BBEAEHWE

Tenetnka yeoBeKa M3ydaeT SBJCHUA Ha-
CIEACTBEHHOCTH M W3MEHYUBOCTH Y 4e0BeKa
Ha BCEX YPOBHAX €I0 OPraHu3alu K CYILeCTBO-
BAHMSA, MOVIEKY/IADHOM, K/IETOYHOM, ODIaHK3-
MEHHOM U nonyjsinonHoM. CoBpeMeHHas re-
HeTHKa YeJioBeka 6asvpyeTcss Ha 3aKOHaX KJac-
CHYecKON TeHeTHKH, KOTOphble UMEIOT YHHBEP-
CaybHOe 3HaYenne. Tak ke, Kak B KIACCHYeCKOi
TeHeTHKe, NOSRIIeHYe K CTAHOBJEHHe KOTOPOWH
CBA3RHO C U3YYEHNEM HAC/IEHOBAHMA MYTallH-
OHHBIX H3MEHEHUH B NONMYAAUMAX IOPOXa, APO-
30(PHJIBI, MBITIH M XPYTHX 3KCIIEPUMEHTAJILHBIX
00BbEKTOB KCCIEJOBAHMA, OCHOBHEIE OCTHXKe-
HHS B [feHeTHKe Yes0BeKa 00y CIOBIEHb aHAH-
30M NMPHUPOAH ¥ XaPAKTePa HACIeNOBAHNA MYTa-
IMOHHBIX U3MEHEHUH Y YesloBeKa.

B nocnegHve roapl BbIABIEHO, YTO CIIOH-
TaHHas HaC/eACTBEHHAS H3MEHYMBOCTD BECbMa
BhICOKA — B TeYeHHe XM3HH 4eJoBeKa Mpu-
tmsurenbho y 70% smogeit peanuaylorcs Te
WM MHHE HacneacTBeHHble Gonestu. Taxum
00pasoM, y GOMbINMHCTBA MOAEH B TEYEHHe ux
KM3HM TIPOABJIAETCA X0TA GBI OJHO cepbeaHoe
TeHeTHYeCKH OOYCHIOBIIEHHOE OTKJIOHEHHe OT
HOPMBI, CHMXaiolee IPOAOIKHTEIBHOCTh
HKH3HH YeJIOBEKa [10 CPABHEHHIO ¢ HOPMOIT JIH-
60 Mewawouee ero HOPMAIbHON JKH3Heles-
TeNbHOCTH M paborocnocobrocTn. Vizyyerwe
MOJIEKYJISIPHOM NIPUPOZBI TAKUX IeHEeTHIECKNX
H3MEHeHUt, aHa/IU3 3aKOHOMEPHOCTell ux Ha-
CIEZIOBANKS, OUEHKA MX PaCIPOCTPAHEHHOCTH
B PA3IHYHbIX MOMYJISALUAX YeSOBEKA, H3yyeHue
ponM MyTareHHbLIX (aKTOPOB OKpyXawulei
CPexBl B BO3MOXKHOM H3MEHEHUH CIIOHTAHHOTO
YPOBHA MYTareHe3a y 4enoBeKa OTHOCATCS K
Haubo/ee BAXXHBIM HaIIPaBIeHHAM KCCIeN0Ba-
Huif B 0ob1acTy rexeTHkd yenoseka. Onupasice
Ha 3TH (yHAaMeHTaNbHbe 3HAHVSA, MEIHLIHH-

,CKasi TeHeTHKa pa3pabaThiBaeT METOb! AMArHo-
CTHKH, JledeHHs ¥ TMPOQIIAKTUKH HaCNencT-
BEHHOW DATOJIOrHH, CBA3AHHOM C IUMPOKUM
CIIEKTPOM MEH/ENEBCKHX, XPOMOCOMHBIX H
MYJILTH(AKTOPHAIbHBIX HAC/EACTBEHHBIX 60-
Jieaneit.

CoBpeveHHbI 3Tan PasBHTUS TEHETHUKH
YeNiOBEKA XapaKTepPU3YeTCsl CTPEMUTEJIbHbIM
TIPOrPeccoM HAUMX 3HAHHMIL O MOJEKY/ISPHOM
CTPOEHUM TeHETHYEeCKOIO MaTepHaAla K O MeXa-
HH3MaX MyTareHe3a. HarmaaHbIM MpuMepom
TIPOrpecca b 00IACTH FeHETHKY Y€JI0BEKA B -

JOTCA yCriexyu Pealn3aluyd MeXAYHapOAHOi
nporpaMmbl «ferom yenosexas. VHTeHcHBHOE
H3yuenue Hac/IeACTBEHHbIX 6oleaHeil B IUIMHH-
Kax MHOIHX CTpaH yBesiamwio K 1998 r ux umc-
a0 oyt g0 9000: (B 1966 r Gbuto u3yyeHo
ToabKo oKoiio 1500 sacnencrexHsix Goses-
nert). Aaa Gonee yem 3900 us arux Hemyros
u3yyeHa JOKATH3ALUHMS MYTaHTHBIX [EHOB B
XPOMOCOMAax M MpPOBelieH MOJEKY/IApHbIH aHa-
JIN3 MPOXYKTOB HX /ESTENbHOCTH, ITH JOCTH-
KEHHA NIOCTABMIIH Ha HOBYIO OCHOBY pa3paboT-
KY METO/10B AMaFHOCTHKY HAC/eNCTBEHHBIX 60~
Jie3sielt, BX NpOUIAKTHKH ¥ reHOTEePanHtH.

B cBs3u ¢ BospacraiommM 3arps3HeHHeM
OKpYXalolliei Cpeibl, 0COOEHHO CBS3aHHBIM C
PAAMAUMUOHHBIM 3arPSA3HEHHEM LEJTbIX Peryo-
HOB B pe3ynibrate UepHOOLLIbCKOH aBapuH,
SEPHBIX B3PbIBOB Ha NOMTOHAX K AeATENbHO-
CTbI0 OPENNpHATHIA SAepPHOTO TOMIHBHOLO
LIMKJIa, BaXHOE 3HayeHue mpuobperaer paspa-
60TKa METONOB OlIeHKH TeHEeTHYECKNX Nocel-
CTBUI TAKOTO 3arps3HeHns A IPSAYINMX fo-
KOJIeHHH,

Jauubliit yueOGHMK He MpeTeHLyeT Ha ucyep-
fIbIBAIOILIEE M3JI0XKEeHHe MATepHaoB M0 BCEM
OCHOBHBIM pasaesiaM TelleTukH yenoseka. Ilo
KOKAOMY 13 00CYKIeHHbIX B KHHIE Pa3feloB
MMeIOTCs1 MOHOrpadHu psina uccregoBarene,
13 KOTODbIX Hanbo1ee M3BECTHbIE K JOCTYTHEIE
{IPUBEIEHBI B CITUCKe PeKOMEHIyeMoil JuTepa-
TYPHL.

TBopyeckye yCILTHs ABTOPOB MPH MOATOTOB-
Ke y4ebOnuKa, cocrostuero u3 10 r1as, pacipese-
JOUIUCH CleRyioluM obpasom. [naset 1,2, 8 u 9
nanucanb HA. ToropHuHol, rasst 3, 4, 5 u
10 — H.C. Creomunckoit. [nasa 6 noarorosse-
Ha B.A. [Ilepyeniko cosmectHO ¢ LIT. Cunrupe-
Boi. I;1aBa 7 sanucana B.A. lileByenko coBme-
ctHo ¢ A.B. Py6anoBuuem.

Yuye6GHuk npefHazHayed AN CTYAEHTOB
YHUBEPCHTETOB, MEArOrHYECKUX HHCTHTYTOB
¥ MeIMIINHCKUX yueOHBIX 3aBeleHHH, 114 Bpa-
yeil, reHeTHKOB H GrosoroB. Kuura Hanucasa
JIOCTATOYHO MOMYJAAPHO, NOTOMY OHa byzer
MHTepecHa ISt MI0O0TO YNTATENS, HHTEPECYIO-
LLETOCst BOTIPOCAMH HACNEACTBEHHON M3aMeH H-
BOCTH YE/IOBEKa.

Yeriexu TeHeTHKHM 4YeioBeKa, ee HCTOPHS
TECHO CBsi3aHbl C Pa3BUTHEM BCeX Pas3fesios re-
HETHKH.
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Ycnexu reweTHkn uyenoBeka, ee HCTO-
pHs, TECHO CBA3aHbl C Pa3BUTHEM BCeX
pa3nesioB reHeTHKH. 3aflofira A0 GTKPHI-
tha I. MeHnaena pasnuyHbIMH aBTopaMu
6bLTH ommcanbl MATOJNOrHYECKHe Hacaen-
CTBEHHBIE IPH3HAKH Y YesOBeKa W 0CHOB-
Hble THObI HacsenoBanusA. [lepBhie ceege-
HHA 0 Nepefaye HacneACTBEHHOH naroo-
TUH y YesoBeKa cofepxarca B Tanimyzne (4
B. 10 H.3.), B KOTOPOM YKa3aHO Ha omac-
HocTb obpe3aHuA xpaiiHell HI0TH Y HOBO-
POXIEHHBIX MAJIbYMKOB, cTapulne GpaTha
KOTOPHIX WK ASIAM MO MAaTepHUHCKOMN JH-
H{H CTPA/JIAIOT KPOBOTEYCHHEM.

K XVIII 8. oTHOCATCA nepBbie onHCca-
HUA ROMHHAHTHOTO (MOJUAAKTHIINH, T.C.
HIECTHRATOCTH) U pereccuBHoro (aipbu-
HM3Ma Y HETPOB) NPU3HAKOB, CAENBHHBIX
¢parnysckum yyennM I1. Moneprion.
B vavane XIX B. HecKOIbKHMHU aBTOpaMH
OZHOBpEMeHHO OBIIO OnMCaHO HACHedo-
BaHHe reMoQuuy, B pe3yJbTaTe H3yue-
HUA DOLOCHOBIIbIX ceMed, B KOTOPBIX
BCTPe4anuCh Julla, CTpagaroiine aToi 60-
JIE3HBIO.

B 1814 r. BbIa X1HMra JIOHKOHCKOTO
ppaua [[. Anamca “Tpakrar o npexnonara-
eMbIX HacleACTBEHHBIX cBoiicTBax Goses-
Hell, OCHOBAaHHbIM Ha KJIMWHHYECKOM Ha-
6moaenun.” ITozxe oHa 6bina nepensgata
nox HazBanneM “Ounocodckuii TpakTat 0
Hac/eACTBEHHBIX CBOMCTBAX YejlOBeyeC-
Kol pachI”. ITOT TPYA CTaJ EpBbIM ClIpa-
BOYHHMKOM /UJisi TeHeTH4eCKOr0 KOHCYJIBTH-
poBaHus. B Hem Axamc copmynuposan
MHOTHe BKHbIE MPUHLNNB MEAKLIMHCKOH
reHeTuxn: “Bpaku cpenn poaCTBeHHHKOB
MOBLILIAIOT YacTATY ceMelHbIX (T.€. Pellec-
cupHeix) GonesHeit”, “HacaepcrBettble
(nomuHaHTHbBIE) HONE3HY He Bcerza Ipo-
SBJAIOTCS Cpady [ocje POXKAEHHs, HO Mo~
IyT passuBaTbcsa B JM0boM Bospacre”, “He
Bce BPOXZEHHbIE H0oJe3HH sBIAAIOTCA Ha-

CIeCTBEHHBIMH, YacTh U3 HUX CBA3AHA C
BHYTpUYTPOOHBIM MOpa)KeHHEM II0AA
(HanpuMep, 3a c4er cudunca)”.

B cepeaunie XIX 8. 8 Poccun naa npo-
6nemaMu HacieCTBEHHBX 601€3Heit 1 Ha-
CJIe/ICTBEHHOM NPHUPOZIB YesoBeXa paboTan
B.M. ®@aopuncknit. B 1866 r. Bbina ero
KHUra “YcoBepuielicTBOBaHHE U BbIpOXKIeE-
HMe yejioBeyeckoro poxa”. Hapaay ¢ mpo-
THBOPEYMBBIMH HJIW HEBEPHBIMHU NOJOXKeE-
HUSMH, B Hell Obl1 MOAHAT M NPaBHIBHO
OCBelIeH Psifi BOMPOCOB MeAMIIMHCKOMH re-
tetuku. Cpeay HUX: 3HAYeHHe CPexbl AJs
¢opMUpOBaHUs HACTEACTBENHbIX MPHU3HA-
KOB, Bpes OJM3KOPOACTBeHHHIX 6pakoB,
11ac/IeICTBEHHbIM XapaKTep MHOIUX MaTo-
aorui (TyXOHEMOTHI, /IbOMHM3Ma, 3asT4b-
eii ry0Obl, noOpoKOB Da3sBHUTHA HEPBHON
TpyOku). Oxnako aror Tpyn B.M. ®iao-
PHHCKOTO He ObLI oleHeH B NOJHOIM Mepe
€ro COBPEMEHHHKAMH B CHJTY HENOArOTOB-
JIeHHOCTH K BOCHPHATHIO 3THX ek

B nocnegteit yersepru XIX B. Beco-
MbIit BKJIaZl B Pa3BMTHE TEHETHKH YejloBe-
Ka BHec aHrnnickuit 6nonor ®. TanstoH,
HaspaHnbiit KA. THMHUDs3eBBIM “ONHUM
M3 OPUIMHAJIbHEHIUMX YYeHbIX, HCCAEHO-
Baresed M MbicimTeneir.” Taswror Bnep-
Bbl€ TIOCTaBUJI BOIPOC 0 HacJeACTBeHHOC-
TH Ye0BeKa Kak MpeaMeTe AA H3yYeNnus:
HACAeACTBEHHbIX NPHU3HAKOB, AHAIMIU-
pysl HaCJCACTBEHHOCTDb pAda ceMeil, amb-
TOH NpHIle] K BBIBORY, YTO NCHXHYECKHE
ocoberHOCTH yetoBeka o0ycJIOBJEHb He
TOJIBKO YCJIOBUSIMU CDefibl, HO ¥ HacJIeacT-
BerubiMM ¢akTopamu. Kpome Toro, o
NPefNOKAA M NPUMeHUA OiH3HewoBbiH
METOA RN M3YYEHWst COOTHOCHTEIbHOM
POJIM cPeZbl U HACTEACTBEHHOCTH B Pa3BU-
THH 1pusHakoB. VM xe paspaborau paz
CTATHCTUYECKHX METO/IOB, CPEXV KOTOPHIX
Haubosiee LeHEH MeTOJ BBHIYHCIEHHA KO-
spduunenTa KoppeasunH. ITH paboThl



3AI0KMIA OCHOBY I/A OYyAYLIEro pa3BH-
THA reHeTHKH yenobeka. Ilomumo aroro
TasbTOoH cTan poaOHAYaIbLHHUKOM €BTeHH-
KH — HAayKu O HacJeCTBEHHOM 3/0POBbe
YeJI0BEeKa U HYTAX ero yayuinenus. Oaxa-
KO TMpHHUMnWaibHas omubka lanprona
COCTOSLNA B TOM, YTO B MPaKTHYECKHX Me-
PONIPUATHSIX €BIEeHUKH OH PeKOMEHAOBAJ
He CTOJIbKO M36aBAATHCA OT MaTOJOTHYeC-
KHX TeHOB, CKOMbKO YBEeJHYHBATb KOTUYe-
CTBO “XOpOlIUX” TeHOB B UeJOBe4eCKHX
NONyJIAUMAX NyTEM CO3MaHHA YCJOBHH
AN NPeUMYIIECTBEHHOTO Pa3MHOMXEHHA
oJlapeHHbIX JIO/Iei.

Ocoboro BHUMaHHs 3aCTyXUBAIOT HC-
CJIeI0BaHIA U3BECTHOIO AHIIMHCKOrO KJIM-
nuumcTa A. Isppoza (1857 — 1936 rt.), BHe-
CHIETO CyIUeCTBeHHbIH BKJIAL B H3ydenHe
npobeMbl reHeTHKH yesoBeka. Ero pabota
“PacnpocTpalieHHOCTb AJIKANTOHYPHH: H3y-
YeHWe XMMHYECKUX OCOOEHHOCTell” Hecaa
psin Hoebix uneit. [appon nepsbiM obHapy-
KW B3aUMOCBA3b MeXAy reHaMu u cep-
MEeHTaMH, OTKPBUI BDOXKAEHHbIE Hapylle-
HUsl oOMeHa Bew(eCTB M NOJOXWJ Hayaslo
6noxumuteckoit reHetuxe. B nacrosuree
BpeMs M3ydeHWe HacJleACTBeHHbIx OoJes-
Heif obMena BewecTs — HanboIee aKTyasb-
HBIH pa3zie)l reHeTHKY YenoBeKa.

Tpyawt Tsppona, Anamca U Apyrux spa-
yelf — uccleosarenieil He GbUIH olleHeHb!
npu ux xu3nuu. Buosoru obpailtasm Maio
BHHUMaHHs Ha pabotbl meaukoB. Vayuenue
HacJleICTREHHOCTH [IPOBOIIOCH TJIaBHBIM
obpa3om Ha pacrenuax. K coxanenuio,
I. Mengemo, kak 1 apyTuM y4eHbiM, pabo-
TaBUIMM C PacTUTENbHbIME ObbeKTamu, He
6bLTH M3BECTHBI ZaHHbie IO TeHEeTHKE Yesla-
BeKa. B npoTuBHOM ciyyae 0TKpbITHE 3aK0-
HOB TEHETHKH MOTJIO ObI IPOM30HTH 3HAYH-
TeNbHO paHblle.

B 1865 r. yBuziena cBeT 3aHamMeuuTast pa-
6ota demicxoro yuenora I. Menaens “Oner-
Th HaJl pacTUTebHbIMU rbpyraaMu”. 3ako-
HBl, OTKPBITbIE MM, OCTABAIHCH He3aMeyeH-
tIbIMK B TedeHue 35 net u Tosibko B 1900 r.
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6bL1i nepeorkpbrThi K. Koppercowm (fepma-
HuA), J. YepmakoM (Asctpus) n L. ze Opu-
3oM (Tonnanams). C tex nop 3aKoHOMepPHO-
CTH Hac/eOBalMs, OTKPbITHE MeHzaenem,
ONpedesiAIT Pa3BUTHE COBPEMEHHON reHe-
THUKH, BKJIIOYAST U PEHETHKY YesioBeKa.

N3yvasg naciez10BaHHsA NPH3HAKOB Y ro-
poxa, I. MeHzaens ycTaHOBI TDH 3aKOHa:

1. 3akon eautioobpasus rubpunos nep-
BOr'O TOKOJICHMS;

2. 3ax0H pacuieIUienHsi BO BTOPOM NOKO-
nennH o ¢peroruny 3:1 (npu MoHornbpua-
HOM CKPeilHBaHUH );

3. 3aKoH He3aBHCHMOTO HacJeJ0BaXuA
MPH3HAKOB.

Yenex yenickoro y4esoro 61 cBfi3a ¢
pa3paboTKOi NPUHUMIHATILHO HOBOTO Me-
ToAUYecKoro noaxona. OH:

— BBeJI B HAYKy HOBBIit rHOpUIOIOrHYe-
ckuit MeToz1, BRIGPAB 1A H3YYeHUA KOHTpa-
CTHbBIE Nlaphl IPH3HAKOB;

— IIPOBOANJ CTPOTrHiA KOJTHYECTBEHHbII
y4eT U3yyaeMbix NPH3HAKOB, YTO MO3BOJIH-
N0 OGHAapYXWTb CTATUCTHYECKHE 3aKOHO-
MepHOCTH HacJleIoBaHHS;

— aHAIM3UPYA 3TH 3aKOHOMEDPHOCTH,
RpHILesN K BBIBOMY, 4TO 3apOZbllUIeBble KJIeT-
KH HeCyT Habop MPH3HAKOB, KOTOPbIe MOTYT
ObITL OnpesiesleHbl ¢ NOMOWIBIO CKPELIHBa-
1407178

Onebirel I Mennens u caenandvie u3
HHX BBIBO/Ib CTAH MPEANOCHLIKON IS CO-
3/IaHUSL TEOPUH Tefia — OCHOBBI COBpeMeEH-
Hoit renetuxy, a 1900 r. — roa sTopHYHOTO
OTKpHITHA 3akoHoB Menjens — cuynuraercs
rozioM poxaesus resetnk. Haspauuve Ho-
BO# Hayke 66110 fano B 1906 1. anraubickuM
y4enbiM B.BatconoM (ot naTMHCKOrO CI0Ba
geneo — nopoxnao), a B 1909 r. gatcxuii re-
neruk B. MoraHucen npeasoxun Ttakue
BaOXKHbIE TeHETHYECKME TEPMHHBI, KaK TeH,
TeHOTUIT ¥ PEHOTHIL.

B 1903 r. amepukanckuit aHTpomoaor
Dapabu, U3yyasi poaOCOBHbIE B HECKOJIb-
KHX [TOKOJIEHUAX, BEePBBle YCTAHOBILI, YTO
GpaxuaaKTUIHs (KOPOTKOIAIOCTD) Y YeJio-
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BeKa HacJelyeTcA N0 ayTOCOMHO-AGMM-
HaHTHoMy THITY. V3 3T0i1 paboTh ciezoBai
_ BHIBOZ, O CMPaBeJ/IMBOCTH MEHOENeBCKHX
32KOHOB U JUIA YEJIOBeKa.

B 1900 r. K. Jlanpwreitnep onncai cuc-
TeMy rpymn xpobu ABO.

B 1924 r. ®@. Bepuiureitn ycTaHoBun,
yto ABO-cucTeMa rpyTi KpoBH KOHTPOIH-
pyeTcA cepueil MHOXECTBEHHBIX aJLresieit
ozHoro jokyca. Criycrs 25-30 et 6b11 06-
HapyxeH pesyc-axrop (Rh) u nokasawo,
YTO TeMOJUTHYECKAs XKeJNTyXa HOBOPOX-
JEHHBIX BO3HMKaeT W3-3a HMMYHOJIOTHYEC-
KO HeCOBMECTHMOCTH MATEpM M MJoja.
OTH OTKDBITHSA TaKXKe YKa3blBAIH Ha MpPH-
MEHHMOCTb 3aKoHOB MeHIena K Hacyeno-
BAHMIO MPH3HAKOB Y Y€JIOBEKA.

B 1908 r. . Xapau u B. Baiinbepr Hesa-
BUCHMO APYT OT JApYyTa NPHILIM K BHIBOLY,
4TO MEHJIeJIeBCKHE 3AKOHBI JAI0T BO3MOX-
HOCTb OOBACHUTD pacrnpeneiieHHe 4acTOTH
T€HOB M3 MOKOJeHUS B NIOKOJEHHE B MOMy-
asiusx (OT AaTHHeKoro — populus — Hace-
JIEHHE, HapO) M YC/IOBHUSX TeHETHYECKOMN
cTabMABHOCTH NOMYMAUHH. ITOT 3aKOH
6bLT yCTAHOBJIEH NYTeM aHAIM3a HacJeaCT-
BEHHOCTY 4YeJI0BeKA 1 Jier B OCHOBY ITOITYJIs-
LIHOHHOMH NeHeTHKH.

B 1919 r. 10.A. OuwmrieHKo OpraHu3o-
pan Kadenpy redetuxu B Ilerporpaackom
yHusepcureTe. B 310 xe Bpems H.W. Basu-
J0B ¢hOPMyIHPOBa BKHENHNINY FeHeTH-
4eCKHif 3aKOH — 3aKOH I'OMOJOTHYECKHMX
PSIIOB B HAC/IEZACTBEHHON W3MEHYHWBOCTH.
OxnnobpemeHHo B Mockse H.K. Konbios
CO313€T CBOIKO FeHETUYECKYIO0 LIKOTY.

B 20 rr. XX Beka Hayaia WHTEHCHBHO
pa3sBUBATLCA coBeTcKas redetnka. [loa Bim-
AIHUMEM WAEH eBreHWKH, KOTOpasl Mmoydiia
IIAPOKOE PacnpoCTpaHeHHe B psle CTPaH
Esponst (Axraus, Dpanuns, fepmanus) u
Awepuxe B 1921 . 8 Mockee H.K. Kosbiio-
BbIM 6bLI0 opraHu3oBaHo Pycckoe eBreHu-
yeckoe obuecteo, B 1922 r. B Tlerporpaze
0. A. Dununuenko cosgan Bopo mo esre-
HHKe.

OTH eBreHWYecKHe OPraHM3aLHY OPUEH-
THPOBJINCh Ha CYTy0O HaydHble 3a7a4d B
OTIMYMeE OT eBTEHUYeCKHX OOIECTB APYTHX
crpal. HK. Konbuos, I0.A. @unkimienko u
ApYTHe yueHble MPOBOIWIM paboThl Mo re-
HETHKe OaPeHHOCTH, H3y4asi POJOCIOBHElE
BBLAAIOIMXCA THdHOCTel. OMHAKO 3TH Hc-
CeROBAHWA TPELidAM METOLHYECKHMH
omnbxaMy, MPOTHBOPEYHAMH, oNpeneieH-
HbIM MPUMHTHBU3MOM. BMecTe ¢ Tem 6pum
B eBreHHYeCKHX paboTax U MOAOXKUTEIbHbIE
momenThl. Tak, H.K. Kosbros u I0.A. Ou-
JINIMEHKO TPABWIBHO CTaBWIM BOIPOC O
3HAYeHHH COLMANTBHBIX YCJIOBUIA B peasnaa-
LMK MHAMBHAYAIbHBIX OCOOEHHOCTEH Yesno-
BeKa, HOJHOCTbIO OTBeprajii HaCHIbCTBEH-
HBII MYTH YJAyYUIEHHA HAc/eICTBEHHOCTH
yes0BeKa. Kpome TOro, cuiaMu cOBETCKUX
eBreHnkoB ObUTH coOpaHBI POLOCNOBHBIE
BBLJAIOIMXCA  JTHYHOCTEH, HanpHmep,
A.C. llymkuna, JLH. Torcroro, AM. Iops-
xoro, ®.M. llananuna n ap.

K xoniy 20-x rosoB eBreHuyecKme Hc-
CJIel0BaHUsA B Haulel cTpaHe ObLIK NpeKpa-
menbl. [Tagana ee NONMyAIPHOCTD U B ZIPYTHX
cTpaHax (kpome [epmanun). Yucno esrenu-
yexux oO6IEeCTB GHICTPO YMEHBIIANOCH,
SKYPHJIb! 3aKPHIBATHCH WIN TlepEMMEHOBbI-
BAJIHCh.

Konen 20-x — nayano 30-x IT. 03HamMe-
HOBAJIHCh 3HAYNTENHLHBIMH YCTIEXaMH B pa3-
BUTHM reHeTHKU. Pomunack u crana obiite-
IpU3HaHHOM XPOMOCOMHAsl TeOPHs Hacel-
CTBEHHOCTH, OBUIO YCTAHOBJIEHO, YTO Ha-
CJIeICTBEHHOCTD CBA3aHA ¢ TEHAMM, JIOKAIH-
30BaHHBIMH B XPOMOCOMaX KJIeTOMHBIX
SAEP, YTO TeHbI B XPOMOCOMAX Dacrioyoxe-
Hbl JUHeNHHo ¥ 0OpasyloT rpymnmsl CierLie-
HUSL.
B 30T xe nepnox co3aaeTcs Nomyasium-
OHHas reHeTHKa. Bosbuloit Bknax B pa3su-
THe 3roro pasaena BHecu C.C. Yersepu-
k0B, P Ouwep, H.II. Ly6unun u A1, Po-
matileB, JIx. E. Xosnzeiis 1 ap.

B psize cTpaH, B TOM YMCJIe B Halileit, Ha-
YUHAeT Pa3BUBATbCA MeAUIUHCKAsA TeHETH-



Ka. C 1932 no 37 rr. paboran MockoBckuii
MeINKO-OHONMOrHYECKUI MHCTUTYT HM.
M. Topekoro (no3atiee — Meauxo-resern-
YeCKHii HMHCTUTYT), BO3IJIaBAsAeMblil
C. [ JlesutoM. Tlpn uem 6bin1 Opranm3o-
BaH Llentp 6ausnenoBbix HCC/leZ0BaHUEA.
3aece uayyanucs 601e3Hu ¢ HacIeC TBEH-
HbIM TIpe/pacnosioxelveM — puaber, s3-
BeHHas 60.1e3Hb, AJLNEPTHs, THIIEPTOHHYe-
cxass 6oseanv u ap. Bosbuioit uHTepec
UMeIM LMTOreHeTHYeckue paboThl MO
uaeHTHDUKALNK TepPBbIX XPOMOCOM 4eJ0-
Beka. Ocoboro yroMHHaHUs 3ac/yxuBa-
10T TPyZbl TAJIAHTINBOTO reHeTHKa U KJIU-
nuuncra-uesponaronora C.H. /lasnaen-
koBa (1880-1961). On nepsbiM nocraBun
BOTNPGC O TCTEPOTeNHOCTH HACJIeACTBEH-
HbIx 3ab0/1€BaHMIt M HaYAT NIPOBOAUTH Me-
AMKO-TEHETUYECKOe KOHCY/ILTUPOBAHUE.

K xonuy 30-x rr. XX 8. MiHTepec K reHe-
THKe YejoBeKa Haua cHxarbes. CokparH-
JIOCh M OCTABAJIOCh HH3KHM [0 Havasia 50-x
IT. KOJIMYECTBO OITyBINKOBAHHEIX PaboT.

B Cosetcxom Corose ¢ npuxonoM K BJia-
ctn B buonornueckoit vayke T.J|. JIbicerxo
BCE TeHETUYECKUe UCCeIoBaHus, BKIIIOYas]
Y MCCJIe AOBAHHA MO FeHeTHKE YeNIOBeKa, Obl-
Jm 3anpeliedbl. [enetika 6uta 06bsBaCHA
“mxenaykoil”.  ABrycTOBCKas  ceccuA
BACXHIJI (1948 r.) HaHecna orpoMHblit
Bpel TEOPETHYECKUM H [IPAKTHYEeCKUM HO-
CTHDKEHUSIM TeHETUKH, YTBEpAMB aHTHHAY Y-
uole uper T.J|JIsiceHko. Takoe 11010xeHUe
COXPaHANOCH fto nayana 60-x IT. .

BoapoxaeHne coBEeTCKOI reHeTHYeCKOH
HAYKH HauaJloCch nocJie pasobaauenns “yye-
Hug" JIbiceHKO M 1LIO MO MyTH Pa3BUTHS
Mexuumunckoii redeTukd, B 1964 r. 6b11 us-
naH yyeOunk B.IL Odpoumcona no Meau-
LIMHCKOI reHeTHke, B 1969 r. orkpouit Vn-
CTHTYT MeAWIIMHCKON FeHETHKH NOoA PYKO-
sozctsoM H.I1. BoykoBa (B HacTosmee spe-
M — Hayuno-uccnenosarenbCkuii LeHTp
MeauunHcko# resrerukn PAMH), rae Hava-
JIMCb LHHPOKME HUCC/IEAOBAHUA O MHOCHM
11anpaBACHUSAM MeINIUNIICKON I'eHeTHKH.

B 50-x IT. moMyyaroT WIKPOKOE Pa3BUTHE
HCCIeI0BaHKsl 0 PalMallHOHHON TeHeTHKe
yenoseka. Eute B 1927 r. amepnkaHckmii He-
cnefosarens I. Mesnep ycraHoBHA ciiib-
HOe MyTareHHoe AeicTBHe PeHTTreHOBCKUX
Jy4eil. ITo OTKPbITHE MOKA3a70 OMacHOCTh
0bJTy4eHHA MOJOBBIX KJAETOK 4eJloBeKa I
NOCJ/IeAYIOIMX [IOKOJEeHUH, B CUITY Yero ye-
JIOBEKY KaK OOBEKTY reHeTHUeCKHX Hcclle-
ZOBAHMI CTATO YAEAAThCs OOMbie BHUMA-
HUSL
C 1959 o 1962 rr. kOMYecTBO 1yOIN-
KalH, cHMIO3UyMOB, KoHdepesuui no re-
HETHKe yestoBeka 6bicTpo Bospacraso. Cau-
AHUE TeHETHKH, LINTOMOTHH, IUTOTEHETHKH,
6uoxuMun criocobersosano ¢GopmupoBa-
HUIO KJIMHNYECKOI NFeHETHKM.

Yeunuamu yuensix 6bU1a MoATBepxAeHa
FeTePOreHHOCTh HAaC/IeACTBEHHbIX MaToJIo-
THid, KOCla oKLt K TOT e QeHoTUR BoNe3HU
00yc/I0BIeH M3MEHenHeM pa3HbIx GesikoB.
TpyaHO nepeoleHNTs BOKHOCTb 3TOTO OT-
KPBITHSL A7 ANArHOCTUKH, Je4€HUST U Me-
IVKO-TeHETHYECKOr0 KOHCYJIbTHPOBAaHHA
HacJieZcTBeHHbIX Gone3Heit.

B 1944 r. 66110 1OCTOBEPHO yCTAHOBJIE-
HO, YTO Tepefiaya HacjeAcTBeHHON nugop-
MallMM CBA3aHa C Je30KCHPHOOHYKIEMHO-
Boit kucyorto# (AHK). 310 oTKpEITHE ABU-
JIOCh MOIUHBIM (PAaKTOPOM, CTHMYJIHPYIO-
INUM H3yYeHHe HacJleACTBEHHOCTH Ha MO-
JleKynsipHoM yposite. A 6iarozgaps co3gas
Huo B 1953 r. [I. Yorconom u ®. Kpukom
MOZENM MaKPOMOJIEKYSIPHOWH CTPYKTYDH
AHK, Hayanoce yraybaennoe Hayuenue
MONEKYIAPHOM, OHOXUMITUECKOH U UMMY-
HOTeHETUKHM YeJIOBeKa.

Y6eaurtenpHbiii npuMep 3uadenus GyH-
JaMeHTaAbHBIX HeCIeI0BaHUM 1A MPAKTH-
4ECKOro 3/IpaBOOXPaHeHUst HAeT HCTopus
pa3suTHA uxToreHetxH. B 1956 r. X. Tuo
1 A. JleBaH YCTaHOBHJIH, YTO B KJIETKAX Ye-
JI0BeKa copepxkuTcs 46 XxpoMocoM, a crycTa
TPH roza ObLIM OTKPBITH! XPOMOCOMHbIe 60~
ne3nu yenoseka. B 1959 r. Ix. Jlexen yc-
TAHOBUJI LMTOTEHETUYECKYIO KAPTHHY BO3-
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HUKHOBeHMs cuHApoMa [layHa (TpucoMus
no 21-it xpomocome.). B aro xe Bpems He-
CKOJIBKO YYeHbIX WAEeHTH(HHIMPOBAIN Ha
XPOMOCOMHOM YpOBHe CHHApOM TepHepa
(XO) u cunapoM Knaiadenvrepa
(XXY). Onnospemento 6buta onpegnese-
Ha poab Y-XPOMOCOMbI B ONpejeseHHH
nosa 4ejaoBeKa.

B 1960 r. P Mypxex ¢ konneramMn paspa-
Boranru MeTOad KYyJBTMBHPOBaHMA JuMo-
uUMTOB nepugepUueckoil KpoBH M NONY-
yenuss MeradasHbIX XPOMOCOM HYesIOBeKa,
4TO MO3BOJMHAC OOHApPYXHBaTh MYyTalUH
XPOMOCOM, XapakTepHble I OIpezesieH-
HBIX HacJeZICTBeHHbIX OonesHeil. [{pyrum
BaXXHbIM OTKPbITHEM /IS PA3BUTHS LNUTOTE-
HETUKH yeJIoBeKa ABUach paspaboTka me-
ToA0B nuddepeHIHANILHOR OKPackH Xpo-
MocoM. Brarogapa emy craja Bo3MoXHa
HUAeHTHPUKALMS KKEOH XPOMOCOMBI Ye-
JI0BEKa, @ 3TO Pe3KO MOBBICKJIO Pa3pelyalo-
Y0 cnocOBHOCTD UMTOTEHETHYECKMX Me-
TOHOB.

Ewe oaHnM 3TanoM passuTHs COBpe-
MelHOH reHeTHKH YesloBeKa ABWIOCH Kap-
THPOBAHHe W JIOKANM3ALHUA reHOB B XPOMO-
coMax yesaoBeKa. JloCTHXKEeHUsT LINTOTeHeTH-
KH, TEHETHKH COMaTHYeCKHX KJIETOK, yBe-
JMYeHHe 4MCa FelHeTHYeCKHX MapKepoB
CNocoOCTBOBIM YCIEUIHOMY M3YYeHHIO
rpynn cuenneHusa. B Hacrosilee BpemA y
YesioBeKa yCTAHOBJEHO 23 rpymTsI cllerlie-
HMA. OTH ZaHHbIE HAULUIM HenoCPeCTBEH-
HOEe npuMeHeHHe B IHarHOCTHKe HAaC/eACT-
BEHHBIX 3a60.1eBaHHil M MEHUKO-TeHeTHYeC-
KOM KOHCYJIETHPOBAHUH.

TecHast cBA3b COBpeMEHHOM FeHeTHKH C
XuMuel, puaukoit, bnoxumneit, dusnoo-
THelA, aKoJornel, (papMakostorueit 1 Apyru-
MH HayKaMH CIIoCOGCTBOBAIA NOSBIEHHIO
HOBBIX Pa3e/ioB M€HETHKH: LIMTOreHETHKH,
padaUHOHHON TeHeTHKH, HMMYHOTCHETH-
KH, (apMaKOTCHETHKH, SKOJIOTHYECKOH re-
HETHKH .

Bo BTopoii nonosuHe XX B. Hayana UH-
TeHCUBHO Pa3BUBATbCA MOJIEKYJSIDHAS Te-

HeTWKa ¥ NeHHasi MHXKeHepHs, ObUIH paspa-
60TaHBI METOMb! MCKYCCTBEHHOro M ¢ep-
MEHTATHBHOIO cHHTe3a reHos. B 1969 r. un-
mudcxuit yueHsiii [ Kapano Brepsbie ocy-
1IeCTBUN MCKYCCTBeHHbI cuuTe3 reHa. C
OMOUIBIO TeHHOH HIDKEHePUM NOJyYeHb
MCKYCCTBEHHbIE TeHbl HHCYIHHA, HHTepde-
POHa, cOMaTOTPONUHA U AP. ITH NOCTHXe-
HUS OTKPBIBAOT GOJbLIMe NEPCeKTHRbI B
OHarHocTHke, nMpoduIakTUKe M JeUeHUH
HacJecTBeHHBIX H0leaHel YenoBeka.

BoamoxHocTH MonexynspHoi renern-
KM ¥ pasBUTHe COBPEMEHHBIX METOLOB Pa-
6oret ¢ /IHK namuiu npuMeHreHve st pe-
UIEHUSA NPAKTHYECKUX 3a/lad MeIUIIUHCKON
TEHETHKH.

Koneu XX B. 03HaMeHOBaH pa3paboT-
KO M HaYaJoM OCYUIECTB/IeHMs FPAHANHO3-
HOH MeXAyHapoaHOH nporpammbl “Ienom
yenopeka”. Ee 3afaya — uU3ydyeHHe resoma
4eJIoBeKa, BKJII0YasA KAPTHPOBAHUE XPOMO-
coMm 1 cexsenuposanne ux JJHK, onpenese-
HHEe NOAHOH HYKJIeOTHMAHOH TNocC/iefoBa-
TeJbHOCTH TeHOMa, COCTOALLeroc M3 Tpex
MH/UTHAPAOB Nap HykJOTHAOB. B pamkax
3TOM nporpamMmbl paspabaTbIBalOTCs MeTO-
bl AMATHOCTMKM M JIeYEHHS HaCcJIeJICTBEH-
Hpix Oonesneit. B Hacrosuee Bpems yxe
BoamMoxHa JJHK- auarHoctuka 6osee 100
HacJeZcTBenHbIX AedekToB. B HenamexoM
OyAylieM CTaHeT PEeabHOCTBIO I'eHOoTepa-
nus Haubosiee pacnpocTpanenHbix Hones-
Heil Yen0OBeKa, ATOreHe3 KOTOPLIX yxKe H3-
BECTeH.

Bonipockl N CaMOKOHTRONA

1. Kakse cBeienHs O HAC/I€CTBCHKBIX HATOMOIMAX
6b111 uzpecTnb 8 XVII-XIX BB.?

2. KakoBa posib K3aCCHMECKOIT FreHETHKH B PasSBHTHH
reneTHKH yeaoseka? )

3. Ha3oBuTe 0Te4eCTBENHBIX YYEHbIX, BHECIIHX H0Jb-
OH BXJIaZ B Pa3BHTHC NeHETHKH YCJI0BEKA.

4. Koraa Bnepsbie 10CTOBEPHO OILUCAHBI XPOMOCOMBL
qenobexa?

5. Kakite Haykyt TCCHO BIaHMOCBS3aHb € MeHeTHKOM
YeaoBeka Ha cospemennoM arane? (OGbacHMTS, node-
My?)
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OcHoBlibie 3aXOHOMEPHOCTH HACTEeN-
CTBEIIHOCTH, YCTallOBAEHHbIE ANA XKHBBIX
OpPraHWU3MOB, YHMBEPCATbHH ¥ B MONHOMH
Mepe CNpaBeMJIMBbI M IJA 4ejOBeKa.
BuMecTe ¢ TeM xak 06bexT reHeTHYeCKHUX
HCCACAOBAHUH YeJIOBEK HMEEeT CBOM Tpe-
HUMY1IEeCcTBa Y1 HelOCTaTKH.

Ansa mopeit HeBO3MOXHO MJIANIHPO-
BaTh UckyccTBeHHbie Opaku. Ewe B 1923 r.
H.K. KosibrioB otmMeuan, 4To “...MbI I1€ MO-
HEM CTABUTh ONBITH!, MbI HC MOXEM 3a-
ctaButh HexzaanoBy BeIATH 3aMyx 3a
MansgnuHa TOABKO AAA TOTO, YTOOBI 1O-
CMOTpeTh, Kakne y Hux 6yayr aetu”. Ox-
HaKO 3Ta TPYRHOCTL NpecionuMa biaro-
Zaps npuieabHoli Betbopke U3 Hoabuioro
yucaa 6payHbIX Nap Tex, KOTOpbIE COOT-
BETCTBYIOT LleJIAM JJAHHOTO reHeTHYeCKo-
ro MccJie,J0Batnsl.

B 3mauurtesbHON Mepe 3aTpyaHseT
BO3MOXI1(OCTH TEHEeTHYeCKOro aHanu3a
yenoBexa OoJiblIOe YHCAO XPOMOCOM —
2n=46. OanHako paspaboTka UOBeHIHUX
metonos paboret ¢ JHK, meroaa rubpu-
IM3aUMH COMATHYECKUX KJIETOK H HEKO-
TOPBIX APYTUX METOAOB YCTPAHAWT 3TY
TPYIHOCT.

H3-3a HeGONBIIOrO YHCAA MOTOMKOB
(Bo BTOpOIt nonosuHe XX B. B 60AbIUH-
cTBe ceMeil poxaanock no 2-3 pebenka)
HCBO3MOKeH aHaNM3 pacluenyeHusa B [o-
TOMCTBE O/HOIt ceMbH. OaHako B 60J1b-
HIUX NONY/ALMAX MOXKHO BBIOpaTh ce-
MBH C MHTEPeCYIOWUMH UcCaeaoBaTENA
npusiakamu. Kpome Toro, B HekoTOpbIx
ceMbAX onpeejeHHble HPU3HAKH NPO-
cJieXxeHbl Ha NPOTAXKEHUM MHOIMX OKO-
JeHui. B Takux caydasx BO3MOXeH re-
HerHyeckui ananus. Ewe oaua tpya-
HOCTb CBsi3aHa C AJUTEIbHOCTbIO CMEHBI

nokoneHuit y yenoseka. OaHO mokone-
HMe y YeJoBeka 3aHHMaeT B cpefHeM 30
aer. Y, creposateibHO, reHETHK He MO-
xeT Habaronary 60see ogHOrO-ABYX MO-
KOJeHuH.

Jlia denoBeka xapakTepcH 60abmoN
reHoTunHyeckudi u dQeHoTHnuyeckuit
noanMopduaM. Ilpossrenue MHoOrMx
npu3sHaxos 4 bosiesnel B CUAbHOI cTene-
{1 3aBUCAT OT YCIOBHIi BHEUIHEH cpe/bl.
Crnenyer OTMETHTD, 4TO MOHATHe “cpena”
175 yeaoBexa bonee HUPOKOE 10 CpaBHe-
HHUIO ¢ pacTeHHAMH M XKUBOTHbIMH. Ha-
pAdy € MHTAHWEM, IJIMMATOM H APYTHMMH
abuotnueckumu U 6uoTHueckumu Qax-
TOpaMH, cpefloif 114 YenoBeKa SIBAATCA
M ColMaJibHbIe (DAKTODH, TPYAHO H3Me-
HsiEMble MO XCJHAlWI0 HCCAel0oBaTeNA.
BmMecTe ¢ TeM, HeOBCKa Kak reHeruiec-
KM 06beKT HWIHMpPOKO H3y4YaloT BpayM
BCCX CNEHHAIbHOCTEN, YTO HepeaKo Mo-
MoraeT YCTaHOBHTb pa3JN4Hble Hacael-
CTBeHHBIE OTKJIOHEHHS.

B nacrosulee BpemMs HHTepec W BHU-
MaHHe K N3y4eHUIO TeHeTMKH YeOBCKa
aKTHBHO Bo3pactawoT. Tak, rinobanbiias
MeXAyliapofiHas IporpaMma “leHoM ue-
JIoBeKa” MUMeeT cBoell 3aAayeill u3ydenue
reHoMa 4esoBeKa Ha MOJEKYJISPHOM
yposHe. [l1s1 ee pelieHHA HCIOAB3YIOTCA
BCC HOBei{lIMe COBPEMeHNble METO/IbI Te-
HETHKM W MEIUIIMHBL

KakuMn ke Mmerogamyu pacnojnaraet
reHeTHKa 4e/J0BeKa B HACTOsLHe AHU?
Hx HeMaJso: rexeajorH4ecKdil, 6iu3He-
LIOBbIH, UMTOTeHETHUECKHH, NOMyAAlM-
OlHO-CTATHCTHYECK U1, OHOXUMUYECKUIT,
MeToJ FeHETHKH COMaTHYeCKMX KJIeTOK U
MoJexyaspHo-renernyeckuid. Paccmor-
puM 1oApoOHee KaXkablil U3 HUX.
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leneanoruyeckun meroq

OTHocAmMITcA K YHC]Y OCHOBHBIX B
reHeTlKe YeJ0BeKa, 3TOT METO/ ONUpaeT-
CA Ha reHeasIorHio — y4eHHe 0 POAOCIIOB-
Hbix. Ero cyTblo siBasieTcA cocrasieHue
POIOCNOBHOM M MoCAeAYIOLMI ee aHa-
au3. Bnepbrie Takoii noaxoa 6vln npes-
JoxeH anrnauickuM yuerniM O, Taneto-
HoM B 1865 r.

leHeanorudeckuit MeTOA HMIHPOKO HC-
NONb3yeTCs ANA PelieHHA KaK HayYHbIX,
TaK M NpUKIaaHbix npobiaem. OH no3so-
JIeT BbIABUTD HacJeACTBEHHBIH Xapak-
Tep NPH3HAKa U ONpeAeNHUTb THN Hacle-
noBaHuA. Hapsiny ¢ atuM MeToR Znaer
BO3MOXHOCTb YCTAaHOBMTDb clienjieHHoe
HacJlef0BaHHe, oNpeAeJUTh THII B3aHMO-
ZefCTBMA reHOB M NeHeTPaHTHOCTD aJLile-
neil. Teneanoruuecknit MeTox JeXHUT B
0CHOBE MeIHKO-TeHeTHYECKOTO KOHCY/Ib-
THpoBaHuA. OH BKJIIO4YaeT 1Ba 3TaMna; co-
cTaBJl€HHe POAOCTOBHBIX H MX FeHeaso-
THYeCKUif aHaNun3.

Cocrasienne poJOCIOBHOIH

Cbop cBesleHUit 0 CeMbe HAYMHACTCA C
YyenoBeKa, Ha3bIBAEMOTO MpPOHaHIOM.
O6b14H0 3T0 HopHOM ¢ H3yUaeMbIM 3a60-
nepanueMm. Jletd OgHOM DPOANTENBCKOIA
mapbl HasbiBaloTcA cubcamu (bpatbs-cec-
Tpht). B GoabiuHcree ciaydaes pojo-
C/I0BHAs cobupaeTcs 1Mo OAHOMY WM He-
CKOJbKUM NpHu3HakaM. PorocnoBHas Mo-
KeT ObITh MONHOH WM OTrpaHWYeHIIOH.
Yem Gonblile moKoseHHH NMPOCTexeHO B
POAOCAOBHOMN, TeM OHA NOJHee H TeM BbI-
1ife UIAHCHI HA IO YYeHUe MOMHOCTRIO A0-
CTOBEePHBIX CBeleHU.

C6op reHeruueckoil MHopMaUK
TIPOBOAMTCS NIyTEM ONpOCA, aHKeTHpOBa-
HHA, INYHOTO 06cae0BaHUA cembn. Omn-
poc HayuHaeTcA oOBIYHO C POACTBEHHH-
KOB 110 MaTepUHCKO# JMHNM: 6abyurku u
HeAYIIKM IO MAaTePHHCKOH THHUY, C YKa-
3aHMEM BHYKOB, JeTeil KaXaoro pebenka
6abywikn u geaymku. B poxocioBnyio

BIIOCAT CBeReHHMA O BbIKMbIUiaX, abop-
Tax, MePTBOPOXKIEHHbIX, GecnaOAHBIX
Opaxax u ap.

TIpu cocTaBieHUH pPOZAOCTOBHOH Be-
ZeTcA KpaTkasl 3alliCh AAHHBIX 0 KAXAOM
4jeHe poAa ¢ YKa3aHHEM ero poACTBa No
OTHOUeHHI0 K mpobanay. O6bi4HO yKa-
abipaoTcA: PaMuauA, HMA M OTYeCTBO,
HaTa POXKJAEeHHUA U CMeDTH, BO3pacT, HalK-
OHAJIBHOCTb, MECTO JKUTEJbCTBA CEMbH,
npodeccus, Halnyue XpoHHyeckux 3abo-
JeBaHMH B ceMbe, MPHYHHY CMEPTH
YMepuIMX H p.

Tlocne cHbopa cBemeHMil COCTaBJIAWT
rpagpvdeckoe n3obpaxeHue PoAOCCAOB-
HOM, HCIIONB3YA CUCTEMY YCIOBHBIX 000-
3HayeHn# (puc. 2.1).

Beironuas ary pabory, BaxHo cobaio-
IaTh cleAy0line npaBua:

1. CocraBrenne POAOCAOBHON Hayu-
HAIOT ¢ Mpobauna. BpaTesa u cecTpbl pac-
HoJlaraloTcA B NOPSAKE POXKAEINS cJeBa
HarpaBo, HaYMHas cO CTapliero.

2. Bce uneubl poRaocioBHoll pacnosa-
raloTCst CTPOTO MO MOKOJEHHSIM B OAMH
pAan.

3. Ilokonenusi 0603Ha4YaIOTCA PUMCKH-
MU UHPpaMH cjieBa OT POAOCHOBHOMH
CBepXY BHH3.

4. Apabckvimu undpamu 1yMepyercsa
HOTOMCTBO OJHOTO MOKOJEeHHA (OAWMH
pAxR) ceBa HANPaBo.

5. B cBsi3u ¢ TeM, 4TO HekoTopbie 60-
JIe3HU NPOABAAIOTCA B PasHbie TePUOARI
KM3HM, YKa3bIBAETCs BO3PACT YJEHOB Ce-
MbH.

6. OrMeuaoTca au4HO obGcrenoBaH-
HbIe 4eHbl POAOCIOBHOH.

I'padpuyeckoe unsobpaxeHue ponao-
C/IOBHOI MOXeT ObiTh BePTHKAIBHO-TO-
PM3OHTANbHLIM HJHM DPaCHIOJOKEHHBIM
no kpyry (B caydae OBIMMDHBIX [aH-
Hbix). CxeMa pPOJOCJHOBHOI CONPOBOXK-
daeTcA oNucanneM obO3HaueHWH moza
PHCYNKOM, KOTOpOe Ha3blBaeTCs JereH-
no# (puc. 2.2).
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Puc. 2.1. CuMBONbl, UCNONb3YEMbIe NPY COCTABAGHUU POAOCNOBHOMR

Tenernyeckuii aHaM3 poAOCAOBHON  Hue POXKAEHHS GOMBHBIX AeTeil B CeMbsiX

3ajaya reHeTUYECKOro aHaJIM3a — yC- ¢ HACHeACTBEHHOI naTojoruei.
TaHOBJIeHHE HacJleZICTBEeHHOrO XapaKTepa AHanM3 POLOCAOBHO BKIIOYAET CJae-
3abo/eBaHMA M THIIa HAaCJeLOBaHMA, Bbl-  AyloliMe aTansl: 1. YcTaHoB/IEHNe, ABAS-
ABJIEHHE reTEPO3UTOTHBIX HOCHTe el My-  eTCsI JIM JaHHBIH NpU3HAK MK 3aboseBa-
TaHTHOTO TeHa, a TaK ke NPOTHO3MPOBa- HUe elAHHWYHBIM B ceMbe WJIH HMMeeTcCA
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: Puc. 2.2. Poa0CNOBHAA C KOHU@HTPUYECKUM PACNONOXeHMeM NOKONRHWIA

HeCKoAbKa cayyaeB (cemelHbli xapak-
tep). Ecanm npusHak BcTpedaercst He-
CKOJIBKO pa3 B Pa3HbIX NOKOJNEHUAX, TO
MOXHO mnpeanoJiaraTb, 4TO 3TOT MPH-
3HaK MMeeT HAcJIEACTBEHHYIO NMPHPOLY.
2. Onpenenenne THna HacaeaoBaHHA
npusHaka. [{na 3TOro aHanu3upyT po-
JOCJIOBHYIO, YYHUTbIBaA CJaeAyOLiHe Mo-
MEHTBI:

1) BcTpeuaercss M M3ydaeMblil npu-
3HaK BO BCeX MMOKONEHHAX W MHOTHE JIH
4JIelibl poAOCHOBHON 061aA3I0T UM;

2) oauHAKOBA JM €ro 4acTOTa y JHIL
060MX MOJIOB W Y JHIl KAaKOro NoJa oH
BCTpeYaeTcA Yallle;

3) aupaM Kakoro Moja mnepeaaercs
NpU3HaK oT 6oabHOro ortna W GoapHOI
Marepu;
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4) eCcTb IX B POAOCJIOBHOM CEMBH, B KO-
TOPBIX Y 0OBOMX 3IOPOBHIX pOXMTeEJEl
pOXAaNUCh GoJIbHblE feTH, HiIH Y 000KX
GOJIbHBIX POMUTENEH POXKAATHUCH 3A0OPO-
Bble IeTu;

5) xakas 4acTh NOTOMCTBa MMeeT Ha-
cJlelyeMblii IPU3HaK B ceMbsx, rie 0oen
OIMH U3 PORMTeEJIe.

B 3aBHCHMOCTH OT THIIA HacnenoBa-
Husl o0luas KapTMHA POAOCIOBHOM BbI-
TJSANUT NIO-Pa3HOMY

AyTOCOMHO-OMHHAHTHOE HacCJeAo0-
BaHHe XapaKTepHU3yeTCs TEM, 4YTO MY-
TaHTHBIH reH CBA3aH C ayTOCOMO# M po-
SIBJIIETCA KaK B TOMO3HUIOTHOM (AA), Tak
H B IreTepo3uroTHoM (Aa) coctoanusax. B
CHJAY 3TOr0 IIPOCAEXKHBAIOTCA CJIEAYIO-
e ocoHeHIOCTH HacneA0BaHHUA:

1) nepeaaya marojaoruu oT GOJBHBIX
poauTteseit K AeTIM;

2) oba nosia MOPaXalTCA B PaBHBIX
IPOTIOPUHAX;

3) 3mopoBble 4JIEeHbl CeMbH OOBIYHO
HMEIOT 3/I0poBO€e NOTOMCTBO;

4) oTel ¥ MaThb OJMHAKOBO NEpEAaloT
MYTaHTHBI TeH DOYepsAM M CBHIHOBbAM.
BosMosxHa niepesaya 6oJie3sHs OT OTHA K
ChIHY.

Knunuyeckue 1posBieHHs Oone3Hu
MOTYT 3HaYMTCJILHO BapbUPOBaTh B 3aBU-
CUMOCTH OT IKCHPECCHBHOCTH W IIEHeT-
PaHTHOCTU reHa. JKCIIPeCCHBHOCTBIO Ha-
3bIBAETCA CTElleHb BBIPAXEHHOCTH TeHa
(B HawmeM ciydae — TsKeCTh 3ab0seBa-
Hus). [IpH BBICOKOI IKCIIPECCHBHOCTH
reHa pa3BHUBaeTCs TsKejas, 4acTo ¢ Je-
TaibHBIM HUCx0Z0M ¢opMa 3aboseBaHu,
HDHM HU3KOH — BHEINHE 4eJOBeK 340DOB.
Ilon meHeTpaHTHOCTIO NOHMMaeTcs 4Yac-
TOTa TIPOsIBJIEHHSI MyTaHTHOTO TeHa cpe-
au ero nocuteseil. OHa onpenensercs
OTHOLIEHUMEM YHCJa ocoleil, NMeUHX
AaHHYIO 60J1e3Hb (MM PH3HAK), K YHC-
Jy ocobeit, IMEIOWMX AaHHbHA [eH, Bbipa-
eHHbIM B npoueHTax. Hanpumep, nexe-
TPAHTHOCTh aTepockiieposa 40%, cuHA-
pomMa Mapdana 30%, perrHoO1acTOMBI
80% u 1.1
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IKCIIPECCHBHOCTh U MEeHETPAaHTHOCTh
KOJIEONIOTCS B HIMPOKUX Npexenax (ot 0
10 100%) u cuAbHO 3aBUCAT OT YCAOBHH
BHelllHeil cpennl. ITo ayTocoMHO-aOMH-
HaHTHOMY THUIy Hac/lefyeTcs MOJMAaK-
THIKHA (IeCTHIANOCTD), OpaxuIaKTUIHA
(XOpOTKOMANOCTD), aXOHApONIa3us
(XapJMKOBOCTb), cunApoM MapgaHa
(“nayybu manplubl”) U ApyrHe 3aboJsesa-
Hus (puc. 2.3).

ITpy MOMHHaHTHOM THIle HacClexoBa-
HUA, eCAM OAMH M3 poauTesell GoseH
(Aa), BepOATHOCTb poXxIeHHS OOJBHOTO
pebenka paBHa 50% npu ycioBuu NoJ-
HOH NeHETPaHTHOCTH reHa. B ciyyvae re-
TEPO3UTOTHOCTU 0GouX poauteneil (Aa x
Aa) 6onbHEBIE eTH MOTYT POAUTHCA C Be-
poATHOCTBIO 75%. MHoOrHe ayTOCOMHO-
IOMHHaHTHbie 3a00/eBaHUA B TOMO3M-
TOTHOM COCTOSIHMM INIPOTEKaloT B Gosee
TsAXes0# hopme, YeM y rereposurot. Oa-
HAKO B MPAKTHKE HEPENKH CIIydaH, Koraa
HOCHTE/IH AOMHHAHTHOTO FeHa OCTalTCA
detioTunnyecku 310poBbIMH. B pesyiip-
TaTe BUJ PONOCAOBHOI U3MEHSETCS H IO~
ABJSAIOTCA TPONYCKH HOKOJEHHUI.

HocurensctBo J0MMHAHTHOTO reHa
6e3 (QeHOTUNHMYECKOTO HPOABIEHHA
MOKHO 3anOf03pUTh Y OJHOTO M3 POXU-
TeJeil, ec/Iv cpeliy ero IOTOMKOB IIOSIBH-
Juch 60NBHBIE ¢ TAKOM e JOMHHAHTHOM
narosiorieid. Korna y 310poBeix poguTe-
Jieit nosiBrJICs 60JIbHOM pebeHoK U B po-
IOCJIOBHOM eCTh APYTHe caydau 3Toil 6o-
JIE3HU, TO TMPaBOMOYHO TPEATNOJIAraTh,
YTO y OAHOTO W3 POXMTENei GOJBHOTrO
6b11 nedeKTHbIi reH, KOTOPHIi He TTeHeT-
PHPOBAJI, HO OBUI Niepe/iaH MOTOMKY.

JoMuHaHTHBIN reH Moxer obsazaTh
Pa3sHOU CTENeHbIO 3KCIPECCUBHOCTH, YTO
3aTPYAHAET YCTAaHOBJIEHHE AayTOCOMHO-
IOMHHAHTHOTO THIIa HaclefoBaHus. Pac-
CMOTDHM 3TO Ha MpUMepe HacCIeACTBEH-
HOM NaTOJIOTHH COEAUHUTEITLHOI TKaH! —
cunapoMa Mapgana. Bctpeuarorcs 14-
xeJbie popMbl 3a001€BaHNA C KJIaCCHYe-

CKHM TOpaKeHHeM KOCTHOM CHCTeMbl
(cxonno3 man kudockonuos, nedpopma-

I{HA TPYAMHBI, BBICOKMI POCT), Hapyle-

HHEM 3peHHs (ABYC OPOHHMIM BBIBHX
XpyCTajJiuKa) M cepae: HO — COCYAMCTOM
cucTeMbl (paciupeHu : aopte). Habuio-
NalOTCs W CTepThle ()OPMbl CHHApPOMa
Mapdana, xoTopble Ht: JUATrHOCTHPYIOT-
cA (acTeHHYyecKoe TeNICIIOKEHHE, apaX-
HOXAKTHJINSA, Hebobiiag Muonus). Cia-
60 BbipakeHHbie KJIH iHyecKHe (HOpMbI
GonesHu MOTryT Jerkd NPONyCKaThCs,
TOTZA POAOCJOBHAsA T:KXKe TepsieT CBO#
“KJaccuyecknit” BUA, TOABJAIOTCA TIPO-
MyCcKH nokoseHuii. [TosToMy BaxkHO mipo-
BOAHMTDb JIHYHOEe 0OCIel OBaHUE BCEX Yile-
HOB CEMbH.

IIpu ayTocoMHO-peneccHBHOM THIE
HaCJe0BaHUA MYTaH ‘Hblif reH NpPosB-
JIA€T CBOE AeHCTBHE TO.1bKO B TOMO3UIOT-
HOM cocTosIHUH [10 3TO % IpHYHHE B reTe-
PO3HIOTHOM COCTOAHMII OH MOXKET CyLle-
CTBOBaTh BO MHOFHMX IOKOJIEHHSAX, He
NposBAAACh (PEHOTHIIMYECKH.

ITpu naHHOM TuIle llac/ieJOBaHHA 3a-
GoseBaHUe BCTpeYaeTci B POLOCIOBHOM
PEKO U He BO BeeX MoK )NeHusX. Beposrt-
HOCTB 3a00/1eBaHKs Y [:2BOYEK U MaJIbYH-
KOB OnyHakoBa. [Ipu3aHak MoxeT mpo-
ABHTBCA y AETeil, POAH1 €N KOTOPBIX ObI-
JIK 3OPOBBI, HO ABASIE Cb TETEPO3UTOT-
HBIMHM HOCHTEJIIMU MYTaHTHOIO reHa.
Bo3Mo#HbI HECKOIbKO BapHAHTOB TAaKUX
6pakos:

1) MaTh aa X oTell aa — y TaKKuX pPOau-
TeJled Bce AeTH 6yayT 60bHBIMH (aa);

2) MaTh Aa x otenl aa — 50 % neteii 6y-
nyT GonbupIMK (reHotun aa) u 50 % de-
HOTHIIHYECKH 3M0POBbIMH (FEeHOTHII Aa),
HO OyayT ABAATHCA TeTePO3HTOTHBIMH
HOCHUTENAMH Ae(peKTHOTO IeHa;

3) math Aa x oten Aa — 25 % nerteit
6ynyT GoabHBIMH (TeHOTHN aa), 75 % de-
HOTHIIHYECKH 310pOBbIMHK (reHOTUIIB AA
n Aa), Ho 50 % u3 HUX OydyT HOCUTES-
MH MYTaHTHOTO resia (reHotun Aa).
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H3BecTHO, YTO 4YacTOTa BO3HUKHOBE-
HUS HaCJEACTBEHHBIX PelecCUBHO-ayTo-
COMHBIX 6one3Hell HaXOAMTCs B NPAMOM
3aBUCHMOCTH OT CTelieHu pacnpocTpa-
HEHHOCTH MYTaHTHOTO TeHa cpelu Hace-
nenus. Yacrora takux GonesHeit ocoben-
HO TIOBBILIAETCS B U30JATAX U CPely Ha-
CeJIEHHsI C BLICOKMM TIPOLEHTOM KPOBHO-
poacTBenHbIX 6pakos. Takue Gpaku oTpu-
uaTeJbHO BIMSIOT Ha MOTOMCTBO, Ha 3TO
YKa3bIBaeT TOT QaKT, YTO YMCTBEHHAS OT-
CTaJiOCTh Cpeay AeTeid OT POACTBEHHBIX
6paxoB B 4 pa3a Bbillie, YeM B CEMbAX C He-
POACTBEHHBIMH OpakaMu.

IIpu ayTOCOMHO-peleccHBHOM THNE
HacnedoBaHus (KaK U TPH ayTOCOMHO-
JOMUHAHTHOM) BO3MOXHHB pa3nHYyHas
CTeneHb 3KCIIPECCUBHOCTU U MeHEeTPaHT-
HocTH mipu3Haka. K saboneBanusM c ay-
TOCOMHO-PELeCCHBHBIM THIIOM HacneRo-
BaHMA OTHOCATCAA MHOrHe 60je3HH 06-
MeHa BelleCTB, Cpely KOTOPBIX (peHm-
KETOHYpUS, rajlaKTO3eMHs1, aJTbOHHH3M

(puc.2.4), MyKOBUCIIMAO3 U Ip. YCTaHOB-
JIeHo, YTO pelleccrBHbie 3aboneBaHus
Yainle AUarHOCTHPYIOTCSA B PaHHEM BO3-
pacre.

Hacnenosanue 3aGonepauuit, cuen-
JIeHHBIX C NOJIOM, ONIPENEIIETCS TEM, UTO
MYTaHTHBI/ reH pacnosioxeH B X mwiu Y-
xpoMocoMe. VI3BeCTHO, 4TO Yy KeHIIMH
nmerotcs ase X-N0JI0Bbie XPOMOCOMBL, a Y
MY>K4HMH — oJHa X- 1 oJJHa Y-XpOMOcCoMa.
Y yenopeka B X-XpoMOCcOMe JOKANTM30Ba-
Ho 6osiee 200 rewos. [ensr, PacIoNOXKeH-
Hble B xpomocoMe X, MOryT ObITh peliec-
CUBHBIMH MJIH AOMHHAHTHBIMH.

Y KeHIIWH MYTaHTHbII reH MOXXeT Ha-
XOmUThcst B obeux X-XpOMOCOMax MM
TOJIBKO B OXHOH U3 HUX; B IePBOM Clly4ae
OHa TOMO3HIOTHa, BO BTOPOM — reTepo-
3UroTHa. MYXKYHHBI, ABJAACH reMU3U-
TOTHBIMH (MMEIOT TOJIBKO OZIHY XPOMOCO-
My X), nepelanT ee TOJBKO NOYEPAM H
HMKOTZa — ChbiHOBbAM. JI1060i# reH, kak
JOMHHAHTHBI|, TaK ¥ PELEeCCUBHBIM, JIO-
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Puc. 2.5. PoaocnosHan ¢ X-CUeNNEHHBIM PeLECCUBHBIM TUNOM HACNeaosaHuA (reModunnn)

v

KaJIM30BaHbIi B ero X-xpoMocome, 00s-
3aTenbHO OynmerT nposBaTbcsa. B aToM
rnaBHasg 0coGeHHOCTh X-CLeNJIeHHOro
HaCJIe/IOBaHHS.

Ina X-cuemieHHOro pelecCHBHOro
HaCJIeZIOBaHHA XapaKTepHbl ClexyIoHIue
0CODeHHOCTH:

1) saboneBaHue BcTpevaeTcs yaiue y
JIML MY>XCKOFO MOJIa;

2) oT 3010pOBHIX pORUTesIEl MOTYT po-
autbes GosbHBle AeTH (eCiM MaTb rere-
PO3HIoTHA 110 MyTaHTHOMY TEHY);

3) GoabHpie MYXYHHB! He NepefaloT
3ab0JieBanue CBOMM CbIHOBBSM, HO HX
NOYepH CTalOBATCA FETEPO3UTOTHBIMH
HOCHTEIAMH GOJIE3HU;

4) GospHbie KEHWIMHBI MOTYT po-
AUTBCS TOJILKO B ceMbsX, rae oTel 6o-
JieH, @ MaTh reTepo3NUroTHa NO MYTaHT-
HOMY TeHY.

PaccMOTpHM HECKOJIBKO MPUMEPOB,
Koraa B X-XpOMOCOMe JIOKaJIN30BaH pe-
ueccusHblii reH. Ecnu B 6pak BcTynraer
3/0poBast KeHllKHa 1 OOJBHON MYX4YH-
Ha, TO B TaKO# ceMbe Bce aeTH OyayT 310-
POBBIMH, a OYEPH TOJIYYaT OT OTLA OAHY
X-XpoMOCOMY C MyTaHTHBIM reHoM u 0y-

YT TETEPO3HTOTHBIMH HOCHTENAMH (T.K.
BTOPYIO HOPMAJIbHYIO X-XPOMOCOMY OHH
noJy4aT oT Matepn). B ToM caydae, eciu
B Opak BcTynaroT 340pOBbiil MyX4YKHa H
AEeHH[HHAa — HOCHUTENbHUI{A TaTOIorHYe-
CKOrO reHa, TO BEPOSATHOCTD POXAEHHS
GosbHOTO MajibyvKa coctaBuT 50% oOT
BCEX MaJIbYMKOB U 25% — OT Bcex aeTeil.

BeposaTHOCTb poXkaeHUst GONbHBIX Ae-
BOYEK OYeHb HM3Ka U BO3MOXKHA JIMIUD,
ecau oteny 6QJieH, a MaTh FeTEPO3UIOTHA
Mo MyTaHTHOMY reHy. B Takoit ceMbe To-
JIOBHHAa MaJbyHKOB OyayT OOABHBIMU.
Cpenn neBoyek 6oJie3Hb TPOABUTCHA Y
TNIOJIOBUHBI, a APYyTasi OJIOBHHa OyZeT He-
CTH nedeKTHBII TeH.

KnacchyeckuM npHMepoM peleccuBs-
HOTO, CLEIUVICHHOTO C TMOJOM Hac/efoBa-
HUsA, MOXeET CIIyXUTh reModuans. Bosb-
HbI€ CTPAJAIOT MOBHIIEHHOH KPOBOTOYH-
BOCThIO. [IpHuKHa — HeAOCTaToOYHoe COo-
nepxanve B KpoBU ¢aKTOPOB CBEPTHIBA-
Hus xposu. Ha puc. 2.5 uzobpaxeHa po-
NOCTIOBHasA ceMbH € reModmined. AHa-
JIN3 POAOCIOBHOI TIOKA3LIBAET, 4TO HoMe-
10T Tonpko Maabyuku. (II — 1,4; III —
7,15). OTcioma MOXHO MpPEATIONOXHTS,
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Puc. 2.7. PopocnosHasn ¢ Y-CuenneHHbiM
TMNOM HACNEAOBAHNSA (TMNEPTPUX03).

4TO reH reMoHINK CUeIUIEH C NOJIOM.
Bosbable neTH yanie poxaaTcs OT 3R0-
POBEIX POAMTENEH H, CJIeNOBaTEIbHO, TeH
6071e3H1 peLeCCHBHbLA.

WspectHo, 4TO reModuians HIHPOKO
pacrpocTpaHeHa B KOPOJEBCKHX CEMBAX
EBponbl. 3TO CBA32aHO ¢ 3aKJIIOYEHUEM
61M3KOpOJICTBEHHBIX OpakoB. B peaysib-
TaTe BO3HHKIINE MyTalUH COXPAHSINChH
BHYTpH ceMbu. KoponeBa Bukropus B
Aurauy OblTa HOCHTENBHMIEH reHa re-
Mopunun. Ee coin Jleononen poauics
remopuankoM. Yepes cBoux modepeit u
BHYKOB KopoJsieBa Bukropusi nepenania
reH reMopunuu Boabaemapy u lenpuxy
Mpycckum, Opuapuxy lecceHckoMy, Ha-
peBuuy Anekceio PomaHoBy, Pynpexrty
Tex-AtnoHcKOMY, 1BYM OaTTeHOEPrCKUM
W ABYM MCHAHCKUM IpHHuaM (puc 2.6).
Kpome remodunnn, B X-xpoMocome Jjio-
KaJM30BaHbl PELEeCCHBHBIE TreHbl, o0yc-
JIOBJIMBaIOHIKe MUOTIaTHIO [loiieHHa, He-
KoTOpBie POpMBI KaJBTOHH3MA U Ip. 3a-
6oseBaHKs.

Ipu nokanusauuu B xpomocome X 10-
MHHAHTHOTO reHa THII Hac/leI0BaHKs Ha-

3piBaeTcss X-CHEMJIEHHBIM [AOMHHAHT-
HbIM. /11 Hero xapaKTepHBI ClieyIonIue
TPU3HAKH!

1) 6osEI0T KaK MYKYHHBI, TaK U eH-
IMHbI, OfHaKo GOJNBHBIX XEHIHH B IBa
pa3sa GoJblie, yeM BOIbHBIX MYXKYHH;

2) 3abojieBaHKe NPOCIEKHBAETCS B
KQXIOM HOKOJIEHHK;

3) ecniu 6osieH oTel, TO BCe €r0 0YEPU
6ynyT GOMBHBIMH, a BCe CBIHOBDBS 310PO-
BBIMH;

4) ecnu MaTh GONbHa, TO BEPOSATHOCTD
pokaeHus 60bHOTo pebeHka paBHa 50 %
HE3aBHUCHMO OT I10J13;

5) 6onbHbIMK A€TH 6YAYT TONBKO TOT-
I3, ecii 60JIeH OMHH U3 POAUTEIEN;

6) y 310pOBLIX poamTeseil BCe .IeTH
OyayT 3MOpOBHI.

Ilo X-cuenjcHHOMY AOMHHAHTHOMY
THTY Hacjexyworces ¢ochateMust (Hexo-
cratok ¢docdara B KpoBH), KOpHYHeEBas
OKpacKa aMaJjik 3y60B u Ap.

WUmeet cBon ocobeHnoctn u Y-cuen-
JIeHHOe HacJle/JOBaHHe:

B Y-xpoMocome y MY)XYHMH JOKaJIH30-
BaHO HEMHOro reHoB. OHH TiepeAaloTCs
TOJIBKO CHIHOBBAM M HHUKOTZA A0OYEpPAM
(ronanapuyeckoe Hacjenosanue). C Y-
XPOMOCOMOH Yy MYXXYUH HACJAEAYIOTCA Ta-
KU€ NPH3HAKH, KAK THNEePTPUX03 (Hamu-
YyHe BOJIOC MO KpAal0 YIHHbIX PAaKOBHH),
KOJKHbI€E TIEPENOHKH MEXITy NalbLaM# HOT,
pasBHUTHE CEMEHHUKOB, WHTEHCHBHOCTh
poCTa Tesia, KOHeYHoCTel 1 3y00B. Xapak-
TepHble OCOGEHHOCTH Hac/leAoBaHus ¢ Y-
XpOMOCOMO# MOXHO BUAETD Ha pHC. 2.7.

Bnn3neuosbivi MeToa

IJTO METOA H3YyYEHHS FeHETHYECKHX
3aKoHOMepHocTeli Ha 6M3Henax. Boep-
Bbi€ oH 6bu1 npeanoxeH M. [anbToHOM B
1875 r. BausHenoBbIil METOA MaeT BO3-
MOKHOCTb ONpPeNeIUTh BKJalL reHeTHye-
CKHX (HacNeACTBEHHBIX) H CPelOBBIX
dakTopoB (KIKMaT, NuTauue, obyyeHue,
BOCTIMTAHME K [AP.) B PA3BHTHH KOHKpET-
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HbIX IPU3HAKOB WK 3aboneBaHuii y ye-
JIOBEKa.

[Ipu ucnosnb3oBanuy GIH3HELOBOTO
MeTo[a NPOBOAUTCA CPaBHEHME :

1) moHosuroTHeix (OAHOANRLEBBIX)
6ansnenios — MB ¢ gusurotHeiMu (pas-
HoslilueBbiMu ) Oan3nenaMu — JIB;

2) napTHepoB B MOHO3MIOTHBIX Tapax
Mexny coboit;

3) nanubix aHaaM3a 6JIK3HE0BOM BHI-
6opku ¢ obureit nonyasAumen.

Monoaurotnbie 6.1H3Helb! 00pPa3yIOT-
Cst U3 OIHOI 3UrOThI, PasfeauBLIeNcs Ha
cTaiuu Jpobiedrs Ha nse (uau Gosee)
yacTl. C reHeTHYeckOM TOYKH 3peHus
OHH HIAEHTHYHBI, T.€. 00JIaAI0T OXUHAKO-
BHIMM TeHOTHNaMK. MOHO3UTIOTHbIE
6H3Helb] BCErfa OHOTO IOJIa.

Ocobyro rpymniy cpean MB cocrasng-
10T HeoObIYHbIe THIBI GJIN3HELOB: ABYX-
roJioBbie (KaK MPaBUJIO HEXH3HECTIOCO0-
Hbie), Kacnodaru (“caMckue OiH3HE-
ubt”). Hanbosee u3BecTHHM ciyvail —
ponuBirecs B 1811 r. B Cname (HbiHe
Taumann) cuaMckue 6usnennt — Yaur
u Iur. OHu npoxxuiu 63 roxa, 6s11H xKe-
HaTbl Ha cecTpax-0/msHenax; YaHr npo-
usBes Ha cet 10, a Sur — 12 gereit. Kor-
Aa ot 6pouxuta yMep Yaur, ciycts 2 ya-
ca ymep u Iur (puc. 2.8) 1x ceaspiBajia
TKaHeBasd MepeMblYka HIMPHHOU OKOJIO
10 cM or rpyaunn g0 nymnka. ITozaHee
ObLIO YCTAHOBJIEHO, YTO COERUHSBHIAS
UX NepeMbiyka COAepxkajia I1e4eHOUYHYIO
TKaHb, CBA3bIBAIOMyIO ABe Nevetn. Jlio-
Gast XHpypruyeckas IONBITKA Pa3de/IuTh
GpaTbeB BpsA 1K B To BpeMs Obijia 6b1 yc-
neirHoi. B Hacroswee BpeMsi pa3beamu-
HAIOT U 0oJjiee CJIOXKHBIE CBA3W MEXAY
GiH3HEeaMH.

JIuanroTHbie GaM3HeNbI PA3BHBAIOTCA
B TOM CJyyae, eC/Ji OIHOBPEMEHHO [Be
AleKIeTKH OIUIOLOTBOPEHbE [IBYMS
cnepMatosoMaaMu. EcTecTBeHHO, AM3H-
FOTHbIe 6JIM3HELBI MMEIOT Pa3JIMYHBIe Te-
HoTumbl. OHH CXOAHBI MeXRY coboil He

Puc. 2.8. Cnamckune 6nmn3nenst Yaur n Our

—

6oJiee, yeM OpaTbsl M CECTPBI, T.K. UMEIOT
oko0J10 50 % upenTHyHbiX renoB. Obuas
yacToTa poxaeHus 0JM3HEeLOB COCTaBJIsA-
er npuMepHo 1 %, 13 HuX okojo 1/3 npu-
XOOUTCA HA MOHO3WUCOTHBIX OJIM3HELIOB.
W3BeCTHO, 4TO YUCIO POXKAEIIMIA MOHO3H-
TOTHHIX OJIM3HEIOB CXOAHO B PasHbiX IO-
MyJIALUAX, B TO BpeMS Kak A AU3UTOT-
HBIX 3Ta UH(Pa CylIECTBEIHO Pa3iHyaeT-
ca. Hanpumep, B CIIIA ausurotHbie
Gau3Henbl POXKAAIOTCA Yaule CPEAd He-
rpoB, yeM besbix. B EBponie yactora noss-
JIEHHA TH3HIOTHBIX GJIM3HENOB COCTABIsA-
et 8 Ha 1000 poxaeHuii. OnHako B OT-
IeJIbHBIX Oy IALUAX UX ObiBaeT OosbILe.
CaMas Hu3Kas yacToTa pOXAeHus Oins-
HELOB MPUCYILA MOHTOJIOHAHBIM [IONYJIS-
1uaM, ocobento B Anonum (Taba 2.1).
OrmMevaercs, 4TO 4acTOTa BPOXAEHHBIX
YPOACTB y GNU3HELOB, KaK NPaBuJIO, Bbi-
1€, YeM Y OIHHOYHO DOXHEHHBIX.
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Tabnuua 2.1. YacToTa MHOFONAIOAHLIX POXAECHWA

CrpaHa Nepvopa Bpemenn A3/10000 poxaenuii M3/10000 poxaenui
Acnanun 1951-1953 59 32
Mopryranus 1955-1956 56
DOpaHums 1946-1951 7 37
AscTpua 1952-1956 75 34
lWiseAuapus 1943-1948 81 36
OPr 1950- 1955 82 33
lWiBeuns 1946-1955 86 32
Nranua 1949- 1955 86 37
AHrnus 1 Yannc 1946-1955 89 36
CLUA (6enwie) ? 67 39
CWIA (Herpwi)
{Kanndopumna) 1905-1959 110 39
CLUA (kvTamub) ? 22 48
CWA (anonust) ? 21 46
Anonun 1955-1962 24 40

[TosaraloT, YTO MHOrOIJIOAKE T€HETH-
Yyeckn obyciopneHo. QiHaKo 3TO clipa-
BEUINBO JHWINb AJIS JU3HWTFOTHBIX 6JH3-
HenoB. DakToppl, BAUALIME HA YaCTO-
Ty pOXIcHMS GJIN3HENOB, B HACTOSALICE
BpeMs MaJsio u3yyeHsbl. EcTh AaHHbIe, moO-
Ka3bIBaIOUINE, YTO BEPOATHOCTh POXAE-
HHA AM3UTOTHBIX ONH3HENOB MOBbIlA-
€Tcs C yBeJYeHueM BospacTa MaTepH, a
TakK e NMOPsAAKOBOr0 HOMEPA POXKAEHHSL.
BinsiHne Bo3pacTa MaTepH oGBACHsIET-
Csl, BEPOATHO, NOBHIIEHHEM YPOBHSA [O-
HAJOTPOIIMHA, YTO MPUBOAMT K yyamle-
HHIO NOJHOBYJIAHMH. MMeroTca Takxke
NaHHblE O CHMXKEHHMH YaCTOThl POXKIe-
HKsl GIM3HENOB TIOYTH BO BCEX MHIYCT-
PHAJBHBIX CTPaHaX.

BJ/IN3HelOBLIl METOxR BKJIIOYaeT B cebs
AMarHOCTHKY 3MrOTIOCTH OJsin3Henos. B
HacTosillee BpeMsl MCIIOJIb3YIOTCA Cleny-
OIHE METOIB IS ee YCTallOBIEHHS.

1. Nonucumnromunit Merox. OH 3a-
KJII0YaeTcss B CPaBHEHHMM mapbl O1M3He-
OB MO BHEIMHMM mnpu3uakaMm (dopma
6poseii, HOCa, I'y0, YHIHBIX PAKOBHH, 1iBET
BoJsioc, a3 u.T..). HecMoTps Ha ode-
BH/IHOE y106CTBO, 3TO METO/ A0 HU3BECT-

HOIA CTeneHH CyObeKTHBHBIH U MOXeT a-
BaTb OUIUOKH.

2. imMyHoreHeTH4yeckuit Meton1. bonee
CJIOKHBIN, OH OCHOBBIBAaeTCS HA aHau3e
TPyINI KPOBH, G€/IKOB CHIBOPOTKH KDOBH,
JICAKOUMUTAPHBIX AHTHIEHOB, YYBCTBH-
TEJIBHOCTH K (PeHHUATHOKapOaMUAy U Ap.
Ecan y oboux 61M3HENOB O 3TUM INpH-
3HaKaM Pa3jIMYMi HET, UX CYMTAIOT MOHO-
3UTOTHBIMH.

LNt MOHO3HUTOTHBIX OJIM3HELIOB BEPO-
ATHOCTb CXOJCTBA MO BCEM [10KA3aTesAM
paBHa. BeposATHOCTD TOrO, YTO HaHHas
napa 6JIM3HELOB ABIAETCA AN3HTOTHOM,
paBHa:

Pd = —d-—p ’
1+Py

a BEPOATHOCTD TOYO, YTO GIH3HELBI MO-
HO3UIOTHbie, paBHa P =1-Py, re Py —
BEPOATHOCTb MOHO3UTOTHOCTH, P4— Bepo-
ATHOCTb AM3WUTOTHOCTH. Ilpemnosoxum,
uro Pq = 0,00389, a P, = 0,99611. 3tn
AaHHblE MO3BOJIKIOT 3aKOUUTh, YTO JAH-
Hasi 11apa GJIM3HELOB SIBJISIETCS MOHO3M-
TOTHOH.

3. locToBepHbIM KPHUTEPHEM 3UIOTHOC-
TH GIHN3HELIOB SBNIAETCS IPHKMBASIEMOCTD
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KYCOYKOB KOXH. YCTaHOBJIEHO, YTO Y AH-
3UTOTHBIX OJIM3HELOB Takas Iepecajka
BCeT/Ia 3aKAaHYHBAeTCsl OTTOPKEHHEM, B TO
BpeMsi KaKk Y MOHO3HTOTHBIX Map OTMeva-
eTcs BbICOKAs MPHXKUBJISAEMOCTb TPAaHC-
IJIAHTaIITOB.

4. Meron nepMartoriuuky 3aKIoyaeT-
CA B U3YUCHHM Nanu/LIAPHBIX Y30pOB
HbLEB, JIAAOHEH | CTON. JTH NPU3HAKH
CTpOTO HEUBHUAYAJIbHBL H HE H3MEHSIOTCS
B TeueHHe Beelt xKu31iu dyenoseka. He ciry-
YaHO, YTO 3TH NTOKA3ATENH HCTIONB3YIOTCA
B KDHMHHATHUCTHKE 1 B CyneOHOI Meuum-
He JU1s OMO3HaHUS! JIMYHOCTH M YCTaHOB-
JieHus oTuoBcTBa. CXOACTBO IepMaTOrIu-
¢uyeckux nokasaTenel Y MOHO3HIOTHBIX
6JIM3HELIOB 3HAYMTENIBHO BhIILE, YEM Y K-
3MTOTHBIX.

5. Bau3ancuoBplit METOT BKJTIIOYAET TaK-
e CoNocTaB/ieHKe TPYTIT MOHO- M AM3H-
TOTHBIX OJU3HELOB 10 H3y4aeMoMY TIpH-
3HaKy.

Ecau kakoii-nmu6o mpusHaK BCTpeYaeT-
ca y 06onx 61M3HenoB OAOH naphki, TO OHA
Ha3biBaeTCs KOHKOPAAHTHOM, €ClN Xe Y
OIHOTO M3 HHUX, TO Mapa GIKH3HEeNOB Ha3bi-
BaeTCsA NUCKOPAAHTHOH. (KOHKOpPAAHT-
HOCTb — CTemeHb CXOACTBA, IUCKODAAHT-
HOCTBb — CTEMNEHb PA3IuYHUs).

Ilpu conocraBieHHH MOHO- ¥ IU3UIOT-
HbiX 6/M3HeloB omipenensioT Koahguuu-
€HT MapHOi KOHKOPAAHTHOCTH, YKA3biBa-
ouii Ha 10mo 6JIM3HENOBBIX Nap, B KOTO-
PbEX M3y4yaeMmblii HPH3HaK NPOABHICA Y
oboux naprHepoB. KoadduumeHT KoH-
kopnantHocTH (K, ) BoipaxaeTcs B nossx
eIUHULIBI WIH B IPOLEHTAX U ONpenenser-
cs 1o popMyie :

Kp ==
c+a

rie C — 4HC/IO KOHKOPAAHTHBIX Map,
J — 4HcyI0 M¥CKOPAAHTHBIX TIap.

CpaBHeHHe MapHO# KOHKOPHAHTHOCTH
Y MOHO- M AH3HIOTHBIX OJIU3HELIOB JaeT
OTBET O COOTHOCHUTETLHOMN POJIH HacJeaCT-
BEHHOCTH W CpeZbl B Pa3BUTHY TOTO WJIH

uHoro npusHaka wiu 6ose3nu. Ipu atom
UCXOIAT U3 MPEINOJIOKEHHSI O TOM, YTO
cTelleHb KOHKOPAAHTHOCTH AOCTOBEPHO
Bbill€ ¥ MOHO3WIOTHBIX, Y€M Yy IU3UIOT-
HbiX OJIM3HELIOB, €C/H HacJeACTBEeHHbIE
(baxTOpht NIMEIOT JOMHHHUPYIOWYIO PONIb B
PasBUTHH Nipr3Haka (Tabi. 2.2).

Ecmn 3HayeHne koapduiilveHTa KOH-
KOPAAUTHOCTH NPUMEPHO GIM3KO Yy MOHO-
3HUTOTHBIX H AU3UIOTHBIX GJIM3HEN0B, CYN-
TAIOT, YTO PasBUTHe NPHU3HAKA ONpeneJsi-
ercsl [J1aBHhIM 06pa3oM HereHeTHYEeCKHMU
daxropamy, T.€. yCIOBUSIMH CPeXbI.

Ecau B pa3BuTHM M3yYaeMoro rpusHa-
K2 Y4aCTBYIOT Kak FeHeTHYECKHE, TaK U He-
reHeTuyeckne GaKTOPHI, TO Y MOHO3UIOT-
HbIX OJIM3HELOB HalJIOZAIOTCS Ompene-
JIeHHble BHYTpHIapHble pa3nuums. [Ipu
3TOM Pa3IMYHA MEXIY MOHO- M IU3HIOT-
HbIMH GJM3HeLaMH TIO CTeTleHH KOHKOp-
HDAHTHOCTH GYRyT ymenbliaTbcs. B 3ToM
CJIydae CYHTAIOT, YTO K PA3BUTHIO [IPH3HA-
K2 UMeeTCsl HacjeNCTBeHHas Ipejpacho-
JIOKCHHOCTD.,

Jlna KoMuecTBEHHOM OLEHKH POJIH Ha-
CJIEACTBEHHOCTH M CPelbl B PA3BUTHH TOTO
WIH HHOTO NIPH3HAKA HCIIOMb3YIOT Pa3/Iny-
Hble dopMysbl. Yawe Bcero mosib3yoTcs
K03(pPHUUUEHTOM HACAENYEMOCTH, KOTO-
PHIi BbIYHCISIETCA IO hopMyIIe;

h = KMB — KB
100 — KAB
(B NpoOLIEHTAX) H:
_KMB —KgE
1 —KAB

(B monax eauHuusl), rae H — xoad-
dunuent HacaenyeMocti. K — xoagpdu-
LMEHT NapHOi KOHKOPAAHTHOCTH B
IpynIe MOHO3UroTHRIX (MDB) wmu ausu-
rotHbiX (IB) 6iusHenos.

B 3aBHcuMocTH oT 3Hauenus H cyzaar
O BJMAHUH TE€HETHYECKHUX U CPefoBhIX
¢$aKkTopoB Ha pa3BuTHe Ipu3Haka. Ha-
npuMep, ecian 3HadeHne H 6ymisko k 0,
CYMTAIOT, YTO PA3BMTHE NpH3HaKa obyc-
JIOBJIEHO TONBLKO (haKTOpaMM BHEUWIHEH
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Ta6nuua 2.2. Npumepbl KOHKOPAAHTHOCTU N0 HOKOTOPLIM NPU3HaKaM
u sabGonesanuam y MB u B, %

Ipu3nakyu MB Ab
Iser rnas, Bosoc 99.5 28,0

97,0 23,0
®opma ry6, yuweit 1000 65,0

98,0 20,0
Namusprsie aMHAK 92,0 40,0
ManuakanbHO-AENPECCHBHBL CHXO03 73.1 15,2
Hinsodppenns 67.0 12,1
Inunencus 60,8 12,3

(37.2) (1.8)
CaxapHhni anaber 84,0 37,0
(58,0) (20,0)
Ty6epxynes 66,7 23,0
Pesmatuam 473 173
Bocnasenue cpeanero yxa 30,1 9.8
Koconanocts 45,5 18,2
Bpoxaesnnniii BhiBux 6eapa 414 28
Kops 974 95,7
Koo 97,7 92,0
Berpsinas ocna 928 89,2
CkapsaTnHa 56,4 41,2
cpensl. IIpu 3Havyennn H or 1 no 0,7 — _(70—13) _ 0,65, nan 65 %.
HaceACTBeHHbIe (PAKTOPbl HMEIOT JOMH- (100 —13)

HUpyOLee 3HayeHHe B Pa3BUTHH IIPH-
3HaKa WK O0JIe3HH, a cpeiHee 3HaYeHHe
H ot 0,4 10 0,7 cBHAETENBCTBYET O TOM,
YTO NMpU3HAK Pa3BUBAETCA IOJ AEHUCTBH-
eM aKkTOpOB BHEIIHeH cpelbl NPH HasIK-
YHH reHeTHYeCKOH NIPeAPacoNoXKeHHOC-
tH (Tabs. 2.3).

PaccMOTpHM HeCKOJIbKO TPHMEPOB.
Kax yxe 6p710 OTMEYeHo, IPYNIibl KPOBH
y 4esIoBeKa TMOJHOCTHIO 06YCI0BAEHH Te-
HOTHIIOM U He U3MEHSAIOTCSA O/ BAUAHH-
eMm cpeabi. Koapduunert HacnenyeMoc-
T paBed 100 %. Ilo HekoTOpBIM Mopgo-
JorHuecKkuM npu3sHakaMm (c¢opme Hoca,
OpoBeii, ry0 U yiueil, UBeTy Ijas, BOJOC K
KOXXH) MOHO3HMrOTHbie ONH3Helbl KOH-
KopaaHTHbl B 97-100 %, a ausuroTHbie B
3aBHCHUMOCTH OT npu3Haka — B 70-20 %
cayvaes. Koukxopaanthocts MB 1o 3a6o-
JIEBaeMOCTH H30¢ppeHuneii pasHa 70 %,
ay B — 13 %. Toraa:

B naHHOM ciydae npeobiiafaior ree-
THYeckne (akTophbl, HO CYHIECTBEHHYIO
POJIb MIPAIOT ¥ YCIOBHS CPEAb.

C nomowbio 67H3HENOBOTO MeToxAa
6bLI0 BHIAABJIEHO 3HadyeHHe reHoTuna H
cpellpl B naToreHe3e MHOTHX HHpeKIu-
oHHbiX 6oseanei. Tak, npu 3aboseBa-
HHH KOPBIO ¥ KOKJIOIEM Belylllee 3Ha-
YeHHe HUMeIoT HHGeKunoHHble dakTo-
pbl, a npu Ty6epKyIe3Hoil HHpeKuMy —
CyHIecTBeHHOe BJIMSHHE OKa3biBaeT re-
Hotun. MccaenoBanus, NnpoBogHMbIE Ha
O6nusHenax, IOMOT'YT OTBETHTD Ha TaKkue
BONPOCH KakK: BJIHAHHE HacjeiCTBEH-
HBIX H CPefOBhIX (aKTOPOB Ha NPOAOJI-
XHTEJBHOCTh XHU3HH YEJNOBEKA, Pa3sBH-
THE ONAPEHHOCTH, YyBCTBUTEIBHOCTD K
JIeKapCTBEHHBIM lipenapaTaM U Ap.

B HacTosuee BpemMs 6I1H3HELIOBbI Me-
TOX B TEHETUKE YyeJIOBeKa HCIIOJIb3YeTCA B
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COYETAaHHH C ADYTHMMH MeTOAaMH T€HETH -
YECKOro aHanunsa.

MonynauuoHHo-
CTaTUCTU4ECKNIA MeToA

OnHuMM U3 BaXKHBIX HallpaBJE€HHMH B
COBPEMEHHOM I€HETHKE ABISETCA Nony-
AsunoHHan reHeTuka. OHa U3yyaer re-
HETHYECKYIO CTPYKTYPY MOMYASIUMHA, X
reqogon, szaumoneiicreue GaxTopoOB,
06yC/OBANBAIOUIMX MOCTOSAHCTBO U U3-
MeHeHHe reHeTHYEeCKOH CTPYKTYpHI Mo-
nysauuii. Iloa nonyasiuneil B reHeTHke
MOHUMACTCA COBOKYMHOCTb CBOGONHO
CKpewnBaKmuxcs ocobeil oaHoro Bm-
Ia, 3aHUMAIOIUX OTpeAeNeHHbI apeat
n obiagaomux o6mwUM reHodoHAOM B
psaay noxonenuit. (Ilenopoua — 3ro Bes
COBOKYIHOCTb TEHOB, BCTPEYAlOLIMXCH
y ocobeii nanHoil monyasuun).

B MeanumHCKO# reHeTHKe MOMYASUM-
OHHO-CTATHCTHYECKHIT METOA HCIO/b3Y-
€Tcs NMPH U3yYeHUH Hac1eACTBEHHBIX 6O-
Jie3Hell HaceneHWs, YacTOTbl HOPMasib-
HbIX M [ATOJIOTMYECKHX TEHOB, TEHOTH-
NoB ¥ (PEHOTHIOB B TOMYJIALMAX pa3-
JINYHBIX MECTHOCTEll, CTpaH M TOPOAOB.
Kpome Toro, 3TOT MeT0A u3yyaeT 3aKOHO-
MEpPHOCTH pacClpOCTPaHEHHsS HACaelCT-
BeHHbIX 6Gosesneil B pasHbIX IO CTpoe-
HHMIO TONYJISAUMAX M BO3MOXHOCTb IPO-
THO3MPOBAaTh MX YacTOTy B MOC/ENYIO-
LMX TOKOJIEHUSAX.

IonyIAUMOHHO-CTaTUCTHIECKUI Me-
TOA MCTIONIB3YETCS ANIA U3YUEHHUS

a) YaCTOThI FEHOB B MOM YASLMH, BKJIO-
4as YaCTOTY HaCJAeACTBEHHbIX 601e3Hel;

6) 3aKOHOMEPHOCTH MYTALHMOHHOro
HpOoLEcCa;

B) POJIM HACJIEACTBEHHOCTH M CPeAb B
BO3HMKHOBEHMH OGosieaHeil ¢ Hacjenct-
BEHHO# MPEAPaCOI0KEeHHOCTHIO;

[) BJHSAHUS HACE€ACTBEHHDIX U CPEIO-
BbIX ¢aKTOpOB B CO3AaHUHU PeHOTUNHYE-
CKOro noauMop@dusMa uenoBeka mno Mio-
I'YM TPU3HAKAM M Ap.

Tabnuua 2.3. HacneayemocTtb
HEKOTOpPbIX NPU3HAKOB YenoBeKa,
onpeaeneHHas 6NM3HeuoBbIM

METOAO0OM
[Ipusnax Hacneaye-
MOCTb
Tenoc10xeHHe 0,81
Pocr B 110510KeI Y Cias 0,76
Bec 0,78
TonoBuoit Hilzeke 0,75
MenTtanbHptil Bozpact 110 Bune 0,65
1Q o Buwe 0,68
IQ no Otucy 0,80
Bep6ansusie ciiocobnocTu 0.68
ApudMeTHuecKie CIocoBHOCTI 0,12
Ci10co6HOCTH K ecTecTBeHiibimM HayKam | 0,34
CitocobtiocTv K HcTOpHU ¢ ntepatype| 0,45
Opdorpadnucckite c1tocofsiocTs 0,53
CkopocTb TOCTYKHBalHst HOTO# 0,50

Ucrionp3oBaiiie nomyasiiMoOiHO-CTa-
TUCTHYECKOTO METOJa BKJIOYAeT npa-
BUJIbHBIN BLIGODP MOMyasinuy, cbop MaTe-
pHasia ¥ CTaTUCTHYECKUH allajiu3 nojy-
YCHHBIX PE3Y/IbTaTOB.

B ocHOBe Meroza neXKHUT 3aKOHOMEp-
HOCTb, ycTaHoBaeHnast B 1908 . anrnii-
cknm MateMaTukoM J[x. Xapau u HeMel-
k1M BpauoM B. Baitnbeprom ans naeann-
HOi monynsuuu. ObGHapyxXeHHas MMM
3aKOHOMEPHOCTb NOAYYH/IA Ha3Balue 3a-
xoHa Xapau — Baitu6epra.

Ans naeansHONl momyasiuMM Xapak-
TEpPHBI CJeayloliHe uepThi: GoabuIas
YHCJIEHHOCTDb, CBOOOAHOE CKpelMBaHue
(MaHMHKCHSA) OPraHMU3MOB, OTCYTCTBHE
oT6Opa M MYTAIlHOHHOIO [polecca, OT-
CYTCTBME MHUIDALHH B MONYJIALMIO U U3
iee. B naeanbHoit momyasummu cooTHO-
LICHUE YaCTOThI AOMHHAHTHBIX FOMO3H-
ror (AA), rereposuror (Aa) u penec-
CUBHBIX FOMO3UIOT (aa) COXpaHseTcs
HOCTOSIHHBIM M3 NOKOJEHUS B MOKOJIE-
HHe, €CAM HUWKaKue 3BOJIONHOHMHbBIE
dakTOpbl He HapyuwlalOT 3TO paBHOBe-
cue. B aToM ociioBHOI cMbica 3akOHa



24 nasa 2, METOAR N3YYEHWUA MFEHETUKA HENOBEKA

Xapau-Baiiubepra. Ilpu u3MeHeHuu
N1060it U3 TIepeYHCIEHHDbIX YepT COOT-
HOUEHNE YHMCNAEHHOCTH FEHOTUIIOB B
nonyiasuuy Hapyuaercs. OakTopsi,
CTUMYHPYIOILME CABUT PABHOBECUA, —
POACTBEHHBIE GpakH, MyTallMu, apeiid
resoB, orbop, Murpauuu u apyrue. 3a-
xon Xapau-BaiiHbepra siBiasieTcs oCHO-
BOIf MpyM PacCMOTPENMH TeHEeTHYECKUX
11peo6pa3oBaHuii, MPONCXOAAIMX B €C-
TECTBEHHbIX M HCKYCCTBEHHO CO3/aH-
HBIX NOMYJAAHMAX PACTCHUH, JKMBOTHBIX
M YesoBeKa.

CoortHolueHre YHCIEHHOCTH pPas3Hbix
I'€HOTHUNOB U (HEHOTUIIOB B MIAHMUKTHYE-
CKOM [1onyasiuuu onpeaesercs no ¢op-
Myse 6uHoma Holortona:

(p+qP=p*+2pq+q% (prq) =1,

re p — 4acToTa AOMMHAHTHOIO ajije-
ast A, q — 4acTOTa PELeCCUBHOIO ajliens
a, p* — yacTtora reitotTuna AA (roMosuror
110 JOMUHAHTHOMY aJI/1eJ110),  — YacTOTa
T€HOTHIA aa (FOMO3UTOT O peHeCCUBHO-
MY ajinenio)

U, cnegosaTenbHO, B COOTBETCTBUH C
sakoHoM Xapau-BaiiaGepra yacrora J10-
MHMHAHTHBIX rOMO3HTOT (AA) paBHa KBa-
ApPaTy BEPOSTHOCTH BCTPEUYAEMOCTH [0-
MMHAHTHOTO JIJIENsA, YacTOTa FeTEpPO3H-
rot (Aa) — yIBOEHHOMY NPOM3BEIEIHIO
BEPOSATHOCTH BCTPEYAEMOCTH JOMUHAHT-
HOro u pemneccupHoro auneneit. Yacrora
BCTPEYAEMOCTH PELECCHUBHBIX TOMO3UIOT
(aa) paBHa KBaipaTy BEPOSATHOCTH pe-
HEeCCHUBHOTO aJljeJis.

TakuM o6pa3oM, MOMyAsHUOHHO-CTa-
TUCTUYECKMH MEeTOA AAeT BO3MOXHOCTb
paccyuTarb B NOMYJSHMHU YeI0BEKa Yac-
TOTY HOPMAJIBHBIX M HaTOJOTHYECKHUX Te-
HOB-TeTEPO3UIOT, JOMMHAHTHBIX M pe-
LECCHBIIBIX FOMO3UTOT, a TaKXKe YacTOTy
HOPMAJIBHEIX M [ATOJOrMYecKux (eHo-
THHOB, T.€. ONPEAECJMUTH I'CHETHYCCKYIO
CTPYKTYPY NOIYJISIMUU.

PaccMOTpiM KOHKpPETHBIH MpUMEp:

B oaHoM u3 ropoaoB npu obcneaosa-
HuM Ha pesyc-dakTop 16 % nozaeit okasa-
Aach pe3yc-oTpHIATenbHbIMU U 84 % —
pesyc-noJIoxXuTeNbHbIMU. H3BecTO, yTo
pe3yc-nonoxutenbHeiil daxkrop obyc-
JIOBJIEH NOMHMHAHTHBIM ayTOCOMHbBIM re-
HoM C, a pesyc-oTpuuareabHbii (pakTop —
peueccuBHbIM reHoM ¢. Hocutenu peayc-
1I0JI0XHUTEBHOTO (pakTOpa MOTYT MMETh
redotun CC nnu Cc. YT06bI ONpeaenuTs,
KaKast YaCTb U3 HUX rOMO- U F€TePO3UrOT-
Ha, ucrionsayem ¢opmyny Xapau-Baiin-
Gepra:

p’CC: 2pq Cc:qcc=1

[oMO3MTOTHI MO peLeCCMBHOMY ase-
o _cocraBasioTr 16% uaun 0,16; orciona
q =0,16 = 0,40 (num 40 %). Utak, vac-
TOTa PENeCCHBHOTO AJIEJIA B MONYASALMN
cocrasaser 40%. Kak onpeaennTs 4acTo-
Ty AoMHHaHTHOro annensn? Mcxoas us
Toro,yrop +q=1,aq=040, Top=1—
0,40 = 0,60 nau 60 %. [Ipouenr B momy-
Jaumu 3uroT CC u Cc BHIYMCsAEM CIeny-
I0WMM 06pa3oM:

CC = p* = (0,60)*= 0,36 i 36%; Cc =
2pq =wnan 2 x 0,60 x 0,40 = 0,48 nn 48 %.

CnenosatenbHo, cpean o6crienoBaH-
HOTO HaceeHHs TTOJI0XITENbHbIN pesyc-
daktop uMean 36 % c renorunom CC u
48 % c¢ renoruiom Cc. B ntore 84 % ua-
ceseHust GBUTH Pe3yc-NONOXKUTCbHBIMH,
a 16% — pesyc-oTpHiaTebHbIMU (CC).

Ionobiibie pacyeTsl HIMPOKO MCNOJb-
3yl0TCs B MEAUKO-FeHeTHYeCKMX ucclie-
AoBaHUAX nomyasuuii. Bmecre ¢ rtem
CAeAYCT OTMETHTh, YTO B MAJIOYMCJICH-
HbIX MOMYJSHMAX 4YesoBeKa 3aKOH Xap-
au-Baiinbepra ite MpuMEHHM, T.K. CTaTH-
CTHYECKHE 3aKOHOMEPHOCTH, HA KOTOPBiX
OH OCHOBaH, He UMEIOT 3HaYeHHs B CIIy-
yae MaJibIX YUCEL.

BaxHeiM ¢dakTOpoM, BAMAIOUIMM 1ia
YACTOTY Ie/cit B MATOYHCAEHHbIX MO~
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HYJAIUAX U B M30JATAX ABAAIOTCA TeHe-
THKO-3aBTOMATHYECKHE Tpouecchl HIH
apeiid resos. I10 siBenue 6bLIO OMHMCa-
HO B 30-xx rr. H.II. Jy6uHuHbBIM 1
J.A. Pomaniosetm (CCCP) n C.Paiitom
n POumepom (CHIA). Oxo Bripaxaer-
¢ B CIAYYallHBIX M3MEHEHHAX YacTOTHI
ajneneil, e CBA3aHHBIX € MX CEJEKIIMOII-
HOM NEHHOCTBIO N AelICTBHEM ECTECTBEH-
Horo ot6opa. W3-3a apeiida reHos agan-
THBHBIE AJJIENN MOTYT ObITh IMMMHUHUPO-
BaHbI M3 MONYJIALMM, a MEHEe aJanTHB-
Hbi€ M JlaXe MaTONAOrMYecKue (B CHIy
CIy4aiibIX MPUYNH ) MOTYT COXPAHUTHCS
M IOCTHMIHYTb BBICOKMX KOHIIEHTpallMid.
B pesyasraTe B MOMyaslMM MOXET MpPO-
UCXOAMTL ObICTPOE M PE3KOe BO3pacTa-
HHe YacTOT peJKUX asesed.
[eHeTUKO-aBTOMaTHYECKHE TIPOLECCHI
Hau60/lee MHTEHCHBHO TPOTEKAIOT IPH
HepaBHOMEPHOM pa3MHOXeINH ocobeil B
nonyasunrn. Konebauns 4ucienHocTy
NONyJAAL MM Hepeako Haboaaercs y ia-
CEKOMBIX, FPBI3YHOB M APYTHMX XKHBOTHbBIX
B BUIE T.H. “BOJH Xu3Hn". B oraenphbie
61aronNpHATHBIE rOAbI YMCAEHHOCTh HX
CHJIbHO BO3pacTaerT, a 3aTeM Pe3KO ilaja-
er. IlpnunHaMu moryT ObiThb pasBHTHE
anuaeMudeckux 3abosieBanni, HexpaTKa
MUILH, HOHMXKeHHe TeMilepaTypoi 1 1p. B
pesyjeTaTe Cnajia YMUCACHHOCTH (MK B
H30/IMPOBaHHBIX MOMYJAUMUAX) YMEHb-
IIAETCs TEeTCPO3NTOTHOCTD M BO3pacTaeT
reHeTHYecKasi OAHOPOAHOCTb MONYJS-
LHH. '
IIpumepoMm neitcTBus Apelidpa reHOB B
YeJIOBCYECKHMX TOMYASUMUIX MOXET CJIy-
xuTb “abdexT pojioHayanbHuka”. OH
HabJ01aeTcs, ecu CTPYKTYpa NomyJis-
umy GOPMHUDPYETCsS TIOX BAUSHHUEM aJlje-
Jjieil orpasMyeHHOro yMcaa cemei. B ra-
KHX NONYASAIMAX HepenKo HabnonaeTces
BbICOKast YaCTOTA aHOMAJIBHOTO reHa, Co-
XpaHMBLIErOCs B pe3yabTaTe CAy4ailHo-
ro apeiida renos. BoamoxHo, uTo caen-
CTBHeM Apeitda reHoB sABJIACTCS pa3das
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4acTOTa Pe3yc OTpULATENbHbIX JiI0A€eH B
Esporne (14 %) u B Anouun (1 %), He-
paBHOMEepHOe pacHpOCTpaHeHHe Ha-
cJefAcTBeHHBIX GOne3Hell no pas3HbIM
rpynmnaM HacejaeHWs 3eMHOro mapa. Ha-
NpUMep, B IEKOTOPbIX MOMyJIANMAX
[IIBeunn mWMPoOKO pacNpoCTpaHEeH IeH
IOBEHMJIbHOH aMaBPOTHYECKOH HIAMO-
iy, B OxHoit Adpuke — ren nopdn-
puy, B [IBefinapun — red HacJeACTBEH-
110U TJIYXOTBI U Ap.

Bauskopoacreennbie Gpaku (Mu6pu-
[MHT) 3HaYUTEAbHO BAMSIOT HA T€HOTH-
nuueckuii cocrap mnonyiasuun. Takue
6paky yalile BCero 3aKJI0YaloTcs MEXLY
NIEMAHHUIEH U A Aeit, MEXIY ABOIOPOI-
1biMu GpaToM M cecTpoit. Banakopoact-
BellHbie Gpaky 3anpeileHbl BO MHOTMX
CTpaHax M3-3a BBICOKOW BeEpOATHOCTH
POXIEHUA AeTel ¢ HaclAeACTBEHHON ma-
TONOrHeN : POACTBEHHMKH, nMcest obiee
TIPOUCXOXKAEHHE, MOTYT OBITh HOCHTENS-
MM OJHOTO U TOTO Xe PeHeCcCHBHOTO Ia-
TOJIOrMYECKOIo FeHa, ¥ npu Gpake /1BYX
300POBBIX TETEPO3UrOT BEPOSATHOCTH
poxAeHust 60JbHOrO pebeHka CTAaHOBUT-
¢Sl BLICOKOI,

Hosbie reHp MOTYT HOCTYTATH B 110NY-
JSHUIO B pe3yiibTaTe MHIpauny (NoToKa
TeHOB), KOraa ocobu u3 OAHOI nonyns-
MM TlepeMeIlaloTCs B APYTYIO M CKpelu-
BAIOTCA C [IPEACTABUTE/IAMM JIAHHOM NO-
nyasuun. Peasnbitbie nonyasiuMu peaxo
OBIBAIOT MOJHOCTBIO M30JHPOBaHHBIMMU.
Bcerna nponcxoaut HEKOTOPOC NMepeaABH-
XKeHHe ocobell M3 OAHOI NOMyJANMH B
apyryio. Takoe nepcaBuXeHUe MOXeT
6bITh HE TOJIBKO AKTUBHBIM, HO 1 TTACCHB-
HbIM (TIepeHOC ceMsiH nTHLaMu). Mioraa
4eJIOBEK YMbIULJIEHHO MEPEMCIIMBAET No-
nyasuuv. Hanpumep, B Cubupn nis
yAYYIIeHHUsA MECTHBIX c0boeit B Hx HO-
HYASIMKY BBINYCKAIOT 6GaprysMHCKiX co-
Goneil ¢ oYeHb TeMHO# OKpacKoil Mexa,
6oJce NEHMMOI B MCXOBOI NIPOMBIILLIEH-
HOCTH. 3T0 NPUBOJHUT K U3MEHEHH IO Yac-
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TOTBI aJlJIej1eil B OCHOBHOI MOMy ALK 1
cpeay “UMMUIrpaHToB”. B 10KanbHBIX NO-
NyAsAUMAX YAaCTOTa AJLIe e MOXeT uaMe-
HATHCS, €CAM Y “CTAapOXMIAOB” M TpH-
uwiesblieB MCXOAHbIE YAacTOThl ajnenel
pa3nnyHel. AHAJIOTMYHbIE TIPOIIECCHI
HPOUCXOASAT M B 4YeJIOBedeCKUx coobiue-
CTBax.

B CHIA noToMcTBO OT CMeIIaHHBIX
OpakoB Mexay GenbIMK U HErpaMH OTHO-
CHTCS K HETPpUTSHCKOMY Hacenexuio. Ilo
paunbiv @, Aftana u [Ix. Kaiirepa
(1988) yactoTa anness, KOHTPOJIUDYIO-
wero pesyc-dhakTop y 6e10ro HaceeHu,
cocrasnser 0,028. B appuxanckux nie-
MEHaX, OT KOTOPbIX NPOMCXOAUT COBpE-
MEHHOE HErpuMTAHCKOE HacejieHHe, 4ac-
TOTa 310oro aanens pasHa 0,630. Ilpeaxn
coBpemeHHbiX Herpos CUIA 6bi1u BbiBe-
3ednl n3 Adpuku 300 ser (okoao 10 no-
Ko/MeHnit) Hazad. Yacrora annens y co-
BPEMEHHOTO HEIPUTAHCKOrO Hacesellus
Amepnkn cocrasasieT 0,446. TakuM 06-
pa3oM, HIOTOK reloB OT 6Genoro Hacene-
HUSL K HErpUTAHCKOMY HI€T CO CKOpO-
cThi0 3,6 % 3a 1 nokoJsieHue. B pesysbra-
Te yepes 10 mokoneHHIt A0S reHOB ad-
PUKAHCKHMX TPEAKOB COCTABJAET celyac
0,694 o6uero unc/a reHoOB COBPEMEHHO-
ro HerpursaHckoro Hacenenmus CHIA.
Oxo:io 30 % reHoB aMepHKaHCKHE HErpbi
YHacleZOBIX OT 0esoro HaceJleHUs.
OueBnaiio, MOTOK FeHOB MexX Ay GesbiM U
HErpUTAHCKMM HacejeHHeM Obin 3Haum-
TEJIbHBIM.

Hakonen, cieayer paccMOTpeTh Kpart-
KO, KaK BJMSAIOT Ha FeHETHYECKYIO CTPYK-
TYpy MONyJAsAuHi MyTauHOHHbIH Npo-
uecc u or6op. Myrauuu, kak ¢akTop
’BOIOLMH, 0obecleynBaloT 1IPUTOK HO-
BbIX ajuteseit B nonyasiuyio. ITo namexe-
HHMIO T€HOTHMIA MYTallMM NOAPa3AensioT
i1a rcHHble (M1 TOYKOBbi€), BHYIrPHXPO-
MOCOMHbBIE ¥ MEXXPOMOCOMHbIE, T€HOM-
Hbie (M3Melene Yucaa XpoMocoM. ). [eH-
Hbie MYTalMH MOTYT OBITb TPSIMBIMH

(A>a) n obparubie (a>A). Yacrora BO3-
HUKHOBEHHA NpPAMBIX MyTauuil 3Hayu-
TeJIbHO Bhillle oOparHeix. OOHH U Te Xe
reHbl MOTYT MYTHPOBaTb MHOTOKDaTHO.
Kpome Toro, onux u TOT Xe reH MoXxer
M3MEHATBCS B HECKOJIBKO aJIJIeJIBHBIX CO-
CTOSIHUH, 00pa3ys CepHi0 MHOXECTBEH-
HbIX anneneii (A>a, a, a;... a;). Usyde-
HMeE YacTOTbI MyTauuii y 4es0Beka, obyc-
JIOBJIMBAIOIUMX TaKHe TAXeble 601e3HH,
Kak reMopwins, peTuHobaacToMa, 11Mr-
MEHTHas KCepoAepMa M Ap. AaI0T OCHOBa-
HUS TI0J1araTh, YTO YaCTOTA BOSHUMKHOBe-
HMA TIaTOJOTMYECKUX MYTaLMi OTAe/b-
HOro reHa cocTapJjsieT 0k0J10 1-2 Ha cTo
TBICSAY TaMer 3a MOKOJIeHWe. YuYMTbiBast
obuiee KOJIMYECTBO TEHOB Y 4e0BEKa
(oko.10 100 ThiC.), cyMMapHas MyTabHJIb-
HOCTb — BE/IM4MHA HeMaJas.

YacToTa MyTanuii MOXeT 3HaYMTe/b-
10 BO3PACTH MpH AEHCTBUH HA OPraHM3M
HEKOTOPBIX (PU3NYECKHX M XUMHYECKUX
daxTOopoB — MyTareHoB. XuUMHYECKHE
MyTareHbi OOHapy»KeHbl Cpeay POMBILI-
JIEHHBIX SI0B, MHCEKTHUMAO0B, TepOHLM-
0B, nuHIEBBHIX A06aBOK M JIEKAapCTB.
BonpluMHCTBO KaH1epOreHHbIX BellecTB
TakXe 06JaJalT MyTareHHbHM JeiCTBH-
eM. Kpome Toro, Mmaorue 6uonornyeckue
¢axTOphl, HampHMep, BUDPYCbI, XHBBIE
BaKUMHbI, a TaKX€ TMCTaMHH, CTEPOMI-
Hble TOPMOHBI, BhipabaTbiBaeMble B Opra-
HU3Me YeI0BeKa, MOFYT BbI3bIBaTh MyTa-
iy, CHIIBHBIMU MyTareHaMH BJISIOTCS
pa3jHuHbie BUAbI M3JNydYeHuil (peHTre-
HOBCKHeE JIy4H, FaMMa — JIyuH, o U B-vac-
THLBI, HEUTPOHBI U AP.), CIOCOBHEBIE TIPO-
AYHHPOBATh TeHHbIE M XPOMOCOMHBIE MY-
TaLMH Y YeJ0BeKa, O YeM CBUACTEIbCTBY-
IOT NOCNEACTBUA aBapiH Ha YepHOObLIb-
ckoit AJC (cM. raasy 6).

K dakropam, HapywaoomuM NOCTOAH- -
CTBO eHeTHYeCKOH CTPYKTYDb! MOMYJis-
LM, OTHOCHTCSL M €CTeCTBEHHEI 0T6Op,
Bbi3bIBAIOIUMI HaMpaBJIeHHOE U3MEHEHHE
reHoboOHIA YTEM TMMHUHALMH U3 MOITY-
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JIAUMHA MeHee TIPUCIIOCOOMEHHBIX 0cobeit
WIH CHHXXEHMs MX TnomoBurocTH. Pac-
CMOTpHM BJiMsiHMe OTGOpa Ha HpUMepe
JOMMHAHTHON NaroJOrMM — aXOHApO-
niasuu (KapAHKOBOCTH). JTa 60/1€3Hb
XOpOIlIO H3yYeHa B monyasuusax JdaHuu.
BonbHbie MMEIOT MOHMXEHHYIO XU3He-
CMOCOGHOCTD ¥ YMHPAIOT B AETCKOM BO3-
pacTe, T.e. YCTPaHSIIOTCS €CTeCTBEHHBIM
orbopoM M3 momyasuMu. Broxusimme
KapJIMKH PeaKO BCTYMaiOT B 6pak U UMe-
0T MaJIO /1eTeil. AHA/IN3 MOKa3biBaET, YTO
0x0J10 20 % reHOB aXOHAPONJIA3UM He ne-
peaawTcs 0T poauTeneit aersam, a 80 %
3THUX FEHOB IIMMUHHNPYIOTCS U3 MOMY.Is-
MM, VI3 9THX AaHHDBIX CeyeT, YTO aXOH-
ApPOTJia3usl He OKa3BIBaeT CYUIeCTBEHHO-
O BJIMAHYSA Ha CTPYKTYPY NOMYJIALMH.,
BonBIMIMHCTBO MYTaHTHBIX [€HOTHIIOB
MMEIT HHU3KYI0 CEeKIHOHHYIO LeH-
HOCTb M NOMAaoT MoA AeiicTeue oT6Opa.
ITo mauueiM B. Makksiocnka (1968) cpe-
IM MYTaHTOB OK0J0 15 % maozoB noru-
Galor a0 poxaeHus, 3 % — yMupalor, He
JOCTUTHYB TOJ0BOH 3penocrn, 20 %
YMHPpaIOT IO BCTYTLIEHUA B 6pax, B 10%
caydaeB Gpak ocTaeTcs GeCnIONHbIM.
OnHako He KaXAblil MyTaHTHbBIH TreH
CHMXXAeT CeNIeKTHBHYIO HEHHOCTb NpH-
3Haka. B psane cnayyaeB naTonornyeckuii
FeH B FeTEPO3UTOTHOM COCTOAHMM MOXET
MOBBILIATD XHM3HECMOCOOGHOCTL 0COdH.
B kayecrse npuMepa paccMOTPHM CEPIIO-
BUAHOKJETOYHYIO aneMuio. MapecTHo,
4TO 3TO 3a60/1I€BaHME PaCTIPOCTPAHEHO B
crpaHax A¢pHukH M A3un. ¥ moaeit, ro-
MO3HUTOTHbIX MO annenio HbS, spipabarsi-
Baercs reMori06MH, OTJAMYHBIA OT HOp-
MajbHOro, OOYC/NIOBNEHHOTO aJjejeM
HbS. Tomo3surotel HbSHDS norubaiot, He
AOOCTUTHYB 110J10Bo3penocTH. Iereposu-
rorsi HbAHbS 601ee ycTOMYNBBI K MaIs-
pHH, 4YeM HOpMajbHBIE [OMO3MIOTHI
HbAHbA n HbSHbS. Tloaromy B paiioHax
pacnpocTpaHenns GONe3HN reTepos3uro-
TBI UMEIOT CEJIEKTUBHOE TMPEUMYLIECTBO.

Ot60p paboraer B MONb3Yy reTEpPO3UIOT.
B paiioHax, re He 6110 MaIAPHH, TOMO-
surorsi HbAHbA obnagaoT oaMHaKOBOM
NPUCMOCO6IEHHOCTBIO € TeTepO3UroTa-
mu. TIpu aToM or6Op HampasjieH MPOTUB
PeIleCCMBHBIX rOMO3UroT. B HekoTOpBIX
paitoniax AQpHKH reTepo3UroTsl COCTaB-
astor 10 70 %. Hacenenus. “Inaroit” 3a
NPHUCIIOCOBIEHHOCTb K YCJIOBHUAM CyIle-
CTBOBAaHMUA CJHYXHT T.H. F€HETHYECKMH
rpys, T.e. HaKONJeH1e BpeAHbIX MyTalui
B MOMY/SLUN.

LinTorenetnuecknin meton

OcHOBa MeTOAa — MHMKPOCKOITHYECKOe
U3y4yeHHe XPOMOCOM uesioBeka. Llurorete-
THYECKHE HCCAE0BAHUS CTAIM HIMPOKO
UCMO0ab30BaThes ¢ Havaja 20-x 1. XX B.
ISt U3Yy4YeHUst MopdOonorum XpoMOCOM
4eJ0BeKa, MOJACYETa XPOMOCOM, KYJBTH-
BHPOBaHMs JeHKOUMUTOB A MONYYEHHUA
MeTa(a3HbIX MJIACTHHOK.

PaspuTHe COBpeMEHHOH HUTOTeHeTH-
KM 4eJOBEKa CBSI3aHO C MMEHaMM IIHUTO-
aoros {.Tuo n AJlepana. B 1956 r. onn
MepBBIMM YCTaHOBWIM, 4TO Y YejioBeKa
46 (a He 48, Kak JyMas¥ paHblUle) XpOMO-
COM, YTO MOJOXUJIO HA4aio UWIHMPOKOMY
H3YYEHHIO MUTOTHYECKHX M MeloTuyec-
KHMX XPOMOCOM YeJIOBeKa.

B 1959 r. ¢panuysckue YueHbie
I. JIexeH, P Tiopnen u M. Torbe ycraHo-
BHJIM XPOMOCOMHYIO Ipupoay GonesHu
Jlayna. B nocaexnyromue roabt Guiam
OMMCaHBl MHOTHE ADYTrHe XpOMOCOMHbIE
CHMHIPOMBI, YaCTO BCTPEYaloUINecs y ye-
noseka. liuToreHeTnka crana BaxkHeir-
IIMM Pa3fe/ioM MPaKTUYECKOM MeaMLH-
Hbl. B HacTOsee BpeMst NUTOTeHeTHYe-
CKHi1 METOI NPUMEHSAETCA A1 ANArHoC-
THKM XPOMOCOMHBIX GosesHel, coctas-
JIEHUSI TeHETHYECKHX KapT XPOMOCOM,
HU3y4YeHHUsT MYTAUHOHHOrO MpoHecca M
APYrux npobsieM reHeTHKH YesloBeKa.

B 1960 r. B r. densepe (CLIA) 6pina
paspaboraHa mepsas Mex/1yHapoaHas
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Ta6nuya 2.4. Knaccndmkaumus XxpoMOCOM HeNoBeKa no pasmepy
M PacnonoXeHNIo LEHTPOMEPDI

Ipynna xpomocom Homep o xapuotuny|Pa3smep, MKkM XapakTepucTHKa XpOMOCOM
A 1,23 11-8,3 1 u 3 - MeTaueHTpUYeCKHe,

2 - xpynuas cybMeTaueHTpHUeCKas
B(II) 4,5 7.7 KpynHhe cybmeraieHTpuyeckue
C(I1I) 6-12 7.2-5,7 Cpennue cybmeTaleHTpUdecKue
D(IV) 13-15 4,2 Cpenuue akpoueHTpuyeckue
E(V) 16-18 3,6-32 Mesnkue cybmeraueHTpUdecKue
F(VI) 19-20 2,3-28 CaMbie MeJIKHe MeTaueHTPHYeCKHe
X-xpomocoma
(OTHOCHTCH
k rpynmne IIT) 23 Cpeansisi cybMeTauempuyeckast
Y-xpomocoma 23 Mesikad akpoueHTpuyeckas

K1accuuKagus XpoMOCOM YenoBeka. B
ee OCHOBY JIEFJIM Pa3Mepbi XpOMOCOM H
MOJIOKEHHE TIEPBUYHOH MEPETAXKH —
neHTpoMepsl. Bce xpoMecoMel o popme
pasfeneHbl Ha MeTalleHTpUYeckue, cy6-
MeTalEHTPHYECKHE ¥ aKPOLEHTPHYECKHE
M MOZIpa3jeniedbl Ha 7 rpynr, 0603HayeH-
HBIX 1aTHHCKMMH 6ykBamu A, B, C, D, E,
F n G. Kaxxpas napa xpomocom 6bu1a Ha-
JeJieHa TIOPARKOBBIM HOMepoM oT 1 mo
22, BHii€JIEHDBI OTAEBHO Y TIOMMEHOBaHBI
JarnHCkIMHU 6ykBamu — X 1 Y mosiossie
xpomocomsl (Taba. 2.4).

B 1971 r. Ha IV IIpaxckoit koHdepeH-
MM TeHETUKOB B J0MOIHEHMH K J[eHBep-
ckoit kaccudukanuy 6bin NpeacTase-
HBl MeToabl aAnddepeHunanbHOl OKpac-
KH XPOMOCOM, O1arogapst KOTOPbIM KaX-
Jast XpOMOCOMa npuobpeTaer CBOIi Hemo-
BTOPHMMbIif PHCYHOK, YTO MOMOTaeT TOY-
HOI MAeHTUDUKALIUH.

OcHoBHble cBedeHHs 0 MOPQOIOTHHI
XPOMOCOM YeJIOBEKA MONYYEHB! TIPH U3Y-
YeHNM UX B MeTadhaszax MUTO3a U npoda-
3e-metadase Meitoza. IIpu aToM BaxHO,
4TOOBI KOIMYECTBO ACISWMXCA KIETOK,
ObLJI0 AOCTATOYHO BBICOKO. BakHeitiume
HMTOTEHETHYeCKNe PabOThl BEIIOJIIEHDI
Ha auMdoumnTax nepudepuyeckoil Kpo-
BH, TIOCKOJIbKY KYJBTHUBUPOBAaHHME M-
¢ouunToB B Teyelue 2-3 CYTOK B MIPUCYT-

CTBUM PUTOreMarrII0THHHUIIA TO3BOASET
HOJYYNTb MHOXECTBO MeTa(a3HbiX Mja-
CTHHOK AJIf XpOMOCOMHOTrO aHaJIu3a.

IiuroreHeTnyeckoMy aHanau3y TNOA-
BEPraioT OAHOCJOIiHble MeTada3nbie
IIJTACTHMHKH C Pa3Ae/IbHO JI€XKaLIMMH XPO-
MocoMami. st 3100 Aensmuecs KiaerT-
KH 06pabaThiBalOT KOJIXMIUHOM M HEKO-
TOPBIMH APYTMMM XMMHYECKMMH Belle-
crBaMy (THMOTOHMYECKMM pacTBOPOM
cojieit, MeTaHOM-YKCYCHbIM (HKcaTOpOM
M Ip.).

BaxHbpiM 3TaloOM HMTOTEHETHYECKOTO
aHa/IN3a SABJISETCS OKpPacka MOayYeHHbIX
npenapatos. Ee MpOBoAAT MpOCTbIMY,
mnddepeHunanbHbiMu 1 GIIOOpECHEHT-
HBIMHM METOZaMM.

IIpocras oxpacka obecrneunBaer rpym-
noByio uaeHTudukamuo xpomocom. He-
HOJIb3YEeTCA OHa AJSL KOJAMYECTBEHHOTO
yyeTa XPOMOCOMHBIX aHOMAaJjIMil npu on-
pelesleHUH MyTareHHOCTH cpeabl (AeiicT-
BHS PaJuanMM, XMMHYECKUX MYTareHoB
1 ap.). C noMOubio 3TOr0 THNAa OKPacKH
ObIIM OTKPBITHI MHOTHME XPOMOCOMHbIE
6one3nn, a Takxke XpOMOCOMHbIe abeppa-
HHH), BbI3bIBAIOILME CaMOTNPOU3BOJIbHBIE
aGopTbl, BPOXK/IeHHbIE NOPOKH PasBUTHA,
KaHLEepOoreHes M T.IL

B 70-e rr. XX B. B MEAMLIMHCKOM TPaK-
THKE HaYaJH PUMEHSATHCA METOAbI ANg-
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depeHHUATLHOr0 OKpaUIMBaHUs, BBIAB-
JAAI0UIHE CTDYKTYPHYIO Pa3sHOPOJAHOCTD
XpOMOCOM TIO JJIMHE, YTO BBIPAXKIETCH B
BHJIE YEPClOBaHUS CBET/IBIX U TEMHBIX
11010¢ (3y- ¥ reTePOXPOMaTHIECKUX pait-
oHoB). OTMeuaeTcs1, YTO NMPOTSIKEHHOCTh
M PHCYHOK TOJI0C CTIeHuhHYHBI 1S KX~
0 XpOMOCOMBI.

AunddepeHunanpHoe OKpaliMBaHUe
XpOMOCOM MOXHO TPOBOAMTH DPALOM
cnoco6os. IleppoHayanbHO UCMONB30BA-
JIN aKpUXHH- MTIPpUT — GII00pECHEHTHOE
anKuaupyiollee BeuecTBo (Q-Merton).
JeiicTBue €ro 0CHOBaHO Ha cNOCOBHOCTH
MeTadasubix xpomocoM auddeperun-
anbHO cBsA3bBaTh moopoxpomsi. [locne
OKpalliMBaHUsI AKPUXUH-HUIPUTOM Cer-
MEHTHI IPHOGpeTatoT Spkoe boopeciiu-
pymouee cBeyeHue. Jns mpocMoTpa Ta-
KUX NperapaToB MCMOAB3YIOT JIIOMHHEC-
II€HTHBI MIKPOCKOIIL.

B nanbueiiiem Gbin paspaboTaH cno-
cob6 okpackun xpomocoM 6e3 duoopec-
HENITHBIX KpacuTteaeil. 310 — G-okpacka
(xpacutenb [umsa). Ilocne npeasapmn-
TesbHOM MHKYGAIMU B COJIEBOM PaCTBOpE
XxpoMocoMbl oGpabaThiBalOTCA INpOTea-
30i1. B pesysibraTe OHM pHOGPETAIOT Cer-
MeHTHPOBaHHBIN BH1 Gnaroaaps Yepeno-
BaHMIO TEMHO U CBET/IOOKPALIEHHbIX Yya-
cTKOB. MexaHnaM oOpa3oBaHus cerMeH-
TOB [10Ka HeJOCTAaTO4YHO siceH. [Ipeamnona-
raeTcs, YTO OKpAIUEIIIbIE CErMEHTbI —
3TO reTepOXpPOMaTUHOBbIE YYACTKH C 110~
BTOPAIOUIMMHCS M0CIe0BaTENbHOCTMU
[JHK, a HeokpallleHHbie — 9YXPOMaTHHO-
Bble palOHbI ¢ KOAUPYIOIHUMH TTOCAEA0-
BarenbHocTsiMu JJHK (puc. 2.9).

K pasnoBuanoctam audpdepeinmanb-
HOro OKpailiMBaHHsA MO Meroay [mm3bi
oTHocATCcs R-OkpammnBaeMocTb U C-0OK-
pallMBacMOCTh. JTH PasHOBUIHOCTH
nmuddepeHManbHOro  OKpauinBaHUs
NOJIYYalOT NPH ONpeAe/ieHHOM H3MeHe-
HMM BpeMellM MHKybGanuu npenapaTos,
oKpauieltibix no MetoAy I'mmanl. B mep-

BOM cJy4yae pacnpefejleHHe OKpauicH-
HbIX ¥ HEOKpallleHHbiX CErMEHTOB GyaeT
O6pATHBIM TOMY, UTO HabaoJaeTcsi NpH
G u Q-okpammBannn. Ha R-okpaureH-
HbIX XPOMOCOMaX reTepOXpPOMaTHHOBbIC
X OKOJOLEHTPOMEpPHbIE PailOHbI OCTa-
10TCA cBeTAbiMH. B cayyae xe C-okpac-
KM BBISIBJIAIOTCS PallOHbI CTPYKTYPHOro
reTepoxpoMaTuHa, Hambonee ycroiyu-
BOrO K XUMHYECKUM U puU3NYeCKUM NO-
BpexxacHusaM. B ayTocoMax u X-xpomo-
cOMax 4esoBeKa 3TH paiiOHbi JIOKaAN30-
Ballbl B OKOJIOLEHTPOMEPHbBIX YYacTKaXx,
a B Y-XPOMOCOMe — B JMCTaJIHOM 11010~
BMHe A1UHHOro mieya. Hanbonee kpyn-
nbie 610ku C-XpoMaTHHA MMECIOTCS B ay-
tocoMax 1, 9 u 16 B o6s1acTH UX BTOpUY-
HbIX NEpeTANeK, a TakxKe B Y-XpoMOoCo-
Me. CaMbIMH MeIKMMH LeHTPOMEPHBIMH
6s0kaMu ob1agaoT Y-xpoMocoMa u ay-
rocoMma 2 (puc. 2.10).

Omioil 13 0coGeHHOCTEN XPOMOCOM
4e/I0BEKA SIBJISETCS aCMHXPOHHOCTb (HC-
OAHOBPEMEHIIOCTD) PEeIIMKAIMM N0 AJTH-
ie. B kaxz0it XxpoMocoMe ecTb paHo M 10-
3MHO peilIuuMpylomMecs: yyacTku. [is
BBISIBJIEHUS NNOCJCAOBATEIbHOCTH PerLIu-
KALMHU MPUMEHSIETCS S-OPOMIE30KCHYPH-
JMH — aHanor TaMuHa. Briounsume ero
YYacTKH OKpalllMBaIOTCA ¢J1abo.

IIpuMeHnsiercs 5-6pOM-Ae30KCHYDH-
JMH 1 1 axdpepeHINaNbHON OKPacKH
CECTPHIICKUX XPOMATH]L, ECJIM OH BBOJHT-
cs1 Ha TOJIbI KAeTOYHbIM 1IMKJI. B aTom
cly4yae BHOBb obpasyemas XpoMaTwia,
BKJIIOYMT ITOT aHAJIOr TUMHIA U Oyder
OKpalueHa ciabo, a apyras (cTapast) OK-
pacuTcsl HHTeHCHBHO (puc. 2.11). 3ToT
METOJ O3BOJISET BbISIBIATH YYaCTKU 06-
MEHa MCXIY CeCTPHIICKMMU XpOMaTHa-
Mu (CXO0).

[1py Bo3xeitcTBUM pa3InyHbIMM MYyTa-
reHHbiMu axTopamu umuciao CXO yge-
JINYNBAETCS, CJIEA0BATENBHO, 3TOT METOA
NPUIOAEH AN U3YYeHHs MYTaHMOHHOTO
npoLecca y Yyeja0BeKa.
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22

Puc. 2.9. Cxematuveckoe naobpaxeHne xpoOMOCOM Yenoseka
npu auddeperumansHoi okpacke (G-merton)
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Yenexn MOJIEKYASAPHONM HMTOTEHETHKH
yesI0BeKa MO3BONSIOT pa3pabaTbiBaTh HO-
Bbie METOAB! M3Y4YeHUS XpomocoM. Tak,
CJIeayeT OTMETHTb MeTOA (III0OPECLEHT-
Ho#t rubpuausauuy in situ (FISH), koto-
pBiil AaeT BO3MOXHOCTb MCCJIEOBaTh
IIMPOKHH KPYT BOTMPOCOB : OT JIOKQJIM3a-
L[MH FeHa 10 pacuindpOBKHM CJIOXKHBIX Ie-
pecTpoeK MexXAy HCCKObKMMH XPOMOCO-
MaMu. Meroa FISH Moxer npumeHsTbes
U 71t AMarHOCTHKM aHEeYTLIOMIUH B UH-
Tepa3HbixX sapax (cM. riasy 6).

TaknM 06pa3oM, coearHEHHE LINTOTEe-
HETHYECKHUX U MOJIEKYIADHO-TeHeTHYe-
CKHMX METOJOB B reHeTHKe YeJIOBeKa Je-
JaeT TMOYTH HEOrpaHUYEHHBIMHU BO3-
MOXHOCTH AMarHOCTHUKHN XPOMOCOMHBIX
aHoMauii.

Metopa reHeTHkm
COMaTU4EeCKHUX KNeTokK
Tor dakT, yTo coMaTHyeckue KJIETKH
HecyT B cebe Bech 06beM FeHeTHYeCKOil
nHGpOPMaIUM, AAaeT BO3MOXHOCTb H3Y-
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Puc. 2.11. MeTtada3nas niacTuHka ¢ anddepeHumanbHon okpackoi
cecTpuHckux xpomatua (Merog CXO)

YyaTh Ha HUX TeHeTHYeCKHe 3aKOHOMep-
HOCTH BCEro OpraH13ma.

OcHOBY MeTOAa COCTABJISIET KYJBTHBH-
pOBaHMe OTAEJbHBIX COMATHYECKHX KJle-
TOK 4€JIOBEKA 1 TOTyUeHHE U3 HUX KJIOHOB,
a TaK ke MX rHOpUAM3ALINIO ¥ CeNeKIHIO.

Comarnyeckme KieTku 061adaioT pa-
IOM OCODEHHOCTe:

- 6bICTPO PA3MHOXKAIOTCS Ha TUTATE b~
HBIX Cpeaax;

- JIETKO KJIOHUPYIOTCS ¥ AAIOT FeHEeTH-
YECKH OAHOPOAHOE MOTOMCTBO,

- KJIOHBI MOTYT CJIMBAThCA U laBaTh FH-
6pHAHOE IIOTOMCTBO;

- JIETKO TNOABEPraiTCsa CEJCKHHH lHa
CMEeUHAJIbHBIX NMATAaTEJAbHbIX CpEAAX,

- KJIETKH 4e€JI0BE€Ka XOpOLUIO M A0Jro
COXPaHAIOTCS NPH 3aMOPAXKHBAHHH.

Comarnueckue KJIeTKM YeloBeKa Mo-
JIyYaIOT U3 PasHbiX OPraHOB — KOXH, KO-

CTHOIO MO3ra, KpOBH, TKaHN SMOPHOIIOB.
OaHaKO yallle BCEro MCIOJb3YIOT KIETKH
coeanHnTeNbHON TKauH (PubpobaacTsi)
¥ TMMQOLMTHI KPOBH.

C moMoiupio MeTOfla THOpMAN3aLMH
COMaTHYECKHUX KJIETOK:

a) U3yyaloT MeTaboaMYecKue 1poLec-
Chbl B KJICTKC;

6) BBIABJIAIOT JIOKAJIM3alMIO I€HOB B
XpOMOCOMaXx;

B) UCC/IEAYIOT reHHbie MYTaLMK;

r) M3YyYalOT MYTar€HHyI0 U KaHLepo-
FeHHYI0 aKTMBHOCTb XMMHMYECKHMX Be-
IECTB.

B 1960 r. 651710 MOKa3aHO, YTO COBMECT-
HO KYJIbTHBHpYeMbie KJIETKM pasiHYHbIX
JIMHMI MOTYT CAMBAaThCAA, 00pasys rubpu-
Ibl, COAEpXallde TeHOMbI 00eux poav-
tenbcknx dopM. [lepsoie Takue rubpuabi
OblaM NOAYYeHbi TPH CIAMSHHUH KJIETOK



MeT0f reHeTHKH COMATUHECKMX KNBTOK 33

pasHbIX nuHU Mbiined. Hapsaay ¢ BHYT-
PUBHMIOBHIMHU TMOJIYYeHBl U MEXKBHIOBbIE
rubpuabL, HampuMep, Mexay IKJIeTKaMu
YyejlOBEKa M MBIIIM, MBIUY K XOMSYKa,
MbILUM ¥ KypuLsl ¥ ap. O6pasoBanue ru-
OPMAHBIX KJIETOK IPOMCXOAUT Yaille, eCH
B KYJBETYDY n06aB/ieHs! HEKOTOPBIE Bellte-
cTBa (HanpuMep, MOJHUITHIIEHIIUKOJD)
WM HHaKTHBHMPOBaHHbIA BUpPyc CeHpaii.

[Ipu rubpuanszauuu coMaTHYeCKHX
KJIETOK JBYX PasHbIX JHUHHIT 006pasyioTcs
reTepoKapHoHbl — KJIETKH, KOTOPble CO-
nepxat oa pOAMTELCKUX siapa. 3aTeM B
pesyssTaTe MHTO3a M JeJieHust obpasy-
I0TCSl ABe OAHOSAePHble KJIETKH — CHH-
KapHMOHbI, HMEIOIHEe XPOMOCOMBI 060MX
POAMTEJIBCKUX KIETOK.

B teyeune nepBbix AeaeHui rubpua-
HOM KJIETKM, He SICHO T0YeMY, IPOUCXO-
AUT NOTEPS. XPOMOCOM OJHOTO H3 BHAOB.
Tak, y rubpHUIOB MBIUIb-XOMAYOK INUMH-
HUPYIOTCA XpoMocoMbl Mbiutu. Eciau
IIPUCYTCTBUE JIPOJYKTA U3YY2EMOr0 IreHa
KOPpeJUPYeT ¢ HaIuYHEM OlipeieIeHHON
XPOMOCOMbI B rHOpHAE, TO MOXKHO Mpea-
HOJIOXKUTD, YTO ITOT reH JIOKaJIU30BaH B
JaHHON XxpoMocoMe.

[ToTepst xpoMOCOM B rHOPHAHBIX KJIET-
Kax Mbilllh — YeJIOBEK MPOUCXOAUT CJAY-
yaitHo. Kakas xpomocoma 4ejioBeka co-
XpanuTCsl — TIpeAyrafaTb HEBO3MOXHO.
Yepes onpenesneHHoe YHCAO HOKOTEHUIT B
rmOpHAHON KJIeTKe COXPAaHATCS BCe XPO-
MOCOMBI MBIILIH U HECKOJIBKO (B CPeAlieM
7) xpoMocoM desioBeka. OIHaKO HEKOTO-
pble KJE€TKH MOTYT COAEPXKaTb OAHY-IBE
11apbt XpPOMOCOM, Apyrue — 7, a HEKOTO-
pbie — 1o 20 xpoMocoM yesnoBeka. Bmec-
T€ C TeM U3 BCeil MOmyAstiinyd rHOPUIHBIX
KJETOK MOXHO 0T0Oparh CTaOWIIbHHIE
KJIOHBI (KJIOH — NMOTOMCTBO OAHO# KJET-
KM), coaepxaliie KOHKpeTHbIe YyeoBeye-
CKHe€ XpOMOCOMBY, ¥ INPOBECTH B HHUX Kap-
THPOBaHHUe IeHOB.

Tu6puaibie KIETKH YeJOBEKA U MbIIHH
nmMeioT 43 napbl XxpoMocoM: 23 OT YeJioBe-

ka u 20 ot MbiiuM. B nansbyeiiieM npouc-
XOAUT JUMHUHALKAA XPOMOCOM TOrO BH-
A3, KJIETKH KOTOPOro Me/i/IeHHee PasMHO-
xawoTca. [Ipy 3TOM XPOMOCOMH MBIILIH
COXPaHSIOTCS, 2 XpOMOCOMbBI YesloBeKa
yTPauYUBaIOTCS.

QYHKIHOHUPYIOIWEe B TUOPUAHBIX
KJIETKAaX XpOMOCOMBI CHHTE3UPYIOT OIIpe-
neneHHble 6eaxu. DeHOTUMUYCCKH XPo-
MOCOMBI MBIIUH U Y€JI0BEKA OTIUYAIOTCS.
HertpyaHo onpeaenuts, kakue XpoMoco-
MBI NPUCYTCTBYIOT B rubpuzae W BhIsC-
HUTb, CUHTE3 KakUX (eJKOB CBSI3aH C
NAaHHBIMM XPOMOCOMaMH  4eJjI0BeKa.
O6b1yHO THOpUAHBIE KJIETKH TepsIoT
XPOMOCOMBI 11€IMKOM, TO3TOMY, €CJIM Ka-
Kue-1M60 reHb NPUCYTCTBYIOT MJIM OT-
CYTCTBYIOT BMeCTe, TO OHM MOTYT OBITh
OTHeCEeHB! K OAHOM XpoMoCoMe. DTO M03-
BOJISIET KapTUPOBaTh XPOMOCOMBI YeJio-
Beka. B psifie ciyyaeB A/t KapTHPOBaHUS
UCIIONL3YIOT XPOMOCOMHBIE [1ePecTpoid-
KH, UTO [aeT BO3MOXHOCTh YCTaHOBMThb
JIOKA/IM33LUI0 F€HOB B OMpeJeAeHHOM
Yy4YacTKe XPOMOCOMBI, ONpeZieIuTh oce-
JOBaTeNIbHOCTh UX PACMOJIOXKEHUsA, T. €.
MOCTPOUTD KAPThl XPOMOCOM Y€JIOBEKA.

B HacTosiiee Bpemsi BHISICHEHO, YTO B
X-xpoMocoMe JTOKAIM30BaHO 93 relioB, B
1-i1 ayTocoMe — 24 rena. Iex, onpenens-
oI TPYMIblI KPOBU Mo cucteMe ABO,
pacnoJioxkeH B 9-B1 xpomocome, rpyIIbl
kpoBu 1o cucteme MN Bo 2-i1 xpomoco-
Me, a o cucTteMe pesyc- ¢akropa (Rh) —
B 1-i xpomocoMe.

UcnonpsaoBaiive Merona rubpuausa-
LIMM COMAaTHYeCKHX KJIETOK JaeT BO3MOX-
HOCTb M3y4aTh MCXaHU3Mbl NEPBUYHOIO
HEeHCTBUS TeHOB M WX B3aMMOJEHCTBHS,
YTO paciiMpsieT BO3MOXHOCTH TOYHOM
AMAarHOCTHKM HAC/IeICTBEHHBIX H0neaHeil
112 6UOXMMHMYECKOM YPOBHe.

Hcnosns3oBatine HOBBIX METOJOB U TIOA-
XO/IOB K KAPTHPOBAHUIO XPOMOCOM T103BO-
AUN0 OOHAPYXUTh B TeHOME 4YeJOBeKa
cBepxH3MeH4YuBbIe yyacTkn JHK (MuHu-
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CaTeJUTUTHI), XapaKTepHble IS KaXJIOro
yenoseka. OAHOBpEMEHHO ObLIM BblAEse-
HbI ocnenoBateabhocTy JJHK, uamensiio-
1Mecs ¢ MOBBIIeHHOI YacToToit. OHu J0-
KaJIW30BaHBl MO0 BCEMY T€HOMY U MMEKOT
pasHoe yucso konui. Ha octoBe cBepxna-
MeHYUBbIX mocjeaoBatesabHocTeit JAHK
co3aaHbl Mapkeps! WM 3oHabl THK. I1tn
MapKepb! MeTSIT PaiMOaKTUBHLIM H30TO-
nom u pobasnsuot k JIHK, obpaborannoit
creuMaibHbM 06pasoM. Mapkepht “y3Ha-
10T” CXOAHible C HUMM CBEpXHU3MEHUYMBbIE
ydactku Ha JHK u npucoenuHsiorcst k
HUM. JTH y4acTKM CTAHOBSITCH DPagHOAK-
TUBHLIMH U UX MOXHO BBIIBUTb METOAOM
paanoastorpadbun. Yucno u pacnpenesie-
HUe TaKUX MeCT IPUCOEAHHEHNS UHAUBHU-
IyajlbHO y Ka)KA0ro Ye0BeKa.

HsyyeHne cBepXu3aMeH4YMBBHIX MOCJHe-
noBatensHocted JJHK mnosBosnser ycra-
HOBUTb MECTO reHa Ha xpomocome. Tak,
HeJaBHO y4YeHbie YCTaHOBMJIH, YTO IeH
runepkeparo3a (MaToJA0rHYeCKOe YTOJ-
HleHMe KOXHBIX MOKPOBOB M 06pasoBa-
HUe 3B Ha KOXe) 4e/I0BeKa JeXHUT — B
17-# xpoMocoMe, a TreH 60e3HH Anbil-
reiimepa (crapueckoe ciaboymme) — B
21-ii xpomocoMme.

IloMuMo 3TOrO B HacTOsLIlEe BpeMs aK-
THBHO U3Yy4aeTcsl HacJie[OBaHHE caxap-
Horo auabeTa, NM30PPEeHUH U PAta apy-
rux 3abosieBaHuil.

HiccnenoBaine  cBepXM3MeHUYUBBIX
JHK B kneTkax omyxoJieil Mo3Bojser
06HapYXUTh NEPECTPOMKH XPOMOCOM Ha
paHHUX CTaAUSIX Pa3BUTHS OIMYXOJH, YTO
BaXKHO AJISI UX PaHHel AMarHOCTUKH.

B nocneanue roas! cosanaHnl 60:1ee co-
BeplleHHble FeHeTHYeCKUe KapThl TeHOMa
YeJI0BeKa C UCTO/Ib30BaHHEM MapKePHBIX
FeHOB U NOCHeNHUX AOCTHKEHMA MOJle-
KYJSIPHON FeHEeTHKH.

Buoxumuueckuin MeToa
[IpuuMHO# MHOTHX BPOXAEHHbLIX Ha-
pYlUeHHII MeTabonM3Ma SBJAIOTCS pa3-

JWiHble JedeKTsl PepMeHTOB, BOIHHKA-
IOllMe BCJeJCTBUE U3MEHSIOUWIUX HX
CTPYKTYpY MyTauuii. Buoxumuyckue no-
Kasaresu ([epBUYHbIN NPOAYKT reHa, Ha-
KOIJIeHHe MTAaTOJOTMYeCKUX MeTaboauTOB
BHYTPH KJEeTKM U BO BCeX KJIETOUYHbIX
KUAKOCTAX GonbHOro) 6Gojiee TOYHO OT-
PaXxaloT CYIHOCTh 00JIe3HH MO CPaBHe-
HUIO C TOKa3aTesJsIMM KJIWHHUYECKUMM,
MO3TOMY UX 3HaYeHUe B IHarHOCTHKe Ha-
CJIeACTBEHHBIX 60Jle3He IoCTOSAHHO BO3-
pacTtaet. Vcnonb3oBaHue cOBpeMeHHBIX
6uoxumMuyeckux MetonoB (3nextpodo-
pe3a, xpomatorpaduy, CIEKTPOCKOIHUH U
Ap.) TO3BOJIAIOT ONpeAeNsATh jlobbie Me-
TabonuTsl, cneuuduyeckue AN KOH-
KPEeTHOM HacJIeACTBeHHOit 60Je3HH.

IlpeameroM coBpeMeHHOM GHOXHUMM-
4eCKOM AMArHOCTUKM SIBJASIIOTCSA CIelH-
duyeckne MeTaboAMUTHI, IH3MMOMATHH,
pa3fiHyHble GeAKH.

Ob6BbexTamMy 6HOXHMUYECKOro aHAIU3a
MOFYT CAYXXUTb MOYa, MOT, M/1a3Ma M Chl-
BOPOTKa KPOBH, (OpMEHHbBIE /IEMEHTHI
KPOBH, KyJabTypbl kjaeTok (dbubpobaac-
THI, TUM(OLIUTBHI).

st GUoXMMHYECKoi AMarHoCTHKH UC-
MOJIL3YIOTCS KaK MPOCThie KaueCTBEHHbie
peakuuu (HampuMep, XJIOpHA XKeJie3a A
BHISIBNEeHMSA (heHUNKeTOHYPUH HIIN AMHH-
TpodeHNArnapasHH AJisl BbIAB/IEHUS Ke-
TOKMCJIOT), TaK 1 60Jiee TOUHbIE METOBL.
Hanpumep, ¢ nmoMoupi0 TOHKOCJIOHHON
xpomatorpadmy MOYM U KPOBH MOXHO
NUaTHOCTHPOBaTh HapylieHWe O6GMeHa

. aMHMHOKHCJIOT, 0JIMTGCaxapuaoB, MyKOIIO-

Jnucaxapuaos. [a3oBas xpomMaTorpadus
NIPUMEHsIETCA IJIS BbIsIBJIEHHS] Hapyuie-
Hu# o6MeHa OpraHu4ecKux KMCJIOT U T.A.

IlokasaHUSIMH AJISL HCIIOJNIb3OBAHUS
GUOXMMMYECKUX METOAOB Y GOJBbHBIX C
Hac/leNCTBEeHHBIM HapyluleHueM o6MeHa
BeleCTB SIBJSIIOTCS TaKWe CHMIITOMBI,
KaK CyAOpOrd, KOMa, pBOTa, JKEJATYXa,
cnexmduyeckuii 3amax Mo4H U MoTa, oc-
TaHOBKa pocTa, Hapywenue dbu3n4ecKo-
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r0 pa3sBUTHSA, HENMEPEHOCUMOCTb HEKOTO-
PBIX IPOAYKTOB U JIEKapCTB.

BroxuMuyeckue MeTOABl NPUMEHS-
YOTCSL M IJIS AMarHOCTHKYU TeTepPO3UTOT-
HBIX COCTOSAHMI1 y B3pocibiX. 3BecTHO,
YTO CPEAW 3NOPOBBIX JI0AEi BCeraa ume-
eTca 60MbUIoe YHMCAO TaK Ha3bBaeMbIX
HOCHTeNe# MaTOJOrMYecKoro rexa (re-
TE€pPO3UTOTHOE HOCUTENBCTBO). XOTA Ta-
KHe JIIOAU BHeUIHe 3A0DOBBI, BEPOsT-
HOCTb MosiBNeHUs 3ab01eBaHUs Y UX pe-
6eHKa Bcerjia cyuecTByeT. B cBs3u ¢
3TUM, BblsiBJIeHHUE TeTePO3UTOTHOIO HO-
CHUTeJIbCTBA — Ba)kKHast 3afia4a MeJHIIHH-
CKO} reHeTUKH.

[ToHsTHO, YTO ecu B Opak BCTynarwoT
reTepo3UTOTHbIE HOCUTENH KaKoro-iu6o
3a00.1eBaHMs, TO PUCK POXKAEHUS 60Jib-
HOro peGeHka B Takoi CeMbe COCTaBHUT
25%. Illancel Ha BCTpe4yy ABYX HOCHTe-
Jieit OIMHAKOBOrO MAaTOJOTHYECKOro reHa
Bblllie, €CJM B O6paK BCTYNaIOT POACTBEH-
HMKH, T.K. OHU MOTYT YHac/1e0BaTh ONUH
1 TOT Xe PeLieCCUBHBIi1 IeH 0T CBoero o6-
HIETO IPEeKA.

[IpeancaoxXuTh reTepo3UroTHOE HO-
CUTEJIbCTBO Y XEeHIMHbI MOXKHO, €CJTH;

— ee OTell MOpaXKeH HacJeACTBEHHOI
6oJle3HbIO;

— Yy XeKWHHBI POAUJIHCH GOJIBHBIE Chl-
HOBBS;

— >KeHIIMHa MMeeT GosbHOro 6Gpara
WK GpaThes;

— Vv ABYX Aoyepeil >KEHIUUHBI poaH-
JIUCB GONbiIbIE CHIHOBBS (MM CBIlF);

— y 31OpOBbIX poAUTEJe poaMUACs
60JIbHOM CbIH, 2 Yy MaTepH B POAOCAOBHON
ecThb 6OJIbHBIE MYXKYMHBL.

BbisiBIeHVe reTepO3UTOTHBIX 110CHUTE-
Aell Toro MaM uHOTO 3a60/1€BaHUS BO3-
MOXHO [IYTEM HCIIOJIb30BaHUA GHOXMMH-
4eCKMX TecTOB (MpHeM (deHHUNaTaHUHA
TS BhIsIBAEHUS] (DeHUSIKETOHYPHM, TIpH-
€M caxapa — caxapHoro auatera W.T.A.),
MHUKDOCKOIIHYECKOr0 UCC/IeIOBaHUSA KJie-
TOK KPOBH M TKaHeii, OnpenesieHHUs aK-

THUBHOCTH (pepMeHTa, M3MEHEHHOIO B pe-
3yJIBTaTa MyTalluH.

HaBecTHO, 470 3260/€BaHMUsA, B OCHOBE
KOTODBIX JIEXUT HapylieHue oOMeHa Be-
ILLeCTB, COCTABJSIOT 3HAYUTENILHYIO YacTh
HacaeacTBeHHoH maronoruu (dbeHuke-
TOHYpPMS, TUIAKTO3EMHS, AIKANITOHYPUS,
anbOUHU3M U Ap.). Tak, reTepo3UroTHble
HocUTen (heHUTKETOHYPHH pearupyioT
Ha BBelleHHe QeHUaaHnHa 6oJiee CUIb-
HbIM TOBBIUIEHHEM COAEPXKaHWsA aMMHO-
KHUCJIOTHI B JIa3Me, YyeM HOpMaibHble To-
Mo3uroTsl (60/1€e3Hb 06ycnoBIeHa peliec-
CUBHBIM aLieJieM).

Buoxumuyeckmit MeToa LIMPOKO MPU-
MEHSeTCs B MEAMKO-TeHEeTUYeCKOM KOH-
CYABTUPOBaHUM JJISl OTIpeREesIEHHs PUCKa
poxaenus 60abHOr0 pebeHKa. Ycrnexu B
obnactu GHOXMMHMYECKOH TeHeTHKH CIT0-
cobcTBYIOT 6oJlee MIMPOKOMY BHeape-
HUIO AMArHOCTHKH FeTePO3UrOTHOrO HO-
CUTENbCTBa B MpakTHKY. Enie HeaaBHO
MOXHO GBLIO JMATHOCTUPOBATD He HoJiee
10-15 reTepo3UroTHLIX COCTOSIHUM, B Ha-
crosimiee BpeMst — Gostee 200. OpHako
CJiefiyeT OTMETHTD, YTO IO CUX [OP UMe-
€TCs HeMaJ1o HacJleICTBEHHBIX 3a60ieBa-
HHUH, /I KOTOPBIX METO/IbI FeTePO3UFOT-
HOM JIMAarHOCTHUKH epne He paspaboTaHbl.

MonexynapHo-
reHeTrnyeckue mMetoasbl

KoHeyHblit UTOr MOJIEKYASIPHO-TE€He-
TUYECKUX METONOB — BbisBE€HHE H3MC-
HeHU# B onpenedeHHbX ydacTkax JHK,
[€Ha WM XpoMocoMbl. B ux ocHoBe Jie-
KaT COBPeMeHHble METONUKU paboThl
OHK uaun PHK. B 70-80 rr. B cBsiaH ¢
IPOTPECCOM B MOJIEKY/ISIPHOM reHETHKE U
ycnexaMHM B M3y4YeHHH FeHOMa 4ejloBeKa
MOJIEKYIAPHO-TeHETUYECKUI TTOAXO] Ha-
1les WUPOKOe [IPUMEHEHHE.

HayvanbHbIM 3TaOM MOJIEKYISIPHO-Te-
HETHYECKOro aHaJIu3a SIB/SeTCs Mojyde-
nue obpasuos JHK uau PHK. 1na sto-
ro ucnoan3yot reHoMHywo JHK (Bcsa
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OHK knetkun) uam otaensHsie ee dpar-
MeHTbl. B mocsenHem caydae, y1obbi mo-
JYYUTb AOCTaTOYHOE KOJIMYECTBO TaKUX
¢dparmentoB, Heob6xoaMMO, aMIIUULU-
poBaTh (pasMHOXWTb) HX. i aToro
MOJIL3YIOTCS MOJIMMEPA3HOM 1IeNMHOH pe-
akuueil — GbLICTPBIM MeTOAOM pepMeHTa-
THBHOM pelJIHKalUU Onpe/ieIeHHOro
dparmenta JHK. C ero nomMomsio M0Ox-
HO aMmaM@UUUPOBaTh Ji06OH y4yacTok
OHK, pacnojoxeHHBiii MeXay AByMs
M3BECTHbIMU 10CTEAOBATENBHOCTAMU.
AHanu3NpPOBaTh OTPOMHBIE MOJIEKYJIb]
IHK B ToM BH/Ie, B KOTOPOM OHM CYilie-
CTBYIOT B KJIeTKe, HeBo3MOxkHO. [ToaTomy
npexie HUx HeoOX0AUMO pasfie/IMTh Ha
yacTH, 06paboTaTh pasHOOOpasHLIMM pe-
CTPHKTa3aMK — GakTepHaIbHBIMU 3HAO-
HyKJIeasaMH. ITH (depMeHTbl criocobHbI
pa3pe3ats ABoiiHYyI0 cnupanb AHK, npu-
YeM MeCTa Pa3pbiBa CTPOTO CIeUPUYHB
AN AanHoro obpasua. PacmiernieHue
JAHK pecTpukTasamMu naeT xapaKTepHblii
Habop dparmentoB (4-6 map ocHoBba-
HHUI), OTIIMYAIOMUXCS [0 AJIMHE.
OpakunoHpoBaHue (T.€. pasaeeHHe)
¢dparmentoB JHK no pasmepy u namne
MPOBOAMTCS C MOMOLIBIO 3eKTpodopesa
Ha MOBEPXHOCTH arapo3HOro Wiu moJiu-
akpuiaMuanoro ressa. Iloa nelictBuem
ajnekTpudeckoro nojs ¢dparmentn JHK
HaYUHAIOT MEPeMEaThCs BHU3 110 Tefio
CO CKOPOCTBIO, 3aBUCSINEH OT UX JUIMHBL
(YeMm xopoye dparmeHTbl, TeM ObICTpeEe
OHM IBHXYTCS). B peaysbrate Kaxapii
dparment JHK 3aHHMaeT onpeneseHHoe
TOJI0XKEHHe B BYlle AUCKPETHOI N0I0CH B
KOHKDETHOM MecTe rens. JITMHy Kaxaoro
¢dparMeHTa MOXHO OMpENeUTb IyTeM
CPaBHeHHs PacCTOSIHUSA, TIPOUAEHHOTO UM
M CTaHAAPTHBIM (C U3BECTHBIMM pa3Mepa-
MH) otpesxom JJHK.
MoJsiekynsipHO-TeHeTUYECKYI) AHa-
THOCTUKY HaceACTBEHHbIX Oole3HeH Uc-
NOJBL3YIOT U /11 U3YYEHHUS TeHOMa YeJI0-
Beka. YToOb! BLISIBUTH HEO6XOANMBIE ISt

aroro cnenuguyeckue pparmentnl JHK,
UCMONB3YIOT OJOT-rUGPNAN3ALNIO 10
Caysepny. CyimHOCTb 3TOH METOAMKH
KPaTKO COCTOMT B CJeAyIOilieM: CHaYala
ocymecTBasoT AeHatypauuio JTHK c 06-
pa3soBaHWeM OQHOUENOYeYHBIX (pparMeH-
TOB, KOTODHIE MEPEHOCAT Ha HUTPOLEJ-
JIKOJIe3HbI MJIM HEeHJIOHOBBIH (HUALTP B
6ydepnom pactsope.

Arapo3Hsiii reib ¢ dparMeHTamMHu
AHK momemaioT Ha (UIBTPOBANBLHYIO
Oymary, CMOYEHHYI0 KOHIIEHTPMpOBaH-
HBIM coJleBoIM pacTBopoM. Ha renp Ha-
KJAa(bIBAIOT HUTPOLEJLIIOe3HbIH
$uabTp, a cBepxy NOMeHIAIOT CYXYIO
buneTpoBanbHYy0 Gymary, B KOTOPYIO
BNIUTbIBAETCS cojeBoi pactBop. JHK
[1€PEHOCUTCA BMECTE C PACTBOPOM, HO 3a-
nepxuBaercs GUALTPOM U MPAKTUYECKH
IOJTHOCTBIO OKa3biBaeTCA Ha €ro roBepx-
HocTH. 3ateM opaHouenoyeyHsie JHK
dbuxcupyor Ha bunsrpe. Pacnonoxenne
¢dparmMeHTOB Ha QUALTPE TOYHO COOTBET-
CTBYET UX PacloJIOKeHHUIO B rejie.

YTOGH! BHIABUTH HYXHBIE parMEHTBI,
npoBogsat rubpuausaumw JHK ¢ panu-
akTuBHBEIM [JHK-30HA0M MM KJIOHUpO-
BanHbIM dparmenToM JHK. Hykreotna-
Hasl TOCJ/IeI0BAaTENbHOCTD 30HAA JO/KHA
OBbITb OJTHOCTBIO WJIM YaCTUYHO KOMILIE-
MeHTapHa WU3y4YyaeMOMY YYacTKy TeHOM-
Hoit THK.

Pesyabrar ru6puansauum KoMILjie-
MelITapHbIX Ueneil pPaagu0aKTUBHOrO
JAHK-30Hz2 u pparmenta JJTHK o6Hapy-
JHUBAIOT C MOMOWIBIO PasinoaBTorpadum:
KaX/Jasi KOMIIIeMeHTapHasi 30HIY foce-
nosaTenbHocth JHK nposiBasiercs B Bu-
Zie paqOaKTUBHOMN MOJOCH.

C noMoubio MeTona CaysepHa MOXHO
COCTaBUThH PECTPUKLUOHHYIO KapTy FeHO-
Ma B y4acTKe UCCIeAyeMOro reHa ¥ ycra-
HOBHTb, HECET JIM JaHHbIM reH Kakue-Ju-
60 negextnl. Tak, paspaboTanbl aggek-
THBHbIE METO/IbI CHHTE3a UCKYCCTBEHHBIX
JHK-30H10B, KOTOPHIE UCTIONB3YIOTCS B
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IpCHaTaTbHOM AMAarHOCTHKe HacjencT-
BeHHbIX 3aboseBanuit. [1ns aToro U3 amM6-
PHOHANBHBIX KJIETOK, COAEPKAIUXCA B
aMHHMOTHYECKOH KUAKOCTH TJ0/1a, BbL1e-
asot JJHK v rubpuauaupyor ee ¢ momo-
urbio Cay3epH-OJOTTUHIA C PaIMOAKTHB-
HeiM JJHK-30Hn0M. AHOMaIbHBIH IMO6-
PHOH JIerko pacnosHaercs, T.k. ero JHK
6ynet rubpunnzoBatbesa Toabko ¢ JHK-
30HAOM, KOMIIJIEeMEHTApHBIM MYTaHTHOR
10CJIeA0BATeIbHOCTH.

B HacTosilee BpeMst UMEIOTCS Pa3any-
Hble METOAb! BhIsBIeHuss MyTaumi. Mx
NeJISAT Ha TIpsiMBbIe U kKocBeHHble, [IpsimMas
AHACHOCTMKA MYTalMil BKAIOYAeT Pl
MeTO/OB:

1. OnpenesieHne HYKJIEOTHAHOH TIO-
CNeN0BaTeIbHOCTH (CEKBEHMPOBaHHUE),
Jaioliee BO3MOXIIOCTb BbIIBUTH 3aMeiibl
OCHOBaHMH, ficjiellMH M BCTABKH B U3yua-
eMoM dparMeHTe.

2. BeisinnieHue HapyuieHUsl MecTa pec-
TPUKLIMHM, C TOMOMIBIO 610T-THGPHUAKN3a-
.uum 1o Cayzepny. Oxono 50% Hyxieo-
THHBIX 3aMEH BEACT K U3MEHEHHIO caiita
(MecTa) pecTpUKUMH. ITO AefaeT BO3-
MOXKHbIM BBISIBUTD MYTAIHIO 1IyTEM pecT-
PHKTHOrO aHa/IN3a.

3. Ilposenenue anneaocneuudpuyec-
KO TUOPUMM3ALHMU C CHHTETHYECKUMU
30HAaMH, YTO MO3BOJsAET OOHAPYKMUThb
myTtauuu B renomHoi JHK. [Tocaenosa-
TeJIBHOCTL OCHOBaHUH B 30HAE MOXCT
ObITh 33faHa N0 Ae(DEeKTHOMY WM HOD-
MaJIbHOMY BapHMaHTY rexa. B oboux cay-
Yasx 30HA HUCNOJIB3YeTCS A rHOpULH-
saumn ¢ ¢pparmentamn JHK obcaenye-
MOTO HHAKBHIA.

4. Xumundeckoe u (epMelTaTUBHOE
pacuiennienue JHK B Mecrax Hempa-
BHJBHOM CIUMBKH OCHOBaHHIl BBISIBJISIET
Gonbluyio rpyniny MyTauui, BeAyIMX K
nectabunsnoctu JHK. Meron 3aknoya-
eTcsl B 3JIeKTpogopede NBYXLENMOYEYHON
AHK B HeliTpaibHOM WIH PaBHOMEpHO
JEeHaTYPUDYIOLLEM FeJie.

5. PerucTpanusi U3aMEHCHUS 3NEKTPO-
dopeTnyeckoil MOABHXKHOCTH MYTaHT-
Hbix Mosexys JHK.

6. TpaHcasims 6GeaxoBoro mMpoayKTa
OCYIIeCTBJSICTCS B CUCTEMeE in Vitro ga
OCHOBe MOJy4YeHUs cneuuduyeckoi
MPHK c no6aBieiineM nu3arta peTUKYJIO-
uuTOoB. Cutiteaupyembiit 6e10K aHATU3N-
PYIOT ¢ TOMONibI0 371ekTpocdopesa. Vame-
HeliMe MOABMXXHOCTH Oeska yKa3blBaeT
Ha HaJiuyue MyTalMu.

K xocBeHIIOMY BBISIBJIEHUIO MYTauMi
npuberaioT B Tex cay4asx, Korna HykJeo-
THUAHAs 110CTeN0BaTebBHOCTL leHa ele
e pacundpoBala, HO U3BECTHO €TO 110-
JI0XKeHHe Ha reHeTH4ecKoH KapTe. TexHU-
YeCKHe IPUeMBb! Takue Ke, KaK U B nps-
MO#t AnarHoCTHKe, HO fobaBIsieTCs MaTe-
MaTUYeCKHIi aHalu3.

HuarnoctTuke MyTaumii cnoco6cTyeT
HaXoxXZeHHUe B reHoMe MOAMMOPMHBIX 110
NJIMHEe PCCTPUKIIMOHHBIX ¢GparMeHTOB.
Ux Moxiio BbISIBUTH C MOMOIbio 60T-
rubpuausaiuu no CaysepHy.

Apyrum tunam noaumopdusma JTHK
ABJIAIOTCS. MUKPOCATEJUIUTBL. ITO KOPOT-
KHe MOHO-, M-, TPU~ U TETPaHYKACOTHA-
Hble TaH/IEMHO NOBTOPSIOIIMECS] TIOCIE-
nosartesasHocTH JHK. OHu ucnosssyior-
Csl B KayeCTBe MapKepHbiX JIOKYCOB aJi-
JiesIblibiX BAPHAHTOR reHa WM MapKepoB
aedeKTHbIX MyTaluii.

B 1993 r. 611 uaeHTHGHUUMPOBaAH rel,
OTBETCTBEHHbI 32 BO3HMKHOBEHME TS-
Xesnoro 3a6ojieBaHUs HEPBHON CHUCTEMBI
y dejoBeka — xopeu lentunrrona (XI').
Bonesus, npossasiimasics nocie 40 ser,
BbIPA’KAETCA B PAaCCTPOICTBE JABUKEHHH,
CHHXeHUH HHTC//IEKTa, B HapyLICHHU
IMOIIHOHAJIBbHO-BOJIeBOW ccepbl M IP.
ITOT Hexyr Hac/lenyeTcs MO ayTOCOMILO-
JoMUHaHTHOMY TUny co 100 % neuer-
PaHTHOCTbIO. [eH J10Ka/IU30BaH B KOPOT-
KOM ILJleye 4-if XpOMOCOMBL.

Oxkaszanocse, yto reH XTI copepxur o6-
JIacTh, B KOTOPOH 1yK/I€OTHAHASA TIOCIe-
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NOBaTeJbHOCTh IpeNCTaBleHa MHOIO-
KpaTHBbIM NTOBTOpPEiEM TPEX HYKJIEOTH-
noB — IAT (uuTO3MH-a/leHHH-TyaHUH)
redomMHoit JJTHK. B HopMe KOAH4eCTBO
TaKux NoBTOPOB KoJebnercs ot 11 no 34,
a y 6oabubix XT ux 37-86 (B cpennem
45). U, cnenoBarenbHo, xopess [eHTHHT-
TOHAa OTHOCHUTCS K Hac/IeICTBEHHBIM 3a-
6051eBaHUSIM, TIPY KOTOPOM MYTaliMs re-
Ha COCTOMT B 3KCMaHCUM (MHOTOKPATHOM
YBEJNYEHHHN YUCJa KOMUH) TPUHYKJIEO-
TUaHbIX LIAT-moBTOpOB.

YctaHoBA€eHO, YTO opma GoseaHu 60-
nee Tspkenass, eciu X[ mposiBastetcst B
MOJIOAOM BO3PacTe, HAC/IEeAYeTCs MO OT-
LIOBCKOi JTMHUM U HapacTaeT B MOCHAeny-
IOLMX MOKOJEeHUsIX. Y4eHble MPUULIU K
BeIBoay, 4TO Yucno [JAT-noBropoB TecHo
CBSI32HO U CO CPOKOM MOSIBJIEHUS II€PBIX
CUMIITOMOB, U C TSDKECTbIO 3200/1€BaHHSL.

B 1992 r. axcnaHcusi TPUHYKJIEOTHA-
nbix L[TT-nioBropoB Obia 06HapyKeHa B
reHe, KOTODbIi1 BbI3bIBa€T MHOTOHUYEC-
KYI0 AMCTpodHI0. ITOT reH, Ha3BaHHbIH
AM-1, 6611 kapTHpoBaH Ha 19-i xpomo-
coMe. /InuHa nocnenoBareasHoctu LITT-
OBTOPOB BeCbMa pa3jinyHa. Eciiu B HOp-
MaJIbHOI MONMYJSIMY OHA KoJebneTcs oT
5 10 30, To y 60ABHBIX MMOTOHUYECKOMH
auctpoduel, KOJIMYECTBO NIOBTOPOB MO-
MeT IOCTUTaTb MHOTUX COTeH.

Bosesnib 1acienyeTcst Mo ayTOCOMHO-
NOMMHAHTHOMY THILY, OOBIYHO HaYUHaeT-
CA2 B 3peJIOM BO3pacTe M TIPOSBIAETCS
nporpeccupyoilieil MbillleuHoi cnaboc-
THIO, 2 B HEKOTOPHIX CIyYasiX 3a/IepHKOR

YMCTBEHHOIO Ppa3BHUTHS, MOPaXKeHHEM
CKeJIeTa, CeP/IeYHO-COCYAUCTONR CUCTEMBI
! I71a3. [[ns MUOTOHHYECKOH AUCTPODUU
XapaKTepHO BO3pacTaHue TsSKecTH bosies-
HM Ha [POTSI)KEHUH TPeX MJTH YeThIpexX 1o-
koJsenuit. Eciu B mepsoM noxoneHuu 6o-
Jie3Hb BO3HUKAET B 3peJioM BO3pacTe M
NPOSIBJISIETCS JIMLIb Pa3sBUTHEM KaTapak-
THI WM JIETKUM HapylleHHeM COKpaTHMO-
CTH MBIUIL, TO B MOCHEAYIOWMX [IOKOJE-
HUAX GOJIe3Hb HAaYMHaAeTCsl Cpa3y Mmocje
poxaeHus pebeHKa, Y KOTOPOro pasBuBa-
eTCsl BblpaKeHHasi MbilleyHast c1abocTb,
3a/IepXKKa YMCTBEHHOTO Pa3BUTHA.

B nocnenxue roas 66110 MOKa3aHo, YTO
noaoGHbIA MexaHU3M MyTauMil xapakTe-
peH W Ul psfia APYruX HaCNeNCTBEHHbIX
3abosieBaHMil HEPBHON CHCTEMBI YeaoBe-
ka: Goneanu Kenreau, cunapoma ¢pa-
TWIbHO# (10MKOi1) X-XpOMOCOMBI 1 IP.

Bonpocw ana camokoHTpona

1. MepeuncavTe MeToAB U3yueHUs releTHKH Yeno-
BeKa.

2. Kakoii u3 MeroaoB ABaseTcs Hanbosee CTapuIM 1
B KaKHX CIyyasx oM HCNoJb3yeTca?

3. Yro Takoe KOMKOPAIHTHOCTb M AMCKOPAAHT-
HocTh?

4. Kakue 3agaun pemasorcs NONyAAUHOHHO-CTAaTHC-
THYECKUM METOAOM?

5. KakuM MerogoM MOXHO OnpelenuTh HaTHuHe
XPOMOCOMIBIX aHOMANTHi?

6. Kak BHsiBIsieTCA reTepO3HTOTHOCTD Mo Psiny Gen-
KOB?

7. [las 4ero UCTIONb3YIOTCA MOJEKY/IAPHO-TeneTHHIec-
KHe MeToasi?
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OCHOBOMOIOKHUK TeHEeTUKH [perop
MeHaens 8 1865 r. BriepBble A0Ka3aJI, UTO
KaX/blil [IPU3HAK OPraHU3Ma OlIpcae.is-
eTcsl Mapod HacNeACTBEHHBIX (aKTOPOB.
B nayane XX B. mapHele HacJ/e/ICTBEH-
Hble hakTOpH MOAYYWIM HasBaHWe ajl-
JleJbHbIX reHoB. [IpuMepHO B TO Xxe Bpe-
Ms GBIIO BBIIBUHYTO MpEATIONOXEHMUE,
4TO FeHb! PacloJiOXKeHH! B XPOMOCOMaX,
4TO M MO.I0XKMJIO Hadalo XPOMOCOMHOM
TEOPHM HacJieACTBEeHHOCTH. BuepBhie 3Ta
TEOpHUs MOJy4usia 10Ka3aTeabCcTBa B pa-
6orax Hob6enesckoro naypeata Tomaca
Xanta Moprana v ero yuenukos B 1910 .
B skcnepuMeHTax Ha mJIOAOBOH MYIIKC
Drosophila melanogaster 6si1a 110ka3ana
B3aMMOCBA3b MEXAY KOHKDETHBIMH re-
HaMH U KOHKPETHBIMH XPOMOCOMAaMH.

Jloaroe BpeMsi oCTaBajJoCh 1EU3BECT-
HBIM, YTO 11ipeAcTaBsieT coboii BelecTso,
obpasyioliiee reH, CIOCOGHOE K CaMopell-
JIMKAlUK, MyTauusaM U peHOTUIHYECKO-
My mnposBiaenuio. [lepBbie cBeaeHust o
(pH3NYECKUX U XUMHUYECKUX OCHOBaX Ha-
CNIeICTBEHHOCTH ObUIM TOJNY4CHBI TIPH
paboTe ¢ MUKpOOPraHM3MamH : GakTepu-
sIMM, BUpycaMH n 6akTepuodaramu. 3T
OpranM3Mbl, paHee H3y4yaBIIMeCH Kak
BO36yAMTCAM Gosne3Hel yesoBeKa M A0-
MallHHX )KHBOTHbIX, OKA3aJIUCh YIA06HbI-
MM 06bEKTaMM AJIA MICCIeNOBAaHUA Beliie-
CTBa HAcJeACTBEHHOCTH M IPUPOABI Te-
HETHUYECKOro Matepuana.

B 1928 r. 6akrepnonor @. Ipudpdur
U3yYas MHCBMOKOKKHY, BBI3bIBAOILME BOC-
naJeHye JerkUx y MbILIel, /s 1oayue-
HUS! BAaKLHHBL. BbISCHUAOCH, YTO THEBMO-
KOKKH GbIBAIOT JBYX THIOB: 6ecKarncy/ib-
Hbl€e Y C T0.1MCaxapUAHON KalICy 0, IpH-
ycM BO3GYAMTENIEM CMepTENbHBIX (HOopM
BOCTIAJIEHUS JIETKHX ABASIOTCA Gaktepuu

¢ nmoaucaxapuaHoit kancynoit. Ecau mbi-
11aM BBOAMJIM NHEBMOKOKKM Oe3 nosuca-
XapHAHOM KaICyJibl, TO OHH CIIPaBJsICh
c 3aboneBaHneM M BbuKUBATH. [IpH MHB-
eKIUH YOUTBIX b6aKTepHil, HE3aBUCHMO OT
HAJIMYUS WK OTCYTCTBHS KalCyJIbl Ha MX
1I0BEPXHOCTH, KUBOTHbIe BOOGilie He 3a-
6osieBanM BocnasieHueM Jerkux. Eciu xke
MBIIIAM BBOJWJIM CMEChb ITHEBMOKOKKOB:
XKHBbIX 6e3 Kancysbl U yOUTBIX Harpesa-
HUeM, HO UMEIOIIMX KaMCYay, TO KUBOT-
upte norubanu. B 3ToM caydae U3 opra-
HU3MOB NMOTUOLINX MBILIEH YAAIOCh BbI-
NeUTh GaKTEepUH C 3aIIUTHBIMU MOJUCA-
XapuaHbIMK KancyJamu. Takum oOpazom,
B 3THX 3IKCNepUMeHTax 6GakTepuu, He
MMelolMe Kancysa, npuobpeau cnocob-
HOCTb 06pa30BbIBaTH €€ O1aroaaps Belle-
CTBY HACJIEACTBEHHOCTH, KOTOpOe Iepe-
u10 u3 youthix OakTepuil B KMUBbIE.
Tonbko B 40-x rT. XX B. B Apyro# j1a6opa-
TOpHH Oblila BbISICHEHA IPUPOAA 3TOTO 3a-
rajIoYHOro BewecTBa HacAeACTBEHHOCTH.
MakTOpoM, NPeBpaAUIAIOIMM HeMaToreH-
Hbic GeckancyibHble THEBMOKOKKH B Tla-
TOreHHbIE C MOJINCAXaPUAHOMH 060510UKOiA,
okasasach MoJekyna JJHK.

HeonpoBep»uMbIM [0Ka3aTeNbCTBOM
TOTO, YTO HOCHTEJeM HacjeACTBEHHOM
HMHbOpPMaLMK BUPYCOB M GaKTepuogaros
SIB/ISIIOTCS. HYKJIEMHOBbIE KACIOTHI, MOX-
HO CYUTaTb AEMOHCTPALHIO UX HHGpeKLH-
OHHBIX CBOWCTB. Tak, 6bI0 NOKa3aHO,
yto ounmeHHas /]HK nexoTopbix ¢aros,
M3 KOTOphiX Havboslee v3BecTH OX174 1
A, MOXeT 3apaxaTh 6aKTepUH B OTCYTCT-
BUe GesIKoBO# 060JI0YKH.

B 1953 r. IxxeitmMc Yotcon u DpeHcuc
KpuK mnpennoxunu Mozmens CTPYKTYph
OHK, xotopasi ¢ Tex mop MHOrOKpaTHO
IIpOBepsJIaCh U MpU3HaHA MPaBU/BLHOIA.
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XuMuyeckui cocras
u crpoenne Monexyanl AHK
Yotcon u Kpuk 1peanonoxuiy, 4To
upupoaHas (HaTHBHas) MoJekyaa JHK
npeactaBisieT co60if ABe TOJUMEpHbIE
LenH, coeIMHEeHIIbIe MeXAY co6oii U 3a-
Kpy4YeHHble B popMe ABOHHOI CIIMPaJIH.

OcioBHast CTPYKTypHas equHUIA OA-
HOit Henu — HyKJIeoTHA. OH COCTOUT U3
TpexX XHMHYECKH Pa3/IMYHBIX YacTeH, co-
€[IMHEHIBIX KOBaJEHTHBIMU CBSA3SIMU:
1€30KCUPUBO3BI, A30TUCTOI0 OCHOBaHUS
u ¢ocdarnoii rpynnsi (puc. 3.1). JHK
COAIePXKHUT IIYPUHOBBIE a30THUCThIE OCHiO-
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Puc. 3.2. Ctpoexue oaHo# uenu monexkynul AHK

H

0
H
\N/

H* /k/

TyanmH

3’-xoHeu

Baliusi — ageHuH (A) u ryavuH (I') — u
IMMPUMHUAHOBbIE OCHOBaHHSA — LIUTO3HH
(1) v Tumuu (T). A30THCTOE OCHOBaHHe
KOBAaJIeHTHO COCAMHEHO C MepBbIM aTo-
MOM Yriepoaa caxapa U ¢dopmupyet
CTPYKTYPY, HasbiBaeMYI0 HYKJIEO3HIOM.
QochaTHbie TPYNIbI COEAUHSIOT COCEN-
HHe HYKJICO3U/Ibl B MOJIMMEPHYIO 11€110Y-
Ky nocpeactsoM dochoanadupHbix
cBsi3el MeXay 5'-aTOMOM Yrjiepoaa of-
110F0 caxapa W 3'-aToOMOM yrjepoja apy-
roro (puc. 3.2). CuenjieHue MeXIy uess-
MU obecrieynBaeTcsi 0COOGBIMH BOAOPOX-
HBIMM CBS3SIMM MEXAY aZeHUMHOM U TH-
MHHOM H MEXAY T'YaHHHOM U LUTO3UHOM
(puc. 3.3). BomopoaHsie CBS3H MHOIO
cnabee KOBAJICHTIBIX, COEAMHSAIOIMX OT-

lesbHble aTOMBI KaXXIOro HYKJIEOTHAA,
HO AOCTAaTOYHO CMJIBHBI, 4yTOOBI 0becre-
YUTH CnelMUIHOCTb 00pa30BaHUA Map
A-T, T-1I. Takoe nomapHoe cOMocTapie-
HUe HYKJIEOTHAOB, MpH KOTOPOM A KOM-
mnemeHTapeH T, a [ komnnemeHTapeH 1,
6b1710 BHIBEJIEHO C [IOMOLLBIO TIOCTPOEHUS
MOJIEKYJISIDHBIX MoOJeJieil, B KOTODHIX
TOYHO BOCIPOM3BOAM/IMCH B MacwuTaGe
BCC MeXaTOMHble paccrosinus. Ilpoct-
paHcTBeHHas Mozeab Mogaekyast JHK
MI0Ka3ana xapaKTep 3aKpy4€HHOCTH ile-
neil Apyr OTHOCHTEJBbHO Apyra H 1UIOT-
HOCTb YIIaKOBKH T1ap a30THCThIX OCHOBa-
HHit B 1BOMHOM crivpanu (puc. 3.4). Kpo-
M€ TOrO, IOCTPOeHUEe MOJIEKYASIPHOM MO-
ZleJIU THIIOTETHYECKOH ABOMHON CIIMpasIU
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Puc. 3.4. NMpocTpaHcTeeHHaa Moaens monexynsl AHK
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Puc. 3.5. fise uenun monexynsl AAHK pacnonoxexs! “aHTunapannensHo”,

TaK 410 5'-KoHeU OAHOM uenu coeamnHeH € 3'-KOHUOM APYron _j

noTpebopano  “aHTHnapanieabHOCTH”
HYKJIEOTHAHBIX LENOYEK, KaK 3TO H306-
paxkeHO Ha pucyHke (puc. 3.5).

HyxjienHoBblE KHCAOTHI — 3TO O4€Hb
ANViHHBIE NONMMEpHBle Uenouku. Un-
TakTHbie MoJlekyasi JJHK conepxar B 3a-
BHCHMMOCTH OT BWJ2 OPTaHM3MOB OT He-
CKONBKHX ThICAY A0 MHOTMX MWIIMOHOB
HykaeoTHnos. s nioboit mnociaexosa-
TEJIbHOCTH a30THCTBIX OCHOBaHMH BO3-
MOHa pABHas! €ii 110 AJIMHE KOMJIeMeH-
TapHasi NOCAEeROBaTEJbHOCTb, COCTABA-
0111as1 BTOPYIO Lellb RABOWHOMK CIUPANU.
Kounkpersass nocnegoBaTelbHOCTb Map
A-T u I'-11 He BiusieT Ha CTPYKTYPY MoO-
nexyabt JHK, ofpasyoumeil nBoliHyio
cnupans. BosmoxkHoe 4nca0 pa3nuuHbix
110C/IeAOBATe/IBHOCTEN nap OCHOBaHMik B
moaexyae JJHK npakruyecku 6eckoHey-
HO M CI10COGHO KOAMPOBATH KOJOCCAJIb-
HOE KO/IH4ecTBO HHGOPMAUUH.

Y3 mozmenm caenyer, yro puanveckas
crpyktypa npupoaHoii JJHK wMmoxer
CHABHO H3MEHATbCA NPH HATrDEBaHHH
WM THTPOB2HHH, KOTA2 He HapyWAIOTCA
KOBaJIEHTHbIE, HO pa3pBIBAIOTCA BOJO-
PORHBIE CBA3M, B PE3YJIBTATE YETO JABE LiC-
AM OTAENAIOTCA APYT OT Jpyra.

flockonsky nenu JHK xoMmruiemeH-
TapHbl, KAKAasi U3 HUX TIPYU pacTUIETAHUH
ABOWHOM cnupany crnocobHa CAYXWUTb
MaTpuuelt I CUHTEe3a HOBOM KOMILIe-
MeHTapHOW uenu. IlocieposBaTenbHOCTh
OCHOBaHUH BO BHOBb CUHTE3UPYEMOIk 11€-
nu 6yzeT onpenensThea cneundukoi Bo-
NOPOAMBIX CBS3eH MEXIy 2a30THCTbIMU
OCHOBaHUAMM DOAWTENBCKON U BHOBB
cUHTe3VpyeMmoit nenu (puc. 3.6). Taxum
ofpa3oM, reHeruueckas wHPOpPMaLUuA,
COAEPKABIIAsiCA B NOCTEROBATEABHOCTH
[ap OCHOBAaHHH DOAMTENBCKOH MOMEKY-
nbl, 6yAeT NOJIHOCTBIO BOCIPOMIBENEHA B
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Poautensckas

Puc. 3.6. MNpeanoxeHHan YOTCOHOM ¥ Kpukom moaens penankaumu asorHon cnvupanu IHK

Poautensckan

Lovepuas

Popurensckas

ABYX JOYepHUX Monekynax. Boaee Toro,
ecmu B npouecce yasoenus JHK npo-
u3owna ownbka U Kakoi-n1ubo HykJeo-
THA BO BHOBb 00pasyemoii Lleny Bbinan
WM OKa3ajicsi HEKOMMJIEMEHTApHbBIM KC-
XORHOMY, TO 3TO MOXET M3MEHWTb WH-
dopMailOHHOE CONEPKaHUE MONEKYJIHI,

npuydeM JIOTUYHO OXMUJIATh, YTO 3Ta
omubka 6yneT nepesaHa KOYEPHUM MO-
aexynaM JTHK B cnenyonix nokoneHu-
sax. Takasi 3ameHa napst HyKJ1e0THAOB Oy-
IeT obJafaTh CBOWCTBaMH TeHETUYECKUX
myrauwuii. Moaens ctpykrypst THK Yor-
coHa u Kpuka o6bsicHAET Kak crnocob-
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Puc. 3.7. NMNonoxnTeNbHO 3apsXeHHbie (OCHOBHLIE) aMMHOKUCAOTEI TMCTOHOBLIX 6€/1K0B

HN
+C—NH=CH, — CH, — CH, {CH — COOH

H,N I

NH2

L-Nnaun

HOCTb FEeHOB K CaMOYABOEHUIO (pernka-
1MK), Tak U uX uHGOPMALMOHHbBIE CBOI-
CTBa.

Ynaxosxa AHK B xpomocomax

Mousnexyan JIHK B sykapuornyeckux
KJeTKax oyeHb BeJuku. Tak, AnuHa MO-
nexya JIHK, BblieeHHBIX U3 KJIETOK ye-
JIOBEKA, JOCTUTAET HECKOJIBKHX CAHTUME-
TpOoB. [IPMHATO CYUMTaTh, YTO KAXKAAS JY-
KapyuOoTH4ecKast XpOMOCOMa COHEPXKHUT
ONHY — EAMHCTBEHHYIO HEIIPEPLIBHYIO
Mmosekyay JHK. YuurteiBasi BUIOBOE KO-
JIMYECTBO XPOMOCOM Y MJIEKOMUTAIOLIKX,
MOJXKHO CKa3aTh, UTO B CPE/IHEM ¥ HUX Ha
vHTepda3sHOe AAPO MPUXOAUTCH OKOJIO
2 M JHK, Haxopsueiicsa B cepuyeckoM
saape avaMerpoM MeHee 10 mxm. Ilpn
3TOM B Afpe AOMKEH COXPAHATHCA OIIpe-
JeJeHHBIA NOPANOK PaclONOXKEHUS MO-
aexyn JTHK, urofet obecneuuts ee yro-
pAnoyYeHHOe PYHKUMOHUPOBAHKE.

Monexyast AHK B anpax aykapnoTu-
YECKUX KJETOK BCETAa HAaXOAATCH B KOM-
niexce ¢ 6eJKaMH B COCTaBe XpOMATHHA,
KOTOPGhili 06pasyeTcsi U3 XpPOMOCOM fo-
CJle OKOHYAHUSA JeeHHA SIAEP B Pe3yJib-
TaTe CHOXHOTO IIpolecca pacKpy4YuBa-
HUA (HeCIUpaNu3aNyiyi) XpOMOCOM.

Ha nomio 0enkoB MpUXOAUTCA OKOJO
60% cyxoro Beca xpoMaruHa. Benxu B
€ro COoCTaBe OuyeHb pPa3HOOODa3HBL.
OG6BIYHO UX PA3AENAIOT Ha [ABE TPYIILL
THCTOHK! U HeTUCTOHOBbIE Oesikn. Mimen-
HO THCTOHBI, XapaKTepHbie TOJNLKO A
3YKapMOTUYECKHX KJIETOK, OCYILECTBJIA-
IoT nepsble 3Tanb! ynakosku JHK, ouenb
cxoxHe y GONBUIKHCTBA U3YYEHHBIX 00D-

extoB. Ha ponio rucToHOB npuxoaurcs
1o 80% scex 6eaxos xpoMaTHia. Ux Baa-
umopeiicreue ¢ JIHK npoucxoaur 3a
CUYET MOHHBIX CBsi3eif M He 3aBUCHT OT I10-
CJIeA0BATENBHOCTY HYKJIEOTHAOB B CO-
craBe Monekyasl IHK. TucToHu He oT-
AuYalTca O0JbMIKM pa3HoobpasueM.
10 rA06yaspHble GeNKK, NPEACTaBIeH-
Hbie 5-7 Tunamy Mosekya. Haubonee ua-
BECTHH CJIEAYIOLIME KJACChl TMCTOHOB!
H1, H2A, H2B, H3 u H4. Ux ocHOBHbIE
CBOWCTBA OMpENENAIOTCA OTHOCUTENBHO
BBICOKUM COREPYKAHUEM OCHOBHBIX aMu-
HOKHMCJIOT: IU3UHA ¥ apruHuHa (puc. 3.7).
TlonoxuTensHble 3apANALI H2 AMYHOTPY -
11axX yKa3aHHbIX aMUHOKHUCIIOT ofecneun-
BAIOT JJIEKTPOCTATUYECKYIO CBA3b TUCTO-
HOB C OTPHUATEJNbHBIMU 3apsAiaMHM Ha
¢dochataeix rpynnax JHK. M3 scex
sAepHbIX 6eJKOB THCTOHBI U3yJYeHbl HaH-
6onee xopoio. Mix MonekyaspHast Macca
OTHOCHMTE/IbHO HeBeauKa (MakCuMaib-
Hast — y ructoHa H3 — 153 Teic. nansb-
ToH). [IpakTHiecku y Bcex aykapyoT OHU
06J1271210T CXOXHbIMU CBOWCTBAMH H IO~
PasAeNATCA HAa ONHU U Te e KJacchl.
W3 uccnenoBanHbix ati 6enxu Haubonee
KOHCEDBATUBHBI: MUX AMUHOKHUCJOTHBIE
TIOC/IEA0BATENBHOCTH OJIM3KY AAXKE y OT-
JaneHHbiXx BuaoB. MckiioueHne cocras-
asoT ructoHsl H1, 115 koTOpbiX Xapak-
TEPHB! 3HAUUTENbHLlE MEXBUAOBLIE U
MeXTKanesble Bapuauuu. B uponecce
KUBHEAEATENBHOCTH KIETOK [UCTOHB
MOTYT [10ABEPTATbCA TIOCTTPAHC/SILIKOH-
HbIM MOAM(HUKALKAM, YTO U3IMEHSET NX
CBOICTBA U CMIOCOGHOCTb CBA3BIBATHCA C
JHK. [vicTOHB CUHTE3UDYIOTCH B IUTO-
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Puc. 3.8. Cxema pacnonoxexunn AHK n rucToHos 8 HykKneocome

I1a3Me, NEPEHOCATCA B ARPO U CBA3bIBa-
forcs ¢ [IHK Bo Bpems ee penjiMkauuu B
S-nepuoie KJMETOYHOTO LUWKJIa. Bmio-
4YUBLIMeCS B XPOMaTHH [HCTOHEI OYeHb
CTaBW/IBHBL ¥ MMEIOT HU3KYI0 CKOPOCThb
oOMeHa.

TlpucyTcTBHE THCTOHOB BO BCEX yKa-
PUOTUYECKUX KJIETKaX, UX CXOACTBO Aa-
XKe y OYeHb OTAAJNEHHbIX BHIAOB, 00si3a-
TEJIBHOCTb B COCTaBE XPOMOCOM H XpOMa-
THHa — BCE 3TO TOBOPWT O Ype3IBbIYitHO
BaXKHOI oMU ITUX GE/IKOB B JKU3HERESA-
TENbHOCTH KJETOK. DTanHbIM COOBITHEM
B usyuenuu ynaxosku JJHK B cocrase
XPOMAaTHH2 CTaI0 OTKPbITHE HYKJIEOCOM —
YaCcTHLl, B KOTOPLIX POUCXOAUT MEPBLIii
aran ymnakosku JHK B xpomarune.
CepaLieBUHA HYKJIEOCOMBI BCETZ@ KOH-
CEPBATUBHA, COAEPIKUAT BOCEMb MOJIEKY ©
no ase Mojekyaw rucroHos H4, H3,
H2A, H2B. Ilo noBepXHOCTH CEPALIEBU-
HB! pacrojaraercs ydactok JJHK u3 146
HYKJEOTHAHBIX nap, obpasyrommii 1,75

obopota Bokpyr cepauesuHsl. Hebonb-
woit yyactox JTHK ocraercs HecBsA3aH-
HBIM C CepALEBHHOM, OH Ha3bIBaeTCA
aviHkepoM (puc. 3.8). B pa3nbIx ofbek-
TaX JIMHKePHBI YYacTOK MOXET Bapbu-
posath OT 8 g0 114 HYKJIEOTHAHBIX Map
Ha Hykjeocomy. PaccuuraHo, 4To Ha Becbh
rafnJouaHbiii reHoM venobeka (3 x 10°
nap ocHoBaHwii) npuxoaurcsa 1,5 x 107
Hykaeocom. O6muit BUA XpOMaTVHA,
npeAcTasnaenHoro MoJekyaok JHK,
yTaKOBaHHOW C IIOMOIBI0 HYKJIEOCOM-
HBIX CTPYKTYP, MOXHO CPaBHUTb C Oyca-
MU Ha Hurtke (puc. 3.9). Hykieocomsl
crioco6HbI K caMocHopKe MPY HAIMYKK B
npobupke THK u rucroHoB B onpene-
NeHHOM cooTHowenuu. [lepsuiit Hykneo-
COMHBIt ypoBeHb komnakrusanuy JHK
yBenuMBaeT INOTHOCTb ynakoBku JIHK
B 6-7pas.

B cnenytomuii 3Tan ynakoBKU HyKJe-
OCOMHaA CTPYKTYpPa XpOMaTHHa BOBJE-
KaeTcs ¢ moMoiusio rucroda H1, xorto-
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Ha KOTOPOM BUAHBI HYKNBOCOMBI, COBANHEHHBIE TsXamu caoboaHon AHK

pblii CBA3BIBACTCA C JUHKEPHON 4acThIO
JAHK 4 noBepXHOCTBIO HYKJEOCOMBL
Bnaropaps cnoxHoMmy BaaviMoZeHCTBUIO
BCEX KOMMOHEHTOB BO3HHUKAET YNOPARO-
YeHHas! CTPYKTypa CMUPaNbHOTO THAA,
KOTOPYIO 4acTO Ha3bIBAIOT COJEHOUAOM
(puc. 3.10). Ona noBblIaeT KOMAAKT-
Hoctb JIHK emie B 40 pas. ITockonsky co-
JIEHOU/IHAA CTPYKTyPa UMeeT CHMXeH-

HYI0 CTIOCOGHOCTH CBA3BIBATHCA C OeJIKa-
MU, 00eCeYnBAIOIIMMY TPAHCKPUIILIKIO,
TO CUMTAETCA, YTO 3TOT YPOBEHb KOMMaK-
tusauuu JTHK Moxer urpats posb dak-
TOpa, MHaKTVBUpyouiero redsl. Hekoro-
pble aBTOPbl PacCMaTPUBAIOT COJIEHOW]-
HyIO CTPYKTYPY KaK OAVH H3 BOSMOXHBIX
BapUaHTOB YIAKOBKY XPOMaTHHa C MO-
Molupblo ructoda H1 u nosararoT BeposT-
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~100 A

Puc. 3.10. Cxematnyeckoe nsobpaxexune
y4acTka COAEHOMAA: LUeNnoYKa HYKNEOCOM
(cdepbr), kaxaan n3 koTopeix oomotaHa AHK,
06pa3yioT BUHTOBYIO ANHUIO

@ ¢

Puc. 3.11. HykneomepHbiil Tun yknaaxm
HYKNEOoCOMHOM pnubpunnsl

HBIM CYIIECTBOBaHME U APYIHMX MOpP¢O-
JIOTHYECKUX BapUaHTOB, HAIIDUMEP, HYK-
JeoMmep, unu ceepxbycun (puc. 3.11).
DBoJee BbiCOKME YPOBHM- KOMMAKTH3a-
uuu [THK B xpoMariiHe CBA3aHEI C HETH-
cTOHOBBIMH Genkamu, Ha ux pousio npu-
xonutcest 0Kkoi0 20% Bcex 6enKOB XpoMa-
THHa. 3Ty c60pHYIO Ipynny GeaKoB OT-
JuvaeT LIWPOKUN CHEKTP CBOMCTB U
¢yuxumit. Bcero /q;paxumi HETUCTOHO-
BbIX GenkoB 06beAVHAET OKOMO 450 UH-
AVBUIYaJbHBbIX 6€1KOB, CBOWCTBA U KOH-
kpeTHble GYHKUUHM KOTOPBIX ellle HE [0-
CTaTOYHO W3y4YeHbl. BuiscHEHO, 4TO He-
KOTOpble U3 HUX CreLuPUIHO CBA3BIBA-
IOTCH € ONpeAe/JeHHBIMU y4acTKaMy
I HK, B pe3ynbTate yero GpubpUIbL Xpo-
MaTHHa B MecTax cBasbiBanusa JJTHK c ne-

I'ICTOHOBBIMY GenKamMu 06Pa3yIoT MET/IH.
Takum o6pa3oM, 60J1ee BBICOKKE YPOBHK
ynakoBku JIHK B cocraBe xpomaruHa
ofecneunBalOTCA He CNpanu3auueil Hu-
Teft XpomarnHa, a 06pa30BaHUEM [IOME-
pPEYHOR NETAUCTON CTPYKTypbl BROJIb
xpomocombl (puc. 3.12). Ha Bcex yka3aH-
HbiX 3Tanax kommakrusaunu AHK xpo-
MaTWH TIpeJCTaBsieH B aKTUBHOM ¢Qopme,
B HEM IIPOUCXOAUT TPAUCKDHUIIIMA, CUH-
Te3 Bcex Tunos Moisekyn PHK. Takoit
XPOMaTUH Ha3bIBAIOT 3YXPOMATHHOM.
JlanbHeltiast ynakoBka XpoMaTHHa Be-
JET K NEPEXOAY €T0 B HEAKTUBHOE COCTO-
sHKe ¢ 06pasoBaHUeM reTepoXpoOMaTHHA.
ITOT NPOLIECC CBA3aH CO CUpaNu3aLuei
rpynn nerens u o0pasoBaHueM M3 ¢Gub-
pWJJT XpOMaTHHa PO3ETKONMOROGHBIX
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Puc. 3.12. NetneobpasHan 1 XpOMOMEPHAN KOMNAKTU3auNa xpoMaTnHa |

]

CTPYKTYP, KOTOpble 00JamaloT onruyec-
KOit M 3/1eKTPOIHOM TIIIOTHOCTHIO Y Ha3bl-
BaloTcsi xpomomepamu (puc. 3.12). Ilpea-
f0/1araeTcs, YT B/IOJb XPOMOCOMBI pac-
TOJIOKEHO 50JbLIOE KOAUIECTBO XPOMO-
MEP, COEJIMHCHHBIX MeXIy coboli B eau-
HyIO CTPYKTYPY y4YacTKaMM XpoMaTHHa ¢
LIYKJIEOCOMHOH WJIH COJIEHOWIHO# yna-
xoskoli THK. Kaxaas napa romonoruu-
HBIX XPOMOCOM HMMEET CBOM XPOMOMED-
HbIH PUCYHOK, KOTOPBI MOIKHO BbISIBUTh
C [1OMOLIbIO CIIEMHANBHBIX METOAOB OK-
paIKBaHUA TIPU YCJIOBUKA CIUDAIUIA UM
XpOMAaTHHa ¥ TIEpeX0/ia €ro B COCTOsIHUE
XPOMOCOM.

[leTeabHO-pO3eTOYHAA  CTPYKTypa
XpoMaTuia OBecneyuBaeT lie TOJIBKO
ynaxosky /JHK, Ho u opranusyer pyHx-
LUMOHAJGHLIE XPOMOCOM, NOCKOJIbKY B
cBoux ocuopauusax netau JIHK cesasanbr
C HErMCTOHOBBIMH Ge/IKaMH, B COCTaR KO~
TOPBLIX MOTYT BXOAMTb (PEPMEHTHI peILIn-
Kauuy, obecrneyuBaoOlMe YABOEHUE
JAHK, n cdepmenTsl Tpanckpuminy, 61a-
rodapsA KOTOPHIM MPOUCXOAUT CUHTE3
Bcex turios PHK.

Yuactkn JHK, yiakoBaHHble B Buze
reTepoXpoMarviia, MOI'YT UMETb JBOS-
Kylo mpupony. Pasnuualor aBa Tvna rere-

pOXpoMaTHHa: (paKyJITATHUBHEIH U KOH-
CTUTYTUBHBI (CTpYKTYpHBIii). Dakyb-
TAaTHBHbIK TETEPOXPOMATHH NPENCTABIA-
er coboit y4acTKM reHoMa, BPEMEHHO
HHaKTUBUDOBaHHbE B TeX WM MHBIX
knerkax. IIpyuMepoM Takoro xpomarvHa
CJYXKHT 110/10BOY reTcpOXpOMATHH MHaK-
THBHUPOBAHHOMK X-XPOMOCOMBI B COMATH-
4eCKUX KACTKaX eHuH. CTpYKTypHblik
reTepoXpoMaTHUH BO BCEX KJIETKAX MOCTO-
SIHHO HaXOAMTCH B HEAKTUBHOM COCTOSI-
HUW H, BEPOATHO, BbIMOJIHAET CTPYKTYp-
HbIC MJIU PEryIATOPHbIE QYHKLMU.

OpraHn3auus reHeTUNECcKoro
Marepuana B XpoMocomMax yenoseka

O61wast opraHn3auus XpoOMOCOM YeJo-
BeKa TPAJWLMOHHA: B MeTadaze XpoOMO-
COMa COCTOUT U3 /IByX CECTPUHCKNX XPO-
MaTHjl, COCAVHEHHbIX MeX1y coboi B*
paiioHe 11epBUYHOI nepeTsaxKKY (1euTpo-
Mepbl). LlenTpomepa meauT xpoMaTuny
Ha /1Ba IWIcya. Ilneun MOryT 6bITh paBHBI-
MM, TOra XPOMOCOMa Ha3bIBAETCA METa-
LeHTp1YecKOit. ECJIY O/IHO 1171e40 HEMHO-
TO KOpO4e APYroro, TO XPOMOCOMBI UMe-
nyrorcsi cybmeranentpuueckumu. B we-
CKOJIbKHUX napaX XpoOMOCOM 4enoBekKa O/~
HO 11J1e4Y0 CHJIbHO KOPOYE APYTroro, Takue
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XPOMOCOMBI HOCAT Ha3BaHUE€ aKPOLEHT-
puieckux (puc. 3.13). Tonkas mopdono-
THA XPOMOCOM 32BUCHT OT (pa3bi MUTO32.
Haub6onee cunbHO CNUPATU3OBAHBL XPO-
MOCOMBI B MeTa- ¥ aHagase.

BwMecte ¢ mopdonorueii XxpoMocoM U3-
MEHSIETCA B XOI€ MUTO3e U Mopdosorus

ueHtpoMepsl. Haubonee ueTko LeHTpO-
Mepa BbIpaXkeHa B Buie 60siee TOHKOTO U
CBETJIOTO YYaCTKa XPOMOCOMBI K KOHLY
npo¢aspl. LleHTpOMepbl BBINOAHAIOT B
XpPOMOCOMAX O4YeHb BaXKHble GYHKIIUM.
OHY COEAMHSIOT IBE CECTPHHCKHE XpO-
MaTHbl, BETUKa TaK)Ke UX POJb B Opra-
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HU3alUKM BepeTeHa fAeleHus. B paiione
ueHTpoMepbl B rnpodase dopmupyercs
ocobaa GeslkoBas CTPYKTypa, WMEIOLIAA
CPOACTBO K OenkaM MUKDOTPYGOYEK Be-
peTeHa AeneHvisi. MukpoTpy6oukH Bepe-
TeHa JieJIEHUs COeUHSAIOTCH C XpOMaTH-
AaMH B paiiOHe [IEHTPOMEpHI Tak, YTO Ha
OIIVH LIEHTPOMEepPHBIiA palioH MOXeT NpU-
XORUTbCA BoJiee necATH MUKPOTPyHOUeK.
OueHb BaXXKHBIM MOMEHTOM B IIPOX0XKJE-
HHM MUTO32 SBJSETCH CUHXPOHHOCTb OJf-
HOBPEMEHHOTO pa3fieNIeHUs] BCEX XPOMO-
com Ha aBe xpomatuasl. CunTaercs, 9To
BEAYWIAS POJIb B PETYNALUHM 3TOTO MpO-
lecca TakXe MPUHANIEKUT LEHTPOMeE-
pam.

PaccMarpuBast ofuiyio Mopdoaoruio
XpOMOCOM, Hesb3si OOONTH BHUMaHUEM
WX KOHLEBblE YYaCTKH, Ha3blBaeMble Te-
nomepamMu. KoH1bl XpOMOCOM — TesIoMe-
Pbl, UMEIOT OCOGEHHOCTH B TIEPBUUHON U
TPETHYHOIA CTPYKTypax, HO 06 3TOM peyb
noitaer Heckosnnko noaxe. CHavana 03-
HaKOMUMCS € (PYHKUUAMM TeJOMEPHBIX
paiionos. Korna nenenyve KieTku 3aKoH-
4eHO U ()OPMUPYIOTCS HOBBIE KJIETOUHBIE
A1pa, TO ¢ NOMOIIbIO TENIOMED XPOMOCO-
MBI IPHKDPENSAIOTCA K BHYTPEHHEM Aaep-
HOit MeMOpaHe, B pe3yJbraTe Yero Kax-
Aasg XpoMOCOMa B JeCiMpaIN30BaHHOM
COCTOSTHUY 3aHUMAEeT B AJPE CTPOTO OIl-
penenexnoe Mecto. [ToMuMo atoro Teno-
MepHBie paiOHB! IPEAOTBPAILAIOT CAUMa-
HHUE XPOMOCOM CBOWMM KOHLIAMK M IIpe-
MATCTBYIOT 0OPA30BaHMIO AMLUEHTPUKOB —
XpOMOCOM C ABYMS 1IEHTPOMEDAMM, Ha-
JIMYUE KOTOPbIX CBHIAETE/NBCTBYET O Ma-
TOMOTUMECKUX KapThHaXx MuTo3a. O1HO-
BPEMEHHO TEJOMEDBl CTAOUIUBUPYIOT
XPOMOCOMBI, 3a1UMLIAsA X OT AETPAAALUK
KJIETOYHBIMY HyKJIeazaMu — ¢epMeHTa-
MM, KATAIM3UDYIOUIMY THUAPOJIU3 BCEX
HesamumenHbsix JIHK wmn ux ¢pparmen-
TOB. B nocsenHee BpeMst CTao U3BECTHO
€1l OJ{HO Ha3HaYeHUe TeIOMEPHBIX KOH-
1oB: 6Jarofaps UM MPOUCXOAUT MO.THOE

3aBeplLIeHUE DEAYTMIMKALUM XPOMOCOM
npy NOATOTOBKE KJIETKH K REJEHHIO.
Cpeny ¢epMeHTOB, yyacTBYIOIUHX B YA-
Boenun [JIHK, noMuMO yXe H3BECTHBIX
AHK-nonumMepassl, J{HK-11rasel, reau-
Ka3bl, TOMOU30Mepasbl, a TakxkKe cTabuiu-
supylomux 6einkoB, 0co60e BHUMaHMe
ClefAyeT YAENUTb TEJIOMEpa3e, KOTopas
nomoraet 3aseplunTth penaukaunuio JJTHK
Ha OTCTalolel LenHu.

[IpuHATO CuUKUTATD, YTO KKIAA XpOMa-
THA2 COAEPUT ONHY W3 ABYX WAEHTHY-
HbiX AouepHux Mojekya JIHK, o6pasyro-
IMXCA B mpouecce pervikauvu. Mosne-
kyna JIHK npencrasnser coboit Hernpe-
DPBIBHYIO CBEPXCKPYYEHHYIO IBOIHYIO
cn¥panb, NPOCTHUpAIOIYIOCH MO BCel
AnviHe XxpoMaTH/ibl, DYHKUMOHANBHO 3Ta
HUTB NOApa3JeNsaercs Ha 60bILIoe YUCI0
OTPE3KOB, COOTBETCTBYIOLUMX OTHEJb-
Hbim rerdaMm. Kaxxastit reH Hecer MHGoOp-
MALMIO O TIepBUYHOU CTPYKTYpe OTAe/b-
HOM NOMUMUNTHAHOMN Leny, pubOCOMHOI
PHK, tpancnoprhoit PHK wnu seinosn-
HAeT peryasTophyio ¢yHkuuio. Kpome
TOTO, B COCTaB€ WHENPEPBIBHOM HUTH
AHK, Hapsany co cMBICIOBBIMH TeHaMU,
HaXOAATCA MHOTOKPATHO NOBTOPAIOL{HE-
Csl OAVHAKOBBIE IV CXORHBIE MO COCTABY
HYKJEOTUIHBbIE TIOCJEN0OBATENBHOCTH,
BBIIOJHAIOMME, BEPOATHO, PETYAATOD-
HBIE UV CTPYKTYpPHbIE QYHKLIMM.

HHxdopmaums o nepsuunoil CTpyKTy-
pe NOJUNENTUAOB (T10C/IEN0BATENBHOCTH
aMMHOKHCAOT B HuX) 3anucana B /IHK B
BUZe TpexOYKBEHHOTO KOAa, COCTaBJIeH-
HOTO U3 nepBbIX 6YKB HA3BaHUI YETBIPEX
a30TUCTbIX OCHOBAHUM, BXOAALIUX B CO-
cras JIHK (ATTH). Kaxnoit amuHoxuc-
JIOTE COOTBETCTBYET OfpEReNeHHbLi
TPHILIET U3 TPEX COCEAHNX HYKIJIEOTHAOB.
HanpuMep, amuHokuciaore ¢eHunana-
HuH B [THK cootBeTcTByeT kOOH AAA, 2
amuHokucaoTe cepud — ATA. W3 64 Bos-
MOXHBIX TpUMIeToB 61 xoaupyer 20
aMMHOKWCJ/IOT, OOHAPYKEHHBIX B COCTaBe
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l CaiT nonuaneHuNupoBanus
VIHUUMaUMAR TPARCKPUNLMW, TepmuHauma
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Puc. 3.14. CTpykTypHaa opraHusaums TUNMHHON TPAHCKPUNUMOHHON eanHuLbl

L

KJIETOYHBIX 6e/KOB, 2 3 KOAOHa ABJISAIOT-
CA CTOMN-CUTHaJaMu, MNpeKpamaloniMMu
CHHTE3 NOMUNEnTUaHoM unenu. Ecau
TPHILIET, COOTBETCTBYIOIUI METUOHUHY,
cTouT B Havaje uenu JIHK, To oH BbINOJ-
HAeT QYHKUMIO BO3OYXAEHUS CYUTHIBA-
HusA. (KogoHb!, BRITONHAOIIME CUTHANB-
Hble QYHKLUHY, Ha3bIBAIOT HOHCEHC — KO-
noHamu). [eHeTUUECKUIt KOZ BLIPOXKAEH,
T. €. KaXXJ1asi aMMHOKHC/IOTa MOXKeT KOJU-
pOBaTbCA HECKOJBKHUMU BapuaHTaMU
TpHUILIETOB. [N OCyIeCcTBAEHUA CUHTE-
32 NOJUNENTHAOB reHeTHUECKasA HHGOP-
Mauus, 3akoauposatHas B JJHK B cocra-
Be XpOMaTHHa, nepenuckiBaercsa (Npo-
LIECC TPAHCKPHUILVH ) 110 NPUHLUITY KOM-
MJIEMEHTAPHOCTH a30TUCTBIX OCHOBaHUH
Ha va¢opmauuonnyio PHK, xoTopas ne-
PEXOANUT U3 AApa B IXTOMJIa3My, Tie IPHU-
HUMa€eT YYacTHe B MPOLECCE TPaHCIA-
UMH: NepeBoZe MHPOPMauHU C S3bIKa
HYKJIEOTHJIOB Ha S3bIK AMUHOKKCJIOT, T. €.
npolecce cuHTe3a Heaka. Kaxaomy naw-
HOMY KONOHY COOTBETCTBYET OJHa U
TOJNBKO OfH2 OMpejeNeHHasds aMMHOKNC-
Jota. [Ipouecc cuUThIBaHHS TeHeTHYeC-
KOTO KoAa He AOMYCKaeT BO3MOXHOCTH
nepekpblBaHus koaoHoB. HavaBuwiuch Ha
OIpeie/IEHHOM KOOHE, CUKThIBAHUE Clie-
AYIOIUX naeT €3 3HaKoB NpenyuHaHUs U
MPONYCKOB BILIOTH KO HOHCEHC-KOAGHOB.
[losoxeHne nMepBOTO KOJAOHA ONpERens-
€T rpaHKUbl PAMKY CYUTbIBaHuA. [EHETH-

YeCKuii KO Ye/I0BEKa HE OT/IMYAETCS 110
KaKuM-JU60 TlapaMeTpaM OT T'eHeTHYec-
KOTO KOJa MOBbIX APYIHX 3yKapUOTHYeC-
KUX OpTaHHU3MOB.

B npenenax oaHOTO reHa, KOTOPBIN KO-
JAVIDYET TIOJUMNENTH, YYACTOK MOJIEKYJIbE
AHK noapasnensercsa Ha GyHKIMOHAIb-
HO pa3inuHble enuHUNb! (puc. 3.14). Ot-
JVYNTENbHAS 4epTa CTPOEHUS MHOTHMX
reHOB 3yKapHOT NPePbIBUCTOCTD
CTPYKTYPbI CMBICIOBO#M 4acTh. CMbICNO-
BbIE YYaCTKH, Hecyuiue wH$popManuo o
[IOCNIER0BATENBHOCTH aMUHOKHUCIOT B
6enke — 3K30HBI, YEPEAYIOTCS € YYaCTKa-
MM HEKOAMPYIOLIUX MOCTER0BATENBHOC
Teil — MHTpOHamu. YacTO MHTPOHDBI HO
AJIHE MOTYT NpPeBOCXOUTh 3K30HbI. Ha-
JIMYMe U3OBITOUHBIX MOC/I€e40BaTeNbHOC-
Teil NMPUBOAUT K TOMYy, UTO IJMHa reHa
MOXET ObiThb B HECKOJBKO pa3 OoJibiue,
yeM Tpebyercs /715 KOAUPOBAHUS aMUHO-
KUCTOT B 6eiKe. [ar1onaHbtii Ha6og Xpo-
MOCOM 4esioBexa cogepxuT 3,5 x 10 Hyk-
JIEOTUAHBIX 11ap, YTO 110 KOJIMYECTBY CO-
OTBETCTBYET NpuMepHO 1,5 MiH. map re-
HoB. OfHaKO fAaHlible IO U3YYEHUIO TeHO-
Ma 4eJI0BEKA [TOKA3bIBAIOT, YTO OPraHNU3M
yesioBeka vMeeT He 6osee 100 Thic. reHos.
ITO 3HAUWT, YTO B KJETKAX YEJNOBEKa
tonbko 1% JHK Bbino/AHAET KOAUPYIO-
mue GpyHKUMHK. B OTHOIIEHNH OCTaBILNX-
cs 99% cywecTByIOT pasHble TMIIOTES3bI,
060CHOBBIBAIOIIE WX DPETYJIATODHBIE Y
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j Puc. 3.15. OCHOBHbIe 3Tanbl CUHTe3a 6enka y 3ykapuoT

—

Havano reHa
WHTpOH 1
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i ! Ix30H 1
TpaHckpunums H
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|
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I
TpaHcnauma OK30H 2
benok

Ok30H 4

1

CTpykTYpHble PyHkunu. [nsa dyenoneka
AaHHble 06 3K30HHO-UHTPOHHOM CTpoe-
HHMH FCHOB BIIEPBbie OBLIY NOJYYEHB! AN
reHa reMorio61Ha, a 3aTeM U /It MHOTHX
APYTHUX I'€HOB. 3TO OTKPbITHE CTAJIO BO3-
MOXHBIM B KoHUe 70-X IT. 61arofaps pas-
paboTKe MeToIa CHHTE3a KOMIIJIEMCHTap-
Heix IHK na marpune M-PHK ¢ nomo-
1[I0 OOPATHON TPAHCKPUIITA3bl, 4 TAKXKC
6aronapsi OCBOCHHIO LEJIOTO psifia MeTO-
JIOB reHHO-UIKeHeploH TexHUKU. B HUux
BXOOUT pa3pesaHue FcHOMAa ¢ MOMOLIBIO
PCCTPHUKTa3 Ha NOCAeZ0BATENbHOCTH, CO-
OTBETCTBYIOLLIME OTIEJIbHBIM FeHaM, Bbl-
AeJIcHUe TAKUX ['€HOB, BCTPAaUBaHUE UX B
BCKTOpIIbIE MOJEKYJb, BHCAPCHUE BCK-
TODPOB B KJeTKH 6akTepuil ¥ KJIOHUPOBa-
HUe TaM TaKHX PeKOMOMHAHTHBIX MOJIC-
KYJI, YTO TO3BOJSACT NOAy4arh 6aHKH re-
HOB.

Ipouecc Tpanckpunuuu Ha JHK, kak
Ha MaTpuile, CBA3aH ¢ CHHTE30M KOMILIe-
McHTapHOi nociaenosatenbHoctd PHK,
BKJIIOYAIOLIEH U MHTPOHDL, 1 IK30HbI. 3a-
TeM B xofe cospesanus PHK B siape u3

HCe yJaisioTCa MHTPOHBI, 3 KOHLBI CO-
CEeAHMX 3K30HOB CUIMBAIOTCA CTHIK B
ctoik. TIpouecc ynaneHus nocrieaoba-
rensniocteir PHK, coorBeTcTBYlOMIUX
WHTPOHAM, U COeJUHEHHe YYaCTKOB C
TPaHCKPUOUPYEMBIMU TOCTEA0BATE N b-
HOCTAMM 3K30HOB HAa3blBaeTCs crjau-
cunrom. Kpome toro Tpanckpubupyemasn
MoJiexyna Moauduuupyercsa 1o6aBaeHu-
em MeTuaupoBaHHoro I-HykieoTuaa Ha
5'-koHIle (K31TMpOBaHHE) U NMOJH-A NoO-
cacAoBaTCIbHOCTH Ha 3'-koHue. Moau-
(uuupoBanHbie YYacTK¥ MIPalOT BaX-
HYIO POJIb B MHHLHANUK OeJIKOBOTO CUH-
Te3a, salMmanT Tpanckpuut T-PHK or
aerpagaumn. ImeloTcs paHHble, cBUze-
TCABbCTBYIOILUE O TOM, YTO 110JTH-A KOHell
y4acTByeT B TpaHcnopre 3pesioit M-PHK
W3 47pa B IIUTONJIA3My M NPOAJIEBACT ee
{hyHukunoHupoBaHde Tam. Becs cymMap-
Hblit 1pouecc POpMHUPOBAHUSA 3PCIbIX
Mosieckysl PHK u3 npeniuecTBCHHHUKOB
HasbiBaeTcs npoueccHHroM. Cospesinas
M-PHK BeixoauT B nMTON/Ia3My, npu-
Kpenssiercst K pubocoMe, rae reHeTuyec-
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CYUTAHHBIA
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CYUTAHHBIN .
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Ne 2
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Puc. 3.16. ameHeHunn B 6enke, NPOMCXOASRWME NPY CABUIE PAMKU CYVTLIBAHUA

Kasl MHOpMalUs TpaHCaupyeTcs B be-
KOBYIO IOCJIe0BaTeNbHOCTD (puc. 3.15).

BOJBIUMHCTBO WHTPOHHBIX TOCJAE0-
BaTeMbHOCTEH, 10-BUAMMOMY, He ob1afa-
0T cnenupuyeckumu pyHxkumsaMu. On-
HAaKo oaWH M TOT xke tpaHckpunT PHK
MOXET NOABEpPraThCsl CHAANCHHTY NO-
pPa3HOMY, CHE/0OBATENBHO C OAHOIO
TPAaHCKPUIITA B X0[€ CIIafCUHTa Coco6-
HBI 06pa30BaThCsl HECKOIbKO Pa3IMYHBIX
PHK. Takoit cnmalcuHr Ha3piBaeTcs
aIbTEPHATUBHBIM.  AJIbTEPHATHBHbIM
crinaiicuHr coobuwaer KieTke AONOJHU-
TEAbHYI0 TEHETHYECKYIO IJIACTHYHOCTb.
PaccMoTpuM 3TO siBJIeHWe Ha TIpUMepe
Genka pubpoHeKTHHA.

B nnasme xpoBu uesoBeKa HPUCYTCT-
Byet Oenok bubpoHekTHH. OH CUHTE3U-
PYCTCA KIETKAMU TI€YeHU ¥ BBIIEASETCS
B KPOBb. DTOT Xke 6eI0K MOXeT CHHTe3H-
pOBaTbCsl KJETKAMM COEJUHUTENbHOH
TKaHH, 3HAOTEJMANBHBIMHU KJETKaM¥,
BBICTU/IAIOIMMMH KPOBEHOCHBIE COCYIBI,
Y HEKOTODBIMH APYTHMU THIIAMU KJIETOK.
B atoM cayyae $dubpoHekTHH B Hepac-
TBOpUMOIi GopMe HaKanIuBaeTCs B MeX-
KJIeToyHOM npoctpaHctpe. DyHkuuM
¢$pubpoHeKTHHA MHOI'OINJIAHOBBI: OH UIPa-

eT poJib B NMOAJEPXKAHHMH [OMEOCTa3a, B
npoueccax TpoM603a, MUTPALMU U JUb-
dbepeHUMpPOBKY KJI€TOK COCYAOB, B pa3-
BUTHH aTePOCKIEPOTHYECKHX OMsulex B
cocyaax. Wi3BecTHO MHOro BapMaHTOB
¢ubpoHexTuHa, oH obnagaer TkaHe- U
BO3pacTHoi cneundudHocTbio. [lokasa-
HO, 4TO BapuaHThl PiOpOHEKTHHA obpa-
3YIOTCA ¢ OAHOTO F€HOMHOTO TPAHCKDHII-
T4 33 CYET AIETEPHATUBHOTO CILUIA{CUHTA.
Bapuauun M-PHK-nocaegoBatenbHoc-
Teit pUOPOHEKTHHA CBSI3aHBI C NPUCYTCT-
BHEM HJIM OTCYTCTBUEM IO KpakiHeil Mepe
ABYX MHTPOHOB.

WasecTHble BapHaui UMMYHOTIO0Y-
JHMHOB TaK¥Xe B 3HAYUTeNbHOH Mepe
ofecreynBalOTCs NMPOHECCOM CO3peBa-
HHMA HOBOCHHTE3XDOBAHHBIX TMTAHTCKUX
M-PHK B aape.

B Hauane KaxZOro reHa, 10 ero CMhic-
JIOBOM 4acTH, NPEACTaBJCHHOH 3K30HA-
MM, HAXOAATCS YYaCTKH, KOTOpbie obec-
NeYUBAIOT peryasuuio paboTsl reHa. K
YHCJY PETyJSATOPHBIX Y4YacTKOB, OAWHA-
KOBBIX /15t BceX reHoB, otHocaTca TATA-
nocjexoBareNbHOCTH (puc. 3.14), rae ye-
peayioTcss TumuH u agedun (“TATA-
BOKC”). J1or y4yacrok nexutr Ha 30
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HYKJIEOTU/IOB JieBee MecTa Hayajla CuH-
ThIBaHUA reHa. YctaHosjeHo, utro PHK-
nojuMepasa, (pepMeHT OCyliecTBAAIO-
WM TPaHCKPHUIUMIO, TAaK JIOXKMATCA Ha
JAHK, uTo ee onosxalou@as YacTb 3aKphi-
paeT “TATA-BOKC”, a ee akTuBHbI
ILEHTP OKa3bIBAE€TCA HAJ NMEPBLIM CHUMTHI-
BaeMbIM HyKJIeOTHAOM. Jajee no AauHe
reHa cjeayeT IIPOMOTOPHBIA Y4aCTOK, KO-
TOPBbI# CIOCOGCTBYET NPAaBUIBHOM YCTa-
HOBKE PaMKHU CYMTbIBAHUA HYKJIEOTH/IOB,
MOCKOJIbKY IMPOUECC CYMTHIBAHUA TreHe-
THYECKOI'0 KOAA He AOIYCKaeT BO3MOXK-
HOCTH IePeKPbIBaHUA KOAOHOB. MIHoraa
M3MEHEHUs] PaMKH CYMTHIBAHHA MOTYT
NPOMCXOAUTD M3-3a BbINANEHWUS WU AO-
0aBJyielMs] OHOTO MK HECKOJbKHX HYK-
J€OTUAOB, TOrAA IPU Tocjacaylonleit
cbopke Gesika B HeM OyaeT HapyllleHa Ho-
CJIeA0BaTeIbHOCTh aMHHOKUCIOT. Takas
CHUTYyauus I0Jy4YH/Ia Ha3dBaHUe MYTAlHH
€0 caBuroM paMku (puc. 3.16).

32 NIPOMOTOPHBIM Y4aCTKOM CJeayeT
nanuHapoM (“nepepepThii”’), MAU HH-
BEPTHPOBAHHDIA NMOBTOP. JTOT Y4aCTOK
JHK oaunakoBo yurtaercs B oboux Ha-
NPaBJIEHUAX U UMeeT 1IeHTPaNbHYIO TOY-

KY, OTHOCHUTEJIBHO KOTOpOi"l 1ocaennBa-

TEJIbHOCTb OCTAETC s OAMHAKOBOI B 00enx
uensix IHK. Cnenosarenpno, Takoit yya-
crok JIHK umeer ase ocv cumMeTpuu :
BROJb ¥ nonepek. BaxHoe cBo¥icTBO na-
JIMHAPOMOB — BO3MOXHOCTb 0OPa3oBbl-
BaTb wnuiabkd B PHK umu cTpykTyphl
kpecta B JHK 3a cyer komniemeHTapHo-
ro B3aUMOAECICTBUSA He MEXY ABYMS HH-
tamu JHK, a Mexay Hykneoruaamu
Kaxrod uenu. B pesyasrate atoro na-
suuapom JAHK npespauaercss B Kpecr,
4YTO JeJIaeT HEBO3MOXHBIM JajbHellee
npoaswxeHue pepMenta PHK-noanme-
passl, M 11pOLIECC TPAHCKPUNIWM NPeKpa-
waeTcs, ec¥ paMKa CYUTBIBAHHMS YCTa-
HOBJIEHA HCBCPHO.

B nocnennec Bpems otincanbl crenu-
uyeckue peryasaropst paboThl HEKOTO-

Pbix reHOB — 3HXaHcepbl. Ouu pacrnoJio-
JKeHbl BlepeaH reHa Ha PacCTOSHUU B
COTHH M TbICSYH HYKJIEOTUAHBIX 1ap OT
Hero. Y 3yKapHOT CYWIECTBYIOT CIELU-
aJibHBIE PErYIATOPHbIE HesIKy, OM03HAI0-
IMe 3HXAHCED M NMPUCOEAUHSIOWKECH K
HeMY, B PC3yJIbTaTe Yero NPOMCXOAUT aK-
TUBaNusA paboTsl reHa.

[To maHHBIM pa3sHbIX aBTOPOB, COAEP-
xanue [JHK B auniounHoii kietke yeso-
BeKa cocTaBssieT npuMepHo 7,3 x 107'7r,
y1o cootBercTBYeT 7,1 X 10° HysneoTun-
ubix nap. Kaxgas monekyna JHK rere-
POrCHHa 110 CBoeMy cocTaBy. B Heii BcTpe-
YalOTCa YYACTKH ¢ YHUKATBHOW NOCae0-
BATEJIbHOCTBIO A30TUCTBIX OCHOBAHUM,
KoTopble HecyT uHGOpMaumio ansa 6ob-
wuHcTBa 6enKoB KneTkun. B To ke BpeMs
B Heii BCTPEYAIOTCS N0C1e40BATEIbHOCTH
HyYKJICOTHAOB, MIIOTOKPATHO NOBTOPSIIO-
IIMecs B relioMe B COCTABE 3TOM XK€ WM
apyrux monekyia JIHK. Takue nosTopsito-
IMeCs TOCJAe10BaTEeIbHOCTH T0Apa3zae-
JIAIOT Ha JBa Kjacca. [lepBolit — yMepeH-
HO MOBTOPSIONIIHECS TOCTEN0BATENBHOC-
TH ¢ yucIoM 11o8TOpoB oT 10? 1o 10° na re-
HoM. Ha ux f0J110 NpuxoauTCs NpuMepHo
yerBepTh JJHK, 1 oHu npeacrapnsior co-
G0t 6JI0KU UCTHHIIBIX [EHOB, KaK, HATIpH-
Mep, redsl rTHCToHOB (puc. 3.17). K atomy
ke KJIACCy YMePeHHbIX [OBTOPOB OTHO-
CATCS KOPOTKHE TNOCIeq0BaTebHOCTH,
KOTODBIC He KOAUPYIOT Gesku, OHU pas-
6pocansl 110 BCEMY TEHOMY, a UX AJWHA
cooTtBetcTByeT npuMepHo 300 H.nm (1yk-
JIeOTHAHBIX nap). Bropoil knacc — vacrto
HOBTODPSIOUIHECS [10CAEA0BATEIbHOCTH,
unu careanutiisie JJHK, yucno nosropos
KOTOPbIX HAa TEHOM IPEBBIIAET MUJIIAOH
(1x10°) pas. 3To HeTpaHCKPUOHpYIOILHE-
cs yyactkn JHK, Ha xoTophix He uamer
obpasosanue PHK.

B paforax pa3Hbix aBTOPOB NOKa3aHo,
uTO Jub HeMHOruM bostee 50% JHK re-
HOMa 4eJIOBEKA TPEACTABIEHO YHHKATb-
HbIMY (pparMeHTaMH AJIHHOM okojo 2000
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(cmeXceprnit)
YNACTOK

BTOPSIONHECK
KAACTEPH
TECTOHOBHIX NeHOB

OARHOTHBN TeR ¢
HenpepuMaHOok XOARPYIomieRk
TOCASAOBATEALEOCTLIO

Asyxnenoqeqnas
AHK

Puc. 3.17. CermeHT 3ykapuorudeckon IHK: nokazaHbl
paznvuHble cnocobbl OpraHvu3suvy reHa

H.IL, ¥ AaJIEKO He BCe U3 HUX NpeCTaBIs-
I0T CTPYKTYpHbIe retbl. B ocHOBHOM oHy
pacrnpezesieHbl B COCTABe ATHHHbBIX MOJIe-
Ky JHK Mexny KOpoTKUMH, yMeDeHHO
HOBTOPAIMMMHUCA NOCAeA0BaTEIbHOC-
TAMM, JJIMHA KOTOPHIX He HpEBbILIAET
300 u.n. MHorue M3 TakMX yMepeHHBbIX
HOBTOPOB MMEIOT CXonHoe cTpoeHHe. Be-
POATHO, OHH BBINOJHAIOT CTPYKTYPHBIE H
peryasaTophble OYHKIMH B COCTaBe re-
HOB. YMepeHHbIe NMOBTOPBI, IPeACTaBIA-
JolMe reHbl, BCTPEYAIOTCA B KaxaoH
KJIeTKe YenoBeKa, rae ecTb 2apo. Ouu co-
AepaT reHbl, HEO6XOAUMble BCEM KIIET-
KaM B KaxJIoi ¢ase MHAWBHAYANBHOTO
pa3BuTHA. 3T0 redb pubocoMHoit PHK,
I'ACTOHOB M TpaHcnoptoit PHK.

Tensr pubocomuoit PHK aBasioTcs ya-
CTbIO PAHOHA SLAPHILKOBOIO OPFaHK3aTO-

pa Ha xpoMocoMmax. OHM KOAMDPYIOT pH-
6ocomusie PHK, koTopble cunTesnpyior-
¢s1 B sAiapbidIke. B AapeInike npoucxoauT
npoueccuur pubocomusix PHK: us oxn-
HOHM T'MTaHTCKOH HOBOCHHTE3HPOBaHHOM
MoOJIeKyJibl 00pa3yIoTCsa TP pas3Hble Mo-
Jaekynsl pubocomusix PHK mensuero
pa3Mepa, a H3OBITOYHbIE 110CIeA0BATE -
HOCTH YAANSIOTCS. 3pesible pUOOCOMHBIE
PHK yuyacrByioT B cbopke cyObenuHuL
pubocoM. TakuM 0Opa3oM, SAPHILIKO —
3TO MeCTo B siApe, rAe (PYHKIMOHUDYIOT
pubocoMHbBle reHbl, OHO COAEPXKUT COBO-
KynHocTb Beex pubocomubix PHK, Haxo-
AAIHMXCA Ha Pa3HbIX CTagusX Tpouec-
CHMHTa, 3/1eCh IPOUCXORUT npouecce ¢op-
MUPOBaHusa cyObequHuL pubocoM. Y ye-
JIOBEKa paioH SAAPbILKOBOrO OpraHu3a-
TOpa DAaCNOJNIOXKeH B KODOTKHX IJIedax
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Puc. 3.18. Ha6op XxpOMOCOM 4YENOBEKA, FAE UBETOM BblASNEHb YHACTKU
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AKPOLEHTPHYECKHX XpoMocoM: 13-i, 14-
i1, 15-#, 21-it u 22-# (puc. 3.18). B ¢op-
MMPOBAaHMU SADPbILIKA MOTYT IIDHHUMATD
y4acTHe €pa3y HEeCKOJbKO XPOMOCOM.
CpenHee 4ucio KOt puGOCOMHBIX re-
HOB B KJIETKAX YeJIOBeKa 110 JJAHHBIM pas3-
Helx aBTOpoB 416-443 Ha nunowaHsli
reHOM.

K kmaccy yMepeHHO NMOBTOPAOWMXCS
NOC/IEIOBATEIBHOCTEH Y Yel0BeKa MOX-
HO OTHECTH CeMeicTBO MHOTOYUC/IEHHDBIX
reHoB BapnabesibHbIX Y4AaCTKOB HMMY-
HOrJI00YIMHOB, WIPalOUMX KJIIOYEBYIO
POJIb B UMMYHUTETE. YMEPEHHbIE IOBTO-
pbl OOHapy»eHbl BO BCEX XpOMOCOMaXx
YeJIOBCKA, IA¢ OHM JIOKAJIM30BaHbl 110
Bceil NI He 1171eY,

YacTo noBTOPAOWIMECS MOCJEN0BA-
TEJbHOCTH 3aHWMAIOT NPUMEPHO Jecst-

Tyio 4acTb reqoma. Yuactku JHK c Ta-
KHMH TIOBTOpDaMHU BbISIBJIIEHBl B OnNpene-
JIEHHBIX MeCTaX XPOMOCOM: 3TO OKOJO-
LEeHTPOMEpPHble M TeJOMCPHble PaHOHbI.
Ha aupdepeHunpoBaHHO OKpallEHHBIX
XPOMOCOMaX OliM BhISIBJISIOTCS B BUZIE Te-
TepoxpoMatuia. [IpuyeM aTo retepoxpo-
MaTHH KOHCTUTYTHBHBIE — B HEM He
IIPOMCXOAMT TpaHCcKpunuus. Bosee Toro,
KOHCTUTYTHBHBIH TIeTepOXpPOMAaTUH MO-
KeT BJIUATL Ha GJIU3KO PaclookKeHHble
reHbl, [104AB/sIst UX AKTHUBHOCTb.

YacTble NOBTOPHI OOBIYHO He GbIBAIOT
AAMHHBIMU. Tak, TenoMepHble paiioHbI
XPOMOCOM 4eJIOBEKa, OrpaHM4YMBaUIUe
XPOMOCOMBL C ABYX KOHLIOB, COAEpPXaT
250-1500 nostopos TTAIT. 3tu nosto-
PBl UIpalOT OYeHb BAXHYIO POJsib. lipe-
JOTBPAUIAIOT CJIANAHHE XPOMOCOM KOH-
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HAMH M UX YKOpPauMBaHME IIPH MHOIO-
kpatHbix penukauusx [JHK B cBssu ¢
KJIETOuHbIMH AejieHHaMu. YacTo noBTo-
psiomuecs nocaenopareaptoctu JHK
MHaYe HasplBalOT catejauTHoi JTHK.
Cartennntias THK He Bceraa uMeer xa-
paKTep BUAOBOIO NPU3HAKa, KAK 3TO BUA-
HO Ha NIOBTOPaxX TeJOMEPHbIX PaHOHOB.
Onnaxo y 4yeloBeKa BblAe/IEHbI M OXapaK-
TepH30BaHbl HMHAUBHAYyaJbHble caTel-
qutnele [JTHK, pacnosnoxcHuble B pa3-
HBIX XpoMocomax. Tak, u3BeCTHB! He-
CKONbKO TumnoB catesnutnoi JJHK wu3
Y-xpoMocoMst U 1-i, 9-if u 16-i xpoMo-
com. Oyukuum catesautioin JHK Bo
MHOTOM OCTalnTCsl Heu3BecTHBIMU, [Ipen-
T10JIaraeTcst, HAPUMEP. YTO CATEe/UTUTHAS
JHK y4yacTsyer B pacnosHaBaHWK roMo-
JIOTHYHBIX XPOMOCOM BO BpeMsI KOH'bIOA-
UMU B Meiio3e, pacCMaTPHUBAETCA TaKXke
BO3MOXHOCTb PEryJsTOPHOTO YYacTHs
catennutnod JHK B ¢dyukuuoHuposa-
HUM reHOB,

[Ipueawivie B reHETUKY HOBbBIE METO~
Abl TIO3BOJMJIM PACUIMPUTL 3HAHHUA O
CTPYKTYPe TCHETUYECKOT0 MaTepuasa.
[To coBpeMeHHBIM AaHHBIM, OH OKa3asiCs
HaMHOTO Meliee CTaTUY€H, YeM IIPeICTaB-
Jasnoch paHsule. Tak, HanpuMep, U3BecT-
HHI onMcaHHbie Bap6apoit Mak-KiaunTok
MOOMJIbHBIE KOHTPOJHPYIOUHE reHeTH-
yecKue 3JIeMEHTbl B TeHOMEe KYKYPY3Bl,
cnocobHble iepeMemaTbest ¢ OQHOTO reHa
Ha Apyroii, yBeaMynBasi uX HecTabuJib-
HocTb. CoMaTHYeCKMMM MYTaLUSMH,
CBSI3aHHBIMU C TIPUCYTCTBHEM MOOHIIb-
HBIX KOHTPOJHMPYIOWHUX 3JIEMEHTOB,
o0ycJ0BIeHa MO3anNyHash OKPAacKa noyar-
KOB y KyKypy3bl. HaiineHsl MoGuibHbIE
reHEeTHYECKHE 3/IEMEHTbI U Y IPOAKEH.
[Tozxe 6bLIO BBLIABIEHO HECKOTBKO KJIac-
COB MOOHMJIbHBIX [E€HETUYECKUX 3JIeMEH-
TOB y 6aKTepuii ¥ MOKa3aHO, YTO OHYA MO-
TYT BCTPauBaTb sl BO MHOTHE Y4aCTKHU re-
HOMa KJIeTKH xo3simHa. B 3aBucumocTH
OT CTPYKTYPbt MOGHIIBHOTO T€HETHUECKO-

ro 3jieMeHTa BHeapeHue ObIBaeT CTPOro
crietMQUYHBIM WK caydaldHbIM. YcTa-
HOBJIEHO, YTO NPH BHEPEHHUH MOOUIBHO-
ro 3JIeMeHTa BCTPAaUBAeTCs He OH caM, a
€ro Konus, B TO BPeMsl KaK MCXOIHbIH
3JleMEeHT OCTaeTCs Ha CBOEM MeCTe.
BcrpanBanue MOGMJIBHOrO 37€MEHTa B
CTPYKTYPHBIif FeH NMPUBOIMT K MyTalHu.
KpoMme Toro, nepeMeuteHne MOOUIBHBIX
3JICMEHTOB MOXeT CTHMYJUPOBATh XpPO-
MocoMHble aGeppanvm. [nsi BHABIEH-
HbIX ¥ AP030dUIbI MOOUNBHBIX T€HETH-
YeCKHX 3JIEeMEHTOB II0KA3aHO, YTO OHH
MOTYT 00pa3oBbIBATHCH M3 PACCESTHHBIX
10 TeHOMY TCHHbIX 3/IEMEHTOB, U3 NNOBTO-
PSIONIMXCA MOCTAeAOBATENbHOCTENH KOH-
CTUTYTUBHOIO Te€TEPOXPOMATHHA TNIPH-
HEHTPOMEDHBIX PAaHOHOB XPOMOCOM, a
TakXke MMeTb BUpYycHyI0 npupoay. Bce
MOOHUIIbHBIE 3JIEMEHTh 06JaaloT HeKo-
TOPLIMM OOUIMMU YepTaMH CTPYKTYPHOM
OpraHM3alMdy — B YACTHOCTHA MHBEPTHPO-
BaHHBIMM NOBTOpPaMM Ha KoHpax. Mx
penJiMKagus HesasucuMa. Kpome Toro,
OHU CIOCOGHB! BhI3BIBATH MYTALIMH C Bbl-
COKOW 4YacTOTOH, NpHyYeM MyTauuud He-
¢TaOMJIbHbBIE, YACTO DPEBEPTUPYIOLLHE K
UcxoaHoMy cocrosauup. CyuwecTByioT
NIPEANOJIOXKEHUS, YTO N1€PEHOC FeHOB MO-
OUNBHEIMH 37IeMEHTAMH SIBJISETCS OQHUM
u3 ¢paxkTopos apomouny. Hanpumep, no-
cnepoBatensHocT JJHK, roMonoruatsle
rno6MHOBOMY reHy 4YesoBeka, Oblam 06-
Hapyxeuls! y 6060Bbix pacteHuil. DyHkK-
HHst TAKOW CTPYKTYPbl MOXeET 3aKJIIO-
yaThCs B 0OecriedeHUH KMCIOPOAOM KITy-
6eHbKOBBIX HaKTepuii. A HAIMYME TAKOTO
reHa B pacTeHHAX MoXet ObITh 0OBsACHE-
HO IePEHOCOM €ro OT HACEKOMBIX WJIH
miaekonutarouux. Cneayert, onHako, 3a-
METHTD, YTO y YeJoBeKa NOACOHbIE 3J1e-
MEHTbI B FeHOME ellle He BblsABJIeHbl. TeM
He McHee B reHoMe 4eJioBeKa obHapyxe-
Hb! TIOBTOPSIONHECS MOCTIEAOBATENbHOC-
TH, cOAepXaulre NaJMHAPOMBI ¢ MHBEP-
THPOBAHHBIMM TIOBTODaMH, KOTOpbie MO
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aHAJIOTMK HATIOMMHAIOT MOGHIIbHEIE 3JTe-
MenTbl. IlepBBIM 3TarioM B TPaHCIMO3M-
UMM HEKOTOPOii TOCAeN0BATENBHOCTH
JHK pomxHo ObiTh 0Opa3oBaHue BHe-
XPOMOCOMHBIX KOJbUEBBIX KOIHIi 3TOrO
yuactka. [lopoOHble KOJbLEBble CTPYK-
TYpBl oOHapyXeHBl B CTapelowux ¢ubd-
pobiacTax B KJIETOMHBIX KYJABTYpax 4e-
noBeka. KpoMe Toro asis reHoMa yenoBe-
Ka ONMCAaHO siBjieHUEe KOHBEPCHUHU IJI00H-
HOBBIX IeHOB, KOTJa OAUH aJL1edb MOIM-
duuupyercss aApyruM, B pe3yssTaTe 4ero
reTepo3uroTa CTAHOBHUTCS] TOMO3HUTOTOM.

Hosbre panHpie yray6JsioT noHuma-
HHE CTPYKTYPHOH OpPraHM3alUy reHeTH-
YeCcKOro MaTepuaa M MeXaHW3MOB ero
pabotel. OnHAKO MO-NIpeKHEMY BEPHBIM
OCTaercsi NOCTY/NAT O CTabUIBHOCTH re-
HETHYECKOro alapaTa, Ha KOTOPOM ocC-
HOBaHbl BCE 3aKOHOMEDPHOCTH HacJemo-
BaHWSA NpU3HaKoB. Diaroaaps ctaGuiib-
HOCTH reloMa, CyuiecTBYeT HacIe/[CTBEH-
HOCTb, OOecrieyuBaiomlasl IPeeMCTBEH-
HOCTb (DEHOTHIIMYECKUX TPU3HAKOB W3
NIOKOJIEHHS B TOKOJIEHHE.

XpomMocombl Yenosexa

Hcropuna pa3BHTHA
LUHTOreHeTHKH YeJoBeKa

BriepBoie MHTOTUYECKHE XPOMOCOMbI
yeJIoBeKa GblaK onucaHbl B pabotax JIx.
Apuoabna (1879) u B. DiaemMmunra
(1882). B nocneaywuue roasl pasany-
Hble OLUEHKH HMX KOJHYeCTBA JaBaliy pe-
3yabTaTht 0T 47 10 49 XxpoMocoMm, npuyem
Yy MY>XXYMH M JKEHUIMH HaXOAWIH pasHoe
MX 4McIo. ITH NepBble UCCIAELOBAHMS
NPOBOAM.IUCH HA THCTOJIOTMYECKAX Cpe-
3ax TECTHKYJ MM SMYHUKOB. B TO Bpems
TEXHHKA TOJY4YeHHs! cpe3oB Oblia Tako-
Ba, YTO MUTO3bl B TOTOBLIX Mpenaparax
OblJIH, KaK IPaBHIIO, pa3pyuieHbl. Xpomo-
COMBI Ha HHMX HaKJa[blBAJIMCb OJHA Ha
ApYryw, 06pa3oBbiBAM KIYOKH M NJI0X0
NOAAABA/IMCh AHANM3Y. ITH TPYAHOCTH

yAJI0Ch NPEooaeTh TOMbKO K 30-M IT.
XX B., Koraa AJd MOJy4YeHHs pelapaToB
XPOMOCOM CTaJIM KCIIOJIb30BATh CYCIIEH-
3UH KJIETOK, BbIPALIEHHbIX B KJIETOYHBIX
KyJAbTypax. Tak, nepsble npenaparsl Xpo-
MOCOM 4Y€JIOBEKA ¢ XOPOWHUM pa3pelieHu-
eM 6blM rosy4eHbl Ha Ki1eTkax ¢pubpob-
J1aCTOB 3MOPHOHA JICTKOTO, BbIPALIIEHHBIX
in vitro. CycneHsuu KJI€TOK IPpOMbIBATH
TUMTOTOHMYECKUM DacTBOPOM, B pe3yJb-
TaTe 4ero KJIeTKy HabyXau u JIONaIHCh,
a XPOMOCOMbI CBOGOAHO pacripeaensIuCh
Ha cteke. [loaxe 310T cnocob b1t yeo-
BeplIeHCTBOBaH. Ilepea runoTtoHuyec-
KMM IIOKOM Ha KJIETKM BO3AeHCTBOBAIH
KOJNXHUMHOM — BeIeCTBOM, KOTOpOE,
pa3pyuiasi HUTH BepeTeHa JeeHHs, OCTa-
HaBAMBAaeT MUTO3 Ha CTaguy MeTadassl,
KOr1a XpOMOCOMbI HanboJlee JIerKO MAEH-
THHUUMPOBATb. ITO NMO3BOIWIO TOJY-
4UTh 60J1bIIOE YHCIIO KIIETOK B MeTadase
MHTO3a, ¥ Npenaparsl, IPUTOTOBICHHEIE
TakuM 06pa3oM Hoisn Gosice ynobHb as
noacyera xpoMocoM. Ilons3ysacs nono6-
HBIM METOAMYECKMM noaxoaoM, B 1955
roay A. JleBad u JIx. Tuo, uayyus 261
MeTadasHyI0 IUIACTUHKY, IIPULLJIX K Bbl-
BOJIY, YTO KOJIMYECTBO XPOMOCOM B KJIET-
Kax YeJoBeKa paBHO 46, MpuyYeM Kak B
MYKCKHX, TAK M B XK€HCKHX KjieTKax. [o-
IOM TI03XKe M JPYTHe UCCIeAOBAaTeIU Ha
NpernapaTax TECTHKYJ TPeX NOXUJIbIX
MYXYMH Ha cTaauu MeTadasbl Meiio3a 1
Hauwin 23 GMBaJIeHTa, YTO COOTBETCTBYET
46 xpomocoMaM B AMNJIOMAHOM Habope.
OTH pPe3yJILTaThl 03HAMEHOBANM BO3HUK-
HOBEHHE HOBOH OTPACIM UCCIeA0BAHUH —
KJIMHUYEeCKOH 1uToreHeTuk. B Hacros-
1ee BPeMsi HUTOr€HETHKA YCJIOBEKA J10-
CTHMIVIa BHICOKOrO YPOBHA M HAXOOUTCH
Ha IepegHeM Kpae QyHJaMeHTaJibHOMN
IIMTOreHETUKH.

HopMmansHbiii KapHOTHN YenoBeKa
IIpenapaTsl XxpoMOCOM YeI0BEKa MOX-
HO NDHUTOTOBUTh U3 MIOOBIX TKaHel M
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KJIETOYHBIX CYCTI€H3uM, HO JIMUIb, €CJIH B
HMX COAEPXKATCA AeNALHUecs KIETKY, T, K.
BHe JeseHUs (BO BpeMa HMHTepdasbl)
XPOMOCOMB! JI€CTTHPANM3YIOTCS U Tiepe-
XOAfT B COCTosiHMe xpomatuna. Yame
BCETO NPENapathi FOTOBAT U3 KIETOK KO-
CTHOTO MO3ra, KpPaTKOBPEMEHHOMH KyJIb-
TYDbl KJIETOK KPOBH WJIM M3 NepeBHBae-
Mol Kyasrypel ¢ubpobaacros. Hanbo-
Jiee MpOCT U AOCTYNEH METOA KyJbTHBH-
POBaHHsL KJIETOK KPOBH JIEHKOUMTOB U
auMbounToB. MHUTO3bl B TAKMX KYJBTY-
pax CTHMYJHMPYIOT MCKyccTBenHo. YTo-
Obl OCTAaHOBUTD XHU3HEHHDIH UMK KJle-
TOK B npoMeTadaze, B HUX NOABIAAIOT
obpasoBanue BepercHa aeneHus1, obpaba-
ThIBasl BEWECTBAMH ¢ KOJXUHHHONONO06-
HbIMu cBoiicTBaMH. a5t ¢BOGOAHOTO pac-
npejesieH|st XpOMOCOM Ha CTekJ1e KJIeTKH
06pabaThiBalOT THIIOTOHUYECKHM pac-
TBOPOM, BbI3bIBasi THIIOTOHHYECKHUH LIOK.
3ateM npenapaT (UKCHPYIOT CMCCHIO
3TAHOJIA M YKCYCHOI KMCJIOTDI, BBICYUIH-
BAIOT W OKpamuBaioT. Koraa ¢ riomMoubio
CTaHAAPTHBIX METONOB XPOMOCOMBI OK-
PALIMBAIOTCS LETHKOM, PAaBHOMEDHO M
MHTCHCHUBHO, MX CUCTEMATH3NPYIOT CO-
rnacHo JleHBCDCKOI KaacCHU(PHKAHKH,
npuHaroi B 1960 r., Hymepya naps! xpo-
MocoM oT 1 xo 23.

B kapuoTune dyenoBeka pasauyaioT
MeTaHeHTpHYecKue, cybMeTaleHTpuyec-
KHe ¥ aKPOLEHTPUYECKHE XPOMOCOMBI.
YuuTbiBass OTHOCHTENIbUYIO AJIMHY IUie-
Yeit, HOIOXKEHHE LICHTPOMEDBl M LEHTPO-
MepUBIH HHAEKC, KOTODBI OTpaxaer
IIPOLEHTHOE COOTHOLIEHHWE /I KODOT-
KOrO 11/1e4a ¥ BCCH XpOMOCOMBI, 23 r1apbl
XPOMOCOM uyejioBeKa pa3buBaioT Ha 7
rpyna (puc. 3.13). B rpynmy A (NeNe 1-
3) BxoasT napbl HauHoICC KPYIHBIX Me-
TaleHTpUYeCcKHX aytocoM. [pPymnna B
(NeNe 4-5) obbequisieT ABe naphl cybme-
TaLEHTPUYECKIX XPOMOCOM, HEPa3IuiH-
Mbix Mexay coboit. Ipynna C (NeNe 6-
12) copepkHuT ceMb nap ayTocoM cpealie-

ro pasMepa. Pasmeps! u ¢popma 3THX Xpo-
MOCOM HEOIIMHAKOBBI, OJHAKO CTAaNAapT-
Hble METOJbl OKPAIMBAHMSA He 1103BOJIA-
10T UX uaeHTuduunposars. B rpynity D
(NeNe 13-15) obpeamitensl TpU 11apbl ak-
POHEHTPHYECKMX XPOMOCOM CpeAHero
pa3Mepa, MOPQOJOrHYECKH CXOAHBIX
Mexay coboil. Bee xpomocomsl rpynmbl
D co/iepkat CllyTHHK, KOTODBIH 11e Bce-
TA2 BBIABJSETCA, MOXeT ObITb OYeHb
GosbuIMM, a MHOTAA M ABOMHBIM. JinHa
KOPOTKOTO IJIeYa 3THX XPOMOCOM TaKxke
nsmMenyuBa. K rpyune E (NeNe 16-18) ot-
HOCSITCS TPM [1apbl NOYTH MeTalleHTpuYe-
CKHX XpOMOCOM, U3 KOTOpbIX B 16-i1 nape
LeHTpoMepa HamboJiee 6M3Ka K cepeau-
He, a /1Be APYTH€E N1apbl HEOTAUUYUMBI APYT
ot apyra. Ipynna F comepxut Menkue
MeTalleHTpHYecKHe ayTocoMbr (NeNe 19-
20), rpyruta G — MeJsiKMe aKpoLieHTpUYe-
ckue (NeNe 21-22). Bnytpu ipyut Fu G
1apbl XPOMOCOM HepasanumMmsl. JlauHa
KOPOTKUX MJieyeil y HUX M3MEHYUBA,
Kak u y xpoMocom rpyniini D. Koporkue
ey xpomocoM rpynn D u G conep-
*aT paioHbl SIADBILIKOBOrO OPraHu3a-
Topa. [lepeuncaentble 22 napbi XpoMo-
COM OTHOCAITCA K ayTOCOMaM, OAHHAKO-
BBIM y MYKUYMH M XKEHUIHH.

IlonoBble XPOMOCOMBI COCTAaBAAIOT
23-10 napy. ¥Y xeumud — ato xse X-xpo-
MocoMbl. ¥ MyxuuH — X- u Y-XpoMoco-
mbl. IlonoBas X-xpomocoma HEOTANYNMA
ot aytocom rpynnbl C. [Ipu craHpapr-
HOM OKpauIMBaHMM OHA BKJIIOYAETCA B
cocTaB 3To¥ rpynnbl NeMNe 6-12 m X
Myxckasi 110/10Bast Y-XpoMOcoMa sIBJis-
€TCs AKPOICHTPUYECKO#, CXOAHA 110 MOP-
donoruu ¢ xpomocomamu rpynnst G, HO
ee JIErKO OTIUYUTH Mo Mopdosorudec-
KWM KpuTepusM. [yiMHa KOPOTKOro Ie-
ya Y-XxpOoMOCOMbl M3MCIIYMBa U HHAUBH-
AyabHA, IPUYCM BapUaHTHL AJTUHBI ILIE-
4a HaCJeAYIOTCA OT OTLA K CbIHY. Y-Xpo-
MOCOMA, B OTJIHYHC OT XPOMOCOM NOCICea-
el TPYIIIbI, 1ie UMeeT CIyTHUKOB. B uH-
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TepdasHbIX AApax KOHHEBOH y4yacToK
AJIAHHOTO TIedya Y-XPOMOCOMBI MOXHO
BBISIBUTH B COCTaBe XPOMATHHA, IOJIb3Y-
ACh CHCIMPUUECKUM OKPallIMBaHHEM aK-
PHMXUH-HIIPUTOM : B pE3yJIbTaTe 3TOT y4a-
CTOK BBIABJISIETCSA KaK SIDKOE NMATHO AHa-
MmerpoM 0,3-1,0 MkM,

Bo Miorux xpomMocomax uesnoseka 06-
HapyxeHbl JoMkue (dparuibHble) yya-
CTKH, TIOABCPXKEHHBIE XPOMOCOMHLIM H
XPOMAaTHHBIM Da3pbiBaM. Takue pa3pbl-
BB JIETKO MOJYYHTb B KJIETOYHBIX KYJib-
Typax, yaanas (oJMeByI0O KHUCIOTY H3
MUTATeNbHOR cpeabl KyJAbTHBHMPYEMbIX
KieTok, B nactosiee BpeMsi nokasaHo,
4TO 0gHA M3 HOPM YMCTBEHHOH OTCTaNO-
CTH 4YesloBeKa CB3aHa ¢ HaJlY1eM ornpe-
JesieHHOTo (pparvbHOro y4acTka B KOH-
LeBOM paiioHe AnMuHHOro nJjeya X-xpo-
MOCOMBI.

Jnuna onHoOM M TO# ke XPOMOCOMBI B
pasHbix hazax MMTO32 pa3auyHa, NO-
CKOJIbKY KOHIEHCAUUsI XPOMOCOM I1DO-
Joykaercs Ao xoHua Meragassl. Kpome
TOrO UX KOHAEHCALWS 31AYUTETBHO YCH-
JIUBAETCA B NPUCYTCTBUM NIPUMEHAEMOTO
JJ1sl IPUTOTOBJIEHUS [IPENapaToB KOJXM-
HHMHA.

AHanus 1penapaToB XpoMocoM 4eJio-
BEeKa 110Ka3aJl, YTO B psje Ciy4aeB, Kak
y’e TFOBOPHJIOCH Bbille, HA HEKOTOPbIX
XPOMOCOMax MOTYT CYLIeCTBOBaTh BTO-
pyunble nepeTsKkH. CIyTHUYIIBIMH Ne-
peTsikKaMH 06J1aal0T Bce aKpPOUEHTPH-
4eckue xpoMocoMbl (rapbt NeNe 13, 14,
15, 21, 22). BropuuHas nepeTtsskka GbiBa-
€T TakXe B ayTocomax napsl Ne 9. B vux
OHa pacrioslaraeTcsi B OKOJIOIEHTPOMEp-
HOM pafloHe AJTMHHOTO IjIeya.

Auddepenunanbuoe

OKpAaUIHBAHHE XPOMOCOM
CospeMetilible LIMTOTCHCTHYECKHE Me-
TOAVKH HO3BOJISIOT UACHTH(PHUUMUPOBATD
1o MOp(ONOruM BCe Mapbl XPOMOCOM Ha
npenapare, a B psifie CJIy4aeB ¥ XPOMOCO-

Mbl BHYTpU oAHOIt napel. CyTh 3THX Me-
TOOUK COCTOMT B au¢pdepeHuHanbHOM
OKpaHIMBAHWM HATUBHBIX XPOMOCOM NO
AnuHe, yTo obecneynBaeTcs CPaBHUTENb-
HO TNIPOCTBHIMHM TEMIEPATYPHO-CONEBBIMH
BO3AEHCTBUSMHM Ha (pUKCHpOBaHHbIE
XPOMOCOMBI MJIM HCIIOJNIb30OBAaHUEM Clie-
unduyeckux Kpacurenaeit (puc. 3.19).
Hudpdepenumansuoe okpauinBaHue 1npH-
BOJIMT K NOsIBJIEHHIO JIMHEHHOTO PUCYHKA
IO J/THIIC XPOMOCOMBI.

HecMoTpst Ha Gonbuioe pa3HooGpasue
cnoco6oB 06paboTKH XPOMOCOMHBIX I1pe-
NIApaToB U KpacuTeneii, BoisABIseMblil 14-
HeWHbIH PUCYHOK XPOMOCOMBI BCeraa
onuH ¥ TOT xxe. OH MeHSETCs TONbKO B
3aBUCUMOCTH OT CTENEHM KOHIAEHCHPO-
BAaHHOCTU XPOMOCOMbI. CerMeHT, BHIU-
Mblif KaKk opHa nonoca B MeTadasHoi
XPOMOCOMe, B MeHee KOHIeHCUPOBAHHON
npoMeradasHioif XpoMocoMe, MoXeT
NpeacTaTb B BHAE HECKONBKHMX MEJIKUX
noJoc.

HAuddepenimanbHoe OKpaliMBaHue B
3aBHCHMMOCTH OT MCNOJIb3yeMOro MeToaa
MOKET OXBATBIBATDb JNHO BCIO AJUHY XPO-
MOCOMB, TU6O ee HeHTPpOMEpPHBLI paiioH.

IIpeactaBnenue o pucynke audde-
PEHLMaNILHO OKPAIICHHBIX 110 BCell AMH-
He XPOMOCOM MOKHO 110J1yYHTb, OKPAUIH-
Basi npenapatsl o G-Meroay ¢ Mcnomb-
3oBaHneM Kpacuteias [um3bl. B aToMm
Cly4ae XPOMOCOMBI BRHICASAAT COCTOS-
IHMH U3 NOMepeYyHOUCYEPUYEHHBIX, TIO-
Pa3sHOMY OKpauleHHBIX cerMeHTOB, Kax-
A0 TIape XpoMOCOM HPUCYUE MHANBHAY-
aJbHbIA PUCYHOK MCYEPYEHHOCTH 3a cYeT
HEO/[MHAKOBBIX Pa3MepoB CerMeHTOB. B
MeJIKHUX XPOMOCOMAX PHCYHOK 00Opa3yer-
¢S EAMHNYHBIMM CETMEHTaMH, B KPYTTHBIX
XpPOMOCOMax cerMeHToB MHoro. Obmiee
A7t HOPMAZTbHOTO XPOMOCOMHOro Habo-
Pa YKCJI0 OKPAWIEHHBIX M HEOKPaUIeHHbIX
CerMeHTOoB B MeTada3e COCTaBIIsIET OKOJIO
400. B npoMeTacasHbIx XpOMOCOMaX OHO
yBenanuusaetcs 1o 850 u Goee.
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Puc. 3.19. PucyHoxk cermentaumy andPpepeHumMancto OKPaLIeHHbIX XPOMOCOM
B COOTBETCTBUM C MNapuxckoi HomeHknatypo (G-, Q- v R-cermenTnt). G v Q-cermeHTbl
HeokpalleHbl, R-cerMeHTbl — YepHbie, BapvabensHble paioHbl 3aLTPUXOBaHbI

PassHble THIBI CETMEHTOB IOJYYHIH
obosnayenusa G-, Q-, R-, C-, u T no Ha-
3BAHUSAM METO/IOB, C IIOMOIIBIO KOTOPBIX
OHHY BHIABAsIOTCA. Tak, st G-cerMeHTOB
ato Metoa I'mM3a nocne npegsapuTeb-
HOM 0OpabOTKM (PUKCUPOBAHHBIX XPOMO-
coM. Q-cerMeHTBI 110CJI€ OKPAIlMBaHHS
AKDHXUH-UIIPUTOM TIPHOOPETAIOT ApKOe
¢pmoopecuypyouee cedyenne. PUcyHok
Q u G-cerMelToB MOJHOCTBIO UAEHTU-
yeH. R-cerMeHTBI pacnoyiokKeHbsl Mexay
Q-cerMeHTaMHu.

Mecto HaxoxaeHna C-cerMeHTOB
MOXHO OOHADYXHTb ¢ MCIOJIb30BAHUEM
ADPYTHX METOAOB OKpAllIMBaHMs1, ITH cer-
MEHTbI CBA3aHbl € JIOKaJIM3auueil KOH-
CTUTYTUBHOTO, WK CTPYKTYPHOrO rere-
poxpoMatruia. B pasHbIx xpoMocomax
pa3Mep C-cerMeHTOB HeoauHakoB. [ete-
POXPOMATHH, OOHapYXKEeHHBIH 1o MeTony
C-0KpackH, CONEPKUTCS BO BCEX XPOMO-
coMax yenoneka. OH HAXOAUTCS B OKOJIO-
HEHTPOMEDPHBIX PalOHAX BCEX XPOMOCOM,
a TaKXe B AUCTAABHON YaCTH AJMHHOTO
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mieda Y-XpOMOCOMBI, Ha AJIMHHbBIX ILjle-
yax 1-#, 9-i1 u 16-i nap xpomocom. He-
fosibiie 610KH CTPYKTYpHOIO reTepo-
XpOMaTHHa BHIABJIAIOTCA B IJedax 2-it
11apbl ¥ X- xpoMocoM. B axpouentpuyec-
KMX XpOMOCOMAaX [eTepOXPOMATHH
C-cerMeHTOB pacliojiokeH B KODOTKHMX
nnevyax. HakonsenHble cBeXeHHs roBo-
PAT, 4TO B PAa3HBIX MONMYJIALMUAX YeloBeKa
pasMephl CErMEHTOB [E€TEepPOXPOMATHHA
3HauuTeNbHO pasinyaiorcsi. Mopdono-
rhYeckie ocOOEHHOCTH CErMEHTOB Ha-
cNeayoTcs1 o 3akoHaM Menaens (puc.
3.20). OcobeHHO M3MeHYMBa BeJHYHMHA
C-cermenToB B ayTocomax NeNe 1, 4, 9,
13-15, 16, 21-22 u Y-xpomocome. Ilo-
CKOJBKY Y GOJIbIIMHCTBA HOCHTeNeil Ta-
KHX OCOOCHHOCTEH KapHOTHIA OTCYTCT-
BYIOT $EHOTUIIMYeCKHEe AaHOMAJIHM, TO
noao6Hbie 0CO6EHHOCTH B CTPOEHHH XPO-
MOCOM MOJKHO pacCMaTpHUBaTh KaK BapH-
aHThl HOpMBbL. COrjacHO AaHHBIM OfLei
UNTOT€HETHKH, 3HAYUTE/IbHOE KOJIUYECT-
BEHHOE M3MeHEHHE reTepoXpoMaTHHA B
KapHOTHIle He OKa3biBaeT CHJ/IbHOIO OT-
pHLATENBHOTO BAUAHKSA HA Pa3BUTHE Op-
raHH3Ma Ue/IOBeKa.

Eute ostuu tun cermentos — T — BbI-
ABAsETCS TaKe C [OMOLIbIO crierdH-
YeCKUX METOAOB OKPAUIMBAHUS W MNpPH-
CYTCTBYeT B TeJJOMEPHBIX pailoHax Bcex
XpOMOCOM,

B Metadhaze MuTo3a MOXKeT ObITb BbI-
ABJICHA ellle OAHA XapaKTEPUCTHKA .JH-
HeilHOil HEOJHOPOAHOCTH XPOMOCOM.
OHa cBsi3aHa ¢ aCHHXPOHHOCTBIO DEILTH-
kaunud JHK B ux pasubix yyacrkax. Ta-
KO THUN OKpamuBaHus pasbupaercs no-
Ipo6HO B rnase 4 B pasaene, NOCBAILEH-
HOM KJIETOYHOMY UK.

WuavBunyasbHas COBOKYHNHOCTb Cer-
MCHTOB, Pa3/JIMYaOLMXCs 10 WHPHHE U
VHTEHCHBHOCTH OKDalIMBaHHsA, obpasyer
UHTONOTHYECKYIO KapTy KaXIOH XpoMo-
combl. OcHoBaHHble Ha qudbepeHUHaTDb-
HOM OKpalMBaHMH XPOMOCOM LHTO/IOTH-

Puc. 3.20. HacnenosaHne XpOMOCOMbL, '

copepxaluen 0co6eHHo Gonbwoih 6nok
KOHCTWTYTUBHOFO FreTepoxpomMaTinHa

{C-cermeHnT), OT OTUA K AoHEPH ]

YecKHe KapThl MMeEIT HCKJIIOYHTENIbHOE
3Ha4yeHHWe JUJIA Pa3BUTUS LUTOTEHETHKHU
yejjoBeka. C MOMOULIBIO 3THX KapT CTalo
PEIbHBIM BBISICHUTb IPONCXOXAEHMeE
AHOMAJIBHBIX XPOMOCOM, BILAOTH O TOY-
HOTO ONMCAHMS, KaKhe KOHKPETHO pa¥o-
HbI BOBJIEKAIOTCS B Ty WIH HHYIO $HOPMY
XPOMOCOMHOI0O HapyiueHHs. Ha mexay-
HapOAHBIX COBELIIAHUAX 10 HOMEHKJIaType
B UMTOreHeTHKe YesoBeka 6blia paspabo-
TaHa ¥ BBEJIEHA B NPaKTHKY cUCTeMa 000-
3HayeHHs] CerMEHTOB HOPMAJbHBIX XpO-
MOCOM H XPOMOCOM, TOABEDITIHXCS TEM
WA MHBIM CTPYKTYPHBIM [IE€PECTPOMKAM.

HanbHeitiiee coBepuIeHCTBOBAaHUE Me-
TOJOB OKPALIMBAHHUSI XPOMOCOM IO3BO-
auno BbiABUTL Jo 1000 monoc Ha Bcex
23-x xpoMocoMax uesoBeKa, XapakKTep-
HbIX AnA ramnouasoro Habopa. B cpen-
HeM Ha XPOMOCOMY IIpU 3TOM NMPHXOANT-
cs1 50 110/10¢, XOTs Ha HEKOTOPBIX XPOMO-
COMax MX MOXHO OOHapyXHTb B He-
CKOJIbKO pa3 (onblie, YeM Ha APYCHX.
TanjonaHklf reHOM YeJIOBEKA COCTOUT U3
3x10° map HyK1€OTHI0B, COOTBETCTBEHHO
KaXaasi [oJioca CONEPXKUT B CpeaHeM
3x10° nap HyKJIEOTHIOB, YTO COOTBETCT-
BYeT HECKOJIbKIM COTHSIM IeHOB.

ITonosoii rerepoxpomMaTiH
B coMaTHyeCcKHX K/IeTKaX >KeHIIHH 110-
JIOBOM XpOMAaTHH BbISIBJSAETCA B BHE re-
TepOXpOMaTHHA — HeGOABIION XOpOLIOo
OKpAIleHHOI OKPYINIOit CTPYKTYPbI, pas-
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Puc. 3.21. Mukpodotorpadus. Monoso rerepoxpoMaTvH B Aapax KIEToK
CN3NCTON NONOCTH PTA XEHWMWH (3, 6)

Mepom 0,8-1,1 mMxM, Haxoxasiulelicst Bo3je
Anepnoit Membpansl (puc. 3.21). IToso-
BOi XpOMaTHH Ha3bIBAIOT TAKXKE TEJIbLEM
Bappa, T. k. BnepBbie oH Obin onucaH
3THM yueHbIM B HelipoHax xouky. [Tosxe
OKa3aJIoCch, YTO TOJIOBOH reTepoxpoma-
THH MpUCYTCTBYeT B COMaTH4YeCKHX
KJIETKAX BCEX MJEKOIMUTAININX JKEHCKO-
ro I110J1a, B TOM YHCJie W uejjoBeka. ToMo-
JIOTHYHBIE TI0JIOBOMY XPOMAaTHHY CTDYK-
TYPbl, TaK Ha3biBaeMmble “GapabanHble Ma-
Jouku” GbLIH OOHApYXeHB! B sipax Mo-
JumMopdHosaepHbix neiikouuros. [loiio-
BOi1 reTepoXpoMaTHH — 3TO OJHA U3
X-XxpoMocoM, KOTOpasi HaXxO/IMTCA B He-
AKTHBHOM; CYNepclNpaTu30BaHHOM CO-
crosiuud. M3secto, uto ¢eHOTHNHYEC-
KM 1101 Y Ye/10BEeKa ONpeNeNnsieTcsi Haau-
YHEeM MJIH OTCYTCTBUEM Y-XPOMOCOMBI, a
He KonudyecTBoM X-xpomocom. Ecau B
KapHOTHIE 3UIOTh! [PUCYTCTBYET XOTA
6bt omHa Y-xpoMocoma, a KOJHYECTBO
X-XpoMOCOM ripeBbILIaET €UHMILY, TO IO

penoruny ¢popmupyercst myxkunHa. Ko-
nuyecTBo Tenen bappa B KJjeTkax Becerga
Ha OZHO MCHbUIC, YeM YHCJO X-XpOMO-
coM. To ecTb TOJBKO 0AHa X-XpOMOCOMa
B COMaTHYeCKHX KJETKaX 4ejoBeKa, U
MY>KYHHbI, X )K€HIIHHDI, BCCTAA HAXO/AUT-
csl BaKTHBHOM COCTOSIHUH. B 11opme sxeH-
I{MHA MMeCT [Be, a MYXYMHA OJIHY
X-xpoMocoMy, B CBA3H ¢ YeM HHAKTHBa-
1Mt BTOPOi X-XpOMOCOMBI Y KCHUIMH B
BU/IE TIOJIOBOrO reTepoXpoMaTHiia Cny-
XHUT MEXaHM3MOM KOMIIEHCALMH pa3JH-
uuii B 103€ reloB, He OKA3bIBAIOLUMX BJH-
STHUSI Ha PasBUTHE MOJIOBLIX TPHU3HAKOB H
NPH3HAKOB, CLEILIEHIIBX ¢ X-XpOMOCO-
MOH. JTOT Xe MeXaHM3M OKasaicst (ak-
TOPOM, 6JarolpUsITCTBYIOIUM HOCHTe-
1M X-XpOMOCOMHBIX aHeymouanii. Ka-
Koe Obl K0NMYecTBO X-XpOMOCOM OHH He
HECJIH, YeHeTHYeCKH aKTHBHA TONBKO OfI-
Ha. OcranbHble Xe X-XpOMOCOMbI Cylle-
CTBYIOT B Buie (aKyALTaTHBHOIO 110JI0-
BOro rerepoxpomaTuia. [loatomy 1O KO-
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JinuectBy Tesen bappa B coMarHyeckux
KJleTKaX MOXKHO JuartHociiiposats ¢op-
My aHeynaonanii. Hanpumep, y xxeHImnH
¢ xapuoTHiioM 47, XXX o6HapykHUBaIOT-
cst ABa Tesibua Bappa, a ¢ kaproTunom 45,
X0 — uu oxHOro. Y MYXUYHH C KapUOTH-
noM XXY — oxasxo.

O6pa3oBaHue 110JJOBOTO XPOMaTHHA U3
X-XpoMocOMBbI MPOMCXOANT Ha paHHHX
cTagusx 3MOPHOHAJBHOrO pa3BUTHA.
Ipobsitiasicss “xeHckas” 3Urota MJEKo-
IIMTAIOWMX MMeeT ABe (DYHKIHOHATbHO
aKTUBHBIC X-XPOMOCOMBI. ¥ 4YcjnoBeka
NOJIOBOM XPOMATHH IOSBJISIETCS HA CTa-
OUU DasBUTHMSI 3apOJbiula B HECKOJDLKO
coteH kactok. B tpodobaacte X-xpoma-
THH BBISIBJIEH Ha 12-# leHb Pa3BUTHS, a B
cobcTBeH#o amOpHoHe — Ha 16-i1 aeHb.
ITonoBoit xpomaTHH 06pa3yeTcs cpasy BO
BCCX Kierkax sMmbpuona. B nacrosutee
BpeMsl Hanbosee puemJieMoil IBAsETCS
THII0TE3a, COIVIACHO KOTOPOH B DPa3HLIX
KJE€TKaxX OJIHOT0 OPraHU3Ma MOTYT ObITb
MHAaKTHBHPOBaHbl pa3ditbie X-XpoMOco-
Mbl: B OIHMX — OTLIOBCKafl, B JIPyrux —
MaTepHHckas. To ecTh no X-xpomocoMe
XKEHIMHB MO3auyHbl. JTO 1IOJIOXKEHHE
MOXHO PacCMOTpPETh Ha IIPUMCPE aKTUB-
HOCTH depMeHTa IIoko30-6-docdar ae-
ruaporedasst (F6D[]), reit kotoporo ta-
xojuTca B X-xpomocoMe. FKeHUIMHBI
MMEIOT [Ba aj11ensl 3TOro reHa, a My>4H-
Hbl TOJBKO OAUH. TeM He MeHee cpefHU
yPOBeHb aKTUBHOCTH 3TOro (epmeHTa
CXOZeH Y mpe/icTaBUTE/ el 0B6OKX 110108,
clenoBaTel)IbHO, AOJMKEH HAeHCTBOBATH
MEXaHU3M Z030BOi KOMIICHCAllMHK. Y re-
TEPO3UTOTHBIX KEeHIIHH C HOMOIIBIO 3.1¢-
KTpodope3a B pasHbIX KJETKAX MOXHO
BIABUTH ABa ayens 6. B paje pa-
60T Ha 3PUTPOUMTAX in Vivo U Ha PHO-
pobiacTax cOEAMUMTENbHONU TKaHH B
KJICTOYHBIX KYJBTYpax Y KEHIUMH 66l
BbIsIBJIEH Mo3au1u3m 1o F6MD/].

Tenbua Bappa upucytcrBywor ne Bo
BCEX KJIETKAX XenuHsl. Tak, obe X-xpo-

MOCOMDbI aKTUBIbBI B OOLMTAX U B KJIEeTKax
3KEHCKOM M0JIOBOU CHCTEMBI.

CoBpemMeHHbIe METOAb!
KapTUPOBaHUA XPOMOCOM

Ha py6exe 70-x rr. XX B. MONeKysp-
Hasi releTHKa AOCTHIJIA OllpenesieHHOH
3aBepllIEHHOCTH B CBOEM Pa3BUTHH : Obl-
JIX YCTaHOBJEHBI CTPYKTYpa M MeXaHH3M
pemaunkainn  JTHK, npososrnamena
“UeHTpajIbHasT /IorMa” 3KCNPECCHM TeHa
(TpaHCKpHUMLUHUSA, TPAHCASIUKA), BbISICHE-
bl OCHOBHbBIE ACIMEKTHI PEryJisiuy aK-
THBHOCTH reHa. [naBHbIM OOBEKTOM HC-
CNEeI0BAHUS B TO BPEMSI CINYXHIU MHK-
pooprannamst. CyliiecTBOBaBiiIE B TOT
NepUOA METOAbI He NO3BOJISIIM CEPbE3HO
NpOABUHYTLCSI B U3yYEHHH CTPOCHUS re-
HOMOB 3YKapvoOT, B TOM YKCJIe M reHOMa
yenoseka. CtpeMUTeNbHBIH TPOPBHIB B
MOJIEKYNISIDHOM reHeTHke B 70-€ IT. cTan
BO3MOXCH HAaroAaps nosiBJEHHIO HOBLIX
IKCNEPUMEHTAMBHBIX TOAXONOB — HC-
N0/1b30BaHHI0 PECTPUKUMOHHBIX 3H/IO-
HYKJICA3 ¥ CTAHOBJICHHIO HOBOrO Hamnpas-
JICHHUS B MOJIEKYISIDHOI1 FEHETHKC — I'eH-
HOi1 HHKeHepHH. C MOMOIIBIO 9TUX METO-
UK OBLIK OTKPBIThI COBEPIIEHHO HEOXKHU-
aHitble (PaKThl, HMEIOIHC TeopeTHYec-
KOC M IIPAaKTHYCCKOe 3HayeHHe B obaac-
TSIX 3HaHWI1, CBA3aHHBIX C JEHCTBHEM re-
HOB. JTO OTHOCHTCSI K [EHETHYECKOMY
KOHCYJIBTUPOBAHMIO, BKJIIOYAast HPeHa-
TaJbHYIO JHArHOCTHKY, K Pa3BUTHIO HO-
BbIX IOJXO/IOB B H3YyYeNtHH 11pobhJieM 3B0-
JIOUMH U TMONYJSAIUOHHON TIeHeTHKH.
ITH K€ yCIeXH 3aCTABUNH YUCIIbIX 33/1y-
MaTbcsl 06 3THYECKON CTOPOHE MaHMMy-
JIMPOBaHHUS C YEJOBEYECKUM 3aPO/IbLIIIEM,
006 0O11acHOCTH BO3HMKHOBEHHS BO30YIH-
Tejeil B IpoUECCC TeHHO-HHXEHePHBIX
Uccie0BaHMH.

IlpMHUKNBI HOBBIX 3KCII€PHUMEHTANb-
HBIX MOAXOAOB JOJIKHBI OBITH IIOHSITHBI
BCEM HCCJIEIOBATENSIM, OAIIAKO JEeTaAJH
MOJIEKYJIPHO-T€HETUYECKUX MEeTOHOB,
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Puc. 3.22. Knetka E. coli ¢ xpoMOCOMO% ¥ NnasMnoon

Xpomocoms (

KOTOphle NpPHUBEJH K BHYUIHTENbHOMY
HIpOrpeccy FeHeTHKH YenoBeKa, H3Jloxe-
Hbl B CleHManbHbIX u3maHusAx. Huke
paccMaTpUBAIOTCA OCHOBHblE NMPUHUHUIbI
3TUX METOHOB, M B KayecTse MpPHMepa
ONMUCbIBaeTCS aHAIU3 PB-ra106KHHOBOrO
FEHHOTO KJacTepa YejoBeKa ¢ HCIO,1b30-
BaHMEM DECTPUKUHOHHbIX (PEPMEHTOB,
ruOpUAN3aLIMKM HYKJEHHOBBIX KHCJOT,
cexpenupoBanus JHK u coprupoBku
XPOMOCOM C MOMOLIBIO HHTO(MIYOPOMET-
puu.

AHaym3 B-rao6uHoBOrO
reHa 4YejoBeKa

leMorno6HMH B3POCAOrO  yejoBeka
HbA, cocTouT U3 YeThIpex MOJHNENTHA-
HBIX nereit: aByx o u asyx P. Kpome ra-
KOIO reMOr/106MHa, Y YeJOBeKa U3BECTHBI
Y OApyTHe THIbI 3TOM CJIOXHOH MOJieKy-
abl. Tak, y aMOpHOHOB (YHKIMOHUDYET
(peTasbHbIil reMorno6uH, B COCTaB KOTO-
POro BXONAT y-UENH, ¥ B3pOCJbIX JofeH
B He0O/IbILIOM KONWYeCTBe OGHAPYXKUBa-

ercsi reMorno6un HbA,, B coctaB koto-
POro BXOZAT G-LieNH. 3-r106MHOBbI Kna-
CTCp TeHOB B HAcTOsiLiee BpeMs IOJIHO-
CTbIO UAEHTH(PUUHPOBAH H IPOAHATU3IN-
poBaH MONEKYJAPHO-TeHEeTHUYeCKUMH
METOZaMH,

ITanb aHaIM3a.

B Hauase 60-x rT. 6b111 3aBEpLIEH AMH-
HOKMCNOTHbIN aHaNIu3 6ejika remorJo-
6una. llens P cocrout u3 146 amuHoO-
kHcaoT. Bes tpaHckpuGupyemas yacTb
reHa I0JKHa cogepxatb 438 HykneoTH-
OB, T. K. TeHETUYECKUI KOJ TpUNIeTeH
(1463 =438). 3TOT MaIEHbKUH YHACTOK
HY>XHO UAEHTH(DUIUPOBATh HA OQHOH U3
XPpOMOCOM, B COCTaB KOTOpOIl BXOAMUT
HuTh JHK m1HHON HeCKOAbKO CAaHTHME-
tpoB. [Tocae Toro, Kak 3TOT y4acTOK Bbi-
sSIBJIEH, €ro HY>XHO BbIAEJUTb 1 HAKOIHTD
B 601DbIIOM KoAMYecTBe, 4yToObI onpexne-
JIATH [10CNENOBaTeNbHOCTh HYK/IEOTHAOB
B COCTaBe aHAIM3UDYEMOIO OTpe3Ka
JAHK-MonexyJbr.
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PecTpHKUMOHHBIE SHAOHYKJIEa3bl.

Pectpukius (paspe3aHue) BbilleJicH-
Ho#t u3 werok JJHK ocymectsiserca
(depMeHTAMH — DECTPUKIMOHHBIMH IH-
NOHYKNea3aMu (pecTpUKTasaMu). ITH
(epMeHTH! BCTYNAOT B Peakluio C onpe-
neneHHbiMu yyactkamu JHK, Tak Ha3bl-
BaeMbIMH CaifTaMH y3HaBaHHs, KOTOPbIC
B KJeTKe OOBbIYHO GBIBAIOT 3aLMLIEHD
ClieMUaIbHbIMH TPYNIIHPOBKaMH (METH-
nuposattsl). [Tocae o6paborkn THK sn-
JOHyKJeazaMy (parMeHTbl HMEIOT Tak
Ha3blBaeMbie “JIMIIKHeE KOHIIbI”: pECTPHK-
Taab! paspesaroT ase uenu JHK ne B ox-
HOM MECTe, a B IBYX Pa3HbIX MECTaXx, B pe-
3yJbTaTe Yero ofiia U3 LeHeil Oka3biBaeT-
A IJIMITHEe JIPYTOif Ha HECKOJIBKO 11YK.Te-
otnaos. CBoGOAHBIE HYKIEOTHAB! MOIYT
CIapMBaTbC C KOMIIJIEMEHTApHBIMHU
HYKJIEOTHAAMH Jpyroro parmeHra
OHK ¢ muukumu koHuamu. Biaropaps
atomy, JTHK n3 pa3nnuHbIX HCTOYHUKOB
MoxeT O0BeAMHSTHCSA, 00pas3ys pekoM-
OMHAHTHBIC MOJIEKYAHR. JTO CBOICTBO
pecrpukuuonubx pparmentoB JHK nc-
HOIL3YETCST B I'€HHOH HIDKEeHepHH AN
CO3/1aHMSl UCKYCCTBEHHBIX BeKTOPOB Ha
octiope GaKTepUanbubIX MNAA3MHI, WK
¢aros.

IMomumo cBoeit coBeTBenION MoeKy-
b JHK, samkuyToit B KOsbUO, GakTe-
pHM 4acTo COJCPXKaT JAONONHUTENbHbIE
MaleHbK/e KOJbIICBbIE ABYXUENOYeYHbIE
smonekynst [JTHK (puc. 3.22), nasbiBae-
Mbie 11asvuaamMu. TlnasMuanl penanum-
PyIOTCSl aBTOHOMHO, HE3aBUCHMO OT OC-
noBHoi monekysint JTHK. Onn moryT co-
JIcpXaTb HEKOTOpbie TeHbl, HaNpUMep,
onpeaesione YCTOUYNBOCTh 6aKTepHit
K alITHOHOTHKAM HJIH KOHTPOJIHPYIOLIHE
cHtTes HeKOTOpbIX BetuecTs. [lnasmua-
nyto JJHK mosx10 BbiaenuTs u paciue-
1IUTb HOAXOASAIUEH PECTPMKTA30H TONbKO
B O/[HOM MCCTC, [IPH 3TOM KOJIblieBasi MO-
JCKyJa lIpeBpallacTcs B JHHEHHYIO C
JHIKAMA KOHuaMH. OparMeHTs! uyxe-

poanoit THK c TakumM >xe NHUNKUMHU
KOHIIaMH, NOJy4yeHHble ocje pa3pesa-
HHS aHAJOrMYHOH DecTPHKTa30i, MOX-
Ho cwHTb ¢ niasMuanoit JHK ¢ nomo-
IIbIO CTIeHaTbHOro (pepMeHTa — JIMra-
3bl. [TonyyeHHyIO peKOMOMHAHTHYIO MO-
JICKYJ1y, Ha3bIBAEMYK) BEKTOPOM, MOKHO
BBECTH B GakTepHIo, k€ OHAa HAYHET
MHOTOKpPaTHO penauuupoBaThes. Yyxe-
ponusiii ¢pparment JHK (uM Moxer
cTaTb U 17106HHOBDIN reH) Gyaer MHOrO-
KPaTHO aMIJU(PUUUPOBAH BMeCTe C
nna3munoil (puc. 3.23). Takas upoueny-
pa Ha3bIBaeTCsl KJIOHUPOBAH1eM MeHOB M
WCIONb3YeTCs A/ CO3AaHUsl HAHKOB re-
HOB. 3TOT METOAMYECKHIl IOAXO N03BO-
nsieT pasOUTh I'€HOM YesoBeKa Ha OT-
nenbHble QpParMeHThl, KaXAbIH U3 KOTO-
PbiX MOKeT ObITb pa3MHOXXEH BHE Opra-
1u3Ma desioseka. Ewe oana oftacTb npu-
MeHeHHs! B MOIEKYJIIPHOI reHeTHKe pec-
TPUKPa3 — HAeHTH(hHKAUUSA FeHOB. ITH
3a/layy peINAIOTCS C MOMOILUBI0 METOZa,
paspaboranuoro Cayseprom B 1975 r.
Cymmapnyio [IHK u3 knetok desioBe-
Ka THAPONM3YIOT JHAOHYKJI€a30H TpH-
mepHo Ha 500 000 ¢pparmeHTOB AJIHHOH
ot 10? 10 10° 1yKJeOTHAHBIX 11ap. 3aTeM
(parMeHTbl pasfieNsioT 0 MONEKYJsp-
HOW Macce C NOMOLIbIO TeNb-3/1eKTpodo-
pe3a Ha IIaCTHHKAaX B arapode. Caenyio-
IAH 3Tall — TOJNy4YEHHE OIHOI[elIoYeYy-
ubix ¢parmenroB JIHK aenarypaunest
wenoubo npsaMo B reje. C araposHoit
NJJACTUHKH TI0YYaloT PelVIMKY- OTIeYa-
TOK HAa HHUTPOLENIIOJ03HOM (HIBTPE.
Ilepenecedunic Ha (UABTP OXHOUENO-
dyeyHere ¢pparMentnt JHK moxHO naen-
THOUUMPOBATh TyTeM THOPUAM3AUMHU C
pannoaktuslibiMH JIHK-3onmamu. Jho-
6oit pparment, conepxaiuit 1ocaenosa-
TEJIBHOCTb 30HAUPYEMOTO reHa, BhisABJIS-
eTcs B BUZE TeMHO MOJIOCH! Ha paAn0aB-
trorpade (Ppuabrpe, nokpeitom ¢GoTo-
3MYJIbCHEN U NPOSIBIEHHOM TIOC/Ie B3aH-
MOZefiCTBUS C PAIMOAKTHBIBIM 30HI0M ).
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[1aBHoe yc0BHE Takoro aHajin3a — fa-
AnYHe OAXOAANIEr0 PaJHOAKTHBHOIO
JAHK-30Ha.

Co3snaiie 30Ha s reia B-riobuHa
CBA3aHO ¢ nonyyeHneM MaTprunoit PHK
B-rno6uHa M3 CO3peBAIOIMX 3IPUTPOLM-
TOB, IJIC aKTUBHO CHHTE3UPYETCs reMo-
rnobuH. 3areM c nomoilblo PepMeHTa
o0paTHOl TpaHCKPHUITAa3bl, KOTOPLIi
06ecIicUnBaET CYMTBLIBAIIME IIYKJICOTHA-
Hol nocacaopaTeasHocTH M-PHK B koM-
MVIEMCHTAPHYI0  MOCJAeNOBATE/NbHOCTD
JAHK, nosyuamoT Tak Ha3biBacMyl K-
AHK c¢ BbicOkOH paaMoaKTHBHONH MeT-
koit. B nacrosiiee Bpemsi coaganbi 6u6-
anotekn k-IHK u3 pasibix UCTOYHUKOB.
WmeroTca reHoMHble 6MGAHOTEKH Yesio-
BCKA, [10Jy4CHHBIC TeHHO- MHXXCIIEPHBIMU
METO/[aMHU, A TAKXKe XPOMOCOMHO-CIIelH-
buueckre GHOIMOTEKH, NOJYUYEHIIbIE U3
OT/IC/IBHBIX CIIEHHPUYECKMX XPOMOCOM
MK ux yuacrkoB. Cosnanue Takux 6u6-
JIMOTeK TpebyeT BbYIeJEHHUSI OTAENBHBIX
xpomocoyM. B nactosiiee Bpems aTo cra-
JIO BO3MOMXHbIM 6Js1aroflapsi COPTHPOBKe
XpOMOCOM  IHUTO(GYOPOMETPHUYECKHM
metonom. JIns cuuresa k-JHK mcnoss-
3YIOTCS TaK>KC aBTOMaTU3UPOBaHIIbIE YC-
TPOitCTBa, B TOM CJIy4ae, €C/lM HPOU3BO-
autcst cuntes k-AHK rena onpenenen-
HOro 6enka, aMMHOKHCIOTHAsA I10CAeA0-
BaTEJIBHOCTb KOTOPOIO M3BCCTHA.

THOPHIN3AUHA HYKIEHHOBBIX KHCIOT

Nnentudukanuss ¢parMeHTOB OAHO-
uenodeuhoit JTHK va nutpouenonos-
HOM (UJIETPE MPOMCXOOUT C TOMONIBIO
rubpuansaru 1eneii JHK. Bosxbmmnct-
Bo npupomubix JHK BcTpeuaercst B Bu/1e
ABYXHEIOYEYNLIX MOJIeKY, Tjle a30THC-
Thie OCHOBaHMS ABYX llefleil B3aUMoneH-
CTBYIOT 110 TIPUHIIUNY KOMILJIEMEHTAPHO-
CTH C MOMOLI[bIO BOAOPOAHBIX CBA3eii. Bo-
ZOPOJIHbIE CBSI3M B YCJIOBMSAX LIEJOYHOrO
[MAPOM3a Pa3puiBaOTCA, ¥ Ha (ubTpe
duKCUPYIOTCS oAHOleHOYeuHble ¢par-

Meutol. Ilpu nobaBnenun k-JAHK, ecan
KOMILIEMEHTAPHB! OT/IEJAbHbIE UENH, 1PO-
UCXOAUT BOCCTAHOB/IEHHE IBOWHOH ClIH-
panu (puc. 3.24). Ins BbIABIEeHHA peac-
COLMHPOBAHHbBIX MOJIEKY.1 Ha GUABTD Ha-
HoCAT ¢oroamyabcuo. [loa neiicTBHeM
W3JiydEHNST PQJIMOAKTHBHBIX H30TOIIOB B
coctaBe k-/I[HK, B ¢oToamMyancHoHHOM
CJI0¢ BOCCTAHABNMBAIOTCs 3¢pHa cepefpa,
KOTOPbI€ BBIVISIJAT 110CJIC TIPOSIBAEHUS
TeMHDLIMH YYaCTKaMH.

Meroa rvbpUAM3AUMH HYKJ/IEHHOBBIX
KHMCJIOT MOXIIO KMCIIOJIb30BATh HA Iipena-
paTe XpoOMOCOM MOCJjie HX COOTBCTCTBYIO-
meit obpabotku. Tak, Mccrepyemblii reH
MOXKHO JIOKA/TH30B4Th B CHEIU(PHUCCKOM
XPOMOCOMHOM CEIMEHTE, OAHOM W3 TeX
CErMelToB, KOTOPble HabMI0AAITCA TIPH
aMddepenunassHOM — OKPanIMBaHUU.
INockoabKy 3KCTIEPUMCHT MPOBOAUTCS C
sonzom k-/IHK, cuHTesnpoBanHoM Ha
m-PHK, MoOXHO yTBEpXJaTh, 4TO HIEH-
THPHUUMPOBAHHBIH YYaCTOK XPOMOCOMBI
COJEPKHUT aKTHBHbII red. Vl3BecTHO, yTO
B reHOMe HOMHMO aKTHBHBIX [€HOB, MO-
ryT HAaXOAMUTLCS MCCB/IOTCHBL, TAKUE TO-
caenosatesbrtoct JJHK, koTopbie romo-
JIOTMYHBI aKTMBHOMY I'CIty, 110 HC TPaHC-
KPUOHMPYIOTCS H3-3a OTCYTCTBUS KaKHX-
TO BaXKHBIX I0CJIE/IOBATENbHOCTEH BHe
Tpanckpub1pyemoii yacTu.

Mertoa ruOpvavsauuy HYKJIEHHOBbIX
KHCJIOT 103BONMU UAEHTU(HUUMPOBATD
foNbINOe KOMMUECTBO I'CIIOB B XPOMOCO-
Max yejoscka. B Hacrosiiee Bpems po-
CTOBEPHO KapTuUpoBaHO okoso 8000 re-
HOB 4YeJsioBexa. B 60/bLUMHCTBE cay4aes K
UNeHTUPHUNPOBAHNBLIM reHAM HalJeHb!
aJbTepHAaTHBHble ajsienbible (QOpMbL.
ﬂJlﬂ HECKONBKHUX TbiCAY TenlOB OAVKH U3
aJbTEDHATUBHBIX alieseil onpeneisieT
Kakoe-JM60 HachencTBeHHOC 3abosieBa-
HHe MM aHOMaTnd. Jlpyrue usBecTiible
reHbl KOAUPYIOT OeNkH rpynmi KPOBH,
pa3jHuHble aHTHICHbI, UMMYHOII00Y 11~
Hbl, bepMeirtol Metaboanuama u T.0.
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Puc. 3.24. Npurunn PHK nan AHK rubpuamsaumm, A — HyKNeoTULOHbIE Lienw B pacTeope.
B - rubpuausauua uenei B COOTBETCTBUW C MIDABUNAMM CNApUBaHUA: TUMUH 0bpaayeT napy ¢
AA\EHNHOM, LWTO3WUH C NYaHWHOM. B ~ rubpnan3auma MOXeT NPpONCXOANTE Aaxe
fIPU HBNONHOW rOMONOrK, BAXHO, YTOOLI Pa3Nuns GbINK HE CIUWLKOM BENWUKW
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Cekpennponanne JIHK

B nocaexnue roanl paspaboTaHbl me-
Tonsl GbicTporo cexsennposaHusi JHK.
Ina sroro paunnyo monekyay JHK c
NOMOILbI0 pecTpUKpa3 pa3pe3aloT Ha
(pparMenTbl yao6HOro pasMepa. 3aTem
3TH ¢parMeHTbt Pa3MHOXKAIOT NyTeM
KJIOHUPOBAaHHS U CNEIMIbHBIMU METO-
JaMH ONPEeAENSIOT I0C/1eq0BaTeNbHOCTD
HYKJ/IEOTHZAOB B KXKAOM U3 (PparMeHTOB.
OuepenHocTb QparMeHTOB BOCCTaHABJH-
BaiOT, MCIOJb3ys NepeKpbIBaIoLHecs
koHub! (yyactku JIHK c oquHakoBoit no-
CNef0BaTeJbHOTDIO B pa3HbIX KJIOHax). C
IIOMOILBIO CEKBEHUPOBAHUS !OJYYAOT
TOYHbIE CBEJICHUS U O HETPAHCKpHOUpYye-
MbIx yyacTtkax JJHK, BakHBIX A1 KOH-
TPOJS TPAHCKPUIIUHH.

Ananua B-r106uHOBOFO reHa.

IlepBbiit 3Tan aHaIu3a cBsi3aH C Wiel-
TH(HUKaUHe 3TOTo reHa B CyMMapHOH ye-
aosedeckoit JHK. Jasa aroro JHK Bbi-
JENSAOT U3 KJIETOK, C TOMOLUBIO HAOHYK-
Jlea3 1oJ1yyawT ()parMeHTb, Pa3iesioT
UX B arapo3e C [OMOILbIO TeJIb-3/1eKTPO-
dopesa, neHaTypUpYIOT Ha ABC OTAENb-
Hbl€ LIEMH U CO3AI0T PENJIMKY C npernapa-
Ta Ha HUTPOLE0N03HOM duibtpe. Cie-
AYIOLIMH 1ar COCTOUT B TOM, YTOOBI Haii-
TH cpeaM Bcex ¢parMeHToB f-r106HHO-
Bbli ret. Jlns 9TOro HEOHXOAMM Pasivoak-
tuBHbii J]HK-30H4. Ero cuHTE3HPYIOT Ha
B-rao6unoBoit PHK ¢ nomolusio o6pat-
HOM TpaHckpunTa3ssl. Janee ator k-JIHK
30HA VICNIONB3YIOT JViA ABYX 3adav. [lep-
Boe — uAeHTHHuIMpPoOBaTh PpparMeHTb!
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OHK, coorBercTByIOUIE TTIO6HMHOBOMY
rexy, npsiMmo Ha GuJIsTpe. 3alaya BTopas —
naeHTUPUUUPOBATh HA TNpenapare Xpo-
MOCOM MECTO HaxOXAEHUs 3ITOro reHa.
WUnentndukaura B o60uxX cayyasx Nnpo-
HCXOAHUT C NOMOILbI0 rMOpUAN3alMK pa-
nuoaxtuBHON K-JHK c nenatypupoBan-
Hoti THK npenapata. Tak, res reMorno-
O6UHa-B 6bL1 NOKAJIN30BaH HAa KOPOTKOM
mneve 11-i xpomocoMmst.

Ilns 6onee HoxpoBHON XxapakTepUCTH-
KH rI06MII0BOrO reHa HeoGX0AMMO No.Ty-
guth 6osbnHioe koauuccTso ero JHK.
. [lns atoro kaouupytor k-JHK B xakom-
HUGY/Ib BEKTOpPE, HalpuUMep, B Gakrepu-
anbHOU 11Ma3Mufie. 3ateM CPaBHUBAOT
¢parmentbt reHomHoil JHK, cozepxa-
1{He IN0OGUHOBbIH [eH, H KJIOHUPOBAHHYIO
k-JHK, cooTrserctByromyrwo m-PHK.
Oxkasanock, yto (parMeHTH! TeHOMHOM
I HK 3nauntensHo Gosblue, yem k-JIHK.
B B-reMorno6uHoBOM reHe OBLIM BbistB-
JieHbl 1Be BCTaBoOuYiible 110CJIeOBaTelib-
HOCTH (MHTPOHDI), KOTOPbIE PaA3AENAIOT
TPH pa3Hble KOAUPYIowKe 061acT¥ — aK-
3ount. (MccnenoBanusi MHOTMX APYTHX
3YKapUOTHYECKHX TFeHOB, TOKA3aIH, YTO
HaJIN4YHe HHTPOHOB SIBASICTCS NPAaBHJIOM
JUIst GONBIIMHCTBA U3 HUX). Boisichunoch
TaK>Xe, YT reH B-reMorjio61Ha OTHOCHT-
€S K YHUKaQAbHBIM TOCJEAOBATENbHOC-
TsiM. Kpome Toro, 6buin Haiiienbl fices-
JIOTeHBI, MMeIoLe MyTallUK B KO/IUpYIO-
IUX U QUIAHKUDYIOUNX, PEryIsATOPHBIX
yuacTkax. O11d Ha3biBalOTCA HICEB/OrEeHa-
MH, T.K. C HUX He WJIET TPAHCKPUIIIHUAL.

Ceiluac M3BeCTHBI NOC/IEA0BATEIBHOC-
™ JHK pasinuHbIX rno6HHOBBIX TeHOB.
VIx u3yueiie 103BOJIMJO PEIIUTb MHOTO
obLMX P06 IeM, KacalouMXcs OpraHusa-
LMK U 9KCTPECCHH TeHeTHYeCKOro MaTe-
puana B KJieTKe.

ITosmMepa3Has uenHas peaxums
B cepenune 80-x rT. B MOAEKYASIPHOI
reHeTHKe Obli1 BBe/ICI B IPAKTHKY COBEp-

IIEHHO HOBbIA METOX, MO3BOJIAOLINH
OoYeHb OBICTPO Pa3MHOXHUTH ClelOBble
konuyecrsa monekyn AHK winm PHK
YyBCTBUTENBHOCTD €I0 TAKOBA, YTO 1103-
BOJIsieT 0OHAPYXUTDb B 1Ipofe BCero OAHY
NpHCYTCTBYIOWYIO B Heil Mosekyay. OT-
KpBiTHE 3TOTO METO/1a T03BONMJIO0 MHOTO-
KPaTHO YCKOPUTDb HCCIeN0BAHUA MO Kap-
THPOBAHHIO F€HOMA YeNoBeKa.

ToanMepa3Has LenHas peakuus 6pi1a
otkpbiTa B 1984 r. K.B. Mioanucom. Ona
OCHOBaia HA TOM, YTO HOBOCHHTE3UpYe-
Mbl€ L€ HYKJIEHHOBBIX KHCJIOT MOTYT
CNY>KUTh MATPHLAMHU B CEAYIOIINX LUHK-
Jax pellMKauud. Peaknus ocyliecTas-
eTcsl I1oCneNOoBaTeNbHBIMH  LIMKJIAMU.
Kaxapiii 13 HUX HaYMHAeTCs ¢ pasfene-
HHUA asycnupantbHoil mosekynsl JHK na
ABE OHOLCIOYeuHbte. B TakoM cocrosi-
HHAM KaXOash UeNoYKa MOXKeT CJYXHUTb
MaTpHUei Js1 PellMKauud, 3areM of-
noitenoueunsie nuth JJHK nnkybupyror
B npucytrcrBuy JHK-noaumepasn B
pacTBoOpe CO CMECbIO BCEX YeThIpex HYK-
JIEOTHIOB ¥ cueludryeckoii nocnenosa-
teapHocThio JJHK — mpaitmepom. Ilpu-
coeauHelive NpaiiMepa K OFHoOLENOuYeY-
Hoit unt IHK npuBoaut x obpasosa-
HMIO HeGO/IBIIOrO ABYLENOYCUHOIO OT-
pesKa, KOTOpbIil YANMUHSAETCS ¢ IOMOLIbIO
JHK-1tonumepassi. TIpoueaypst MHOTO-
KpPaTHO HOBTODSIIOTCS, TTPOMCXOANUT MHO-
3KECTBEITHOE KONUPOBaHHE CTapbiX U HO-
BbIX OJHOLIeNOYe4YHbIX MoJseKkys. OTt-
HeNbHbIN UK/ 3aHMUMAET OKOJIO 5 MHH.,
KJIOHMpOBaHMe ofgHoro ¢pparmenta J1HK
IIPOMCXOAMT BCETO B TEYEHHE HECKOJIb-
KHX 4acOB.

IloMHMO MONEKYISAPHONH TeHETHKH,
MeTO0jl NOJIMMCPA3HOH LEeNHOW peakuuu
UIMPOKO HCIOJB3YEeTCA B IPAKTMYECKHX
HCCIeOBAHHUAX [ IPCHATANBHOM AHArHO-
CTHKe HAacJeACTBEHHbIX Oosie3He, BbISIB-
JIEHUH BUPYCHBIX MH(EKUHH, a Takxe B
cynefHO# MeAMUMHE, TIOCKOJIbKY 3TOT
MCTOJ1 [103BOJISIET 1IPOBOANTD eHeTHYeC-
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KYIO “IaKTHJOCKONMIO” 1O OJHOM eduH-
CTBEHHOM KJIeTKe.

Mporpamma “leHom yenoseka”

C pa3BuTHEM HOBBIX TEXHOJIOTHII MO-
NeKyNsIPHBIX WCCeNOBaHUM, OCHOBaH-
HbBIX Ha ObICTpBHIX MeToax paboThel C
JAHK (xjonupoBanuu ¢parmMeHTOB
I HK rennonnxeHepHbIMH criocob6amMu U
C NMOMOLLbIO NIONUMEpa3HOi peakuHH, aB-
TOMaTH3HPOBAHHOM CEKBEHHPOBAHHUH), C
BBefleHHeM B NPaKTHKY MOJIeKyJaspHore-
HeTHYeCKHUX HCCIICAOBAHMH KOMIIbIOTEp-
HBIX TEXHOJIOTHi1 CpaBHHTEJbHOIO aHa-
JIN3a CTPOEHHUS reHOMOB fIpeCTaBUTeNeH
pa3HbIX CMCTeMAaTH4YeCKUX TPy, ¢ pas-
BUTHeM TeXHMKH HalPaBJIeHHOIO BO3-
NeHCTBHA Ha reHeTHYeCKMH ammapar
KJIETKHM H OpraHM3Ma B LieJIOM H BO3MOX-
HOCTH CO3JaHHUsl UCKyccTBeHHbIx (ep-
MEHTOB [0 HYKJIEOTHIHOH TMocienosa-
tenbHocTH (Pparmenta JHK Temnbl pas-
BUTHS MOJIEKY/ISIPDHOI reHeTHKH obpesn
CTpEMUTENbHBIN XapaKTep U NPUBENH K
BO3HHKHOBEHHIO B KOHUe 80-x IT. mexny-
HapoaHoil mporpamMmbr “feHom uesoBe-
Ka”. ITOT rNOGANbHBIN NPOEKT Mpearo-
Jaraet K 2005 r. 3aBepIKTh ONpeaeneHne
TIOJTHOH NMOCNeRoBaTeNbHOCTH BCeX Tpex
MHJTHAPAOB HYKJIEOTHAHKIX 3BCHbEB,
COCTaBASAIOLINX reHom Yenoseka. [Ipuus-
THe TaKOif 1lporpamMMbl 03HayaeT, YTO Xa-
paKTep Pa3sBHUTUSI MONEKYASpHOM GHoO-
THH JIOCTHT COBeplIEHHO HOBOTO YPOBHSI.
[Ipon3owmenunii KayecTBEHHbIH CKAYOK
B T€XHOJIOTHM NO3BOJAET peliaTb NPHH-
1MITHATbHO HOBbIE 3aa4H.

Bonee paHHre MOJeKyJISpHOTEHETH-
yeckre paboThl NMPOBOAMJHCH C LENBIO
HcClleOBaTh CTPOeHHE TEeHOB, MIAEHTH-
duuMpoBaTh MX B LieOM TeHOMeE, H3Y-
YUTh MO BO3MOXKHOCTH QYHKUHIO r€Ha H
YPOBHH ero perynasiudiud. MeToabl coBpe-
MeHHOIi MOJleKy ISIpHOI1 reHeTHKH I03BO-
NS0T oTcneAuTh 3P PeKT AeHcTBUA TOTO
UM MHOTO leHa 11a yPOBHE LieJIoro opra-

HH3Ma, M3y4aTb He OTAeJIbHble I'eHbl, a
CTPYKTYpb! U GYHKUUH LeJIbIX TeHOMOB.
Ha cerogHsiuiHHi JeHb U3y4eHbI: TeHO-
mbl 141 Bupyca, 601ee 50 reHOMOB MHTO-
XOHIpHii U3 pa3HbIX 0ObEKTOB, 60AbINOE
KOJIMYECTBO reHOMOB 6akTepuil. Ycra-
HOBJIEHO, YTO BaKTepHaTbHBIN FeHOM CO-
AEPXKUT 5-6 ThIC. FEHOB, U3 NIPEACTABUTE-
Jieit aykapHoT HauGosee 6.IM3KH K 3aBep-
UICHUIO U3YYelHe FeHOMOB APOX:Kell U
Hematoz. Iloka3aHO, YTO reHOM JpOX-
JKel UMeeT B CBOEM COCTaBe 0K0J10 6 ThIC.
TCHOB.

CymMapHasi A/IMHa HYKJEOTHIHBIX
NOCJ/ICIOBATENIbHOCTEN TEHOMA YeNoBeKa
cooTBeTcTBYeT 3 MusLinapaaM. [lo paH-
HbIM Da3HbIX aBTOPOB, TaKasi TUTAaHTCKast
HYKJIEOTHAHASA [TOCAEN0BATE/ILHOCTD MO~
*eT copepkath oT 30 no 100 Thic. reHoOB.
B HacTos11iee BpeMsi H3BECTHA CTPYKTYpa
0K0JIO 7 ThbIC. FeHOB. M3yyeHune cTpyKTy-
Pbl T€HOB — He KOHEYHas I[e/b Tporpam-
Mbt. [ToMHMO aHaNIN3a TOCEA0BATEIbHO-
CTH HYKJIEOTH/IOB, TIPOBOAMTCS MX Kap-
THpoBaHMe. Kaxapiil reH npuimMcoiBaeT-
CA K ONpeneseHHONH XpOMOCOME B CTPOro
olnpe/esieHHOE MECTO — JIOKYC, YCTaHaB-
JINBAETCS PACCTOSTHUE MEXY TeHaMH, cO-
CTaBJISIETCS] KApTa XpOMOCOM 4YeoBeka. B
HACTOSIILiEe BPEMSI KapTHPOBaHbt OKO0 8
TBIC. FTEHOB. YBEJIMYEHHIO CKOPOCTH Kap-
THpPOBaHMUsA IeHOB Ha XpOMOCOMax cro-
COOCTBYET BbISIBJIEHHE MapKEepHBIX IO-
CJe[0BaTENbHOCTEN AN KaXkA0i XpoMo-
COMBI. DTH MapKepHble MNOCJenoBaTelb-
HOCTH MHOrO pa3 MOBTOPSIOTCS BAOJb
XPOMOCOMBI M KaK Obl J€JAT ee Ha orpa-
HWYeHHble yyacTKH. Pabora ¢ TakuM He-
GOMBIHM YHaCTKOM XPOMOCOMBI OfJier-
YaeT npotieAypy Bblaenenus resa. baaro-
aaps CyllecTBOBaHHMIO MapKepHBIX IIO-
clieIoBaTeNbHOCTEH, TeHOM 4YeJOBeKa
pa3buUT Ha oTaeabHbie ¢parMeHTH, H
Kaxblii PparMeHT B cayyae Heobxoau-
MOCTH MOXeT ObITb JIETKO Pa3sMHOXCH
BHe OpraH13ma.
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HomMuMo 33/1a4¥ KapTHPOBAaHUS TeHOB
M YCTAaHOBJCHUSI UX CTPYKTYpHI, Ipo-
rpamMa “leHOM dYesoBeka” CTaBUT Lejb
OMNpeAeNnuTh CTPYKTYPHO-(YHKLUHMOHAIIb-
HYI0 B3auMOCBs3b reHOB. A peieHust
3TOH 324241 MCMOAB3YIOTCSA COBEPIIEHHO
HOBBI€ MOAX0AbI, KOTOPbIE 11POCTO HEBO3-
MOXKHO 6b110 IPEeACTaBUTHL cebe HECKOb-
KO €T Hazan. Tak, no aedekTHOMY ep-
MEHTY, KO'TOPbIi SIBJISIETCA NPUYMHON Ha-
CleNCTBEHHOro 3afoneBaHus, 3HaA MHO-
CNEA0BATENLHOCTb AMUHOKMCIOT B €r0
COCTaBe, MOXKHO HCKYCCTBEHHO CHUIITE3U-
poBaTb uHpopMmarmoniyo PHK, a 3atem
cooteTcTBYOWHI yyactok [JJHK, uaen-
THHLUPOBATh €ro Ha XPOMOCOMHOMH
KapTe, BbLAEIUTH HATUBHBINA [eH H KJO-
HUPOBaTh €ro BHE OPraHU3Ma, 4ToObI VC-
TaHOBHTb, B YeM MpHYMHA oOpasoBallus
aedbekTHoro depmerTta. Takum crnocobom
OBl M3ydeHbi reHsl aucTpoduu Joue-
Ha, paka MOJIOYHOH XeJie3bl, MyTaHTHOI
dbeHHNATAHMHIUADOKCHIA3b],  SIBAAIO-
nieiics MpUYMHON HacJaeACTBEHHOI e-
HUJIKETOHYDHH, ¥ PAJA APYTHUX FEHOB.

Eiie 01MH HOBbI METOAWYECKHIT 110/
Xo[ B H3yueHnu QyHKLINHY reHOB CBA3al ¢
UCronb30BaHNeM HHGOPMAIMOHHO-KOM-
MBIOTEPHBIX TEXHOJIOIMI. ITOT IIyTh HC-
CleAOBaHUH OCHOBAaH Ha CJAEAYIOILEM
NpeaNONOKEHUHN © eCIU Y MPEACTaBHTE-
Jleli pa3HbIX CHUCTEMaTHYECKUX TpYIIIl
MMEIOTCS1 OQUHAKOBBIE IO CTPYKTYype Te-
Hbl, TO OHH BBIIOJHAKT OAMHAKOBYIO
¢dbyHkuuio. Takum obpazoM Owinia ycra-
HOBJIEHa TIPMYKHA Da3BUTUA pakKa TOJ-
CTO KHIIKM y yenoBeka. MeTomaMu KJto-
HHPOBaHUs M KapTHPOBaHUS Oblla M3y-
4eHa CTPYKTYPa FeHOB, OTBEYAIOL{HX 32
pasBUTHE pakKa TOJCTOM KMIIKH. 3atem
Oblsi TIPOBEAEH MOHUCK B MHGOPMaUHOH-
HOM T10Jle C MOMOIIbI0 KOMITBIOTEPHBIX
TexHonornii. B npouecce storo moucka
Obl1a MpejIIpUHATA MONbITKA HAHTH B Tre-
HOME ApOKXKei, KOTOpHIA Yxe MOJHO-
cThiO paciindpoBaH, reHbl, CXO/HBIE M0

CTPYKTYpPE C UCCJEAYEMbIMU FeHaMu ye-
noseka. M1 onu 6p1n1 06HapyxeHsl. Oka-
3JI0Ch, YTO Y APOXNIKeH Takue e reHbl
orevaroT 3a penapaumio JHK. Taxum
o6pa3oM, 6bIIO YCTaHOBNEHO, YTO pPaK
TOJICTOM KMIUKHU CBsI3aH C MYTaLlMsIMH re-
HOB, Koaupyloumux ¢epMeHTs pemnapa-
uu THK.

BakHeiyo poib B CTPYKTYPHBIX KC-
CAeNOBAaHUAX [eHOMa Yes0BeKa HIpaeT
u3yuvelite ero noaumopduama. Honyns-
LIHOHHBIY MOAMMOPPHU3M reHoMa 4Yeno-
BeKa AABMSAETCS OCHOBOIf 4751 NOHUMaHHUsA
NPHUHLMIOB MOJEKYJIAPHOI 3BOJIOLUY,
MeXaHU3MOB BO3HMKHOBEHUs I1aTOJOIU-
YeCKHUX MyTauuil, 11 oleHKkd GaKkTopoB
PHMCKA IPM BO3AEHCTBUU MOTEHUHMAIBHO
TOKCHUYECKHX areHTOB OKpYXalomieii cpe-
Abl HA YENOBEYECKUI OpraHu3M, HaKo-
Hell, JUIA [TOHMMaHUsl OCHOB Da3M4HOM
MHAMBUAYANbHOIT BOCTIDHUMYHMBOCTH JIe-
KapcTB. JTH UCCAEAOBAHUA MOMYYHIH
HOBbIH MMIIYABC C OTKDHITHEM MNOJH-
MOP}HBIX MHUHH- U MaKPOCATENTUTHBIX
nocaegoBaresbHocteit JTHK, xotopele
HCMOJIb3YIOT B KayeCTBE MapKepOB MpPH
KapTHPOBAaHUM ICHOMA YEJIOBEKa.

HoBbiM 3Tal10M B H3y4YeHUH CTPYKTYp-
HO-(DYHKIIMOHAJIBHBIX CBA3eil Mexay re-
HamH B 1IporpaMme “TeHoM yejioBeka” siB-
JAeTCsT BO3MOMHOCTb KJAOHUPOBaHHUS
KpyIHBIX ()parMeHTOB FEHOMA B CIELHU-
ATbHBIX BEKTOpaX, CMOCOOHBIX DPa3sMHO-
XKaTbCsA B KJ1€TKaX BMECTe CO BCTPOCHHbI-
MU B HuX (pparmenTamu. B kauecTse Bek-
TOpa B TaKWX CJAy4YasX MCHOJb3YIOT HC-
KYCCTBEHHbBIE JDOKKEBblEe XPOMOCOMBI,
MIOSIBNIEHME KOTOPBIX CTAIO BO3MOKHBIM
6naronaps pa3sBUTHUIO TEHETHKH APOXK-
xefl. Mcnonb3oBaHue TakHX BEKTOPOB
MO3BO/IsIET KJIOHMPOBath (hparMeHTHl
JAHK anuHoit 1o 10° nap ocHoBaHuit. 310
CO37aeT NMpPeAnoChIIKY AJ1si ObICTPOrO BbI-
HeJeHNUs HYXHOro (pparMeHTa reHoMa
MCMOJB30BaHUSA €ro IJisi CTPYKTYPHOTO
Uy GyHKIHOHANLHOTO aHATH3A.
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Ucnons3opaHue HOBBIX METOAOB B
U3y4YeHHHU reHEeTHKH Y€JI0BEKA [TO3BOJIAET
3HAYUTENILHO YCKODHUTb INPOLIECC HCCae-
AOBaTeNbCKOM PaboTHl ¥ HAKOMUTb HMH-
dopMauuo 0 reHax, UrparIMx Kiwye-
BYIO PO/ib B PETYJALMU KUSHEREATENb-
HOCTH KeTKH. K TakuM reHaM oTHOCATCS
reHbl KOHTPOJsS KJIETOYHOro LHMKJNA, re-
HbI, KOQUPYIOLHME KOMIIOHEHTbI LIENH ITe-
peaayy curHaja OT KJEeTOYHOit MoBepX-
HOCTH K annapaty TPaHCKPHILUH B AApe,
reHbl, KOHTPOJMPYIOIME pa3BUTHE IMO-
PUOHOB, reHbl, OTBETCTBEHHbIE 3a paboTy
3ALIMTHBIX CHCTEM OPraHU3Ma, FeHbl HM-
MYHHOI CUCTeMbl. AKTHBHO pacuIupsieT-
Cs IpeICTaBJAEHUE O reHaX, NOBPeXAeHHUE
KOTODbIX MNPUBOAUT K BO3HHKHOBEHUIO
PaKOBBIX OIyXoJeil, OHKOreHax, reHax-
Cymnpeccopax, reHax KJeTO4HOMH CMepTH K
anonTtosa (mporpaMMmupyemoi rubenu
knetok). Bce Gonee AeTaibHBIM CTaHO-
BUTCSA 3HAHUE HAIMONEKYJAPHbLIX YDOB-
Hell OpraHM3sallMM peryjasiiuy 3Kcrpec-
CHH TEeHOB.

BelnosiHende nmporpammel “IeHoM ye-
noBeka” npUOIMXKAEeT BO3MOXKHOCTH HC-
NONBL30BaHUs reHHOM Teparnuy Ajis seye-
HUSI TATOJOrUH, CBA3aHHBIX C H3MEHEHH-
€M HacneACTBeHHOH HMHpopMauuu. [eH-
Hasi Tepanusi OCHOBaHa Ha BBENEHUU B
opranusM 60JbHOr0 HCKYCCTBEHHBIX re-
HETHYECKUX KOHCTpykuuii. Jleue6GHblit
atdexT gocTdraetcsa B pesyasrare pabo-
Thl BBEIEHHOTO reHa JM60 32 CYeT Nnoas-
neHus yHkiuu “6onbHoro” reHa. Co-
BpeMeHHasl TeHHas Tepaliksi AeaAaeT nep-
Bble LIArK U MMeEeT J€eJI0 C COMaTHYeCKHU-
MU KJIETKaMH B [IOCTHATAJILHOM nepuole
M3HU YeJOBEKA, HO B TO K€ BPEMA pa3-
pabaThIBalOTCS NMOAXO/b! K TEHHOM Tepa-
MUY KJIETOK 3MOPHOHa.

JlAs co3gaHus TeHeTHYECKUX KOHCT-
PYKIMii 6onbLuei YacThiO UCIIONb3YIOTCS
Bupycel. IIpyM 3TOM U3 reHoma BUpYyca
BbIPE32eTCs1 YacThb reHOB, OTBETCTBEHHbIX
3a (opmupoBanre UHPEKLUHUOHHBIX BH-

PYCHBIX 9acTHI K pa3pyuieHHe HHpHIH-
POBaHHBIX KJ€TOK. TeHbl, HEOOXOAMMBbIE
7151 nepenoca ¥ QyHKIHOHUPOBAHUS Te-
HeTHYeckoi uHopMaLMH, COXPaHAKOT-
cs1. K HuM 106apnsioTcs KA1OHUPOBaHHEIE
reHbl, OKa3blBaomme JedeOHbii addexr.
OnuuMu u3 Hanbonee npueMaeMbIx A1s
reHHOM Tepanuu OKaXXyTCsA, BUAMMO, ajle-
HOBHMPYCHblE BEKTOPbI, MOCKOAbKY ajle-
HOBHDYCHl He BCTPauMBalOTCS B [EHOM
KJAETKH XO3sAMHA, HMMEIOT LIMPOKHIA
CTEKTD MopaxKeHUs TKaHeH 4YeaoBeka U
He HHAYLMPYIOT 310Ka4eCTBEHHBII POCT.

B Hactosiwiee Bpems paspabarbiBaioT-
cs1 crnocobul s UeeBoit AOCTaBKH MC-
KYCCTBEHHBIX BEKTOPOB K TEM WJIH MHBIM
opraniam. /s 3TOro KCHOAB3YIOT J0-
KajlbHbl€ HHDBEKLHH, A3PO30JbHBIH Me-
TOA, GANMTUCTHYECKHIT METO/l, OCHOBaH-
HbLif Ha ofcTpene TKaHM MHKPOYacTHIla-
MU TSLKENBIX MeTalloB (30J10Ta, BOJab(-
pama), NokpbIThIX BekTopHOi JTHK.

PesynbwraThl reHHO Tepanuyd MOXHO
paccMOTpPeTh Ha KOHKDETHOM IIpHMepe.
¥V manbymka, 601bHOro reModuaneii u3-
3a AeuluTa ACBATOrO pakTopa CBEPThI-
BaHHA KPOBH, C MIOMOUbIO HHONICHY ObLIH
BbiaeeHbl GUOPOOAACTHI KOKH M KYJIb-
TUBHPOBaHbl B KJETOYHOH KyJbType, B
9TH KJIETKH Obl/1 BBEEH MCKYCCTBEHIbIH
BEKTOP, CO3AaHHbINA Ha OCHOBE DETPOBU-
pyca 4 comepKamuii renbl, KOTOpble yBe-
JUYMABAIOT aKTUBIIOCTH AEBATOTO (aKTo-
pa. UuduuupoBanHele KJAeTkH OblIN
Pa3MHOXEHbl B KJETOYHOW KyJbType U
BO3Bpallelibl B OPraHU3M MaJbYHKa I101-
KOXCHO B paifoHe Criiubl ¥ sirogun. Kuer-
KU [IDHXXUIIMCh, B pe3yabrate Oblja yBe-
JUYEHa aKTHBHOCTb AeBATOro (axropa
CBEPTLIBAHMA KPOBH, U CHMIITOMBI [EMO-
UMK y nauueHTa 6b1IH craaxensl. Ta-
K1M 06pa3oM, reHHo-uHXeHepHsie pado-
Thl CO3JAI0T MOAXOObI K JEYCHUIO reMo-
¢usuu yenosexa.

Tennasi Tepauusi — HanpasJelue, 1o-
AIBUBIIEECS Ha CThIKE ABYX HayK: OO0~
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THY ¥ MEIMIIHIIB], TTOKa MMeeT CKPOMHbIE
NpaKTHYeCKUE YCHEXH, HO C ITHM Ha-
IIpaBJIeHUEM CBSI3aHO PAa3BUTHE MeqHULU-
Het XXI-ro cTonerus.

IlepcnexTyBa UCNOAL3OBaHUS JIOCTH-
eHuit nporpammbl “TcHOM yesioBeka”
MHOTOIJIaHOBa: OT WACHTHOMKAIMU re-
HOB, OTBeTCTBEHHbIX 32 BO3HMKHOBEHME
HaCJICACTREHHBIX M APUOOPETEHHBIX 3a-
6oneBaHmii, 10 pa3BUTHA CHCTEM JEYe-
HUsl, OCHOBaHHbIX Ha BBEAEHHH B Opra-
HU3M HOBOH reHeTHuyeckoit uudopma-
KM, KOPPEKTUPYIOIEH IeHeTHYeCKHe
nedexTh (reHHas Tepanus ), ¥ HHTEHCUB-
HBIX MCTOJOB THAaTHOCTUKH, OCHOBaHHBIX
Ha BbIABJEHUH rEHETHYECKUX Ae(eKTOB,
M 1Iepexoia B AHarHoCTHKE K Hanbosee
HONHOMY 00C/€0OBaHUI0 HOMYAALUH MK
718 BHIsIBJIEHUs1 NPeApaclooxKeHHOCTH
K 60j1e3HH.

Bonpochl Ana CaMOKOHTpONS

1. Kaxue ocobentocru crpoenns JJHK nossonsmor
3THM MOJIEKy1aM KOAMPOBATH HACIEACTBEHHYIO HHOp-
MALHIO, CAMOY/ABAHBATHCA H MYTHPOBATH?

2. B yem 3nauenne ynakoekn JHK B xpomarune n
XpoMocoMax?

3. UeM reHbl OTIHYAIOTCA OT NCEBIOTEHOB?

4. ChopMynupyiiTe NOHATHS: TOMOJIOTHYHbIE U N0~
JIOBbIE XPOMOCOMBDI, AyTOCOMBI.

5. YKaXuTe 1paKTHYCCKOe 3Hayeye BHIABJEHHA 1o~
JI0BOTO XPOMATHHA.

6. [TepeunciinTe coBpeMeHHble METOAB KapTHPOBA-
nHs xpoMocom. TToACHHTE 3ayense KaXA0TO METOAA.

7. B uem npenMyuiecTBO N0HMeEPa3HOil uenHoi pe-
aKumu?

8. Ha3soBiTe HOBbLIe HOAXOAB! B H3YYEHHH CTPYKTYP-
HO- QYHKUHONATbHBIX CBA3CH MeXAy reHaM# B lIpo-
rpamme “[eHom yesoseka”. B yem yx npakTHyeckoe 3Ha-

yenye?
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MartepuanbHON OCHOBOI OHoaorMyec-
KOH NMpeeMCTBEHHOCTH NOKOJIEHUH Y Yeno-
BeKa SIBJSETCS MIPOLIECC OIUIOAOTBOPEHHS:
CJIMSIHKE TaMeT — SIALIEKIeTKH 1 CliepMa-
To30MAa — C 06pasoBaHueM 3HUrOThI. Kak-
llast U3 raMeT NPUHOCHT PaBHOE KOMHYECT-
BO xpoMocoM. Ecsin yucsio xpomMocom B ra-
meTe 06031a4YuTh OYKBOH N (ranJonaHbIR
Habop), TO YHCIO0 XPOMOCOM B 3HroTe 6y-
et paBHO 2n (muiionisiit Habop). O6-
Pa30BaBLUASCA 3WUTOTa MIIOrOKPaTHO Ae-
JIUTCS MHUTO30M M JA€T Ha4YaJlo HOBOMY Op-
raHusMy. B pesyaerate KaXaoro MUTOTH-
YEeCKOTO AeJIeHHs U3 OJHOM KAeTKd obpa-
3yloTcs ase goyepHue. Yuc/io XxpoMocoM B
HUX MAEHTHYHO KX YHUCTY B POAMTEILCKOM
KJIeTKe, paBlIO KaK ¥ KayeCTBEHHbIIl Habop
reHeTH4eckoro marepuana. O6pasoBaHue
raMeT y YeJIOREKA, KaK U Y IPYTUX MHOI'O-
KJIETOYHBIX 3yKaDHOTHYECKHX OpraHu3-
MOB, CBSI3aHO C MEHOTHYECKUM Ae/IEHHEM.
B peayJisrare 3T0r0 A€/IeHUS KOJIMYECTBO
XPOMOCOM B TIOJIOBBIX KJIETKAX yMeHblua-
eTcsl B 2 pa3a M CTAaHOBHUTCS TallJIOUAHBIM
(n). PaBHbl€e 110 YHCLYy XpOMOCOM, 06pa3o-
BaBIIMeCS TaMeThl OTJIMYAIOTCA APYLC OT
Apyra Mo KayeCTBY FE€HETMYECKOTrO Mare-
puasa B pesyJbTaTte JIBYX BUAOB I'eHeTHYe-
CKO PeKOMOUHAUMM: 11E3aBUCHMOTO Pac-
fpe/iefieHHs1 TOMOJIOTHYIBIX XPOMOCOM K
MOJIOCaM JejeHus 1 obMeHa y4yacTKamu
MEXJ/Ly TOMOJIOTMYHBIMH XPOMOCOMaMH B
TpolLecce KPOCCHHIOBEpa.

PaccMOTpUM MpOLECCHI, JIEXAIHe B
OCHOBC liepefay reHeTHYecKoro Mare-
puana, ¢ yyetoM OcobeHHOCTe UX Tpo-
TeKaHMs Y YeJIoBeKa.

MuTto03. KnetoyHblit LUKn
O6menpu3naﬂo, 4YTO MUTO3 — 3TO Ca-
Mblii APEBHHIt C110CO0 KIETOYHOTO pa3-

MHOMeHUs, a BCe OCTajbHble GopMBI Ae-
JieHHs1 BOSHUKJIH B IIPOIECCE HBOMOLIUH
KakK ero pel'yJsiiMOHHbIE UK [1aTONOTH -
yeckue u3MeHeHusi. B ocHoBe 3Toro
B3r/AsAa JEXKUT IpeJCTaBAECHHE O MUTO-
3e KaK HalleXXHOoM criocobe pacnpenee-
HHUA HaCJeACTBEHHOTO MaTepuasia MexX-
Ny AOYEPHUMHU KJeTKaMU. XapaKTepnoii
4YepTOi MHMTO3a SABJAETCS aBTOperyJs-
LiHsA, [IPOABJIAIOWAACS B IUKAUYHOCTH
NpoOTeKaHUS COOLITUIH, CBS3aHHBIX C
MOATOTOBKOM KJAETOK K MUTO3Y H CaMHUM
MpoLeccoM AesieHusa. ITa UUKIUYHOCTD
MOCAYXHUJIA OCIIOBaHMEM [Jisl BO3HUK-
HOBEHHUSI HNOHATHA O MUTOTHYECKOM
LHKJIe,

U3ssectio, yro mensuascs Kierka, a
BMeCTe C [1ed K AP0, MOTYT HaXOAUThCs
B ABYX COCTOSIHUSX: B MUTO3€e (JesieHue)
U uHTephase (cocTosuue Mexjay AByMs
MuUTO3aMK). Bo BpeMs MuTo3a Hacaeacr-
BeHHas uHGOpMallKs, yIlakOBaHHasA B
XpOMOCOMaX, MOPOBHY pacrpeae/isiercs
MEXAy ROYepHUMHU KiaeTkamu. B uHTep-
¢ase, korga reHoM HaxoauTcs B “pabo-
yeM COCTOSIHMHU”, HaCJIeACTBCHHasi HH-
cdopmauus peanusyerca. [lpu aTom xpo-
MOCOMBI 1IEPEXOAAT B COCTOSIHME XpoMa-
THHa. Cynepcnupasii3oBaHHas C MOMO-
weio cnenuanpibix Geakos JHK, vac-
THYHO  DAaCKpy4yHBaeIcs, COXpaHss
CTPYKTYDY ABOHHOM criMpaiu.

Ha Monekynax IHK kak Ha marpu-
uax, o NpUHIKIY KOMIZIEMEHTApPHOCTH,
CHUHTE3UPYIOTCS BCE TPU THIA MOJIEKY]
PHK: undopmaunoHHas, TpaHCIOpTHast
u pubBocomnas. HoBocuHTeaupoBaHHbie
monekynbl PHK B komisiekce ¢ 6enkamu
NO3PERAIOT Y MOKUAAIOT AAPO, 110Najasa B
LUUTONNIa3My, TAE C UX y4yaCTUeM Mpouc-
XOUT culiTe3 GeKoB.
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UHnrepdasa noapaspensercs Ha Tpu
nepuona: G;, S u G,. B nepuoa G, nouep-
HHE KJETKHM BCTYMalOT fnocje Mutosa. Ko-
JMYECTBO XPOMOCOM B HHUX JHUIIOMAHOE,
Ka)XAasi XpoMoCcOMa COCTOMT Y3 OAHOH
xpoMaTHIbl. COOTBETCTBEHHO y Yel0BeKa
KOJMYECTBO ABYCMUPAIbHBIX MOJNEKy]
JAHK paBHo 46, nmo opHoil HuTeBHAHROH
MOJIEKyJie Ha XPOMOCOMY, llepelieallyio B
cocTosiune xpomatuna. O6beM Ke KIIETOK,
obuiee cogepkaHue opraHesLl, 6enkoB U
PHK Bagoe MeHblite, 4eM B UCXOAHOIT po-
IUTEABLCKOMH KyeTKe. B aTo BpeMs HauMHa-
eTcsl POCT KJIETOK 3a CYET HaKOMJeHust
KJIETOYHBIX 6elK0B, MeMOPaHHbIX CTPYK-
Typ ¥ opratesu1. [IpoaosxuTesibHOCTD ne-
puoaa G, HeMOCTOsIHHA, U, B OTIMYMe OT
ApyruX a3 KJeTOYHOIO UHMK/A, MOXET
M3MEHATLCA OT HyJEBbIX 3HAYEHHH A0
MIOTHX YacoB, (B HEKOTOPBIX CAYYaAx aa-
e MECSIEeB) B 3aBUCHMOCTH OT CDOKOB
3aMOpUO- ¥ OHTOreHe3a, OT 0COOEHHOCTEIH
TKAHU U psifia Apyrux GpakTopoB.

B S-nepuone yasausaerca JHK kax-
A0i XpOMaTUHOBOI HUTH, NPH 3TOM 06-
miee kosmyectso JJHK Bospacraer B 2 pa-
3a (puc. 4.1). B keTkax yeq0BeKa, Kak ¥ B
3YKapHOTHYECKHMX KJeTKax APYTUX opra-
Hu3MOB, pertinkauns AHK npoucxoaut
OJHOBDPEMEHHO Ha MHOXKECTBE OTHAEJIBHLIX
YYaCTKOB BJOJIb KaKIOH XPOMOCOMBI C
NOC/IEAYIOIUUM COEANHEHHEM KOHIIOB, 06-
Pa30BaBUINXCSl COCEAHMX OTpe3KoB. 3a
CYeT TOTO, 4TO PeIUTUKALIMA IPOUCXOAHUT B
COTHSIX TOYEK, COKDAWaeTCs BpeMsi, Heob-
xoauMmoe 1A yasoenusa Mmoiaexyn JHK,
JUTHHA KOTOPBIX Y YeJIOBeKa H3MePSICTCS B
cantumetpax. Ilo 1aHHBIM Pa3HBIX aBTO-
POB MPOJNOJXUTENBLHOCTE S-nepHoaa y
MJIEKONUTAOIUX BapbUPYET B Mpeacsiax
ot 7 10 9 4. Bo BpeMs U 11oc)e penauka-
I(MH CECTPUHCKHE XPOMaTHUABI MOTYT 00-
MEHMBATbCsl CEMEHTAMHU: MIET IpOLeCC
CECTPUHCKUX XPOMaTHAHBIX 06MeHOB. Tak
4T0 0€e XpOoMaTHAbl MHTOTHYECKOH Xpo-
MOCOMBI (OJepXKaT yyaCTKH APYroi Xpo-

i AHK
4c —/
2¢
G S "G -
104 Sy 4y

Puc. 4.1. UameHenne copepxanus AHK
B KNETOMHOM UuKne
2¢ — konuuecTeo AHK, cooTeercraylowee

AUNNOUAHOMY HAGOPY XPOMOCOM;
4¢ — yaBoeHHOe KonuvecTso AHK

MaTHIbl. B 3TOM MOXXHO ybeauThbes ¢ no-
MOMbIO CHELMANbHOTO OKpaliMBaHHsA
xpoMocoM (puc. 4.2).

KonnyecTBO CECTPUHCKHUX XpOMaTHl-
HbIX OOMEHOB B KJIETOYHBIX KyJbTYpax
YeJI0BEKA YaCTO MCIOMB3YIOT B KauecTBe
UHIMKATOPA MYTareHHOCTH CDENbl : YeM
6oblile MeXXpPOMaTHIHbIX 0OMEHOB, TEM
OHa BbllllE.

B peayJibraTe penaukauun obpasyior-
cs nse upenruynsie Moaekyaw JHK,
yllaKOBaHHBbIEe C [IOMOILbIO GENKOB B XpO-
MaTHHe. ITH MOJIEKYJbl OTAEJEHBI ADYT
OT APYTa, HO OCTAKTCSA COEAMHEHHBIMHU B
LIEHTPOMEDHOM paiioHe xpoMocoM. Ien-
TpoMepa pacrofiaraercs BHYTpH reTepo-
XpoMaruyeckoro paiiona, Ilpearionara-

Puc. 4.2. CeCTpuHCKMe XpOMaTUHbIE
06MeHbI 8 INUTENUANLHBIX KNETKAxX
nepesnBaemMon KNeTOMHONW NuHuM V79,
OkpalwnsaHmue reMaTtoKCUIMHOM — 303UHOM
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Puc. 4.3. PennukauuoHHas CTpykTypa mMetadasHbix XpOMOCOM, BuiISBNSeMan
nocne o6paboTku 5 — 6poMAE30KCUYPUAUHOM.
UnausnayansHas naeHtTudukaums scex xpoMocom Habopa.
Paznuume romonoru4Hbix X — XxpoMocom

AA &b
21 22

ercsl, YTO reTepoxXpoMaTiH obecrneynBaeT
ee CTabUJIbHOCTH. B paiione nextpomeps
pacronoxxeHa caressivtHaa JIHK, npexn-
CTaBleHHasA KJjacTepaMH BBLICOKOMOBTO-
PSHOIMXCS nocAeaoBarejbHOCTeH. Kpo-
Me TOrO, BHYTPH LEHTPOMEPL] HAXOAATCS
yHUKanbHble nocnepoBareasHoctn JAHK,
KOTODbIe, KaK [10J1arakoT, HecyT uHbopMa-
LMK O PACXOKAEHUM XPOMOCOM K TIPOTH-
BOMONOMHBIM 1I0JIIOCaM KJIETKH.
Hannuue MHoxecTBa ToYek Havana
perimkauuy JJHK Ha kaxaoit xpomoco-
Me Iie 03HaYaeT OAlI0BDEMEHHOTO HaYyaa
3TOrO Mnpouecca B Kaxaoi Touke. [as
PEIIMKALIMK B KJIETKaX YeJOBeKa Xapak-
TepHa aCMHXPOHHOCTb €r0 B Pa3HbIX yya-

CTKax xpoMocoM. B 1o xe Bpems nops-
JOK DEIUIMKALMK YYACTKOB KaXXAO0i Xpo-
MOCOMBI CTPOrO TOCTOSIHEH, TO3TOMY
BOCIIPOM3BEJIEHHE €0 M0CAe10BaATENbHO-
CTH CJYKMT BaXkKHeiflllell XapaKTepucTH-
KO# KK AOH XpOMOCOMBI 4eJIoBeKa.
HepBonavansuo perwtdkauuio JJHK B
XpOMaTHHE KJIETOK 4eJOBeKa U3ydanu C
HOMOUIBID MeTOoAa aBTOpaauorpaduu Ha
KJIETOYHBIX KyJbTYpax, MpeaBapHTeabHO
MeUYeHbIX pagdoakTUBHbIM ‘H-rUMuu-
HOM. BbISICHUIOCK, YTO TakuM C1oco60M
MOXHO JIETKO pa3auduth Mopdoaoruye-
CKH CXOAHble XpoMocoMbl NeNe 4 u 5, 17
4 18, a TaKXKe aKPOLIEHTPHUYECKHE XPOMO-
combl NeNe 13, 14 u 15. Meroxom aBTopa-
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auorpaduu 6110 TAKXKe MOKa3aHO, YTO B
XEHCKHUX KJIeTKaX OAHa U3 AByX X-Xpo-
MOCOM OTAMYAETCS MO3AHMM HadyajloM
peninKalMi W [O3AHUM OKOHYaHUEM
cuntesa IHK. AHanoruyHeiMH Xapakre-
PHCTHKAMHU OTIHMYAIOTCS PAOHBI reTepo-
xpomatHa B X XpPOMOCOME YeJOBeKa,
4TO [OATBEPXKAAET UAEHTHYHOCTb ITUX
cTpykTyp. Kpome Toro, Meron asTopaau-
orpaduy 1H03BONUA YJIYYLUIUTh UAEHTH-
UKaLIMI0O XPOMOCOMHBIX AHOMATUH U
MOMOT BhISIBUTb HECKOJIbKO HOBBIX CUHA-
POMOB, CBSI3aIIHbIX C NATOJOTHENR B CTPO-
€HUH XPOMOCOMBI.

Hosutit 3Tan B u3yyeHuu MocjieqoBa-
teabiocT cuntesa JIHK no gimuue xax-
IOH XpOMOCOMBI YeIoBeKa Ha4yasICs ¢ UC-
TIOJIb30BAHMEM B KAYeCTBe MpeAllieCTBeH-
HuKa culite3a J1HK ananora rumMuanna —
5-6pomae3okcuypuandHa. Braouusiume
€ro BMeCTO TUHMHAUHA YYaCTKH XPOMOCOM
OKpAIUUBAKTCA 3HAYMTENbHO chaabee,
CJIeAOBaTeNbHO, B CBETABIX YYACTKAX perl-
sukauusg JAHK maumnaercs passiie. Ta-
KHM 00pa3oM, LMTOTEHETHKH MOJTyYHIu
BO3MOXXHOCTb M3y4aTb XPOHOJOTHIO pe-
HPOAYKIMU XpOMOCOM (pHC. 4.3).

Kaxxaass XpoMocoMa COCTOHUT U3 ydacr-
KOB, PEILIMIMPOBAHHbBIX B Pa3HOE BPEMsl.
Paifonb! ¢ paHHeil ¥ no3aHeil peniuka-
1uen 4yetko depenayiworcay. B meradas-
HOH XpoMOCcoMe PacHoJIOKeHUE CBETbIX
M TEMHBIX YYaCTKOB MOXHO BHAETH C TO-
MOLLb IO CBETOBOro Mukpockona. Ctporas
crieuuPHYHOCTb KApTHHBI [O3BOASIET
YBEPEHHO UIEHTH(PHUIIUPOBATH XPOMOCO-
Mbl B HODMC, @ TAK)KE [IPH U3MEIIEHUH Ka-
PHOTHIIA B LIE/IOM, PAaBHO KaK H OTAENb-
HOM XpOMOCOMBL.

B G,-niepuosie uncno monekyn JHK —
yasoeHHoe. KosuyecTBeHHoe comepxka-
nue [IHK cooTBercTByeT TeTpamiougHo-
My (4n) 11abopy xpoMocoM. YpoBeHb CHH-
te3a PHK v 6enka nocturaer Makcumyma.
KJneTku I'OTOBSITCA K BCTYIUIEHHIO B MHU-
TO3, IO3TOMY MHaye 3Ta YaCTb KIETOYHOro

M
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Puc.4.4. CxeMa KneToMHOro umKna.

KnetouHeiit umkn skniovaet B ce6a Cobbitus:
MuToTUHeCKUiA umkn (M, Gy, S, Gp)

# cocTosiHue nponudepaTMeHOro NOKoS
(R1, R2). 2c - konuuectao HK
CoOoTBeTCTBYIOUWEe AMNNOUAHOMY HAaGopy
XPOMOCOM, 4C — yaBoeHHoe
konuvecTso AHK

I{KJ1a Ha3bIBAETCs IPEMHTOTHYECKHUM [1e-
progom. IlpogomxutensHocts G,-nepuo-
A2y MJIEKOMHUTAIOLIMX OKOJO 4 Y.

B HacTosAEee BpeMst KIETOMHBIH LUK
paccMaTpHBAIOT KaK MOCAEAOBaTeNb-
HOCTb XPOHOJOTHYECKH CBSI3aHHBIX CO-
OBITHH, POUCXOAAMX [OC/E 3aBepIiIe-
HUsL MUTO32 B HMCXOAHOI kietke (R,)
BILJIOTh [0 3aBepuIeHHs] MHTO3a B ee A0-
yepHeit k1etke (Ry) (puc. 4.4).

B navase 90-x rr. mpou3oliies ApOPLIB
B M3YYEHHUHU PETYAATOPHEIX MEXaHU3MOB
pPasMHOXENHs KJAETOK. B HOpMajbHbBIX
YCAOBUAX KOOpDAMHALMsL COOBITHIT Kie-
TOYHOTO I{HKJa 0OYC/IOBAEHA peryasmu-
el TpeX nepexoaoB: BCTYIUIEHUSA B MUTO3,
BbIXOJa U3 MUTO32 ¥ TIPOXOXKIEHHUSA Yepe3d
MYHKT orpaHu4eHus B nepuoae G,, nocne
KOTOPOro KJETKH ODHEHTHUPYIOTCA Ha
cunres JIHK, To ectb rotosatcsa Bcry-
nute B S-nepuon. Tak, wiaeHTHOUIMPO-
BaH NMPOAYKT aKTUBHOCTH TE€HA, KOTOPO-
My TPUHALTIEXHUT IEHTPAJIbHAS DOJIb B
peryjasuuu  aeneus. IJro Oenok
p34C4CL) ornmyaomuiics BbICOKOM cTe-
neHblo QUIOreHeTHYECKON KOHCEpBa-
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MeTtacdasza

Mpodaaa

Uutepdasa

Puc. 4.5. MuTo3. U3o6paxeHsl TONbKO 2 XpOMOCOMB U3 46

AHadasza

Tenodasza
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THBHOCTH B KJeTKaxX 3YKapHMOTHYeCKUX
opraHuaMoB. [loka3aHo, 4YTO ¥ KJIETKH
YeJlOBeKa COAEpXKAT MPOAYKT aKTUBHOC-
TH AAHHOTO TeHA WM OYeHb OIU3KHUIT ero
romonor. Haubonee BeposiTHO, 4YTO
(byHKuHONATbHAs POJib 3TOTO HeNKa CBs-
3aHa ¢ ¢ochopUIUPOBAHUEM THCTOHA
H,, yyacrsytowmero B ynakoske JHK B
COCTaBe XpOMaTHHA.

IIpouecc Muro3a B cOMaTHYeCKHUX
KJeTKaX yYejoBeKa HUAeT CTaHAAPTHO
(puc. 4,5). K xonuy npogasst xpomoco-
Mbl CTAHOBSATCS OTYETAMBO BHIAMMBIMM,
npuyYeM Kaxaas COCTOMT U3 JByX XpoMa-
thl. O6e cecTpUHCKHE XPOMATH/bI IIPH-
aexar QiHa k apyroit. Uenrpomepa Bo
BCCX XpOMOCOMax fNpeacTasietia Hebonb-
ol CBETNON KONbLEOOpa3HOil 30HOIA.
OHa ynepxuBaeT ABe CECTPUHCKHE XpO-
MaTHAbl BMecrte. SAphIIIKO HcYe3aer,
AfepHas ofosouka pacrafaeTcss Ha
¢pparmMeHThl. XpOMOCOMbB! DACHONATAIOT-
€A B LUTOILIA3ME LEHTPaJbHON yacTu
KJIETKH, OTTECHsIAA BCe Opranouabl K ne-
pudepuu.

Bo Bpemst memagasvi 1elITpoMepbl
BCEX XPOMOCOM pacHoJaraiTcs B 3KBa-
TOPHABION MJOCKOCTH MEXAy ABYMS
MOJI0CaMK KJIETKH. B aTo Bpemst OHM yT-
payYBalOT BUA YETKO BBIDAXKEHHOMH nepe-
TAKKU. X pOMATHAbI KAKAOH XPOMOCOMBI
HAYMHAIOT OTAENSATHCA O4Ha OT APYTrOH,
OCTaBasiCb COEANHEHHBIMH TONBKO B LIEH-
TpoMepHO# obJiacTu. B paiione xe ueHt-
pOMep ¢ 1IPOTHBONONIOKHBIX CTOPOH ITPHU-
KDENAATCS HUTH BepeTeHa JeneHHUs.
Mx xosyecTBO MOXeET AOCTHraTb He-
CKOJIbKMX JIECATKOB B PaiOHe KaK10M
LEHTPOMEPbL.

Anagasa naumitaeTcs ¢ OAHOBPEMEH-
HOTO pa3jaenieHnsi BCeX LIEHTPOMED U pac-
XOX/EHNs! CECTPHHCKHUX XPOMAaTHI KaX-
IOH XpOMOCOMbI K TPOTHBONOJIOXHBIM
foJilocam. YTpara CHHXPOHHOCTHM 3TOrO
1IpOLECCa MOKET MPUBECTH K HEITPaBUJIb-
HoMy ux pacxoxaenuo. Lentpomeps ¢

Puc.4.6. Oaso 13 nepsbix M306paxeHuin
MUTO3a 8 CNEPMATOrOHUAX Yenoaeka

MIOMOLbIO ClIEUMIbHbIX OEKOB CBA3bI-
BaIOTCA C HUTAMH BepPETEHa AeNeHUs, KO-
TOpblE U YBJEKAIOT 3a COGOM aA0YepHHUe
XpOMaTHIbl K IIPOTHBOMOIOXKIBIM [10JI10-
caM. AHadaza 3aKaHYMBaETCA C MpeKpa-
IeHHEeM ABHXEHUsS XPOMaTHA, KOTOpbIe
CTAHOBATCSL XpOMocOMaMH. Y KaXAoro
MOI0CA KAETKH AOMKHO OKa3aThCsA 1o 46
COCTOSILIMX K3 OAHON XpOMaTHibl TaKHX
XpOMOCOM.

Terogpaza cBsizaHa ¢ oOpasoBaHueM
SIEPHBIX 000I0YEK BOKPYT XpOMOCOM Ha
JIBYX TIOJIIOCAX KJIETKH M HadajoM Mepe-
X0/1a XpPOMOCOM B COCTOsIHUE XpOMaTHHA.
3aBepiuaercs Tenogas’a BOZHUKHOBCHH-
eM MepeTsKKY B LIEHTPaJIbHON 4acTH ae-
nsuleiics KJIeTKM, KOTopas 3aBepliaert
neneHue KJIETKH HaJlBoe.

CaMble paHHHME OMMCaHMA MHTO32 B
KJIeTKax yejoBeka caenanb! O.Buxusop-
tepoM B 1912 r. Ero pucysox ¢ rucrono-
THYECKOTO 11penapaTa CEMEHHHUKOB MOX-
HO YBHIETb Ha MAMOCTpaiuu (puc. 4.6).
Ha HeM u3obpaskeH MUTO3 B CriepMaToro-
HUH, H KOJIMYECTBO XpPOMOCOM OLleHHBa-
nock aBTopoM Kak 48. Tlpowo 6onee 50
JieT, npekae 4YeM MOSABUAMCH METOZB,
NO3BOMBILHE YTOYHHTD, YTO UX YHUCJIO B
KJIeTKax 4es0BeKa paBHO 46,

1A 3yKapHoT U3BECTHO, YTO MPOXOK-
JA€HUe MUTO3a MOxer OpITh 3a6A0KHUpO-
BaHO, (PU3MONOrMYECKH HAU IKCIIepH-
MEHTaJbHO, YTO NPHUBOAUT K PA3BUTHIO
HONUIAOMAHBIX KeToK. CHCTEMHAS 110-
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JAVMIJIONAKS HE XapaKTepHa s yeoBe-
ka. Tak, monumIonaHse SMOPHOHBI MO-
rubaloT Ha paHHUX CTANUAX Pa3BUTHSA, U
3TO — OAHA U3 PHYUH CIOHTAHHOTO 11pe-
pbiBaHus GepeMEHHOCTH Ha PaHHUX CPO-
KaX. B To ke Bpems HajMuMe NMOAUILIO-
WAHBIX KJIETOK B HEKOTOPBIX OpraHax ye-
JIOBeKa He siBAsieTcs naronorueif. OHu
BCTPEYAIOTCS B CEpAEYHOI MBILIIE, 0CO-
6eHHO B NpeACEepAHAX, B EYEHHU U psije
xene3. [Ipu 3TOM KJI€TKU MOTYT OBITH O
HOSLIEPHBIMH M ABYSA/IEPHBIMH, a YPOBEHD
MX MOJHUIINIONIMM HEBBICOK: OOBIYHO B
npeaenax 4 — 8n.

Meifo3

Meit03 — 310 0COOBII THI KIETOYHOTO
HNENEHUsA, BOSHHKIIUHN C NMOABJEHHEM TO-
JIOBOTO Pa3MHOXKeHHs, DU KOTOPOM fBa
poauTensl — OTell M MaTh — AAIOT Ha4yajo
HOBOMY opranuamy. B nponecce onnono-
TBOPEHHMs CAUBAIOTCA raIUIOWARBIE sApa
MOJIOBLIX KJIETOK POAUTENel, 4TO BABOE
yBETUYUBAET KOJUYECTBO XPOMOCOM B
aurote. CaegoBaresibHO, Tipu 00pasoBa-
HHH TTOJIOBBIX IJIETOK AODKHO B B2 pa3a
YMEHBIIATHCA KOMMYECTBO XPOMOCOM, HO
TaKUM 06pa3oM, YTOOB! COBOKYITHOCTb re-
HETHYeCKOro MaTepuasa obecrieduBasa
NpPeeMCTBEHHOCTb MOKOJEHUH. 3aKOHO-
MepHoe yepefoBanue permaukauuu JHK
(a COOTBETCTBEHHO W XPOMOCOM), MUTO-
30B ¥ Meli030B ofecrieddBaeT CoXpaHe-
HHe BuAOCHeUu(pUYECKOTO KAPHOTHUIIA
KaK B MHAMBW/IYJIbHOM Pa3BUTHM — OH-
TOTreHe3e, TaK U B Yepele MOKONeHHH op-
raHU3MOB.

IIpy Mmeitose u3 oaHol ANNAOMAHON
KJ1eTKH 06pa3yeTcs 4 ramiounaHbix. Kpo-
Me TOro, B XO/€¢ 3TOro AeJeHKs IIPOUCXO-
AWT [Ba BHJA NepErpynMnUpOBKY reHeTH-
4eCKOTO MaTepHuajia XpOMOCOM, T.e. ABa
BMIa reHetudeckoit pexomOuuauum: 1)
HEe3aBHCHMOE DpacrpelesieHue roMoJo-
THYHBIX XPOMOCOM K NOJIOCaM AeJIeHUS;
2) KpoccuHroBep — OOMeH y4acTkaMu

MEXIY TOMOJOTMYHBIMH XPOMOCOMaMH.
OTH Npoueccs 0becneYnBalT MKUPOYai-
wWHH CHEeKTP HACJeJCTBEHHON M3MeHYH-
BOCTH Y FeHETHYECKYIO HeIOBTOPUMOCTb
HMHAMBHU/IOB Aa)Xe Cpell IIOTOMKOB OHOIH
11apbl pOAUTENEH.

Wsyuenne Meito3a y 4enoBeKa CBA3aHO
C ONpeAeseHHHIMH METOJUYECKUMU
TPYAHOCTAMH M3-332 HEZOCTYITHOCTH 3KC-
NepUMEHTIBHOrO Matepuana. OObIYHO
Meif03 M3y4aloT, KyJABTHUBUDYA in vilro
AUYHUKKA 3IMODHMOHA KEHCKOro Mojia
CTapiie Tpex MecslEeB U3 MaTepuana
abopra. Kpome TOro, ucnonp3yior mare-
puas GHONCHH CEMEHHUKOB U IMYHUKOB,
NONYYeHHBI MpU XUPYpPruyeckoM BMe-
HIATEILCTBE 10 MEAUIIMHCKHUM MOKa3aHU-
sIM, 2 TaK)Ke TPYNHbIH MaTepHalL

MeifioTuyeckoe aesneHue y yenoBeKa
He UMeeT KOPeHHbIX OTANYMI OT Meiio3a
IpYyrux aykapuor. EcTb, oaHako, HEKOTO-
pas cneuuduka NpoTeKaHUs MeHo3a B
XOA€e criepMaTOreHe3a ¥ OOreHesa y JHLl
MYCKOI0 ¥ JK€HCKOro Ioja. 31a cremu-
dbuka 3aTparMBaeT HI0AHChl NpoOLEcca,
Kacawomuecst Hospliell 4acTbi0 BPEMEH-
HBIX XapaKTEepPUCTHK M TOHkKocTeil aud-
dbepeHuupoBKH. Mbl paccMoTpUM 1Ipo-
LecChl CliepMaToOreHe3a ¥ OOreHesa mnos-
xe. CHayaia BCMOMHUM XapakTepHble
3Talbl Meito3a.

Meiio3 cocToMT M3 ABYX AeJEHHH,
CAeAYIOIKX APYT 32 APYroM, MEXIy KO-
TOPBIMH, YTO Ba3KHO, HE IPOUCXOAUT YA-
Boenue [IHK, a ciaegosatensHo, U Xpo-
mocoMm. Ilepen meitozoM o6s3aTenbHO
npoxoaut uHTepdasa, B S-nepuone Ko-
topoit IHK penauumpyercs. Caenosa-
TeJbHO, B npodase I MerdoTuyeckoro ae-
JIEHUs1 HUTEBUAHbIE XPOMOCOMbBI COCTOAT
U3 AByX xpoMmatua. Kaxxaoe u3 asyx ne-
JIeHH#1 Meii03a COCTOMT M3 Ipo-, Mera-,
aHa- ¥ teaodassl ¢ uHaekcamu I wim 11
(puc. 4.7).

IlepBoe MelioTHYECKOE eieHHe IpoTe-
KaeT 3HAaYMTeNbHO AOJIblLE, YEM BTOPOE.
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Puc. 4.7. Craauu Meiio3a. MNosegeHue XpoMocoM. OTUOBCKUE XPOMOCOMBI
OKpalweHbl B YEPHbIA LUBET, MaTePUHCKUE — B 6enbii
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Puc. 4.8. CUHaNTOHEeMHbI? KOMMNEKC
crnepmMarouuTa Yenoseka.

K — ueHTpoMepa. CTpenku ykasbiaroT Ha
NNOTHBLIE YHACTKU. BepXHRA U HUXHAS BPE3-
Ku: napannensHblie 0CU CUHANTOHEMHOro
xoMnnekca. Uarmbus MoryT CooTBeTCTBO-
Barbh MecTam pekoMbuHauum J

Camoit anutesnbHON (pa3oi nepsoro Mei-
OTHYCCKOro AeNeHUs SBAseTCA Npodasa,
TaK KaK MMEHHO B Hell ITPONCXOIAT TaKHe
CJIOXHbI€ TIpOLecCHl Kak 00pasoBaHe O1-
BAJIEHTOB U3 TOMOJIOIMYHBIX XPOMOCOM H
KPOCCUHIOBep. ¥Y XeHUuUH rnpodasa Mei-
o3a | akTHBHO TpoTekaeT B TeueHME He-
CKOJTIbKHX MeCAlEeB B TiePHOJ BHYTPUYT-
pO6GHOTO pa3BHTHA, a MOJHOCTbIO 3aBep-
NIAeTCA K MOMEHTY OBYJISIIHH B NI0JI0BO3-
pesioM Bo3pacTe. [{IHTe1bHOCTb 3TOrO Me-
PHOJA Y XEHIINH 00BACHSETCS TaKXKe O~
HOBpPEMEHHBIM MPOTEKaHHEM IIpoliecca
g depeHIMPOBKH U CO3peBaHHs UNTO-
nasMpi Gyayuieil siunesaeTky. Y Myx-
YMH JAUTENBHOCTS ITpodasbl Meitosa | co-
crapasier 20 — 25 cyTOK.

IIpogasa mMettosa | noapasgensercs Ha
5 noadas: srenToTeHa, 3UrOTEHa, NIaXUTe-
Ha, AWIJIOTeHAa U AMaKHHe3.

Jlenmomena — cTajusl TOHKHX HHUTEH.
Slnpa knetok, BCTynaolmMx B Meiio3, 3Ha-
4YHTEJBHO KpYIIHee ApyruX. B atux anpax
BMECTO XPOMaTHHa BBISBJIAIOTCA CTOJb
TOHKHE W JJIMHHBIE IIHTEBHUALIBIE XPOMO-
COMBI, YTO HMX TPYAHO IPOCJIEIUTb TO
Bcel ayinHe. J{1st JIETTOTEHBI XapaKTepHO
TakKXe IMOSIBIEHHE 11a TOHKMX XpOMOCO-

Max 0cOOBIX CTPYKTYD, HallOMHHAIOLIMX
6ycHHbL. ITO XpOMOMEPHI — Y4acTku 60-
Jiee CWIbHO KOHAEHCHPOBaHHOTO XpoMa-
THHa. Yncio, pa3Mep u pacroioxeHmne
XpoMoMep creUHpHYHbI IS KaK/0i
xpomocomsl. IlosiBicline XpoMOMepHBIX
CTPYKTYp OTpakaeT MOCTENeHHBIN [po-
LIECC KOHAEHCAlIMM XPOMOCOM M3 XpoMa-
THHa. Kaxpas xpoMocoma cOCTOMT u3
IBYX CECTPMHCKHX XPDOMaTHIl, HO MX Oa-
JIEKO He BCerga yJaeTcs pasjM4yMTh 101
CBCTOBBIM MHKDPOCKOIIOM, HACTOJbKO
6JIM3KO0 OHM MPHJIETAIOT APYT K APYTY.

Suzomena — CTagusl CIAUBAOIUXCA
HuTelr. Ha 3Toil cTamum roMojiormuHble
XPOMOCOMBI HaXOAAT APYT Apyra M CJIH-
BalOTCA (KOHBIOTHPYIOT) ¢ o6pa3oBaHu-
eM OuBaseHTa. 46 XpOMOCOM YesoBeka
KOHBIOTHPYIOT B 23 ntapbl FTOMOJIOTHYHBIX
XPOMOCOM, CJIE/IOBATENILHO, KOJIHYECTBO
6GHBaNEHTOB paBHO 23 M COOTBETCTBYCT
ranjoHIHOMY XpPOMOCOMHOMY HaGopy.

BusaneHT — 3710 cTabnabHas CTPYKTY-
pa M3 JIBYX TOMOJIOTHYHBIX XPOMOCOM H,
COOTBeTCTBeHHO, M3 4 xpomarua. Cra-
OGWIBHOCTb 3TOM CTPYKTYDbI MOLAEPHKH-
BalOT clieunnyeckne OeJKH CHHAMNTO-
HeMHOro KoMIutekca (puc. 4.8). O6bean-
HEeHHe TOMOJIOTOB 4HalllC BCEro HayHHaeT-
¢ Ha KOHLIaX XpOMOCOM — B TEJIOMepax, a
TaK)Xe B LleHTpOMepHbIX paitoHax. Iloan-
Hee BHYTpH OMBaJleHTa M0 LIMHE COCIOH-
HAWUXCA XpoMOcoM GOPMHPYIOTCS
cbmxaiomme nx 6eaKoBbIe TXXKH CHHAI-
TOHEMHOTO KOMILJIEKCa.

B HacToslLiee BpeMs BbLSIBAEHA ClleLH-
(PHYHOCTL XPOMOMEPHOIO CTPOEHMA WH-
AMBHIyaJibHbIX OMBAJIEHTOB 4eJIOBCKa B
MYXKCKOM H XEHCKOM Meio3e, T.e. TI0 PH-
CYHKY XpOMOMep MOXHO OINpCIeNHTD, Ka-
Kasi rmapa XpOMocoM obpasyeT TOT WK
MHOI GMBAJIEHT, JaXXe eCJIH 110 pa3Mepy M
ob1eit Mopdonorny GUBAIEHTE! OIMHAKO-
Bbl. KoHbioraums roMosIorMyHbIX XpoMo-
coM ¢ obpa3oBaHueM OuBaneHToB 0bs3a-
TesbHA JUIA BCEX XPOMOCOM YeJIOBEKa,
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BKJIIOYask KOPOTKHE U TOJIOBBIE XPOMOCO-
MBI, I3BeCTHO, YTO KOHBIOraUMs IPOUCXO-
IAWT HE TOJbKO MEXIY MOJOBLIMH XPOMO-
comMamu X n X, Ho Takxke Mexay X u Y
XPOMOCOMaMH, 11€CMOTPSI Ha 3HaYHMTelNlb-
HOe MPEeBOCXOACTBO B pazMepax X-XpoMo-
COMBI.

B mpoilecce cnepMaTorenesa o6paso-
BaHue 1OJ0BOro GuBajieHTa M3 X u Y
XpOMOCOM HauMHAeTCsl paHbLIE APYIHX.
IIpn 3ToM KOIBIOTHpYIOT MeXAy coboi
4acTb KOPOTKOrO mie4ya X- M KOPOTKOE
yeyo Y-xpomocoM (puc. 4.9). Ikcnepu-
menTpl no rubpuansanuu AHK nokasa-
JIM, YTO 3TH PaiiOHbi TOMOJIOTHYHBI MeX-
Ay coboii. Heromosiornynpie yyactkn X
1 Y XpOMOCOM OCTAiOTCSi CBOOO/(HBIMH.

3uroteHa 3akaHuymBaeTcs o6pa3oBa-
HueM 23 6uBaieHTOB.

llaxumena — cTagns NPOXOXIAEHHSA
KpoccHHIosepa. B nmaxureHe xpoMocombl
BBISIBASIOTCS B BHIE TOJCTHIX HUTEH, I10-
CKOJILKY OHM Tipe/icTaBicHbl OGuBajeiTa-
M. IMenHO B GMBaIeHTaX M IIPOMCXOMUT
KPOCCHHTOBeD: B3auMHbIFi oOMen wicH-
THYHBIMH Y4YacTKaMH IO JJiMHe TOMOJIO-
THYHbIX XpoMocoM. [eHeTnyeckum ciien-
CTBHEM KPOCCHHIOBEPA ABJSETCS DEKOM-
OHHaUyMs CUENJIEHHbIX IeHOoB, YTo obeclie-
YHBaeT LUMPOKYIO TEHETHYECKYIO HM3MeEH-
4YuBOCTL raMeT. MopQogoruuecks sToT
lIpoleCC B IIAXUTEHE YJIOBUTDb Heb3s. 1is
YMO3PUTEJILHOTO BOCIIPHSITIA OH U300pa-
eH Ha cxeme (puc. 4.10). Hpouecc obme-
Ha yvyacTkamu Mexay JAHK Hecectpen-
CKHX XPOMATHA B OHMBaJIeHTaX MOXHO
UpeacTaBuTh cienyiownm obpasom. Ilo
JJIHHE XPOMOCOMBI PazOpOCaHsl 30HBI [10-
BTODSAIOIUNXCA  MOC/AeN0BaTeNbHOCTEH
AHK. C nomoisio ¢epMeHTOB-PECTPHK-
Ta3 LEJOCTIIOCTh MX MOXET JIETKO Hapy-
HIATbCH, (IPM ITOM OJ(HOHHUTEBbIE YYACTKH
mosnexkyn JTHK coceaHux HececTpHHCKUX
XPOMATHI MOTYT 06pa30BbIBaTh KOPOTKHE
ABYHHuTeBble ruOpnabl. [pyrue, penapu-
pyioue (epMeHTBl CIIOCOOHBI BOCCTa-

| XpOMOCOM X UY B paHHEM MeM03e Yenosexa

Puc. 4.9. Cnapusanune KOPoOTKUX niey

HaBJINBaTh UEJTOCTHOCTh MOBPEXIAEHHBIX
y4acTkoB. TakuM 06pa3oM, KpOCCHHIO-
BEep — 3TO MpPOUECC, MPOUCXOALIHH €O
CJIOXKHBIMM NPOCTPAHCTBEHHBIMH H3MeHe-
HHMSIMH CYTIEPCIIHPaTU30BaHHbIX YYACTKOB
Mosiekya THK HececTpeHCKHX XpoMaTHLR
C MCITONBb30BaHHEM LIEJIOTO KOMILIEKCA
(hepMCHTOB, BO3MOXHO, 06beINHEHHBIX B
CNeUNATH3HPOBAHHYIO CTPYKTYPY.
Kpoccunrosep 06s13aTe1bHO MPOKHCXO-
INUT B KaxkaoM 6usasiente. He mckmoueHo,
4YTO OTCYTCTBHMC KPOCCHHIOBepa B KaKOM-
TO 13 GHBAJICHTOB MOXeT OBITh (PAKTOPOM,
NPEKPAILAIOIIHIM TeUCHKE Melio3a.
Iloaxe, B ciaenywoliei cTaanH, KOrAa
rOMOJIOTHYHbIE XPOMOCOMbI B GUBaseH-
TaX HaYMHAIOT PacXOAUTHCS, BbisIBJIKIOT-
¢s1 MECTa, Ie MPOUCXOIHII ITPOIIECC KPoC-
cunronepa. B Hux romMosornuHbIe XpOMO-
COMBI BO BpeMSsI pa3pylueHHst GHBJIEHTOB
COCAMHCHBI Joabline Bcero. Ilockonbky
MOp(}OJOrHYeCKH OHH HAlIOMUHAIOT rpe-
yeckylo 6ykBy “X”, HX Ha3bIBalOT XHa3-
MamHu (puc. 4.10). B 30He XxHa3M BHAHO,
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Puc. 4.10. Cxema xpoccuHrosepa.

a — NapHble FOMONOMU, NEXALME OTARLHO;
6 - UX CNIUPANU3aUNA B NAXUTEHE;

8 — pacrnonoXeHue xpoMaTig, B AUNNOTEHE,
r — AUAKUHE3.

CTpenkv ykasbiBaioT Ha MECTa KPOCCUHIO-
sepa

2
4

Puc. 4.11. PacxoxaeHve xpoMocoM
B NepPBOM AeNeHUU Meio3a (a) v BO BTOPOM
AeNeHuu Meiio3a (6). 1 ~ MUKpPOTPY6OUKY,

2 - xnasma, 3 - CeCTPUHCKUE XPOMaTHAL ‘

4YTO B TNeEPEKPECT BOBJEKAIOTCH TOJbKO
XpOMaTHAb! M3 YeTHPEX: MO OXHOH OT
K2XKJOro roMoJIora.

Hunaiomena — cragusi ZBOMHBIX HH-
teit. Ha 310 cTaamm CHHanTOHEMHBIH
KOMILJIEKC pa3pyLIaeTcs, ¥ TOMOJIOTH OT-
TaNKNBAIOTCH IPYT OT ApPYyra, oCTaBasiCh
COeIHHEHHBIMH TOJIBKO B paiioHe XxHa3M,
TAe MOo-TIpeXHEMY COXPaHSeTcsi CTPyk-
Typa cHHanToHeMHoro kommiekca. ITo-
CKOJMBKY KaXK[Ias# Xua3Ma COOTBETCTBYET
OLHOMY COOBITHIO KPOCCHHIOBEPa, B KO-
TOPOM YHYaCTBYIOT [ABE HECeCTpEHCKHe
XPOMaTHABL, TO IO KOJHYECTBY XHasM
MOXHO CYAUTh 06 MHTEHCHBHOCTH IIPO-
uecca kpoccutrosepa. ITo nanHpIM paB-
HbIX aBTOPOB, oflee YHUCIO XHa3M Ha
XPOMOCOMHBI Habop YesnoBeka koseb-
nercs ot 35 #o 66. HekoTopbie 6uBaneH-
ThI MOTYT COAEpX*aTb HeckoJbko (10 5-
6) xnasm. B cpeaHem Ha OuBaJeHT MX
NPHUXOANUTCS OKOJIO ABYX. AHaJIH3 reHe-
THYECKOTO CLEIIeHUs MOoKasal, YTO
KPOCCHHIOBED Yy JXeHIWMH MPOMCXOANT

yaiie, 4eM y MYyX4UH, CJIe]0BaTelIbHO, U
XHa3M y XKEeHILHH JOXKHO ObITh GobLIIE.
Huarxunes — cragus, 3aBeplIalONas
npodazy Mmeitosa I. OHa sBasercs nepe-
XonHoM k meTadase. Uncio xuasm B Hel
yMeHbllaeTcss, GHBaIEHTh yKOpayuBa-
I0TCS, pa3pylIaeTcsi AAPO, HauuHaeT pop-
MHPOBaThCA BEPETEHO AEJICHNS.

B memadghaze 1 6GupanenTsl pacrosara-
IOTCSI B 3KBaTOPHaJlbHOH IIOCKOCTH, B
uuronaasme. LlenTpomepsl xpomMocoM
niexaT Ha 3KBaTope, K HUM IPHKpPeIUIeHby
HUTH BepeTeHa Aenetinsd. YHciIo BHICTPO-
MBLIKXCS OMBANETOB COOTBETCTBYET rall-
JIOWAHOMY Habopy XPOMOCOM M Y 4esI0Be-
Ka paBHO 23.

B anagpase 1 mpoucxoaut pacxoxue-
HHe TOMOJIOTMYHBIX XPOMOCOM K NPOTH-
BOTIOJIOXKHAIM ToJocaM KneTkn. Kaxnas
XpOMOCOMa COCTOMT M3 ABYX CCCTPHH-
ckux xpoMaTHA (puc. 4.11, a).

Teroghasa 1. B atoit dpase npoucxoaur
obpa3oBaHHe IBYX A0YEPHMX Alep Kax-
JIO€ M3 KOTOPBIX COAEPXUT TarJOHIHOe
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Puc. 4.12. Cxema CayqaHoro pacnpeaeneHns roMonorMyHbix XpoMocoM 8 aHadase
nepsoro MenoTu4eckoro aeneHus. O603HA4YCHUA B TEKCTE
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4KHCA0 xpoMocoM, pasuoc 23, Kaxgas
XPOMOCOMAa COCTOMT M3 [ABYX CECTPHMH-
CKHX XpOMaTHI.

IIpomexyTok Mexay AByMs MOCIERy-
IOLUMH JeJIeHHSIMH Meli03a O4eHb HeBe-
auk. lloytm cpasy HauymHaeTcsi BTOpoe
MeHornueckoe aeneHne. OHO Haer Mo
cxeMe MHTO3a: 23 XpPOMOCOMBI, COCTOSI-
1€ U3 [ApHBIX CECTPHHCKHX XPOMaTHI,
CBSI3aHHbIX B LLEHTPOMEPHBIX YYaCTKaX, B
KaKIOM M3 /IBYX OOpPa30BaHHBIX fnep
npoxoasT npogasy n Meradasy. B aHa-
dase onv pasbeAHHSIOTCA M PacXOAATCA
K IPOTHBOIIOJOXHBIM MosiocaM (pHC.
4.11,6), B pesysabrate yero oGpasyercs
dJeTbipe ramionAHbix sapa (puc. 4.7),

Pa3IMYaIOIMXCA 110 KayecTBY reHeTnye-
CKoi MHpOPMAUHH.

PekoMOMHaUMs reHeTHYeCKoro Mare-
puaJsia B MeH03€ OCYLIECTBJIAETCS He ToMb-
KO 3a cyeT KpoccuHroBepa. B aHadaze nep-
BOr0 MeHOTHYECKOTO JeNeHUS TPOUCXO-
JUT CJIY4aHHOE [0 OTHOLIEHHIO K ITOJIIOCaM
KJIETKH paclripefejeHine TOMOJOIMYHBIX
XPOMOCOM H3 KaXJIOro OHBajieHTa, 4YTO
NPHBOAUT K BO3HMKHOBCHHIO OOJIBLIOTO
ypcaa KOMOMHALUMIA OTI(OBCKMX M Marte-
PHHCKHX XPOMOCOM B ramerax. PaccMor-
PHM 9TOT Mporecc noapodHee, MpoaHAIN-
3UpOBaB paclpefesieHHe NepBOH U BTOPOH
Tapbl FOMOJIOTHYHBIX XPOMOCOM B aHada-
3e 1. aBecTHo, 4TO B KaX0# Mape romo-
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JIOTHUYHBIX XPOMOCOM 3HTOTHI OJHa XPOMO-
COMa IIPHXOAMT U3 FaMeThl OTIIa, Apyras —
13 ramerbi Matep. OGO3HaUNM 3aIIaBHbI-
My OyKBaMM XpOMOCOMBI OTUA, @ POMHC-
HbIMH — XPOMOCOMBI MaTepu (pHc. 4.12,
a). A M a — nepsas napa xpomocom, Bub —
Bropas napa. B npo¢asze I obpasyiorcs 6u-
BaleHThl. B Metadasze | oHM BbIcTpauBa-
10TCS1 B 9KBATOPUAIbHOI MTOCKOCTH (PHC.
4.12, 6). B aHadaze I roMosioruyHsie xpo-
MOCOMBI DacXoAATCs K IPOTMBONOJIOX-
HBIM [I0JIIOCaM: K OJTHOMY MOJIIOCY HOHAYT
xpoMocoMsl A 1 B, To ecTh oTLIOBCKHE, a K
ApyroMy a u b, To eCTb MaTepHHCKHE (pHC.
4.12, B). Ho y aToro co6biTHst MOXeET 6bITh
M JpYroil HMCXof, KOraa pacitOOXKCHHUE
XpomocoM B MeTada3e Ha 3KBaTope 6yaer
apyrumM (puc. 4.12, r). Toraa x onHoMmy 110-
JIIOCY MOHMAYT xpomocombt A 1 b, a k apy-
romy — a u B, To ecTb coyeTaHue xpomo-
COM Ha nojocax Gyaer: oqHa OTLOBCKas,
ofHa MaTepuHckas (puc. 4.12, n). Hann-
Ype [BYX Map FOMOJIOTHYHBIX XPOMOCOM
obecrieynBaeT, Kak Mbl BHIHM, obpa3oBba-
lH€e YeThbIDEX THIIOB raMeT, KayeCTBEHHO
OTAWYAIOUIMXCA APYT OT APYTa COYETAHH-
€M OTUOBCKHX ¥ MaTEDHHCKUX XPOMOCOM.
Y yesnoBeka 23 rapbl XpOMOCOM, H Pa3HO-
obpasue ramer oleHHBaeTca kak 2%, yto
npuMepHo pasHo 10 MMJJIMOHAM BapHaH-
TOB COYETAHHH OTIIOBCKHX M MAaTEPHHCKUX
xpomocoM. IIpy OIJIOZOTBOpEHHH IpaK-
THYECKHM PABHOBEPOSITHA BCTPEYaA JIIOOOTO
M3 CIIEPMaTO30KA0B C SHUEKIEeTKOH. DTO
YBEJIMYMBAET YUCJIO BO3MOXHBIX MEHOTH-
noB sietelt 10 2% x 2%. YacToTa reneTnyec-
KO pexOMOHHAIMK B DE3YJIbTaTe lie3aBu-
CHMOr'0 pacIpeiesieHis Pa3HbIX 1ap roMo-
JIOrOB BbILiIE, YEM YACTOTa PEKOMOMHALINK
B pe3yJIkTaTe KPOCCHHIOBEpA.

Fametorenes
I‘a.\aeToreHeaoM Ha3bIBaeTCHA NpPoIECC
06pa30BaHMA 3PEbIX NOJOBBIX KJIETOK-
raMerT. My)KCKHX - Cl’IepMaTOBOHJIOB
(cmiepMaToreHes) ¥ JKeHCKNX — sifiuexe-

Tok (voreHes). [aMeTorenes NPONCXOANT
B IOJIOBBIX >Kesezax (roHagax). /Iumio-
WAHbIE KJEeTKH 3a4aTKOBOIO 3SIHTEJNHs
MYXKCKHX M KEHCKMX TOlaJl MHOroKpar-
HO- JICAATCS MHTO30M, YTO INPHBOAMT K
3HAYUTEIHHOMY YBEIHYEHUIO MX KOJH-
YecTBa, — 3TO ¢a3a pa3MHOXKeHHs. 3a-
YaTKOBBIE KJIETKH, ACASILNECS MHUTO30M,
Ha3bIBAIOTCS FOHHUAMU: MY>KCKHe — cIiep-
MaTOTOHHAMM, KEeHCKHe — OOTOHMAMM.
HanioMHnM, 4TO OHH HMMEIOT AMILUIOWA-
b Habop xpomocom. (Daza pasmHOKe-
HMS cMeHseTcs ¢asoit pocta. Ee 06a3a-
TC/BHO MNPOXOAMT Kaxawii ronud. Bo
BpeMs ¢a3spl pocra rOHHHM yBEJIWYHUBAIOT-
csi B ob6beMe,a TakkKe OCYIHECTRISIOT Oli-
penesiedHbie 3Tanbl AMGdEpeHUHPOBKH,
CBsi3aHHbleé C U3MEHCHHEM CTPYKTYpbI
UMTON/Ia3Mbl M sapa. JnddepeHunpos-
Ka cIIepMaTOrOHHWEB H OOTOHMEB MACT
pa3jnuHpIMHM NyTsAMH. B Teyenune ¢asnl
pocTa obsi3aTenbHO HMeeTCs S-nepuox, B
KOTOPOM Y/IBaUBAIOTCSL BCC MOJIEKYJIBI
AHK. B pesyasrare kaxaast XxpoMocoma,
HaXoJSILAACE B COCTOSIHHHM XPOMAaTHHa,
1o 3asepuieHuI0 S-nepuoaa 6yaer cocTo-
ATb W3 JIByX XpOMaTH], COEIMHEeHHBIX
Mexay coboit uentpomepoit. Pasa pocra
3aKaHYMBaeTCs, KOraa roHMH npeobpasy-
IOTCS B KaueCcTBEIIHO HOBble KJETKH:
CIepMaTOLMTHI WJIM ooUMThI 1 nopsaika,
TOTOBbIE BCTYITUTD B Meio3. Havano meit-
032 OTKPHIBAET HOBYIO a3y raMeToreHe-
3a — ¢a3y cospeBanns. Bo Bpems dasbi
CO3pEBaHUS IIPOHCXOASAT 11epBOe M BTO-
poe nesiennst Meiosa. V3 ogHoi aunno-
MIHOH KJeTkH olOpasyercsi 4 ramona-
Hble, OTJIHYaoluHecss ApYr OT Apyra Io
KayecTBY reHeTHYecKod HHdOpMaLHH.
IlomuMo Meito3a, B dase co3peBaHHs
npoxcxoanT anddepeHIINpoBKa ramnio-
WIHBIX KJICTOK ¥ HOpMHPOBAHHE 3DEIIbIX
raMer.

[lonoBas auddepeHunposka y 3amM6-
PHMOHa YejIoBeKa HAYHHAETCH O4YCHb PaHO,
B BO3paACTe 5 He/lesdb, KOraa dMOPHOH
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]
|
| Puc. 4.13. Cxema atanos gaudPepeHumnposkn, HaBNOAAEMbIX B CEMEHHbIX KaHANbLLAX.
1 — cnepmaTuabl Ha Pa3Hbix 3Tanax aupPepeHUUPoBKY; 2 — CNepPMaToLMTLI BTOPOro Nopsaka
8 nHTepdase; 3 — cnepMaTouuThl NEPBOro NOPAAKA 8 NAXUTEHE; 4 — CNEPMATOTOHW;
5 - knetka Cepronu

nmeeT pa3mep 2-3 cM. B 310 Bpems 3a-
KJIa/IbIBAIOTCA 3aYaTKHU MOJOBBIX Opra-
HOB. Pa3BuTye SHYHUKOB Y XCHIIMH H Y
MY>X4YHH OCHOBAaHO Ha MUTOTHYCCKOM Je-
JIEeHHH KJIeTOK u augdepeHunpoBKe
mopdonorndeckux crpykryp. Hawauo
anddepeHIHPOBKH 0JI0BOI CHCTEMbI Y
NATHHEIEbHOTO IMOpHOHA CBSI3aHO C
MUTPaLHUCH KJIETOK U3 XEJNTOYHOTO MeIll-
Ka B AMYHHKHM Y [EBOYEK M B SAUYKM Y
ManbuyukoB. MMenno Murpupyromue
KJIETKHM AI0T Hayaso rouusM. Takum 06-
pasoM, nepnas da3za — dasa pasMHoKe-
HMS — HaulHaeTcs y 3MOpHOHa yes10Bexa
Ha 11aToii negene passutHs. Cricpmarore-
HE3 U O0T'eHE3 y YesIoBeKa MAYT [10-pas-
HOMY. PaccMOTpuM 3TH BHbI ramerorec-
He3a B OTAEJIbHOCTH,

Cnepmartorexes
Cnepmarorenes [POMCXOAMT B M3BH-
THIX ceMeHIibIX KaHablax suyka. OTTy-
Ja NPOAYKTHl CIIEpMaTOreHe3a MoCTyMa-
I0T B CEMSIBbIBOZS LLIMIA [TPOTOK, H Aajiee —
B CeMAU3BepraTebHbIi KaHal.

JNuTeIHH 3pesIoro CeMeHHOTO KaHalb-
I[a COCTOMT NPUMEPHO M3 6 C/I0EB KAETOK
(puc. 4.13). Cambpiil HapyxHbiid caon —
KJIETKM 3a4aTKOBOTO 3NMTENHSE, KOTOPbIC
aenatcs MutozoM. OOpa3oBaBLIHECS B pe-
3yJIBTaTe 3TOIO JIEJIEHUS KJICTKH TepeMe-
LIQIOTCH BIEYTPb KaHasiblia, obpasys BTO-
poii cioil. B HeM KkJeTKH TaK)Ke CoXpaHsi-
I0T CIOCOBHOCTD K MCICHHIO MUTO3OM.
Onm 6ynyT SABAATHCS CHEPMATOrOHHSAMH.
Dasa pa3MHOXEHNA B IPOLECCE CNEpMa-
TOT€HE3a CBSi3aHa UMEHHO ¢ 3THMH JIBYMSI
cnosiMu kieTok. Tlepemenrenue pasmiio-
KAOUIMXCS CIIepMaTOrOHKHEB B TPeTHH
CJION CBSI3aHO ¢ nayajgoM ¢asbl pocTa M
IPEBPAILCHAS ClIIEPMATOrOHKEB B OoJee
Kpynitble criepMatoumtht 1 nopsaka. B
3TOM CJI0E KJICTOK IIPOHUCXOMUT IIEPBOE
MEHOTHYECKOE JIEJIEHHE, W M3 OJIHOIO
CIiepMaTolMTa NepBoro nopsaxa obpasy-
I0TCS IB8€ KJIETKH C ralVIOMIHbIM HabopoM
XPOMOCOM, KOTOpble CTaHOBSITCS ClIEpMa-
TOLUMTaMH BTOPOIO 1OpsAKa.

JI1060#1 3Tan KIETOYHOTO AC/ENUs CO-
NTPOBOXJIAeTCH NMepeMeIeHNeM KJeTOK
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®dopmuposanne
FONOBHOH
wano4ku
aKpOCOMBI

XsocTOBan
Tpybka

OcrartoyHas
30Ha Monbaxu

MutoxoHapuu

nepemMeLLaloTCs
K XMYTUKY
fonoska
(RApo, NOKpbITOe

B
/ FONOBHOM LUANONKOWM )

C aKpocCoMOn
Axpocoma
CcUcCTeMHan Weiika, copepxawas
MUTOXOHAPUU
LUenTpuons
Bua
c6oxky Bug cnepeau

A

Puc. 4.14. CxemMa nocnegoearenbHbiX 3Tanos npespaweHvs
cnepmMaruabl (a-r) B cnepmMaro3ouva (a)
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13 60Jiee Hapy>KHOTO cJ10s1 B 60J1ee BHYT-
peHHuii. VI3aMeHsieTcsl OKpYyXeHHe KJjie-
TOK, COOTBETCTBEHHO H3MEHSIETCH M
nnddepeHunponka. Kaxxasiii criepmaTo-
UMT BTOPOrO NOpsiika IIPOXOAUT BTOpOE
MCHOTHYCCKOE [eJIeHue U JaeT Hayajio
JABYM CIepMaTHIaM C TalUIOWIHbIM Ha-
6opoM xpomocoM. Brauase cnepMaTHabl
SBJASIIOTCH HEGOMBUIMMHK KJIETKAMH C OK-
pyrasiM siapom. Bckope siapo yannuser-
€S W PaclioJIaraeTcsi y TOro KOHIa KMeT-
KH, KOTODbIii 06palileH K CTeHKe KaHalb-
ua. B xaxzoii ciepmatnae ofHa us AByX
LLEHTpHO.1eii 0bpasyeT XIYTUK, KoHell
KOTOpOro obpalieH K IeHTPy KaHajiblia
(puc. 4.14). Co3speBanue cnepMmaTnmg
[IPOMCXOJINT B CaMbIX BHYTPEHHHX CJIOSIX
CEMEHHOI'0 KaHaJIbIla. 3AECh Xe criepMa-
THABI IPCBPAILAIOTCA B 3pejIble CIiepMa-
TO30MbI, CIOCOOHBIE K ABMXEHHMIO C MO~
MOIUBIO XTIYTHKA M TIOKUIAIOT CEMeHHOMH
Kattaneil,

Y uyenoBeka UTHTENLHOCTH Ghasbi poc-
Ta, coctaniaser 14 gHeit. Mykckue noJjo-
BbIC KJeTKH He Pa3BHBAIOTCA MOOIHHOY-
ke. OHM PacTyT B KJIOHaX K 0ObeIMHEHBI
Mexay coboi uuTOMIa3MaTHYeCKUMH
MocTHKaM1. KOHTaKTh MeXy KJeTKaMu
pa3pyLIAOTCA JHUIb TpU (POPMHUPOBAHUU
3pesblX cliepMaTo3ongoB. Bcmomora-
TebIIy10 GYHKUHIO BBINMOJHAIOT KIETKH
Cepronn.

Taxum 06pa3oM, B peaysbTaTe MpoLec-
ca criepMaToreHesa M3 OJHOro JUILJIOMI-
Horo crepMartoiuTa | mopsiaxa nojyda-
10TCA 4 3pesbix cnepMatosonga. O0was
cxema [pollecca CrepMaToreHesa Ipen-
CTaBJIeHa Ha pUCyHKe (pHcC. 4.13).

B gercrBe (ot poxaenus po 10 jer)
ceMeHHble KaHaJblbl Pa3BUTH cJjabo,
OHHM COCTOAT M3 KJIETOK 3a4aTKOBOTO
3MUTENs!, TIOKPHIBAIOWMX KaHAlel. M
criepMaToronvieB. B noapoctkoBoM Bo3-
pacre (ot1 10 no 14 jieT) ciepMaTOroHHH
HaYMHAIOT aKTHBHO AEJHTHCS, M TIPOLECC
criepMarorerdesa akTuBupyercs. B gann-

HeifilleM CriepMaToreHe3 MPOMCXOANT He-
[IpepPBIBHO, B TeYeHue BCel KHU3HH MYX-
YHHBI.

CeMeHHHKH pacIioyoxeHb BHe Gpronl-
HOM I10JIOCTH, U NO3TOMY CIlepMHUH pa3-
BHBAlOTCA NpH Temnepatype Ha 2-3°C
HMXe TeMIepaTypbl BHYTpeHHHX obiac-
Teld Tena. Y MyXUHH, TPHHHMAIOIINX
OuYeHb TOpsYMe BaHHbl HJIH HOCALIMX
C/IMILKOM TeCHble TPYChi, oOpa3oBanue
CIIEDMHEB CHUXAETCS, YTO B KOHEYHOM
cyere MOXET MpHUBECTH K Hecrioguio. B
HOPMe TpoLecc 00pa3oBaHHUs CIIEPMHUS
3aHuMaer oxosio 70 cyrok. Ha 1 r Beca
suuka obpasyercs 107 cnepmMueB B CYyTKH.

CrniepMaTO30H B, MK CIIEPMUH, — 3TO
OYeHb MeJIKHe NOABHXHbIe KieTkn. B ro-
JIOBKEe CIIepMaTO30MAa HaXOAUTCH SIAPO,
coaepxallee ranJouAHbIH Habop Xpomo-
coM (23). K nepucepnu ot sapa JAexXuT
ocobas cTpykTypa — akpocoMa. Dyux-
IHOHAJILHO aKpOCOMY MOXHO paccMart-
pHBaTh KaK YBeJIMYEHHYIO JN30COMY, T.K.
K 3Ta opraHeJila orpaiuveHa oHoi MeM-
6paHoif M HamnoJHeHa [MAPOIMTHYECKU-
MU (epMeHTaMH, IIOMOTalOIUMH IIPO-
HUKHOBEHHIO CliepMusi B 00IUT. Oxpyr-
JIas TOJIOBKA CIIEPMATO30MIa CYXKaeTCs 1
MEPEXOAUT B INEHKY, I/1C 1104 NPSAMbIM yI-
JIOM IPYTy K ApYTY paclo/araercs napa
ueHTpHoReld. MUKpOTpYOOUKH OAHOM U3
LEHTPHOJIEN SABIAIOTCS MecTOM 00pa3o-
BaHHSA OCCBOH CTPYKTYPhI XIyTHKA Tax,
YTO CHCTEMa MHUKPOTPYyOOoueKk XTyTHKa
IPOXOAUT OT CaMOr0 Hayaja WIeHKH
CrepMaTo30Kaa 10 KOHYHKA ero XBOCTa.
Bosee HIKHAA YacThb LIEHKH paclIMpeHa
3a CY€T MHOTOYHC/IeHHbIX MUTOXOHIPHIA,
YJI0XKEHHBIX B BHAE CIUPAJIH BOKDYT
KTYyTHKA. MHTOXOHADHM ofecrneynBaT
3Heprueil ABMXeHNeE CiepMaTo3ouaa. 3a-
KaHYMBaeTCsl CIIepPMHI )KIYTHKOM, UMEIO-
ILHM THITHYHOE CTPOEHHE.

Y uenoBeka MaKCHMalbHast AHEBHAs
NPOAYKTHBHOCTh cocTaBiaseT 10° crep-
MaTto3ounoB. IIpoaoJixuTesbHOCTh Cy-
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Puc. 4.15. CxemMa cnepmaroreHesa y 4enosexka

IIeCTBOBAHHUS CIIEPMHS BO BJarajluiie
JNOCTHTaeT 2,5 4, a B meiike MaTkn — 48 4.

DyHKuKsa AMYeK YeaoBeKa He OTpaHu-
YyeHa criepMaToreHe3oM. Bennka ux pojb
1 B o0ecrieyeHuM opraHuamMa ropMOHaMH.
B cneuyanbHbIX KJaeTKaX, HaXOAsIHXCA
MEXAY CeMEHHBIMH KaHaJlblUaMM SMuKa,
CHHTE3UPYETCS TJAaBHbIA aHAPOTEHHBIN
FOPMOH — TecTocTepoH. OH Heob6XxoanM
ansg  o6pa3oBaHMs KHM3HECTOCOOHBIX
CIIEPMHEB, a TaKXKe /I pa3BuTHA K 101~

Aep>KaHW BTOPHYHBIX 10JIOBBIX IPH3Ha-
xoB. K atum npusHakam oTHocaTcs: 06-
pa3oBaHMEe HapYXXHBIX MYXCKHX I10/10-
BbIX OPraHOB M IPHAATOYHBIX XKeJje3 pe-
NPOAYKTHUBHONH CHCTEMBI, YCUJieHHOe
pa3BHTHE MYCKYJaTyphl, yBeJH4YEHHeE
rOPTaHW M COOTBETCTBEHHO Gosee HU3-
KHIi TOJIOC, POCT U pacilpeieJieH|e BOJIo-
CAHOTO ITOKPOBa, OCOBEHHOCTH MOBexe-
HHS, CBSI3aHHbIC C IIOJIOBOM XH3HBIO M
pOAMTENLCKUMH 3a00TaMu.
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Oorene3

OoreHe3 NMPOUCXOAUT B SIMYHUKaAX. Y
MOJIOBO3PEJIOH XXeHIUMHbE OHH TPEACTAB-
NS0T COOVH YILTOLIEHHbIE OBAIBHBIE TCJIA
AMMHOM 2,5-5,0 cm, mupuHoii 1,5-3,0 cM.
slitnexkseTku pacrosioxenn B KOPKOBOM
Cl0e SMYHMKA B 3NMHUTENHANBHBIX IIy-
3bIpbKax, Ha3biBaeMbiX (HONNUKYJAMH.
BHe 6epeMeHHOCTH NpUMEPHO KaX/ble
28 Heil B OJHOM M3 IMYHMKOB CO3peBa-
eT oYepelHoit (HONHKYA, KOTOPBI Jo-
naercs, BbHICBOGOXAAsA OOLMUT BTOPOTO
opsAaKa. JTOT npoHecc Il1a3biBaercs
OBYJISALIUEN.

Pa3puTHe AMYHKKOB y 3MOpHOHA Ha-
YyuHaercs, Kak ObII0 OKa3aHO Bbille, B
BospacTe 5 Hexeab. [IpumepHO B TO Xe
BPCM#, KOT/Ia 3aKJaJBIBAOTCH STMUHHKH,
Cpelld KJIETOK KOpDKOBOI'O CJIOS BbISABJISA-
I0TCst NepBUYHBIE NOJIOBBbIC KiAeTKH. OHHU
MHUTPHDYIOT B Pa3sBMBAIOWUMUCSA SNYHHK
M3 DHIO/ICPMBI KCATOYHOIO MeIIKa.
KeHckune mosoBbie KAETKH, MUTPHDYIO-
Iiye B IMYHHK M pacliojlaraioiliiecs B 1o
CTpOMe, Ha3bIBaIOT OOTOHUAMH. B Havase
Pa3BUTHA TUYHHKOB 3TH KJIETKH Pa3MHO-
XAIOTCA MHUTO30M, U YHCJIO UX BO3pacTa-
er. OaHako cile B NpCHaTAIbHOM NMEPHO-
Ae OGONBIMHCTBO MEPBUYHBIX MOJIOBBIX
KJcTOK norubaer. B MOMeHT poxeHus
JICBOYKM UX KOJIHYeCTBO PABHO NpHUMEp-
HO 2 MJIH. B 060X sivuHnkax. K Mmomenry
11010BOr0 CO3peBanHsa GONBIUMHCTBO M3
HUX AereHepupyeT, TaK YTO B SIMUHHMKAX
MX ocTaeTrca Tonbko okono 40000. JInie
NpUMepHO 450 13 HUX AOCTUTAIOT CTAAUH
OOLIMTOB BTOPOTO NOPSIIKA H BBIXOAAT U3
SIMYHUKA B IPOLIECCE OBYSIHH.

B passuBamilieMcsl sHYHHKE [IEPBUY-
Hble I10JI0Bbie KJIEeTKH NMOKPbIBAIOTCS TOH-
KHM CJI0€M 3MUTeNHaIbHbIX KJIETOK, 06-
pa3ys ¢doiaukyan (puc. 4.16). Knerxy,
OKDY>XaloIMe OOLUMT OAHMM CJIOEM, Ha-
3b1BatoTCsl GOANUKYNAPHBIMHU. 1O TpeTh-
€ro Mecsla >XKU3HM TLJIOJA TPOUCXOASAT
TONBLKO MHUTOTHYeCKHe AcsieHus. [Ipu-

MEPHO K KOHIly TPEThCro Mecsilla 00ro-
HUH, HaxoJsiuuecs: B GQONIUKYAE, HayM-
HAIOT aKTMBHO pacTH M AuddepeHumpo-
BaThCA, B pe3yJibTaTe Yero Kaxapiit 0oro-
HHUI NpeBpaliaeTcsa B OOLUMT NEPBOroO Nno-
paaka. OOLMTBI MePBOTo 110PAAKAa BCTy-
nalor B Mcito3. [lepBoe peldyKIiHOHHOE
JieieHHe Meif03a B OOI[MTaX NEPBOro Mo-
psiAKa HadMHAETCA B [IpEHATAJIbHOM ile-
pHOJie K KOHLY TPEThEro Mecsila >XKM3HH
nnaofa. Yucao OOUMTOB, BCTYNMBUIHX B
aTO BpeMs B Melo03, HeBenuko. Ha nperia-
parax Mx HIeHTH(HULHPYIOT 110 JeNnToTE-
He u 3uroteHe. HauMHasa ¢ ceanbMoro me-
cslla B MEHO3 BCTYNMAIOT HOBBIE OOLUTHI
nepsoro nopsiaka. IlepBeie naxmreist H
OMIUIOTEHBE HA0I0JAI0TCSA Y CeMUMecsTY-
HOI'O I1JI0JA.

OoluTh! MEPBOIO MOPsi/iKa BCTYNAIOT B
npocda3y nepsoro aejleHUust Meio03a, HO He
3aBepuIaloT ero. Meilo3 3auep>xuBaeTcs B
KOHLE NMpodassl, H KACTKM BCTYMAIOT B
“¢asy nokos” — duxmuomeny. Ko speme-
HU POMJIEHMs] /IeBOUYKH OOLMTBE 11EpBOr0
HOpAAKA TPOAOXKAIT HAXOAUTHCA Ha
aToit ctaaguu. Vix nenenne 3aBepliaercs
TOJILKO TNOCJe HACTYIJIEHHs IOJ0BO
3pPCJIOCTH.

Mexay poXaeHMeM M HaCTYIUIEHHCM
NOJIOBOI 3pesiocTH AMYHHUK YBEJHYHBa-
€TCA B pa3Mcpe, HO JiMillb OTAENbHbIC
donnvKyapl HAYMHAIOT pacTH M pa3BH-
BaTbCA. VI3MeHeHus, KOTOpbie MPOUCXO-
JIAT B OpraHH3Me XKCHIMHBI B TEPNO/ 1O~
JIOBOTO CO3peBalHst, 00yCI0B/I€HBI OO~
BOH (pyHKUMENH SUYHUKOB, KOTOpbiE CTH-
MYJHPYIOTCS TOHAJOTPONHBIMU FOPMO-
HaMH THII0¢H3a.

Kaxxapiii M3 HECKOMBKUX TBICSY nep-
BHUIBIX OUIMKYJIOB, PACHIOJIOXKEHHBIX B
KOPKOBOM BELIECTBE SMYHHKA, KO BpeMeHH
NOJIOBOTO CO3PEBaHUA COCTOUT U3 OOLINTA
NICPBOro MOpsiika AMaMeTpoM 25-30 mMkmM,
OKpPY>XEeHHOro OfIHUM cjoeM (ONRUKy-
JISIPHBIX KJETOK. S1ApO OouMTa TepBOTo
nopsiika ocraercs B iipodase nepsoro
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1 - nepsuyHLIA donnu-
Kyn; 2 - OOLMT NEepBoro fo-
paaxa; 3 - doannkynspHbie
KNETKK; 4 — NONOCTL CO3pe-
saiouwero ¢onnmkyna; 5 -
zona pellucida; 6 — nyuuc-
Tbil BeHel, (Corona radiata);
7 - nepsoe NONAPHOE TeNb-
ue; 8 - ooumt BTOPOroO NO-
psaka; 9 - metagasa BTo-
poro MenoTu4eckoro gene-
rus; 10 — oaynsums; 11 -
paspuiBaowmrics Mpaagos
nysbipek; 12 - xentoe Teno

Puc. 4.16. Cxema nocnegosatencHbiX CTaaui passmuTis, pocta U Co3peBanus Gonnmkyna
1 OOLMTA B ANHHUKE XEHLMNHD

JefieHnst Meito3a: SIAPBILIKO XOPOHIO Bbi-
PaXXE€HO, XPOMOCOMBE BBITSAHYTHl B TOH-
KHe HUTH. B TakoM BM/ie OHHM OCTalOTCS,
NOKa, CyCT# rO/bl, He 3aBepUIMTCA Meif-
03. B uuronsasme oouMTa MOXHO Ha-
6211071aTh XeNTOUHbIe 3epHa. B a/ieKTpoH-
HOM MMKpPOCKOIIC B LIMTOILJa3Me OOLMTA
BM/IHBI OOBIYHbBIE OpraHeIbl.

IIpumepHO Kaxable 28 fHek B SUYHU-
Ke NoJOBO3peioil HebepeMeHHOM >xeH-
UMHBI Pa3BUBACTCA HECKOJBbKO (OMMH-
KynioB. OHM YBEJIMYMBAIOTCS B pa3Mepe U
npubAMOKAIOTCA K 110BepxHOCTH. OaHako
0OBIYHO TONBKO OUH M3 HMX CO3PEBAET,
NpOpbIBAET MOBEPXHOCTh AUYHUKA U Bbl-
CBOOOXKAAET OOLIMT BTOPOTO NOPSIAKA.

PassntHe 3pesioro GonMkyna CBsia-
HO C BYKpaTHHIM yBeJIHYelMeM pa3Me-
POB 00LIMTA ¥ 06pa3oBaHueM Oxectamei
obostoukn (zona pellucida) Bokpyr Hero.

Craaus pocTa 0OILMTa CONPOBOXKAAET-
€S aKTUBHBIM JefieHneM hoanuKyasp-
HBIX KJETOK W HakomJicHHeM (bOJIIHKY-

NAPHOI XXUAKOCTH BHYTpH (OANUKYRA.
Korzaa donanukyn paspbiBaercsi, Haxozsi-
IMACSA B HEM OOLIMT BTOPOro MOpsAKa
OKpYkeH (POMIMKYSAPHBIMH KJAETKaMH.
ITH kaeTkH (HOPMHUPYIOT BOKPYT OOLHMTA
Ny4MCTHIiT Benell (corona radiata).
Ilepuon pocTa ooUMTa CONPOBOXKIAET-
¢s1 o6pasoBaHHeM GOABLLIONO KOJMYECTBA
pasubix TunoB PHK. /115 sTOro B xn1eTke
CyLIeCTBYIOT pa3HOOOpa3Hbie MEXaHH3-
mbl. Hakoruienne pubocomuoit PHK u
obpa3oBaHMe MHOXeCTBa SIIPbIIEK, T/e
Npo1CxoauT cOOpKa U co3peBaHHe Cyobe-
auHuL pubocom, obecrneynBaeTca Mexa-
HU3MOM amniu@uxayuu reHoB. AMIIH-
$ukanuss puOOCOMHBIX relOB IIPEACTaB-
Jis€T coboit npoilecc MHOXECTBEHHOH pe-
aynaukaudu yvactkoB /THK, koaupyio-
mux pubocomuyio PHK. B pesyibrare
Tako# joxanbhoi peayruiMkauud JTHK
KOJIMYECTBO KOMMi1 DPUOOCOMHBIX TEHOB
yBeJMuuBaeTcsa /10 1-2 Teicay, n kaxzaas
N3 HUX ABJSIeTCS paiiOHOM AAPBILIKOBOFO
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opraHu3satopa. B pesynsrare obpa3syercs
607ee THICAYM AOMONHHTENbHBIX SIAPbE-
lieK, I7le CUHTE3NPYIOTCS M CO3PEBalOT
pubocomubic PHK, Heobxomumble A7
c6opxu pnbocom. PUGocoMsl, B CBOIO OYe-
penb, HEOOXOIMMBI /ISl CUHTe3a 6esika.

BeicTpoe yBenwuyeHne KOJMHYeCTBa
pasHoo6pa3HbIX HHPOpPMaLHOHHBIX
PHK npoMcXOauT 3a cyer akTHBaLHH
TPAaHCKPHITIMH B JIOKAbHO AECIMpAIN-
30BaHHBIX YYaCTKaX XpOMOCOM, Koraa
XPOMOCOMbBI NPHOGPETAIOT CTPYKTYPY
“mamnoBbix 1eTok”. Takass CTpykTypa
XapakTepHa /ISl CO3PEBAOUIUX OOIIMTOB
y MHOTHUX BUIO0B XXMBOTHBIX (pHC. 4.17).
M3BecTHO. YTO HaYMHAET OHA NPOABIATD-
csl B MaxMTeHe, a Haubosiee BrIpaXkeHa B
NNILIOTEeHe H AMKTHOTEHE.

YBennyeHHe KOIHYECTBAa pasHOOOpas-
upix PHK obfecrneunBaer HakomjieHne
MHTATEAbHBIX BELIECTB B LIUTOMNIa3Me 00-
LIMTOB. DTOMY Xe€ HpPOoLeCcCy Croco6CTBy-
10T ¥ HOJUMKYSPHbBIE KIETKH, 06pasyio-
HiMe HECKONbKO CIOEB BOKPYr OOLHTa
MIEPBOTO MOPAIKA.

[Tpouecc oByasiHU NpeBapsieTCs Obi-
CTpBIM 3aBEpLIEHHEM NepBOro MeioTnye-
CKOTO JeJICHUSI B OOLINTE NEPBOTo NMOPSAa-
ka. B peayssraTe o6pasytorcs ase ramnio-
H/Hble KJETKH, OKYTaHHBIE JIyYHUCTHIM
BEHLIOM. Pacrnpenenenye UMTOIJIa3Mb
MexJy HUMM IPOUCXOAMT HepaBHOMEp-
HO: O/1Ha H3 JIOYEPHHUX KJIETOK — OOLMT
BTOpOTO IIOps[Ka, — HOJY4aeT MOYTH
BCIO LIMTOI/Ia3MYy MAaTE€PHHCKOM KJIETKH,
TOrZa KaK Ha JONIO BTOpOil — NepBOro
MOJIAPHOrO Tejiblla — He J0CTaeTCs Noy-
TH Hudero. OOLMUT BTOPOro MOpsAKa
BCTynaeT BO BTOpOe MeiOTHYeCKOoe Jeie-
HME, HO OHO JOXOAUT TOJBKO /I0 CTaAMH
MeTaashl M OCTaHABAMBAETCA A0 TexX
Mop, NMOKa He MPON3OHAET OIIOAOTBOpE-
nue. (OTMETHM, YTO BEPOSITHOCTb 3TOTO
Mmana). [lockonbky Bo Bpems mepBoro ae-
JleHua Meifo3a YHCIO XpOMOCOM COKpa-
IHAEeTCs BABOE, OOUMT BTOPOro NOPAAKa, a

. e i

L6
SIS NP
e o
S . g

Lo RS
%_. N »
YA A
L6 Mk ;4({\

; \.AA.‘

Puc. 4.17. Muxkpodororpadpus XxpomMocom
™na “namnoabix Wetok”

CNIe/I0BaTeNbHO, U ALIeK/IeTKa HeCeT ran-
nouAHbI Habop xpomocoM. Takoil ke
HabOp XPOMOCOM UMeeT U NepBoe NnoJsip-
Hoe Tenabue. Obutasi cxema ooreHesa
npeAcTaBjieHa Ha pucyHKe (puc. 4.18).
Takxum o6paszoM, B oTIMYME OT 06pa3o-
BaHHUS CnepMHEB, KOTODOe HauWMHaeTcs y
My>XYHH TOJIbKO NPH HACTYILIEHHH 110JI0-
BOTO CO3peBaHMs, 06pa3oBaHue AileKe-
TOK y XXEHIIMH HauMHAETCA elle 10 PoX-
[IEHUS 1 3aBeplliaeTCs LIS KOKAOH siiie-
KJETKH TOJBKO MOCje ee OIIO0TBOpe-
HHUs1. CO3peBaoLIMC OOIMTHI 1PeObIBAIOT B
npocdase nepBoro Meiio3a AOATHE TOAbI.
KpoMme Toro, y My>X4YHH 13 OHOTO JUIIjIO-
M/IHOTO CIIEpMATOLMTAa NEPBOTO MOpSAAKA
o6pa3yercst 4 rarVIOMIHbIX CIIEPMAaTO30M-
13, 2 y )KeHIUMH — U3 OJIHOTO AMIUIOUAHO-
rO OOLMTa NEPBOTO NOpsiika oGpasyercs
JHWbe OlHA 3pefias raljioM/IHas siile-
kaetka. To 06CTOSATENHCTBO, UTO MOJisAp-
HbIC TeJiblia MOYTH He MOJAYYAIOT LMTO-
TUIa3MBl, TI03BOJISIET OOLMTY CHAOAUTD 34~
rOTy MOJIHBIM HabOpOM LMTOILIA3MaTHYe-
CKHMX KOMITOHEHTOB, TaKHX, KAK MUTOXOH-
APUH M PACHONIOXKEHHbIE ONPENENIEHIIbIM
ob6pasom undopmanuonsbie PHK.

Onnoporsopenue
OnnogoTBOpeHHE — 3TO CAOXKHBINH
NMpoLECC, NPUBOAAIMHI K CAHAHNIO Si-
LEKJETKM U CIeEPMaTO30MAa, 06beiuHe-
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Puc. 4.18. Cxema ooreHesa yenoseka

HUIO UX e H 00pa3oBaHHUIO IUINJIOHA-
HOH 3HTOTBHI, H3 KOTOPOH BNOCNEACTBHH
OyZer pa3BMBATHCA HOBbBLA OPTaHH3M.
leneTHYeCKO€E 3HAUYEHHE NTPOLECCa ONJIO-
JOTBOPEHHSI COCTOMT B OOBEAMHEHUH
FanJouIHbIX HabopPOB XPOMOCOM OTIIOB-
CKHMX M MaTepunckux ramer. Orauyaro-
Iast MX BbICOKAs CTEIIEHb T€HETUYECKO-
ro pa3Hoo6pasus (HeCMOTps Ha KOJuye-

CTBEHHOE TOCTOAHCTBO XPOMOCOMHOTO
Ha6opa), ofecneyMBaeT reHeTHYEeCKOe
pasHoo6pasue ocobeit. B pesyabrarte
npouecca oIlI0I0TBOPEHHS BOCCTaHaB-
JIMBAeTCs AMILIOMAHOCTb 3UTOTBE, 4TO
CTAHOBUTCA TOJMYKOM K NOCJIETyIOLUM
MNTOTHYECKHUM JeNieHusIM. Y YeoBeKa,
KaK U y APYTMX MJEKONMHTAIOUINX, IPO-
1ICCC OTIONOTBOPEHHS, HAYMHAIOWHIHCS
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C NPOHUKHOBEHHS ClIEPMATO30M/ia B 00~
IIMT BTOPOFO NMOPsJIKa, 3aMyCKaeT Mexa-
IIM3M CO3peBaHMs sifuexneTky. Kak yxe
TOBOPMJIOCH BBillte, B OOLMTE BTOPOro
MOPSIKA BTOPOE MeHOTHYECKOE /1CTAEHHC
OCTaHAaBJIMBAEeTCA HA CTaAuH MeTadasst,
a 3aBepuieHHe pa3BUTHA SAHLEKIETKH
NPOMCXO/IUT TOJBKO ITOCJIE OIJIO/I0TBO-
pelus.

OmnJio0TBOpEHHE HO/IPa3esieTCs 11a
TPH IMOCJICAOBATENBHBIX 3TaNA: B EPBOM
CHEpMATO30M U stitlleKsieTKa cOmxaroTcs
AJis BO3HUKHOBEHHS KOHTakTa. Bropoit
3Tan HAYHHAETCA C MPHKDENJICHHS CIiep-
MaTO30HM/IA K 1I0BCPXHOCTH STHUEKJIETKH H
OCYUIECTB./1€HKS KOHTAKTHBIX B3auMOAeii-
ctBuil mMexay Humu. ColblTHS TpeTbero
NepHoJa Pa3sBOPAYMBAIOTCSI NMOC/aE Npo-
HUKHOBEHHSI ClICpMaTO30H/ia B AMIICKICT-
Ky U 3aBepliaeTcs 0GbeAHeHHEeM UX AAEP.

OunoaoTBOpPEHUC NPOMCXOAMT B
BEpPXHMX KOHUax asuionueBuix Tpyo,
Ky/la CriepMaTo301 bl IIPOXOASIT U3 BJa-
rajmila BCETr0 3a HECKOJbKO MHHVT.
Cro.1b BBICOKO#I CKOPOCTH MX JIBHKEIIHS
CIIOCOOCTBYIOT aKTHBHbIE COKPaLICHWsA
MaTKH # TPpy0, HHUIIHHpYeMbie GHO.I0TH -
4eCKW aKTHBHBEMM COCHHMHCIIMSMH, Bbi-
JIeJAI0UMMHUCS BO BpeMsi ITOJI0BOTO aKTa.
Kpose Toro, Ha HanpaBJ/IEeHHOCTh ABHXKeE-
HHSl CLIeDMAaTO30H0B CHJIBIIO BJMSET
rpaaneHT pH cpeabt B JKEHCKHX TMOJO-
BBIX NYTAX.

Kusnecnocob1oCTh BHYTPU Opraitns-
Ma CIEPMATO3OM/IBE COXPAlSIIOT B Teve-
Hue 1-3 cyTok, HO mepUoa BHCOKOH ¢ep-
TUIABHOCTH JUIMTCS jiMb 12-24 yaca. Ca-
Ma ¢nocoBHOCTh K OILIOIOTBOPEHHIO 00-
IIMTA [1OABASETCS TONBKO MOCJE TOTO, KaK
Ol NpOBeAeT HECKOIbKO YaCOB B 110J10-
BBIX MYyTAX. 3a 3TO BPEMsl M3MEHSIOTCA
CTPYKTypa aKpoCOMbl i CBOMCTBA MeMO-
paHbt, ee orpalnHuYrBaouleil.

Korna cmepMum ckamiuBaiorcss Bo-
KPYI' OOUMTAa BTOPOTO IIOPAAKA, B roJlo-
BKE OJIHOTO H3 HHUX HIPOHCXOJHUT OUEHb

6picTpas (He Gosee 20 cekylil) aKpoCo-
manbHas peakius. OHa COCTOMT B TOM,
yro MeMOpaHbl TOJIOBKH CIIEPMUA U aK-
pPOCOMBI Pa3pbIBAIOTCHA, TaK YTO M3NUB-
iwrecss Hapyxy ¢epMenTbl aKpoCOMBI
“l1lepeBapHBalOT” KAETOYHbIE CJIOH, OKDY-
XalolllMe OOLMT, BK/IIoYan zona pellucida.
3areM BHYTpeHHssa MeMOpaHa aKpOCOMBI
BBIBOpAYMBAETCA HAH3HAHKY, U CIIEpMMIi
NPOIMKAECT BHYTPh OOLMTA. ¥ 4YeJ0BeKa
CIICPMATO30M/1 BXOJMT B OOLHUT 11€SIMKOM
(puc. 4.19).

[Tocac TOro, Kak O/INH HEPMHIT NPOHUK
B AHLCKAETKY, 10/ ee MeMOpaHOii pa3pbl-
BAIOTCS MHOTOYMCJEHHBIE BAaKyOJnH, OC-
BOGOXIast BCUIECTBO, NOJL /I CTBHEM KO-
Toporo zona pellucida yrostaercs n 06-
pasyerT 110Bepx AifLeK1eTKN HENPOHHLIae-
MYIO /UIsi CIEPMHEB nperpasy — 06osoy4-
Ky onoaoTBopeHus. Tak npejoTBpaila-
€TCsi NPOHUKHOBEHHE B OOLMT APYTHX
cliepMHeB. Y 4esoBeka LIPOHHKHOBEHUE
CrepMaTO30MIa B OOILUT ABJISETCS CHrlia-
JIOM [I71s1 3aBCplEHUst BTOPOTO MCHOTH-
YCCKOrO /I€ICHHS, BeAyluero k 06pasoBa-
HHIO TaIIOMAHOM ARUEK/JIETKH M COmyT-
CTBYIOUIMX KJICTOK — TNOJSIPHBHIX TeJiell,
BIIOCJIE/ICTBHE AereHeHpUpylounx. B ato
ke BpeMs B LMTOMNJa3Me OOLMTA pacca-
ChiBaeTCs XBOCT criepMaTosoraa. Cueny-
oM 3TAM LIpOLecca OIIOAOTBOPEHHS
CBsA3aH ¢ OOBeAMHeNHeM TeHeTHYeCKOro
MaTepuasa SHUEKAETKH M CIepMaTo30H-
/1a B O/IHO JIMILIOH/IHOE SIADO.

BbICOKOKOHAEHCHPOBAHIIOE SAAPO
CrepMaTo30M/la HauMHaeT Habyxath, ero
XPOMATHH Da3phEXJjIsieTcs, U sApo lipe-
BpAlA€TCs] B CTPYKTYDPY, Ha3biBaeMYo
MYXCKHM NPOHYKJIEYCOM. AHANOrHYIIbie
M3MEHCHMS IIPOUCXONAT B XEHCKOM Sil-
pe, UTO NPHUBOJAMT K 00pa30BaHHIO >KeH-
CKOFO 1pOHyKkeyca, B npouecce popmu-
pOBaHHsI GPOHYKICYCOB U B MYXXCKOM, U
B XKEHCKOM si/Ipe, NPOMCXOAWT CHIITe3
JHK (1n 2C), B peaynrsrare 4ero kax/jas
XPOMOCOMA YIBaHBaeTCsl U COCTOMT M3
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Puc. 4.19. YnpouleHHas cxemMa onnogoTsopeHns
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ZByX cecTpMHCKMX xpomaTua. Iocne To-
ro, kak pemimkanua JJHK 3akoHueHa,
NPOHYKJEYChI 11I€PEMELIAIOTCS K UEHTPY
aiueknerku (puc. 4.19). IlocrenenHo
mMeMOpaHbt IIPOHYKJIEYCOB Pa3pyUIalOTCH,
a OTUOBCKMC M MaTepHHCKHE XPOMOCO-
MBI, COCTOsIUIME KaXK/jast U3 IIByX XpOoMa-
TH]I, IPHKPEILISIOTCA K HUTAM CHOPMMU-
pOBaBIlleroCs BepeTeHa fieJieHHsl. 3ateM
XPOMOCOMBI BbICTPAaMBAaIOTCA MO 3KBATO-
Py BepeTeHa, CO3/aBasi XapaKTePHYIO i
MeTada3bl MMTO3a KapTHHY.

O6beanHeHne oTIIOBCKUMX U MATepUH-
CKHMX XpOMOCOM B 06111eM MHTO3€ NlepeBo-
IUT OMNJIOJIOTBOPEHHYIO SAHLUEKAETKY B
Ka4ycCTBEHHO HOBOE COCTOSAHNC — 3UTOTY.
3urora npoXo/iHT CTagHu aHadasni U Te-
Jocdasbl M 3aBeplIaeT CBOe 11epBOe MHTO-
THYeckoe fiefieHue. B peaynerare obpasy-
IOTCA JIBE AOYEepHHE AMUIIOMAHLIE KJIeT-
K1 — ABa 6nactomepa. lenernyeckuit Ma-
Tepyas 6.1aCTOMEPOB IpEACTABJsET CO-
60ii COBOKYIHOCTb XpOMOCOM OTLIA M Ma-
TepU: B KaXAOH nape TOMOJIOTMYHBIX
XpOMOCOM 0/IHa XpPOMOCOMA OTIOBCKas, a
apyras — MaTePHHCKASsL.

Brexpomocomuoe
uutTonnasMmaTtuyeckoe HacnepoBaHue

XpomocomHast TeOpHs HacCleACTBeH-
HocTu T. Moprasa — ogHa M3 OCHOBOIIO-
JlaralmMx TCOPHH reHeTHKH, HO IocTe-
IIEHHO HaKallJAMBaouyecs: (pakTbi IMpH-
BOJIMAH K HPENCTABJAEHHIO O CYUIECTBO-
BaHHMH I'€HOB M BHE XPOMOCOM, B LIMTO-
nixasme. TakuMH HoCUTENISIMH BHEXPOMO-
COMHOIA 110C/IC/I0BATEIbHOCTH OKa3aIHCh
MHUTOXOH/ADHU. BrIsICHMAOCH, B YaCTHOC-
TH, YTO HIHUTOHJIA3MATHYeCKoe HaCJeo-
BaHHMe YesIoBeKa CBSI3aHO Mpeskjie BCero ¢
MHTOXOH /I pHanbHON JJHK.

B opraimnsme YcnoBeka MUTOXOHAPHH
obecrneynBaloT AbiXxaHue BCex KJETOK, 3a
MCKJIIOYEHHEM 3PUTPOLIMTOB. 3TO CaMo-
BOCITPOM3BOASAIIMECT NMOJYaBTOHOMHbIE
OpraHeaAn co/iepXaT KOJblieBbie MoJie-

kyast THK. MImeloT MUTOXOHADHH M
coOcTBEHHBI}T anmapaT 6eJIKOBOro CHHTE-
3a B Buue pubocom, tpacroptHeix PHK
u uudopmanmonHsrx PHK. Ycranosie-
110, 4TO amnmapar 6eJIKOBOro CHHTE3a MH-
TOXOH/IPHI OT/IMYAETCA OT LMTONJIa3Ma-
THYECKOTO: OH 6osiee 6NM30K K anmapary
6€1KOBOTO CHHTE32 TIPOKApHOT.

Kak y>e roBOpHJIOCH BbiLIE, B 1IpOLIeC-
ce ONMOJIOTBOPEHHS YejjoBeKa y4acTBy-
10T /IB€ KJIEeTKH: AHIleKAETKA U CIIepMaTo-
3omz. SlitexseTka — 370 KpyInHast KJieT-
Ka C 6oNbUIMM O6BEMOM LIMTOILEA3MBI, B
KOTOPOH C IOMOIIIBIO 3JIEKTPOHHOT0 MUK-
pocKorna 06Hapy>XKMBAIOT BCE OpraHeJLbl,
B TOM YMCJIE N MIOKECTBO MUTOXOHADHIA.
CrniepMaToO30MJI e, XOTS U HMEET YNaKo-
BaHHbIe CllelHanbHbIM 06pa3oM B obac-
TH IUEHKN YeTbipe MHUTOXOHAPMH, yTpa-
YyMBaeT MX BCKODE [HOCJ€ TOFO, KaK HpO-
HMKAaeT BHYTDb SIHLEKIETKH, NIOCKONbKY
€ro XBOCTOBast 4acCTb OLICTPO PacTBOPs-
erca. [IpakTuyecku, B mpouece omIofo-
TBOpEHHS NPHHHMAeT y4YaCTHe TOJbKO
Aapo cnepmaro3ouaa. TakuM obpasom,
AUIUIONHAS 3UroTa, Jaoliast HaYaIo0 HO-
BOMY OpraHH3My, HeceT MHTOXOILIDHH,
NoJtydeHHBbIe TONBKO OT SIHIEKNETKH, T.€.
BCe MHTOXOH/PHU BO BCEX KJETKAX JIO-
60r0 HMHAMBHM/A HMEIOT MATCPHHCKOE
npoucxoxaeHre. CrenosarenbHo, reHe-
THYECKHI MaTepHasl, JOKATH30BaHHbIH B
KOJbLEBBIX MOJIEKYJIaX MMTOXOHAPHAID-
Hoit IHK, nacne/yercs no MaTepuHCKOif
JIMHMH.

B nacrosiuiee BpeMsi MOAHOCTBIO pac-
mudpoBana nocaeaoparesnbHocts JTHK
M BbIICHEHA OPraHU3all1sA '€HOB B MUTO-
XOHAPUSX yesoBeka. [€HOM MHUTOXOHZ-
PMH NPEACTaBNEH KOMLLEBOMH MOJIEKYI0
JHK, conepxaueit 16569 nykneonpore-
upoB. B ero cocraB Bxoasr renbt 12 S- u
16 S-pubocomuoit PHK, 22 pasnuuHpix
TPHK, cy6neaununust I, II 1 111 okcuzna-
3pl uutoxpoma C, wects CyOnenMHHML
AT®-cuuTeTasnl, UMTOXpoMa b u neBatsb
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Puc. 4.20. PoacTteo uapckoi cembn Hukonas Il no anannsy mutoxorapuanshoin JHK.
OkpalueHHbie KPYXKM U KBapaTbl 0603HA4AIOT POACTBEHHUKOB XEHCKOr0 U MYXCKOTo niona,
X OQVHAKOBYIO MUTOXOHAPHanbryo AHK, nepesalouyocs Mo MaTepUHCKOR NMHUU

APYTHX, NMOKa HeU3BeCcTHbIx Oesnkos. B
TPaHCKPHOMpPYEMBIX W TpPaHCIMPYEMbIX
obnactax uemeil MMTOXOHADHATBHOMN
JAHK no cpasHenuio c siaepHoit THK
BBISIBIEHO M0 HEKOAMPYIOMMUX y4acT-
KOB. YCTAHOBJIEHO TaKxe, UYTO MO pAAY
XapaKTEPUCTHK FreHeTHYEeCKHI KO MHUTO-
xomapuansHoit JIHK uenoseka ornnua-
€TCS1 OT YHUBEPCANBHOTO.

JJHK B MHTOXOHApHUAX SIBAAETCS Ma-
TEPUHCKOH OCHOBOH HAC/€/ICTBEHHOCTH.
W3BecTHO, YTO reHeTHYEeCKHii MaTepual
B monekyaax JIHK, cnocobeH myTupo-
BaTb. B MUTOXOHAPHAX OKHUCIAUTENbHBIC
NpOoLIeCChl, CBsi3aHHbie ¢ CnHTe30M ATD,
CONMpOBOXKAAOTCS 06pa3oBaHHeM 60Jib-
HIOFO KOJMYeCTBa CBOOOANBIX pafiHKa-
JIOB, KOTOpbI€ MOLI'YT BbI3BIBaTh MYTalMH
B mMuToxoHapHanbHOit JTHK, a nmponecc
penapauuu MHTOXOHApHansHOH JTHK
pa3BMT, BEPOSITHO, He TaK XOpOMIo, Kak
JHK anepuoii. Tak, yactota MyTauui B
mutoxonapyansHoii JIHK npumepto B
10 pa3 Bbite, yeM B siepHoi. J s muto-
xoxapuanptoit JIHK wu3asecTHB! TOYeu-
Hbl€ MYTALIMH, A€N€LMH, BCTABKH U BbINa-
JIEHUSL.

Bcraer ecteCTBeHHBIH BOMPOC: MOXET
M MyTallug B METOXOHApHanbHOM THK
6bITb MPHYMHON HAC/EACTBEHHBIX 3a6o0-
nepanuii? OTANUYUTENBHBIM NTPU3HAKOM

TAKOH MATONOTMH [OJDKHA CHAYXHTb €e
nepeaaya OT MaTepu BceM ee aersm. Ox-
HM aBTOPbI CYMTAIOT, YTO NMOAOOHBII THII
HacJef0BaHHA MaJIOBEPOSITEH, NMMOCKOIb-
Ky KaXblif OOLIMT CO/IEPXKHUT MHOXECTBO
MUTOXOHJPHI, U €Cii B OAHOH M3 HMX
HpOM3OLLIA MyTallHs, TO BCce /IpyTye oc-
TAIOTCA HEMYTAHTaMH, H, CJIe/IOBAaTENBHO,
He JI0JIKHO ObITh HUKaKOro (peHOTHIIHYE-
ckoro addekra. Ho sToT Bonpoc paccma-
TpUBAeTCs YYEHbIMM M C APYFOHd CTOPO-
Hei. OQuil U3 NOAXOAOB K M3YYEHHUIO re-
HOMa MHMTOXOHAPUM OCHOBaH Ha obpa-
6otke ux JTHK pectpukTazamu ¥ uccie-
AOBAaHUM [OJYUYEHHBIX PECTPHKTOB —
¢parMeHTOB  KOJbLUEBOH MOJEKYJIbl
JHK. B pesynsrate 6110 OKa3aHO, YTO
MHTOXOH/IPUM OXHOTO WHAHBH/IA I'eHETH-
yeCckH oiHOpO/AHBL. KpoMe Toro, oHu cno-
cobHBl ¢ 60abLION CKOPOCTbIO OOMEHH-
BaTbCsl MeXay COGOH CBOMMH MMTOXOH/-
puanbibiMd JTHK. I1puunHa sToro asie-
IIMsi 110Ka 10 KOHUA He BbisicheHa. Heko-
TOPBIMHM HCCJIEI0BATEASIMH YCTAaHOBJIEHO,
YTO A/11 MUTOXOH/IDMIi XapaKTepeH AMHa-
MHYeCKMil npoliecc Causuus U apobne-
nus. Kak, oHako, npu ¢pparMeHTalyu
MMTOXOH/ADPHUI MHUTOXoHApHaibHas THK
pacnipenessierca Mexzay ¢parmeHTamH,
HensBecTHO. Ha ocHOBe HoBeHIINX HCie-
JoBaHuil MUTOXOoHApHanbHOM JJHK B Me-
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AMUMHC Hbiic dopMHUpyeTcs lejan 1o-
Bast 06/1acTh — MHTOXOHApDHANbHASA Me-
AMuMHa. Ee ocHOBarenM CYMTAIOT, 4TO
MyTalMM B MHToXOHApHaabHoH JJHK
SABASIOTCst MpUuMHOIL OoJsice cta GoJes-
Heit: AMabera, HEKOTOPHEX BHAOB MMOMNa-
THH, KapAMOMMOMNATHH, SHUC(ATOMHO-
MaTHH, KHCJIOTHOTO allMI03a, AMHaMuye-
CKOTO HapyllueHMsi MO3TOBOTO KpOBOOO-
paienMsi. 31UAelICHH H JIP.

Hepasiio obHapyskeHo, YTO B DEAKHX
Cy4asx BCTpeyaeTcsl OTUOBCKast Hacaed-
CTBEHHOCTh MUTOXOHApuaibhoit JHK.
[To-BUAMMOMY, 2TO BO3MOXHO TOTa,
KOTZa, MOCJC OMJOAOTBOpellns siile-
KJAETKH, COACpXAWIMH MUTOXOHIADHH
XBOCT CIICPMAaTO30M/1a He TU3UDYETCA.

AHanu3 PEeCTPUKTOB MHTOXOHAPHATb-
Hott [IHK nokasan, 4To paa/yHbie 4e10-
BeyecKHe LOlYASINH OTAMYAIOTCS APYT
OT JIpyra UX COCTaBOM. JTO SIBJIEHUC I10-
JNyYMJIO Ha3BaHHe NOAUMOpdH3Ma MHTO-
xonapuasnshbix JJTHK B nonynsauusx ue-
JjoBeka. Vlclionp3oBaHue ewie 0/1HOrO 110-
BOTO ME€TO/Ia B HCCAEA0BAHUSIX MHUTOXOH-
apvansbioit JJHK — JHK-noaumepas-
HOM peakUuyd, — II03BOJIMJIO MCII0Ab30-
BaTh [apPaMCTPbl MMTOXOHIApHAJIBLHOM
AHK ans xapakTepHCTHKH NOHyASNHIA
yenoBeKa ¥ u3yyeHHs PUIIOICHEeTHYECKH
3aKOHOMEDHOCTet B IpOUEcCax pa3BH-
THA. OKa3aJoch TakXKe, YTO MHTOXOH/-
puanshas JTHK cnocofHa coxpaisTecs B
MCKOIIAaEMBIX OCTAHKAaX Ha IIPOTSKEHHUH
MHOTYX Bekos. B aToM cayuae ee xapak-
TEPHCTUKH MOTYT CAYXHUTb BCCKHM Havy-
HbIM JIOKA3aTeJbCTBOM POJCTBa, Kak
MEXAy NMONyASUMSIMH, TaK M MEXIY Hii-
nuBuaami. Tak, uacutuduxanus wap-
ckoit cempu Hukonas II no uckonaemnim
ocTaHkaM Oblaa ocyulecTsieHa Ha 6ase
aHajlM3a MMEHHO MHTOXOH/IpHANIbHOM
JHK (puc. 4.20). B npouecce uccaeno-
BaHMSI YCTAHOBHAM OOLIHOCTD MUTOXOH-
ApvanbHoit JIHK u3 kaetok kposmu
3apaBcTBYOIHero npuHua Muauna rep-

1ora IaHibyprckoro ¥ MUTOXOHApHAb-
Hoit IHK, BbraeneHHOH M3 OCTAaHKOB Lia-
puubt Anexcanapst PeopoBHBI U TPEX
ee jouepeil. Bce mepeuncncHHblE nlA
SABJSAIOTCS POACTBEHHUMKAMH MO Marte-
PHMHCKOI IMHMM — TIOTOMKaMH ITPHHIEC-
cbl ANHUCBE, 10MCPH KOpoJieBbl BUkTOpHH.
PonocnoBHast 31Ol ceMpM lipelCcTaBjeHa
Ha pucyHke (puc. 4.20).

Tepatonorus

WnauBuyanbHoe pa3BUTHE OpraHu3-
Ma Ha4MHACTCA ¢ MOMEHTA OIJIOI0TBOPE-
Hust. Cllayana 3Urota JeaMTCsl MHTOTH-
YeCKHM, 3aTeM CJCAYIOT BTanbl Ipeliarajib-
HOro pa3BuTus: 6aactyna, racTpyna, Hefi-
PYJISTHUA, UMILTAHTALMS B CTEIIKY MaTKH,
3aKJiajika H HOpMHUPOBaHHE OPTaHOB H UX
cucreM, poct mioza. [[peHaraabHbiil Ite-
PHMOJI CMCISAETCA NMepUHATANILHBEM, KOTO-
pbiii HauMHaeTcs ¢ 28 nenend GepemeH-
HOCTH, BKJIIOYAeT POJbl M 3aKaHUHBaeTCs
yepe3 7 AHelt 1ocne poxaenus. Jlasee
MAET MOCTHATAIBHBIA 11€pHOoJ, BMCLUAIO-
wuii B cebsi BCIO XU3HB YeJOBEKA N0
CMEpTH.

B 1pouecce uijuBUAyaibHOTO pa3BH-
THSI MMEETCA DSl KPUTUYECKHX Mepuo-
0B, KOI'Jla OPTaHH3M Iiaufosiee ya3BUM
MO OTHOLUEHHIO K /IEHCTBUIO Pa3IMYHbIX
dakTopon. B nureparype, nocasieHoi
OLleHKe TOKCUYECKOTO BO3/€HCTBHA OK-
pyXxaouicil Cpesibl Ha YesoBeKa, AOCTa-
TOUIIO PE/IKO paccMarpHBaeTcs npobue-
Ma BO3HMKHOBEHHs] MOPOKOB Da3BHMTHS,
CBAA3aHHBIX C mepamozeHHviMU (PaKTOpa-
Mu. Tak Ha3biBalOTCS HaKTOPHI, KOTODBIE,
AeicTBYs B nepuol 6epeMeHHOCTH, NpH-
BO/IAT K BO3HMKHOBCIMIO BPOXKAEHHBIX
TIOPOKOB Pa3BUTHA y /ieTeil, HC Bhi3bIBast
HapyUICHUS HACNEACTBEHBIX CTPYKTYD.

ITo coBpeMeHilbIM AaHHLIM, He MeEHee
182 TbIC. BelECTB, MCKYCCTBEHHO BBe-
AEIDbIX B OKPYXXaIoILYyIO Cpely YeyoBe-
KOM, B TOM YHCJi€ U JEKapCTBEHHBIE lipe-
napatbl, 00J1a/1a10T TOKCHYECKUM 3chek-
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ToM. Bce uccnenosareny eAMHOLY LIHbI B
TOM, UYTO OEpEMEHHbIM XXEHIIMHAM CJie-
AyeT OYeHb OCTOPOXHO NMPUHMMAaTh Me-
AMKAMEHTBI, IOCKOJIbKY GOJBIUHHCTBO
JeKapCTBEHHBIX NPEnapaToB U MX MeTa-
GONMTOB MOI'YT MPOXOAUTH Yepe3 Gapbep
HJIALIEHTH. YHMKalbHasg OCOOEHHOCTH
CHCTEMB! MaTb-NJIALIEHTA-TIJIO/ 3aKJI0Ya-
eTCst B OJHOBPEMEHHOM NUPKYISILIUM Jie-
KapCTBEHHBIX BeleCTB KaK B OpraHM3Me
GepeMeHHOIT XXeHUIMHBE, TaK M B OpraHU3-
me niona. Hanbosee HexenaTenbHO uC-
TNOJNb30BaHHe JleKapCTB B NEPBOit TpeTH
GepeMeHHOCTH, Korga (OpMHUPYIOTCA 3a-
YaTKH OpraHoB. BosuMKHOBeHHEe BDOX-
JICHHBIX IIOPOKOB — 3TO pe3yJbTaT OT-
KJIOHEHHIT OT HODMaJBHOTO Da3BUTHS.
OHO MMeeT KJIeTOuHbie OCHOBbI. Pa3su-
THe 0COOH B AMOpPHOTEHE3E COIIPSINKEHO C
AKTHBHbBIM /IeJIeHHeM KJIeTOK, Mopdore-
HETHYECKHUM JIBHXXCHHMEM 3apOIbILIEBbEX
JMCTKOB, ¢ AHbdepeHUHPOBKON U Opra-
Horete3oM. Tepatorelitbie haKkTOpbl MO-
I'yT HU3MEHATb CIOCOOHOCTh KJIETOK K
pPasMHOXEHHIO M MepeMelieHHIo, Hapy-
Wwarb npouecc 06peTeHUs KIeTKaMH Onl-
peaeneHHOM crneuranu3aunui. OCHOBHbE-
MM MeXaHM3MaMH pa3BUTHS HODOKOB Ha
TKaHEBOM ypOBHE SIBAAIOTCA: rMbenb OT-
AE€NIbHbIX KJIETOYHBIX MACC, 3aMe/lieHHe
pacnajga M paccacbiBaHHsl OTMHpAIOLIMX
KJETOK, HapylueHHe B3aHMOJAEHCTBUSA
MeXAy TKaHsgMH. B pesysisrate TOT MM
MHOM OpraH Hel0pa3BUBAETCS] WM pa3-
BUBaeTCs HenpaBuabHO. [IppuMepaMu mo-
TYT CYy>KUTb CMelieHne YCThs a0pPThl, Be-
Ayliee K BPOXXAEHHOMY IODOKY Cepala,
uenas rpynmna ypojacTs, CBA3aHHbIX C He-
3aKPbITHEM HEPBHOM TPYOKH.

Jlna paHHUX CTanuil aMbpHoreHesa ua-
BECTHbI TaK Ha3piBaeMmble KPHTHYECKHE
Mepuo/ibl, B KOTOPHIX TOT HJIM HHOHU pa3-
BUBAIOUIMIACs Oprai 0c0b0 Yy BCTBHTENEH
K onpefefeHHbM Bo3deicTBUAM. Kpac-
HyXa >XEeHLWHHbl Mexay 3-i 1 9-it nege-
NsIMM GepeMEHHOCTH De3KO HOBBbILIAET

BEPOATHOCTb Pa3BUTHA y 11J10Ja NMOPOKA
cepillla, KaTapakTbl, rAyXoTel. B 6onee
NO3JHHe CpPOKH 3Ta GOJe3Hb TaKHUX IIO-
cneacTBuit He aeT. CX0oHOe TCpaTOreH-
HO€ e[CTBHE Npeanoaraercs y Apyrux
BHPYCHbIX UH(EKUHH: TPUNIIA, OCIIbI, M-

paTHTa.
OTHOCUTENbHO HENaBHO ObiN BbISIB-
JieH HOBbIM TepaToreH: — 13-uuc-perH-

HOoeBasA kucJsioTta (aHAJIOT BUTaMMuHa A).
ITOT npemnapaT HIMPOKO HCIOIb3OBAJICS
AnA Aedenus yrpei. PaHee 6b110 Moka3sa-
HO, YTO aHaJlorH BMTamMMHa A MOTYT
BpEAHO BAUATH Ha OepeMeHHOCTh nabo-
PaTOPHbIX KMBOTHBIX, TIO3TOMY ITHUKET-
Ka (pernapara npeaynpexaana, YTo UM
He JOJKHBI TIO/Ib30BATBCSA GepeMeHHbie
#cHUHKHbL. OIHaKO He Bce Oyayiue Ma-
MBI BHSM NMpPEAyIPEeXACHHIO, B pe3yib-
TaTe U3 59 06CeI0BaHIIbIX B IPyIIe PH-
cka GepemeHHocTeli 26 IJI0I0B POAM-
JIMCbh 310pOBbIMH, 12 ObIIM CNOHTAHHO
abopTrpoBaHk! ¥ 21 U3 HOBOPOXAEHHBIX
umenH ypoacrsa. [locrneayromue mcciae-
AOBaHHUA NOKa3ain, 4YTO KPHUTHYECKHM
11epHOOM /1/Is PETHHOEBOI KUCIOTHI 5IB-
asotes 20-35 cyTkH nocsie OMJIoA0TBO-
PEHMUSL.

Jlpyrum, nmoxanyi, caMbiM H3BECTHBIM
HTPHMEPOM JIEKapCTBEHHOTO XMMHYECKO-
ro TepaToreHa CTal TalH/IOMU] — ILHpPO-
KO HCIOJIb3yeMblil KaK YCIIOKOHTEAbHOE
cpeactso B 60-x rr. XX B. TpaHKBHJIH3a-
Top. /lNisi Hero TepaToreHHBIM sABJAAETCS
nepHoy ot 20 Ao 36 cyTOK mocJie Onao0-
TBOpeHus. B 3aBHCHMOCTH OT CpoKa, Ha
KOTOPOM IPUHUMAJICS] TAIHAOMUI, BO3-
HUKAJIM TaK{e YpPOJACTBa, KaK OTCYTCTBHE
iy aedopmaiiMsa ymweid uau 60nbLWIKX
NaJiblieB Ha PyKaX, OTCYTCTBHE MJIH De3-
KOe YKOpOoYeHHe pYK, Hor, cMeleHue Oe-
Zpa. Tpareaus ¢ TaTMAOMHAOM NpHBENa
K poxjeHuio 6oaee 7000 uckaneyeHHbIX
neteit. Tonbko 1MOCNE ITOTO XKECTOKOTO
ypOKa Hayaiacb pa3paboTka cxembl HpPO-
BEPKH JNIeKapCTBEHHBIX TpenapaToB Ha



Teparonorun

teparoredHbiil acpdexr. TeM He McHee B
MHTepecax 3[0poBbs Oynyutero pebeHka
CJIeNlyeT NPOSIBAATH KPAHHIO OCTOPOX-
HOCTb H, 1T0 BO3MOXHOCTH, BooO11e oTKa-
3aTbCA OT NpUEeMa JIEKAPCTBEHHBIX IIpe-
napaToB, 0COOEHHO B IEPBOM TPHMECTpe
GepeMEeHHOCTH.

K npenaparaM, crnocoGHbIM BbI3bIBAThH
BPOXKAEHHBIC MOPOKH Pa3BUTHS, OTHO-
CATCA TPAHKBUJIM3ATOPbI, TPOTUBOCY 10~
POKHbIE, TOPMOHATbHBIE U NPOTHBOOITY-
xoJseBble cpeacrsa. CTepouaHble ropMo-
HBI, BXOAALIME B COCTAB MHOTHX KOHTpa-
UENTHBOB, KOTOpblE XEHIIUHbI MOryT
HpUHKMAaTh, He 3Had O Hanuuuu Oepe-
MEITHOCTH, TaKXKe OTHOCATCS K PaKTopam
PHCKa AN Pa3BUBAIOIETOCS TUIONA.

Ucnonb3oBanue nexapcTs Ha 6o.1ee
TMO3HMX CPOKAX Pa3BUTHS IIO/A OObIY-
HO 1€ BbI3bIBA€T YPOJICTB, HO MOXET Ha-
PYLIMTb IPOLECCHI TPHCIIOCOOIEHUS HO-
BOPXKAEHHOTO K HOBLIM /I/ISl HETO YCJOBH-
SIM CPCHbi.

npoko npuMeHsiemble B IIPOMbIlI-
JIEHHOCTH U CEJIbCKOM Xo3siicTre OeHsou,
deHonbl, XAOPONpEH, GOpPMabiAEru,
ANOXMMMKATDI, a TAKXKe CBUHEN M Napbi
PTYTH 006.1a/1210T BbIPAKEHHBIM TOKCHYC-

ckum geiictBuem. OHM MOTI'YT BbI3BaTh
CaMOIIPOU3BOJIbHBIH abODPT, BHYTPHYT-
pobHyl0 CMEpTh IUIONA HJIM POXKAEHHMC
ocnabieHHOro pebeHka.

TepaTOreHHBIMH MOTYT CTATh HE TOJb-
KO XMMHUYECKHe ¥ OHOJIOTHYECKHE, HO U
¢usnueckue ¢pakropsl. B Tom uncse pas-
JIMYHBblE U3JIYUEHUs, THIIO- U TUIEpTCp-
MUS, THIO- ¥ THIIEPOKCHUA.

ITockoabKy TepaToreHHble (haKTOpPhI
He HapylIaloT reHeTHYeCKUX CTPYKTYD,
TO TaKHe MOPOKU PAa3BUTHS HE HaCJCLy-
10TcA. PUCK 110BTOPHOTO POXXAEHUS HOJNb-
HOro pefeHKa C aHaJIOTHYHBIM TTOPOKOM
1npenesibHO Ma.

Bonpoch! Anst CAaMOKOHTPONS

1. B ueM 3uavenue MuTO3a B Hepeaaye HacneACTBEH-
0¥ uHdopmauuu?

2. HasomsiTe aBe upuuinbl TEHETHYECKOH peKoMOM-
HalHu B MeHo3e.

3. YxaxuTe OTIMYHA CNIePMATO- H OOTEHE3A,

4. TlosicHuTe 3HAYEHHE TIPOLECCA OTIOAOTBOPEHHS.

5. UTO TaKoe BHEXPOMOCOMHAS UM TOILTAIMATHYCCKAS
naceacrsesHocTn? B vem ee MaTepuanbian ocHoBa?

6. Yto Bhi 311aeTe o TepaToreHHbIx akropax? [oue-
MY OHH H3H60.’lee OIacHbI B KpUTHYECKHE NepHuoabl pa3-
BiTHA aMGpuona?
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Meuxaenupylowwme npu3Haku

BceM ayKapuOTHuYECKMM Opranu3Mam
npucyuu otTkpeiToie [.MeHgenem obuime
3aKOHOMEPHOCTH HaCJIeJOBaHUA ApU3Ha-
koB. [na ux usydenus neo6xonumo
BCIIOMHUTb OCHOBHbI€ TEDMMHBI U TIOHS -
THs, UCIOJIb3yeMbie B reHeTHKe. [Jias-
HBIA 1HocTyAar MeHjend, KOTOpbii oH
NOKa3ajJ B CBOMX M3BECTHBHIX 3KCIICPU-
MEHTaxX Ha FOpOXe OrOPOJHOM, COCTOMT B
TOM, YTO KXK/Iblii TPHU3HAK ONPeNeNIETCA
Iapoit HacJIeICTBEHHBIX 3aaTKOB, [103XKe
MOJYYMBLINX Ha3BaHMC aJJIENbHBIX re-
HOB. C pa3BUTHEM XPOMOCOMHOM TEOpHH
HACJEeNCTBEHHOCTH BBIACHHJIOCDH, YTO ajl-
JIeJIbHBIE T€Hb! HAXONSATCS B OMUHAKOBBIX
JIOKYCax FOMOJIOrHYHBIX XPOMOCOM U KO-
AVPYIOT OfIMH ¥ TOT XXe npusHak. [lapa
QJLNICIbHBIX FEHOB MOXeT OBITh OIUHAKO-
Ba (AA uiau aa), Toraa roBOPAT, 4TO
0co0b rOMO3HIOTHA 110 JAIIHOMY HIPU3HA-
Ky. Ecan xxe annenplibie reHpl B nape pas-
uete (Aa), To 0cobb MO TAHHOMY IPU3HA-
Ky reTepo3uroTia. COBOKYITHOCTh '€HOB
N@HIIOrO Oprallu3mMa Ha3blBACTCS F€HOTU-
noM. IIpaBaa yacTo mox reHOTHLIOM ITO-
HHUMAIOT Ojllly WJIHM HeCKOJbKO fap aj-
JIEJIbHLIX TEHOB, KOTOpble OTBCYAIOT 3a
OAMH U TOT ke npu3Hak. CoBOKYNHOCTb
IIPU3HAKOB JJAHHOTO OpraHM3Ma Ha3biBa-
ioT eHoTHNOM, eHoTHl dhopMUpYCTCA
B pe3yJbTare B3aUMOAEHCTBHS reHOTHIA
C BHELUHeH cpenoi.

I. Menzenn BBEN HIOHATUA AOMMHAHT-
HBIX M PELECCUBHBIX T€HOB. AJiesib, KO-
TOpBIi onpenensier GEHOTHIT TeTEPO3N-
roThbl, OH Ha3BaJ JoMuHaHTHbIM. Hanpu-
Mep, reil A B rereposurore Aa. [{pyroit
aJInestb, He NPosABISAIOLIMI cebst B reTepo-
3MUrOTHOM COCTOSIHWM, Ha3BaH UM peliec-
cuBHBIM. B HameM caytae 370 reH a.

OcHoBHBIE 3aKOHOMEPHOCTH HACHKENO0-
BaHHA IPU3HAKOB 1o Menneno (3aKOHBI
ennHoo6pa3us rubpuIoB 1epBOro NMOKO-
JIEHUS, pacIUENJICHUS Ha eHoTHIIHYeC-
KMeC KJlacchl THOPHIOB BTOPOIrO IMOKOJIe-
HHSL M HE3aBUCHMOrO KOMOMHHUDOBAHUS
TeHOB) peayn3yloTcs GJarofaps Cyumect-
BOBAHHIO 3aKOHAa YyUCTOTH ramer. CyTh
II0CJIE/IHETrO COCTOMT B TOM, YTO l1apa aj-
JIe/IbHBIX T€HOB, ONpefesaionas TOT UK
MHOM NPU3HaK: a) HUKOTAA He CMellHBa-
ercst; 6) B IIPOILECCE raMeTOreHe3a pacxo-
NUTCS B pa3Hble raMeThl, TO eCTh B KaX-
AYI0 U3 HHMX MOMNajaeT OAMH TreH M3 an-
Jenplior mapsl. [uTOnormuecku aTo
obecrieynBaercsa Me030M: ajesbHbIE
TeHb! JieXaT B TOMOJIOTMYHBIX XPOMOCO-
Max, KoTopbie B anadase Meifosza pacxo-
NATCA K pasHbIM 110JI0CaM H INIO11afaioT B
PAa3HbIC TaMCTHI.

[eHeTnka uenoBeka onmpaercs Ha ob-
UiMe [PUHIMIIBI, TOJyYeHHbIE NepPBOHa-
4aJIbHO B UCCNIEJOBAHHSIX HA PAaCTEHHSAX H
XHUBOTHBIX. Kak 1 y HHX, y yenoBeka Hme-
I0TCS MEH/IEJINPYIOLULHNC, T.€. HacJICAyeMbIC
IO 3aKOHaM, ycTaHoBjeHHbIM I. MeHne-
JieM, mpusiiaku. [na yenoseka, Kak U 11
APYTHX 3yKapyOT, XapaKTeplibl BCE THIThI
HacNeJOBaHHA: ayTOCOMHO-IOMUHAHT-
HBlit, ayTOCOMHO-peLleCCHBHBIM, Hace0-
BaHHE TIPU3HAKOB, CLEIVICHHBIX C IOJIO-
BbIMM XPOMOCOMAaMHM, H 3a Cu€T B3aHMO-
HEiCTBUA HealeNbHbIX reHoB. Paspabo-
tan [.MeHzaenb U OCHOBHOI METOJ rcHe-
THKM — rubpugonormyeckuit. OH ocHO-
BaH Ha CKpeuluBaHuM ocobell OHOTO BH-
Ia, 061afaloLI X aJIbTEPHATUBHBIMH IIPH-
3HaKaMH, ¥ KOJIMYECTBEHHOM aHaIK3e 110~
JIYYeHHBIX (PEHOTUNHYECKUX KJIACCOB.
EcrecTBeHHO, 3TOT METO He MOXET HC-
I10J1b30BaTbCA B FeHETHKE HCJOBEKa.
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OT4acTy B NPOTHBOBEC CMY B FEHCTH-
Ke yeJoBeKa cyllecTBYOT Haubosice
AaBlMi ee METOA — KJIHHHKO-TEHeaIo-
CMYECKHH aHalu3 HAacleACTBEHHOCTH
(cM. rnaBy 2).

IlepBOe omucaHue ayTOCOMHO-AO-
MHHAHTHOIO HACJ€I0BaHUS AaHOMAJU
y deyoseka jano B 1905 r. Mapadu. Po-
HOocnoBHast Obia cocTaBjieHa IS ce-
MbH € KOPOTKONAIOCTHIO (OpaxuaakTu-
Aueit). ¥ GOJIbHBIX YKODOYEHBI M Yac-
THYHO DeAyuMpoBaHbl Ganairu nasb-
LIeB PyK U HOT, KPOMe TOTO, B Pe3yJbra-
T¢ YKOPOYCHUS] KOHEYHOCTEH, IS HUX
XapakTepen HU3Kuil poct. Ha puc. 5.1
I0Ka3aHa pomocjoBHas ¢ 44 nopaxes-
HbIMH, Ha pHC. 5.2 — (peHOTHNHYCCKOE

npossieHne npusHaka. [Ipu3Hak uepe-
JlaeTcs OT OAHOTO M3 POAMTENeit NpH-
MepIIO [I0JIOBHHE JieTelt, HE3aBUCHMO OT
noJia. AHaJIu3 PONOCJIOBHBIX PYTrUX ce-
Meil CBUETENLCTBYCT, YTO OPaxuAaKTH-
JIMSl OTCTYTCTBYET CPEAM HIOTOMCTBA pPo-
OUTeNel, He SBASIOMUXCS HOCHTEeIAMHU
nanoro resa. IlockonbKy npu3Hak e
MOXCT CYHIECTBOBATb B CKPBITOM BHIE,
CJIE/IOBATENIbHO, OH AIBJIIETCS OMMIIAHT-
HBIM. A ero LpOSBJIEHHS, 1€3ABUCHMO OT
11013, TIO3BOJIAIOT 3aKJIIOYHTh, YTO OH HE
clerieH ¢ noJsioM. Ha ocHoBanuu uano-
XXEHHOrO MOXHO Cl(eJiIaTb BBIBOJ, YTO
OpaxMIAKTHIUSA ONpeeNsIeTcsl TeHOM,
HaXoAsLIMMCSL B ayTOCOMaXx, U ABJISCTCA
JNIOMWHAHTHOI 1MaTOJIOTHE.
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Puc. 5.2, ®eHoTUnU4ECKOe NpoasheHue
6paxvpakTUNUKM y OfiHOMN
13 NpeacTaBuTeNbHUL, POAOCNOBHON
®apabu

Wcnonbs3oBanue reHeasioruyeckoro
METO/Ia MO3BOJIMJIO BHISIBUTH JOMHHAHT-
HBIE, 1€ CLEIJIEHHbIE C M0JIOM NPH3HAKH
y Yej0BeKa. DTO — TeMHBIH 1BeT [Ja3,
BBIOLIMECS BOJIOCH], 1I€PEHOCHIa C rop-
6HILIKOI, NPAMOIt HOC (KOHYMK HOCA CMO-
TPUT NPAMO), AMOYKAa Ha NOAOOPOMKe,
pallHee 0OJBICEHHE ¥ MY)KYMH, ITpaBopy-
KOCTb, CIIOCOOHOCTb CBEPTHIBATH SA3BIK B
Tpy6ouKy, 6esblit TOKOH Hafo HGOM, “rad-
cOyprckas ry6a” — HHKHAS YeIoCTh y3-
Kasi, BBICTYNAIOIIAs BIepe/], HUXHAS Ty-
6a oTBuCIaA U NONYOTKPHTHIA poT. ITo
ayTOCOMHO-IOMHUHAHTHOMY THILy HacJe-
AYIOTCS TAKXKe HEKOTOPBIE IAaTOJOTHYEC-
KH€ MPU3HAKK YeJOBeKa: NONMAaKTHIMA
WINM MHOromasocTh (KOrjga Ha pyke HJH
Hore umeetcsa ot 6 1o 9 nanbues), cuH-
NaxTuavA (cpanleline MSITKUX MJIH KOCT-
HbIX TKaHell dananr AByx u Gosee nab-
ues), OpaxunakTuiaust (HENOPa3BHUTOCTD
AUCTANbHBIX (haslaHr Maables, IPUBO/A-
Hasi Kk KOPOTKONA/NOCTH), apaxHOJaKTH-
auA (CHABHO y/iMIleHHBbIC “nayubn”
Majiblbl, OJIMH W3 CUMIITOMOB CHH/POMA
Mapdana), Hekotopble popmbl 6a130DpY-
KoctH. BonbliMHCTBO HocuTelNeit ayTo-

COMHO-/JOMMHAHTHOW AHOMANMU SABNS-
10TCca rereposuroramu. Horna ciayvaer-
Cs1, YTO IBA HOCHTEJIS OHOM 1 TOH XKe 10~
MHHaHTHOI aHOMa/NNK BCTyNaloT B 6pax
¥ uMetoT fereil. Torna yeTBepTh U3 HUX
OyNyT rOMO3UrOTaMH 110 MYTAHTHOMY
JoMUHaHTHoMY amnenio (AA). Muorue
C/yYau U3 MEJULUMHCKON HIPaKTHKH yKa-
3bIBAIOT HA TO, YTO TOMO3UTOTHI 110 IOMHU-
HAHTHBIM QHOMAJIMSIM ITIOPAXEHBI TSXKe-
Jee, yeM rercposurorsl. Hampumep, B
Gpake MeXNy ABYMS HOCHUTENAMH Opaxu-
NaKTHIMH POMUJICS peOEeHOK, Y KOTOPOro
HE TOJIbKO He JIOCTaBaJjIo Majblies Ha py-
Kax M HOTax, HO ¥ HUMeJINCh MHOXKECTBEH-
Hbte ypoacTBa ckesiera. OH yMmep B BO3pa-
cTe otHoro roza. /pyroit pebenok B 3TOMH
ceMbe OBUI reTEPO3UTOTHBIM U HMMeJ
OOBbIYHbIE CUMIITOMBI GPAXHNAKTHIIMH.
AyTOCOMHO-peLlecCHBHbBIE MeH[eH-
pylolue NpU3lIaKU Y YeNoBeKa OIpefe-
JAAI0TCA TeHaMmM, JIOKaJAM30BaHHBIMH B
ayTOCOMaX, M MOTYT INpPOSIBUTBCA Y 1IO-
TOMCTBa B OpaKe IBYX reTepO3UroT, ABYX
PCLIECCUBHLIX TOMO3HIOT MJIM reTepo3H-
roThl ¥ peliecCMBHOI roMosurorul. Mc-
C/IEOBAHUA T10KA3BIBAKOT, YTO HOMIBIINH-
cTBO 6paKoB, cpeay TOTOMKOB KOTOPbIX
HabsonaTcsa peleccuBHble 3abosieBa-
IKsl, TPOUCXOIUT MeXAY EeHOTHITHYEC-
KM HOPMAaJIbHBIMU rerepo3uroramu (Aa x
Aa). B notomcTBe Takoro 6paka reHOTH-
nnl AA, Aa ¥ aa 6ynyT npencraBieHb B
cooTHolueHuu 1:2:1, 1 BepodTHOCTD TOTO,
4TO pehEHOK OKaXETCS NOPA’KEHHBIM, CO-
craBuT 25%. Ilo ayTOCOMHO-peLecCHBHO-
My THMILy HacleAylOTcsl MSArKMe TNpsiMbie
BOJIOCHI, KYPHOCBIH HOC, CBeTJble 71a3a,
TOHKAas KO)Xa W pe3yc-OTpulaTe]bHad
nepBas PyNnbl KPOBU, MHOTHE (OJIE3HH
obMeHa gellecTs: (HEHWIKETOHYDHS, a-
JIAKTO3€MHUS, THCTUAVHUMMUS U JIP., a TaK-
)Ke NMHrMEeHTHasa KcepoaepMa.
ITurMeHTHAst KcepoiepMa — OJHO M3
pellecCHBHBIX 3ab0eBaHHNI — OTHOCH-
TeJIbHO HeJaBHO TPHUBJEKJAa BHUMaHHe
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Puc. 5.3. PogocnoBHan ¢ NUrMeHTHO kKCepoaepMoii B Gpake ABOIOPOAHBIX CUBCOB Il

MOJIEKY/IAPHBIX OHOJIOTOB. JTa HATO.10-
ris o0yc.10BJieHa HECITOCOGHOCTBIO KJe-
TOK KOXH OOJBLHOrO pernapupoBarh MO-
spexnentsa [JHK, Boi3BaHHble yJabTpa-
duoneropbiM 3nyuenreM. B pesynsrate
pasBUBACTCA BOCHANEHHE KOXH, 0COOeH-
HO Ha JMile, ¢ nocjenyiomeit arpogueii.
Hakoneu, pa3suBaercd pak KOXH, IpH-
BOAAUIMI B OTCYTCTBHE JICUEHHUS K .1e-
TasibHOMY Hcxony. Ha puc. 5.3 npencras-
JieHa TUIIHYHAA POJIOCAOBHAsI, B KOTOPOKH
PORUTENH ABAAIOTCS IBOIOPOIHHIMH CHO-
caMH. ¥ 6OJIbHBIX PEIKMM PelIeCCHBHBIM
3afosieBanueM CTCHIEHb KPOBHOTO PO/CT-
Ba MEXAY POAUTENSIMH OOBIYHO 3HAYM-
TEJIbHO Bhillle CPEIHErO YPOBHS B MOMNY-
nauuu. Kak npaeuio, poautenn nacie-
AYIOT 3TOT el OT OOIEro NpeKa U ABJIA-
IoTcs rereposurotamu. Iloaasasiowee
GOJBLIIMHCTBO GONBHBIX ayTOCOMHO-pe-
LIECCHBHBIMH 3200I€BAHNSAMHU — 3TO lIETH
ABYX FeTEPO3UIOT.

IToMrMO ayTOCOMHO-AOMHHAHTHOIO H
ayTOCOMHO-PEIIeCCUBHOTO THIIOB HacJie-
NOBAHUSA Yy YeJIOBEKA BbIIBJISIOTCS TAKKe
HenojiHoe ZOMHHHUPOBaHHE, KOXOMHHU-
POBaHHe 1 CBEPXAOMHHHPOBAHNE.

Hernosinoe 1oMuHKpoBaline CBA3aHO C
IIPOMEXKYTOYHBIM ITPOSABJIEHNEM ITPU3HA-
Ka DU reTepO3UrOTHOM COCTOSTHMM all-
Neneit (Aa). Hanpumep, Goabiuoit Hoc

onpenensaercs AByMs amnensaMu AA, ma-
JIEHbKHH 1H0C — a/lNIeNISIMH dd, HOPMaJib-
HBId HOC cpeaHMX pasmepoB — Aa. Ilo
THIIY HEMOJHOrO AOMMHHPOBAHHSA Yy ye-
JI0BEKa HAaCAeAYIOTCS BHIYKAOCTH Fy6 u
pasmepbl pTa M rJjia3, pacCTosiine MEXKAY
TJIa3aMH.

Konomunuposaiine — aTo Takoe B3au-
MOJIEHICTBHE asieJibHBIX TEHOB, NPU KO-
TOPDOM B TeTepPO3UIrOTHOM COCTOSHHH
OKa3bIBAIOTCA U paloTAiOT BMeCTE fBa
NOMHHAHTHBIX TeHa OJHOBDEMEIIHO, TO
eCTb KaXABIA ajjexb NETepMUHHUPYET
cBoii npusHak. Haubonee yno6HO pac-
CMOTDPETh KOXOMHUHHMPOBAaHHE HA TIPUMeE-
pe HacJie/J0OBaHus IPYIIIT KPOBH.

Ipyunb kposu cucrembt ABO ouperne-
JA10TCA TpeMa annenaamu: A, B u O. IIpu-
yeM avienu A u B asadiotces qoMUHAHT-
HBIMH, a aienb O — peueccusHbiM. [o-
[IapHOE COYETAHUC ITHUX TPeX ajjiesieil B
TeHOTHIIE Jia€T 4YeTbipe IPynnbl KPOBH.
AJnienibHBIC TeHBI, Ol PENeISIoIHE FPYyIl-
IIBl KPOBH, HaxoasdTcs B JEBATOH mape
XPOMOCOM YeJIOBeKa U 0603HAYAIOTCA CO-
orsercteniHo: 14, I° u I°. IlepBas rpynna
KpPOBM OfipefesisieTCs HalW4YMeM B IeHO-
THE JIBYX DelleCCUBHBIX ajneneit I° I°,
DeHOTUIHYECKU ITO IIPOSABIIAETCA HAH-
YyHe B CbIBOPOTKE KPOBU AHTHUTENX O U P.
Bropast rpynina KpoBH MOXeT olpefe-
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NATBCA ABYMS NOMMHAHTIIBIMM aJljieNd-
mu I*14, ecin yesioBeK rOMO3UIOTEH, WK
annenamu 1*1°, ecnn oH rereposuroret.
DeloTUNHYECKN BTOPas Ipyliia KPOBH
TIIpOABISA€TCS HAIMYHEM Ha ITOBEPXHOCTH
3PMTPOLMTOB AHTUIEHOB TPYIIBl A M
IIPUCYTCTBHEM B CbIBOPOTKC KDOBM aHTH-
ten B. Tperbd rpynna onpenensiercs
¢yHKiMoHMpoBanueM annens B. U B
3TOM CJlyyae reHOTHIT MOXKET ObIThb reTe-
posurorer (I°I°) uaM roMo3uroTeH
(I°I?). DeHOTHMIMYECKH ¥ JIOZEHH ¢ TPETh-
et rpyi110ii KPOBH 112 TOBCPXHOCTH 3PH-
TPOIMTOB BBISIBJIAIOTCS aHTUrenbl B, a
dpakiyy 6enKoB KPOBH COACPKAT AlTH-
Tena o. Jlionu ¢ ueTBepToi rpynIoif Kpo-
BU COYETAIOT B F€HOTHUIC JBa JOMHHAHT-
Hbix astess AB (1°1°), upuyem o6a onu
()YHKUHOHHPYIOT: NOBEPXHOCTb 3PUTPO-
HUTOB HeceT 00a anturena (A u B), a coi-
BOPOTKA KPOBH BO M30€XaHUE arryHoTH-
HallH¥ COOTBETCTBYIOUIUX CHIBOPOTOY-
HbIX 6esikoB o ¥ B He conepxut. Takum
o6paszoM JIOAN C YETBePTOH rpyInoi
KPOBHU SIBJIAIOT IIpUMEPHI KOAOMMIHMPO-
BallMsl, OCKOJbKY ¥ HUX ONHOBPEMCHHO
paboTalOT ABA NOMMIIAHTUBIX AITCABHBIX
reHa. -

C pasBHTHEM METOAOB FeHCTHYECKOTO
aHa/iu3a Ha ypoBHe Oe/IK0oB y uejioBeKa
OblJI0 OTKPHLITO MHOXECTBO I1PUMEPOB
KoxoMuuuponaiius. IlepBeie ciayuau
ONMUCAHBI 1IpH M3YYEHUH IDYIl KPOBH
cuctembl MN. B xone obcnenoranus co-
TEH ceMel NPOBOMJICA CTATUCTHYECKUM
aQHAJIM3 HAC/EHOBAHUSA ITHX IPYNI Kpo-
BU. OKa3asocs, YTO y pouTeieit ¢ rpyn-
namMy KpoBu M pOXJAIOTCS A€TH TOJNBKO
C TaKOi Xe rpynoit KpoBK. AHAJIOTHYHBI
3aKOHOMCPHOCTH [If1 ceMeil ¢ rpymmnoi
kpoBM N: ZleTH B HUX MOBTOPSAIOT rPyNiy
kpoBu poautesneit — N. To ectb obnana-
tenn rpynn kpoeu M u N Moryt 6biTh
ToNbKO romosurotibiMu: MM U NN. B
CeMbsIX XK€, [/[€ POJIUTENU UMEIOT IPYIIITbI
kposn M u N, y Bcex Jereii rpynmna kpo-

Bu — MN, npuucm 06a JOMHHAIITHbIX aji-
jeas M n N ¢yHxuunonupyror BmecTe.
ITo Takomy xe THIly Hacxeayworcs
MHorue QyHKUHoHaTbHble 6eaKH U dep-
MeHTHbIE CHCTeMbl yenoBeka. Hacnemo-
Balue IO THITY KOAOMHUHHPOBAaHUS TECHO
CBA3AH0 ¢ 1POBIEMON MHOXKECTBCHHOIO
anneansMma. PeHOTHIMYECKOE IPOSBIIE-
HMe KaXX/I0T0 MEHIeJIUPYIOLIEro IpH3Ha-
Ka OCHOBAHO Ha B3aUMO/IEHCTBUH B FeHO-
THIIE /IBYX IeNbHbIX reHoB. Oaunako
KOJAMYEeCTBO aljeneil B uesoBeYeCKUX
NMONYNALMAX [ATEKO He BCerga paBHO
JByM. [Lisi rpynu kposu cuctemst MN nx
IBa, a IAd rpynn kpou cucteMbl ABO
CYUICCTBYET He /iBa, a TP ajtens: A, Bu
O. Ilo neckoabKo astencii u3BecTo s
reMornoOuHa u JUig MHOTMX ¢epMeHT-
ubeix cucreM. CKoJbKO Obl ajneneit Hu
CYUICCTBOBAJIO B NONYJSALMM, TPU3HAK B
KOHKDETHOM OPraHM3Me Ompenesserca
coyeTaHHeM TOJIbKO ABYX U3 HuX. B reHo-
TUHE ONMU MOTYT B3aNMONCHCTBOBATH
MeXK/ly OO0 110 THITY NOJTHOrO JOMMHH-
pPOBaHHUA; HCIONAHOTO JOMWHHDOBAHHA
WIN KOJOMMHMPOBaHUSA. SIBlenne MHO-
XECTBEIIHOTO JLJIeJIi3Ma OlpefleNsieT
deHOTHITYECKYIO reTePOreHHOCTD Yeo-
BevecKHX IONYJIS KA, 3TO OfiHA U3 OCHOB
pasHoofpasusa remogoHna uenoBeka. B
OCHOBE YTOH MHOXECTBEHHOCTH JIeXaT
reHHbie MYTAIHH, U3MEHSIOIHE Nnoce-
JOBATCABHOCTb A30TUCTHIX OCHOBAHMMH
monexysbl JIHK B yuactke, cooTBeTcTBY-
IOlIeM JAHHOMY TeHY. OTH MyTauuH Mo-
IyT 6bLITH HEHTPANbHLIMHU, ITOJE3HBIMH,
uan BpeAubniMu. [lociengHue sABNAAOTCA
NPUYHHON HACJIEACTBEHHbIX NATOJIOTHH,
CBA3aHHBIX C MIHOXKECTBEHIIBIM aJ1eTN3-
moM. Hanpumep, uaBectia MyTalus, u3-
MeHAIOUass CTPYKTYPY ONHOH U3 lielei
6esKa reMoryIoGMHa 34 CYET TOTO, YTO KOJ
rJIyTAaMMHOBOIM KMCJIOTBI B KOHLEBOM
YY4CTKE T'€Ha TPaHcOPMHUPYeTCa B KOX
AMHHOKHCJIOTH BaJMH. JTa 3aMeHa CTa-
HOBUTCSA NIPUYHIION BO3HUKIIOBENUS Ha-
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CNEICTBEHOH LIATONOTHM — CEepIIOBH/I-
HOKJIETOUHOM aHEeMMH.

sIBneHue CBEPXAOMMHMPOBAHMSA CB-
3aHO C TeM, YTO B PAl€ ClyyaeB JOMH-
HAHTHbIE T€Hbl B F€TEPO3UIOTHOM COCTO-
SHMHU TIPOSABNSIOTCA CHJIIbHEE, YeM B ro-
MO3MIOTHOM, DTO MOHITHE KOPPEJIUpPYeT
¢ 3¢ ¢exTOM reTeposnca U CBI3aHO C Ta-
KUMH CIIOKHBIMM [IPU3HAKAMH, KaK KU3-
HeCII0COOHOCTD, 061ast TPONOJIKUTE b
HOCTb XXW3HU U Jp.

TakuM 06pa3oM, y YeJIOBEKa, KaK U Y
OCTa/IbHbIX 3YKapUOT, U3BECTHBI BCE TH-
b1 B3aUMOZAEHCTBUS a/lJIEIbHBIX FEHOB 1
O0NbIIOE KOJMYECTBO MEHAENNPYIONIHNX
[IPU3HAKOB, OlIpe/leNIIeMbIX 3TUMH B3aH-
Monaciticreuamu. Vcnoae3ys MmeHACaCB-
CKHe 3aKOHbI HAC/IEIOBAHHS, MOXKIIO pac-
CUUTATDH BEPOATHOCTDH POXKAEHUS J€eTeH C
TEMH WK UHBIM MOJIEJNDYIOLIMMHU NTPH-
3HaKaMH.

HaunGonee ymoOHbIM METONUYECKHM
NOAXOJOM K aHAIM3y HAC/eNOBaHHUS
NDU3HAKOB B HECKOJBKHX [OKOJEHHAX
ABJSAETCS reHeaJoOrHYeCKUl MeTo/, OCHO-
BaHHLI Ha IIOCTPOEHHH POJIOCHOBHBIX.

B3aumopeiicTeune reHos

o cux mop MBI paccMaTpUBaJIX TOJNb-
KO TNPH3HAKH, KOHTPOJHUpPYEMble MOHO-
rexHo. OyHako Ha peHOTHIIMYCCKOE Npo-
ABJIEHAE OIHOrO reHa OOBIYHO BIHAIOT
Ipyrue redbl. 3ayacTyio Npu3Haxku ¢op-
MHPYIOTCS1 IIpH Y4aCTHH HECKOJIbKHX re-
HOB, B3aUMOJNEHCTBHE MEX/1Y KOTOPbIMH
oTpaxkaercsi B peHoTHIE,

ITpumepoM CJIOXKHOTO B3aMMOZEHCT-
BUS T€HOB MOTYT CJIY>KUTH 3aKOHOMEPHO-
CTH HACNEOBAaHUS CUCTEMBbl pe3yc-¢ak-
Top: peayc nmoc (Rh*) u pe3yc MHHYC
(Rh™). B 1939 r. npu uccnenoBaHuu Chi-
BODOTKM KDOBHM J>KEHUIMHBI, POAMBIUEH
MEpPTBHIM N0 W MMEBIUEH B aHaAMHe3e
nepesnBaHue cosmecTtumoit mo ABO
FPYIITE KPOBHU MY>Xa, OpIIM OOHADYKEHbI
ocofble aHTHTENA, CXOAHBIE C MOJyYae-

MbIMH 1D MUMMYHH3AIMU IKCIIEpUMEH-
TaJAbHbIX XXUBOTHBIX 3PUTPOLUTAMU Ma-
KaKu-pe3yc. BeiaBieHHbie y 60s1bHOI aH-
TUTEJ12 1I0JIyYNJIN Ha3BaHHE Pe3yc-aHTH-
TeJl, a €€ rpyma KpoBu — pPe3yc-oTpHlia-
TesbHOH. [pynna xpoBu pesyc-10J0XKH-
TCJIbHAS ONPENESAeTCA NPHCYTCTBHEM Ha
HOBEPXHOCTH  3PUTPOLUUTOB  0CoHOM
IPYITIIBl AHTHTEHOB, KOAUPYEMBIX CTPYK-
TYPHBIMH FelaMH, HecylIMMu HHpOpMa-
1no o meMOpaHHbIX nosunenTtuaax. le-
HBi, onpenessdomue pesyc-akrop, Ha-
XOJ(SITCS B MEPBOH 11ape XPOMOCOM YeJIo-
BeKa. Pesyc-momoxutenbHas rpyina
KpOBU sIBJIs€TCA JIOMUHAHTHOH, pesyc-
oTpULaTeNnbHas — pelleccuBHO. Pesyc-
TIOJIOXUTEJILHBIC JIIOAU MOry ObITh rere-
posurotHbiMu (Rh*/Rh") wau romosu-
rotasMu (Rh™/RhY). Pesyc-orpuua-
TeAbIIbIE -~ TOJBKO roMo3uroTHsiMu (Rh™
/Rh).

[o3xe BLIACHUIOCH, YTO AHTUTEHBI U
aHTUTCNA pe3yc GakTopa MMEIOT CJIOX-
HYIO CTPYKTYPY M COCTOSIT U3 TpPEX KOM-
IIOHEHTOB. YCJIOBHO AHTHICHBI pe3yc-
¢dakropa 00603HaYalT OYKBaMM JIATHH-
ckoro andasura C, D, E. Ha octoBe aHa-
JIN3a reHeTHYCCKUX JIAaHHBIX O HacaeoBa-
HMU pe3yc-(aKTOpa B ceMbsAX U IOIyJIs-
uusx ObL1a chopMyIMpOBaHa THUIIOTE3A O
TOM, YTO KKAbIH KOMIIOHEHT pe3syc-¢ak-
TOPA ONPCNENAETCI CROUM I'CHOM, YTO 3TH
Telkbl ClCIUIEHLI BMECTe B OJJMH JIOKYC M
uMeloT ob1Mii onepaTop MM MPOMOTOD,
KOTOpbIif Derysupyer ux KOJiUyecTBei-
Hy!0 akcipeccHio. [TocKoibKY aHTUreHbI
o6osHaualorcst 6yksamu C, D, E, 1o Taku-
MH K€ CTPOYHBIMH OyKBamMM 0003HAYaOT
reHbl, OTBEYalol1e 32 CHHTE3 COOTBETCT-
BYIOLIETO KOMIIOHenTa. [eHeTnueckas
crpykrypa Rh-kommjekca nokaszaHa Ha
puc. 5.4, riIc U3BECTHblE K HACTOSAIIEMY
BpEMCHH aHTUrenbl 0603HaYeHsl OyKBa-
mu (aHTHreH d 110Ka He OGHApYKeH).

TeHeTHUecKHe HCCaeIOBAHNS B CEMbSX
OKa3bIBAIOT BO3MOXHOCTb KPOCCHHIO-
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Puc. 5.4. (wnoreTuyeckoe
PacnoNoOXeHe reHos,
onpegenaowux pesyc-paxrop

Bepa MEXNY TPeMs FeHaMM B JIOKYCE pe-
3yc-akropa y rereposuror. [onynauu-
OHHbI€ MCCJIENOBaHUA BHIABUJM Daslo-
obpasHiie penorunsr CDE, CDe, cDE,
cDe, CdE, Cde, cdE, cde. Bzaumozeiicr-
BUS MEXIy reHaMM, ONpenessiomnmMu
pesyc-dakrop, cnoxusie, [To Beceit Buau-
MOCTH, IJIaBHBIM (PaKTOPOM, OTI pefeNsIo-
LM pe3yC-aHTUIEH, ABJAETCS aHTUIEH
D. On obnamaer ropasao 6onbied um-
MYIiOrCHHOCTbIO, yeM aHturensl C u E.
Pemraromas pons D-antureHa B popmu-
poBaHKH HEHOTHITUYECKOTO IIPOSIBIEHNS
pesyc-dakTopa XOpOLIO BHAHA NPU aHa-
aunse ponxocnosibix (puc. 5.5). Orpuna-
TeNbHBINH pe3yc-pakTop BeigBASETCH Y
mozaei ¢ resorunom d/d, noxoxurens-
Hblil — y moneit ¢ renorunom DD u D/d.
Y rerepoauror CDe/Cde u Cde/cDe c
coueranueMm reios Cde B pesyc-sokyce
akcnpeccuss ¢aktopa D usameHsercs, B
pe3ynbrate yero ¢opmupyercs deHoTun
DU co cnaboii peakiuelt B OTBET Ha BBe-
AeHKe pe3ycC-TNOJOXKUTENbHBIX aHTHTre-
HoB. CrienoBarenbHo, paboTa reHos B pe-
3yC JIOKYCE MOXeET DeryJupoBaThCs KO-

O

CDe/cde Cde{cde

e
@ O MmO

CDe/cde CDe/Cde CDe/Cde  cde/Cde cde/cOE  cde/cDE  cde/Cde

cde/cde  Cde/cDE

S

Puc. 5.5. PopocnoBHbie NO pe3yc-¢axropy.
0603Ha4eHuA: HesakpalweHHbte Guryps — D ~-
OTPUUATBNLHAA KPOBb; YepHbie purypul - D -

NONOXUTENbHAA KPOBb; 3aWTPUXOBBHHLIE
durypu: - cnabas peakuma (DU - sapuaHT)

JINYECTBEHHO, U (PeHOTUNHUYECKOE NTPOosB-
JieHue pesyc-¢dakTopa y pe3yc-NOJIOxKH-
TeNbHHIX JOAeH ObIBaeT pa3MYHBIM:
GOJbIIMM MM MEHBLINM,

HecosmecTumocTthb 110 pesyc-¢axropy
TJIOIa M MAaTEPH CNOCOOHA CTaThb MPUUM-
HOM DPa3BMTHS NMATOJOTHMHM Y IJIONA WIK
CaMOITPOU3BONILHOrO BHIKMJIBIILA Ha paH-
HHX cpokax OepemerHocTH. C IIOMOUIBLIO
CTIeL{HaIbHBIX YYBCTBUTE1bHBIX METOLOB
yAaJ0Ch BHISIBMTD, YTO BO BPEMS DONOB
0KoJI0 1 MJI KpOBY IIJIOfa MO>XKET momna-
Jarb B KpoBOTOK Marepu. Eciau Marp —
pesyc-oTpULaTeNbHad, a MJIOL — pe3yc-
MOJIOXUTENbHBIN, TO NOCJE IEPBBIX PO-
noB Marb Oyner CeHCHOMIM3UPOBaHA K
pe3yc-nosioKuTebHbIM anTUreHam. [Ipu
nocreaylomux 6epeMEHHOCTAX pe3yc-
HCCOBMECTHUMBIM MJIOAOM THTpP aHTH-Rh-
aHTHUTeNI B ee KPOBU MOXET Pe3KO BO3Da-
CTH, 1 [IOJ BAMSHHEM MX pa3pyLIalouero
NEHCTBUA Y 1102 BOSHUKAET XapaKTep-
Hast KIIMHUYECKast KapTHHA reMoJuTHYe-
CKOM NMaT0JI0THH, BEIpaXKaloileics B aHe-
MHH, KeTyXe WIH BOASHKE.

B xiaccnyeckoit reHeruke Hamnbosee
M3YYEHHbIMU SABJSIOTCA TPU THUIIA B3au-
MOZIEHCTBUSl HENENbHBIX T'EHOB: 3ITH-
CTa3, KOMILJIEMEHTaPHOCTD U IIOJTHMEPHS.
OHu onpenensT MHOTHE HacxenyeMble
MIPU3HAKH YeJIOBEKA.

InMcra3 — 37O TaKOH TUII B3aAUMO/Ieid-
CTBHUSA Heal/NebHbX TEHOB, IIPH KOTOPOM
OJIHA Mapa alJjebHbIX [EHOB IO/iaBJsAeT
AefcTBrE APYroit nmapsl. Pa3nnyaior 3mu-
CTa3 IOMHUHAHTHBL ¥ pelleccHBHBINA. [[o-
MUHAHTHBIH SITHCTA3 NPOSBISETCA B TOM,
4TO ZOMHHAHTHBIH ansienb B rOMO3UIOT-
HOM (AA) uau rerepo3urotHoM (Aa) co-
CTOSTHHM MO/IaBJsieT NMPOSBIEHHE APYroi
nape! aanened. Ipu peliecCHBHOM 31H-
cTase MHCHOMPYIOLIKIT reH B peLeccHB-
HOM TOMO3WTOTHOM COCTOSIHUM (aa) he
NAeT BO3MOXHOCTb ITPOSBUTRCS 3MUCTaA-
TUpyemomy rety. [Toxapisiomnit rex Ha-
3bIBAIOT CYNPECCOPOM WM HHrHOUTO-



BsanmopnencTane reHos 111

. 2 o 1

Puc. 5.6. PogocnosHan no “60MbenckoMy peHomery”. O6paTuTe BHUMAHUE,
41O MaThk (11,6) ¢ rpynnoi kposu 0 umeet pebeHka ¢ rpynnoi kposu AB (I, 1) ;

J

poM, a noAasjideMblit — TUIIOCTAaTUYCC-
KMM. DTOT THIT B3aUMOAEHCTBUA Haubo-
Jlee xapakTepeH [7s reHOB, Y4acTBYIO-
UUX B PEryJiillM4 OHTOTCHE3a U UMMYH-
HBIX CHCTEM UeJIOBeKa.

IIpuMepoM perecCMBHOTO INUCTa3a y
YesoBEKa MOXKCT CHYXHTH “OomOeickuit
tdenomen”. B Unauum 6511a onucana ce-
Mbsl, B KOTOPOH POAMTENIM NUMeJIH BTOPYIO
(AO) u tiepsyo (OO) rpynny Kposi, a
ux netu — uverBepryio (AB) u mepsyio
(OO0) (puc. 5.6). Yrobn pebeHOK B Takoii
cembe umes rpymmy kposu AB, marp
AO/DKHA HMeTh rpylny Kposu B, Ho iu-
Kak 11 O. [To3xe ObLIO BBIACHEHO, YTO B
cucreme rpymi kposu ABO umetorcs pe-
LIECCUBHBIE TeHbI-MOJAN(UKATOPEI, KOTO-
pble B rOMO3UIrOTHOM COCTOSIHMM IOAAB-
JISIIOT 3KCIPECCHIO AHTHIEHOB Ha ITOBEPX-
HOcTH 3putpouutoB. Hamnpumep, ueno-
BEK C TpeTbel rpymoit KpoBU IOJDKEH
MMCTD Ha TIOBEPXHOCTH 3PUTPOLIUTOB aH-
TUreH Ipyinsl B, HO anmucTaTHpylOWMi
TeH-CyNpeccop B PeuecCHBHOM T'OMO3M-
rotiiom cocrosuuu (h/h) nomasnser
AciicTBue reda B, Tak yro coorBercTBYyIO-
liiMie aHTHreHbl He 06pa3yloTcs, U GeHo-
THIIHYCCKH NPOSBISAETCSA IPyIiia KPOBH
O. OnucaHHbIf JIOKYC reHa-cyiipeccopa
He cuenneH c¢ gokycom ABO. Tenbi-cy-
IIPECCOPHI 11AC/IENYIOTCA HEe3aBUCUMO OT
T€HOB, OIPe/leJITIONIMX [PYNIBl KPOBH

ABO. Bombeiickuit peHOMCH HMeeT yac-
tory 1 Ha 13 000 cpeau uHayCOB, rOBOpA-
HIMX Ha A3bIKe MaxapaTd M >KUBYIIHX B
okpectioctsx bombea. OH pacrpocTtpa-
HEH TaKXe B M30J151Te Ha 0cTpoBe PeloHb-
oti. [To-BuaAMMOMY, MPU3HAK JEeTEPMHHU-
poBali HapyHIeliieM OIHOro u3 ¢epmen-
TOB, yYacTBYIOUIMX B CHHTE3€ aHTUIEHa.

KomnaementapHocTh — 3TO Takoi
THIT B3aUMOJCHCTBHSA, NPH KOTOPOM 34
IIPU3HAK OTBEYAIOT HECKONBKO 11€aJC/b-
HbIX T€HOB, IIPUYEM pa3lioe COUETAHUC
JOMUHAHTHBIX ¥ pelieCCUBHbIX aJIICICH B
MX mapax uaMmensder GheHOTHIIMYCCKOC
posiBaeHue npusHaka. Ho so scex cay-
yasfx, KOrja reHbl pacroiodKeHbl B pas-
HbIX 11apaX XpPOMOCOM, B OCHOBe paclier-
JeHUH Nexat UKdpoBble 3aKOHBI, YCTa-
HOBJIEHHbIE MeHaeneM.

Tax, yro6n1 YTOOBI UEAOBEK HMET HOD-
MaJpHbIH C1yX, HeobXomuMa corjaco-
BaHHaA ACATCABHOCTL HCCKOJBKHX Iap
reHOB, KaX bl U3 KOTOPBIX MOXET ObITh
npe/CTaB/ieH JOMMHAaHTHBIMU WM pe-
LICCCUBHBIMU aytennsaMu. HopMasblibiii
CJ1yX pa3BMBAETCSI TOJIbKO B TOM CJIyuyae,
eCJIM KaXKbili U3 3THX reHOB UMeeT XOTA
bl OZMH NOMUHAHTHBIH aJlIENb B AUILIO-
uaHoM Habope xpomocoM. Ecau x0T Obi
O/IHa Napa ajiesiei NpeICTaBJeHa pelec-
CHBHOM rOMO3HMIOTOH, TO YesoBek Oyner
rnyxuM. [lodcuum ckasaHHoe 1pOCTHIM
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apuMmepoM. IIpeaiiosioRuM, YTO HOP-
MaJIbHBI CyX (OPMHUPYET 1apa rEeHOB.
B atoM cayuae mopsM ¢ HODMaJbHbIM
CNyxoMm Ipucynid reHorunst AABB,
AABb, AaBB, AaBb. HacnencrBeHHas
rJyX0Ta OINpepeNsdercd reHOTHIIAMH:
aabb, Aabb, Aabb, aaBb, aaBB. Vclionb-
3ys 3aKOHbl MeHiens n/1st AMrHOPUAHOTO
CKPCIIMBAHUS, JIETKO DACCYMUTATDH, YTO
riayxue poxutenn (aaBB x AAbb) moryT
UMeTh feTel C HOPMAJbHbIM CJYXOM
(AaBb), a HOPMaJILHO CJILILIALIKE POJH-
TEJU NPH COOTBTCTBYIOLIEM COYETAHUH
resorunos (AaBb x AaBb) ¢ BbICOKOIA
noneit BepostHoctH (6onee 40%) — ray-
XX JeTeH:

P: AaBb x AaBb
F{:9A-B-: 3A-bb: 3aaB-: Iaabé

cblilauine rayxue
9 7

Iosmmepus — o0ycOBJIEHHOCTD OIl-
pENeNEeHHOrO MPH3HAKAa HCCKOJbKUMM
napaMi HealneNbHbIX TeHOB, obJiajaio-
HIMX OAMHAKOBLIM AciicTBueM. Takue re-
HBl Ha3bIBAlOTCA IOJIMMepLbIMU. Ecnn
YKCIO IOMHHAHTHBIX aJlIc/Ici BIUSET Ha
CTElleHb BBIPaXXe€HNIOCTH IIpU3HAKa, I10-
JUMCDUS HMEHYeTC KyMYJSTHBHOH.
Yem Gonblle JOMHUHAHTHBIX asjenei,
TeM 6osiee MUTCHCUBHO BbIpaXKer MpH-
3Hak. [To Tuny KymyJaTuBHOH nosume-
puM OOBIYHO HaCKeNyIOTCAd NPU3HAKH,
KOTOpble MOXHO BHIDa3UThb KOJHYECT-
BEHHO: 11BET KOXH, IIBET BOJIOC, POCT.

IlBeT KOXH M BOJIOC Uesl0BeKa, a TaKXe
uBeT paayxHOH obosouky rias obecrne-
YMBaeT ITMIMEHT MeJlaHuH. (DopMHDYs
OKpacKy 110KPOBOB, OH NpeIOXPaHsieT op-
raHKW3M OT BO3/IeiCTBHUA yabTpadHONeTO-
BBIX Jyd4cii. CywecTByer /iBa TUIa Mea-
HHUIOB: 3yMCJaHUH (YepHBI U TEMHO-KO-
pHYHEBbIN) M ¢eymenaHnH (OKeNThld M
pbikuit). MenaHuH CHHTE3MpyeTCcsas B
KJICTKAaX M3 aMHHOKMCJIOTHI THPO3HHA B

HCCKOJIBKO 3dTanoB. Peryasuus cuHresa
OCYHICCTBJIS€TCS MHOTHMH ITYyTSIMU U 3a-
BUCHUT, B HYaCTHOCTH, OT CKOPOCTH Jicjie-
Husa kaetok. IIpy yckopenun MHTO30B
KJIETOK B OCHOBaHWH BOJIOCa obpasyercs
deymenanuH, a npy 3aMeVIEHHH — 3Y-
McjaHuH. Onucanbl HekoTopele (opMbt
3JI0KauecTBEHHOIO IMepepoKAeIIns Kile-
TOK KOXXHOTO 3IMTENHUS, COMPOBOXKAAI-
UIMeCS HAKOIJICHUCM MeJIaHMHA (Mena-
HOMBbI).

Bce uBera BOJIOC, 3a HCKJIIOYCHHEM
PbIXKMX, COCTaBASIIOT HellpepbiBIBIH psn
OT TEMHOTIO /IO CBETJIOr0 (COOTBETCTBEH-
110 yMEHbBLIENHIO KOHUCHTPALNK MeJia-
HUHA) U HACJIEAYIOTCS [IQJIMI'€ILHO 110 TH-
Ny KyMyJaaTuBHOH noiaumepuu. Cuura-
eTCs, YTO 3TH PAINIUIUA 0OYCIOBJEHDI
MMCTO KOJIMYECTBEHHbIMU U3MEHCHUAMU
B CO/epXKaHUM 3yMenanmua. Lser pul-
XKHX BOJIOC 3aBUCHUT OT HAIMYUA PeyMe-
nahntia. OKpacka BOJIOC OOBIYHO MEHSIET-
CS ¢ BO3PACTOM M CTaOWIM3UPyeTCs C Ha-
CTYILTEHNEM NTOJIOBOIt 3DEJIOCTH.

IBer panyxHoit 060J0UKH [J1a3 OlIpe-
IeAs10T Heckonbko ¢akTopor. C onHOM
CTOPOHBI, OH 3aBUCHT OT IPUCYTCTBHSA
rpaHyJl MeJIaHWHa, a ¢ Apyroit — oT Xa-
paxTepa OTpaxxeHUsl cBeTa. YepHplit 4 KO-
pHUYHEBBbI 1BETA OOYCIOBJEHB MHOTO-
YMCIEHHBIMU ITUTMCHTHBIMHY KJIETKAMU B
nepefiHeM ciaoc pajayxHoil obosnouxu. B
CBCTJIBIX IJIa3aX COAEep)KaHHe ITUIMeHTa
3HayuTeabHo MeHbure. [Ipeo6aaganue
ronyOoro UgeTa B CBETE, OTPAXEHHOM OT
HepeIHero CJIOs pajlyXKHoi 000JIOUKH, He
cojiepxameil MUrMenTa 0ObACHAETCs OI-
THyeckuM s¢ddextom. Paznnunoe conep-
KaHHe ITUTMEHTa, ollpe/iesiIeT Bech Aua-
1a301 UBeTa rJa3.

[lo Tuny KymMyJasiTHBHOH NOJHMCPHH
HacJenyeTcs TaKkKe IMUTMEHTALUS KOXH
yesioBeka, Ha ocloBe reHeTuyeckux Mc-
CNeNOBaHMUI CeMeif, YJIeHbl KOTOPBIX
MMEIOT Pa3HyI0 MIITCHCUBHOCTb KOXHOM
MUTMEHTALWH, TPCANOJAraeTcs, YTo 1BET
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KOKH YeJIOBEKA ONpe/lesISioT TPY MM Ye-
ThIpE Naphl reHOB.

TMosyMepHble TreHb, KaKk MPaBUJIO,
0603HavalOT OAUHAKOBBIMM OyKBaMH,
4yTo6bl MOAYEPKHYTH OAHOIANMDABJIEH-
HOCTb uX JieficTBusi. [Ipu dpopmuposanuu
Npu3HaKa He BaXKHO, KaKOil Nape reHoB
pYHaniexaT AOMHHAHTHBIC aJljeJy,
BaXKHO WX KOJIMYecTBO. B TakoMm ciyvae
reHOTHI HErpa YCJIOBHO MOXHO 3aMHCATh
AAAAAA. a rerotun Gesioro — aaaaaa.
CpeTJIoKOXHe Herpsl OyayT UMeTh reHo-
tun AAAAAa, AcAAAA, vom npyrHe co-
yetaHust A v a. Mysatam cooTBeTCTBYET
redotun AaAaAa, npuueM, yeM GoJibilie
KOJIMYECTBO @, TeM CBeTJiee UX Koxka. Ec-
JM YUPOCTHTD 33/1a4y Y 0003Ha4YUTDH re-
HOTMII, Ol(PeeJITIOUIHIA IIBET KOXH YeJio-
BEKa He TPEMsl 11apaM¥ TeHOB, a ABYMs, TO
Jerko ybeautbes, 4to B Opake JiOmen ¢
IIPOTHBOIIOJIOKHBIM -L{BETOM KOXH BCe
aeTv OyayT MyJlaTaMMu:

P: AAAA x aaaa
F{: AaAa — mynathl

B 6pake jByx MyJiaToB AaAa x AaAa
BEPOATHO pOX/eHuEe AeTeil ¢ pa3HbIM
I[BETOM KOXH

- Herpnl (AAAA), 1\16

- cBeTJIOKOXHe Herphl (AAAa), 4\16

- MmyJiatel (AaAa), 6\16

- CBETJIOKOXKHe MYyJaThl (Aaaa), 4\16

- 6esibie (aaaa), 1\16.

Takum o6pa3oM, ¢ onpeaeseHHON A0-
Jieil BeDOSITHOCTH POJAMTENM MOTYT UMETh
neteit ¢ Gosiee csetsioi unm Bosee TeM-
HOM, YeM Y HUX, KOXel, 60o/ee CBeTIHIMY
vy 6osice TeMIBIMU BOJIOCAMH U IJla3a-
mu. [Tockosieky ¥ pocT HacJieayercst nmo
TUIY KYMYJIATHBHOMH mnojiiMepyy, To je-
TH MOTYT ObITB Y Bbillle, U HUXe, YeM PO-
AVTEJY.

Tlpusnanue npuHIUNA B3aUMOAEHCT-
BYst TeHOB HaBOAUT Ha MbIC/Ib O TOM, YTO
BCe relibl TaK WM MHaYe B3aUMOCBS3aHbI

B cBoeM zelicTBuu. Eciv oauH reH oka-
3bIBaeT BJIMsiHUE Ha paboOTy ApYTHMX re-
HOB, TO OH MOXET BJIUATD Ha NMPOsiBJIeHYE
He TOJIbKO OAHOI'0, HO U HECKOJIbKYX TPU-
3HakoB. Takoe MHOXeCTBEHHOE JeiicTBHe
reHa HaspialoT iwieHorpomueii. HanGo-
Jiee SIDKMM MPUMEPOM MJIeHOTPOMHOroO
AeCTBUS TeHa Yy YeJioBeKa SIBJISETCS
cunapom MapdaHa, yxe yroMyuHaBIas-
Csl AYTOCOMHO-IOMMHAHTHAs NATOJIOrUA.
ApaxHojakTyaus (“mayuby” NaJbUbl) —
OOVH U3 CHMNTOMOB cuhapoMa Mapda-
Ha. JIpyruMy CUMITOMaMM SIBJSIOTCS
BBICOKHI1 POCT H3-3a CHJIbHOTO YIJIMHe-
HUS KOHEYHOCTe#, rMNEepNOABUMXHOCTD
CYCTaBOB, Beayluuii Kk OJu3opykocTH,
1IOABBLIBUX XPYCTa/MKa Y aHEBPU3M aop-
Tbl. CMH/IDOM C OAMHAKOBOW 4acTOTOMN
BCTpeYaeTcst Y My>KUUH M XeHIuH. B oc-
HOBE YKA3aHHbIX CUMIITOMOB JIEXKWT fe-
(heKT pa3BUTHSA COEAMHUTEIBHOH TKaHMU,
BO3HMKAIOIMUA HA DAHHUX 3TaMax OHTO-
relicsa ¥ TNMPUBOASAIIUI K MHOXeCTBEH-
HBIM (DeHOTHITUYECKUM (IDOSABJICHUSIM.
ILieitoTponubiM aeficTBreM 001a4a10T
MHOI¥e HaneJCTBeHHbIe natoaoruu. O1-
penesieliHbie 3Tanbl MerabGoavama obec-
neuuBaoT renbt. [IpoaykTs MeTabosnye-
CKMX peakuu#, B CBOIO ouepenb peryJiu-
DYIOT, a BO3MOXHO, Y KOHTPOJIUPYIOT
apyrve Mertabosvueckue peakuuu. ITo-
3TOMY Hapyluenusi MeTaboiM3Ma Ha Of-
HOM 3Talle OTPa3ssiTCS Ha MOCJIEAYIONMX
3Talax, Tak YTO HapyllleHue SKCIIpeccHH
O/IHOTO TeHa OKaKeT BJMsiHWe Ha He-
CKOJIBKO 3JIeMEHTaPHLIX IPU3HAKOB.

HacnepctBeHHOCTb ¥ Cpeaa

DenoTHIIMYECKOE NPOSBIIEHME MPHU-
3HaKa OIpejieNsieTcsl reHaMu, OTBeyvalo-
LMY 32 3TOT NPHU3HAK, B3aUMOAEHCTBU-
eM JleTeDMUHUDPYIOLUMX C APYTUMU FeHa-
MH K YCJIOBUSIMM BHelutteit cpensl. Crie-
Z0BaTeJIbHO, CcTeneHb (PEHOTUIHYECKON
BbIPaXK€HHOCTH AETEPMHUHUPOBAHHOTO
IIpHM3HAKa (3KCNPEecCUBHOCTH) MOKeT
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M3MEHSTBCA: YCUUBATBCS UMM ocJab-
AATbCA. nfs MHOrMX JOMWHAHTHBIX
MPU3HAKOB XapaKTepHO, YTO I'eH NpPOsB-
JIAeTCS y BCeX TeTePO3UTOT, HO B pa3HoM
cTenenyu. MHorve 1oMuHaHTHbIe 3a0071€e-
BaHMs OOHapyXWBAKT 3HAYUTENbHYIO
VUHAVBHAYAJIBHYIO U3MEHYUBOCTh U 110
BO3DACTY Hayaja, ¥ MO TSAXKeCTH NpPOSiB-
JIeHUsi, U BHYTPHY OJHOU CeMbH, U B pa3-
HBIX CeMBbSIX.

B psize cayuaes npusHaK MOXeT BOOG-
e He BbIpaxxaTbcsl GeHOTUNHYECKH, He-
CMOTpsl Ha FeHOTMNMYECKYIO Npeaonpe-
neneHHocTs. YacToTa QEeHOTHIIUYECKOTO
NPOsIBIEHUSI JAHHOTO I'eHa CPEliy ero Ho-
cuTeslelt Ha3bIBAETCH MEHeTPAHTHOCTHIO
i BBIpaXkaeTcs B npoleHTax. IlenerpanT-
HOCTh ObIBaeT MOJHOM, ecny NpHU3HAK
NPOSIBASAETCA Y BCeX HOCUTeeH TaHHOTO
reHa (100%), 1 HenoAHOM, ec/IM NPU3HAK
NPOSBASETCA TOJABKO Y YacTHW HOCMTe-
neit. B cayyae HenmonHo#i neneTpaHTHOC-
TH MHOTAA NPU Nepe/laye NMPU3HAKa OLHO
NOKOJIeHUE TPONYCKAETCs, XOTs JIMUIEH-
HBI €ro MHAMBUA, CYAS MO POAOCIOB-
HO, mosiKeH 6bITh reTepo3uroTHhIM. [le-
HETPAaHTHOCTB — 3TO CTaTUCTHYeCKoe
nouatHe. OlleHKa ee BeJIMYMHBI YACTO
3aBMCHUT OT MPHUMeHsIeMBIX MeTOL0B 06-
CJIeAOBaHUS.

TToHATHS MEeHeTPAHTHOCTY U 3KCIpec-
CUBHOCTH MOXKHO PacCMOTpeTh Ha Hpu-
Mepe ayTOCOMHO-A0MUHAHTHOTO NpH3Ha-
Ka — MOJMHAAKTUAMU (MHOTONANAOCTH). Y
retepo3uror ¢GheHOTUNUYECKOe €ro Mpo-
siBjleHvie BapbUpyeT. IleHeTpPaHTHOCTH
MOXKeT OTCYTCTBOBATb (0%), TO ecTb NpH-
3HAK He NPOSIBASIETCS, ¥, HECMOTPSL Ha re-
HETUYECKYIO IIPefolNpeae/leHHOCTb, KO-
JINYECTBO NaJbLEB Ha PyKaxX U HOrax pas-
HO 5. B TO e BpeMsi Y APYTHX reTepo3u-
roT HPH3HAK TPOSBJSETCS, HO CTeNeHb
€ro BLIPaXEHHOCTY y Pa3HBbIX JIML pa3-
JnyHa. KosinvyecTBO NMasiblieB Ha pyKax u
Horax 6BIBaeT y pa3HbIX MHIAWBUAYYMOB
coOTBeTCTBelHO: 5,5 — 6,6; 5,6 — 5,7, 6,6 —

6,6 v T.1. B 3TOM C1ydae roBOpsiT O Baphb-
Hpyole# 3KCMPECCUBHOCTH.

Wnoraa Tsixenoe AOMUHAHTHOe 3a60-
JIeBaHUE NPOSBISETCS TONBKO BO BpeMs
WY Moc/ie PelpoAyKTHBHOIO NepHoaa.
Knaccuyeckuit npumep — xopest Ien-
THHITOHA , IeTeHepaTUBHOE 3a00/1eBaHe
HEPBHBIX KJIETOK B 6a3a/bHBIX TAHTAHAX,
NpHUBOJALIEE K HETPOU3BONIBHBIM JBIDKE-
HMSIM, U3MEHEHHSM JMYHOCTU 4 TOocTe-
NeHHO HapacTaioimeMy ciaaboymuio. Uc-
cneposanue 802 cnyvaes xopeu [eHTUHT-
ToHa B 3anagdoil TepManuy mokasaJo,
YTO BO3PACT Hayasa NPosiBjeHus Gones-
HY Bapbupyer ot 6 no 76 net, Ho MaKcH-
MYM COOTBETCTBYET BO3DAcTHBIM IDaH¥-
uam ot 26 xo 60 ner (93,5%). Taxum 06-
Pa30oM, HeHeTPAHTHOCTh Xopeu [eHTUHT-
TOHA YBeJIMYMBAETCS C BO3PACTOM.

Y4uTHIBas 3KCAPECCUBHOCTD U MEHeT-
PAHTHOCTb, TeHEeTHUYECKHH aHaIU3 MpU-
3HaKa TMPOBOAAT, HCIIONb3Ysl OOLINPHbIE
POAOCJIOBHBIE.

TeneTvka nona

N3 46 xpomocoM (23 maphl) B KapMOTH-
e yesoBexa 22 mapbl OAMHAKOBBI Y MYXK-
UMH Y XKeHIUMH (ayTOCOMBI), a OQHa Napa,
Ha3bigaeMasl TOJIOBOI, Y Da3HBIX IIOJIOB
oTanyYaeTcs: y xeHMH — XX, y Myx-
yud — XY (cm. rnasy 3). IlosoBele xpo-
MOCOMBI MpeACTaBJIeHbl B KOKIOH coMa-
THYECKOH KieTke uHAMBUAA. ITpu 0bOpaso-
BaHMM raMeT BO BpeMsl Meiio3a roMoJio-
rHYiible M0JI0BbIE XDPOMOCOMB] PacXOAATCA
B pasHble NMONOBbIe KaeTkH. Cirenosaresib-
HO, Kaok/1as siierieTka MoMHMo 22 ayTo-
COM HeceT OfHy MOJIOBYIO XpomocoMy X
(ranouaHsii HabOp XpPOMOCOM paBeH
23). Bce cnepMaTo30Mabl Takixe MMeEIOT
TamJIOWAAHbIA Habop XpOMOCOM, U3 KOTO-
PbIX 22 — ayTOCOMBI, 2 OAHA — MOJIOBasl.
TloJ10BHMHa CTIEpMaTO30MAOB COAEPKUT X,
Apyras nojoBuHa — Y XpOMOCOMY.

TTockoIbKY JKeHCKHe TOJIoBble XPOMO-
COMBI OAYHAKOBH U Bce AHIEKIEeTKH He-
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cyT X-XpOMOCOMY, TO XKCHCKMii o1 y ve-
JIOBEKA Ha3bIBalOT roMoraMeTHbIM. Myx-
CKOii e MOJI H3-3a pas/ivuusi MOJIOBBIX
xpoMocoM (X uin Y) B cnepMatozoraax
MMEeHYIOT reTeporaMeTHbIM.

Moy uyenoBeka olpegensieTcsi B Mo-
MEHT onioaoTeopenus. Kenmyna umeer
oIviH TMN raMeT — X, MY>XK4YMHA — 1Ba TH-
na ramet: X ¥ Y, npHueM, COrJIaCHO 3aKO-
HaM Mei03a, 00pa3yioTCsl Ol B PaBHOMH
nponopury. [Ipu onyoaorBoperuy xpo-
MOCOMHBIe Habopbl raMeT oObeaAUHSIOT-
csi. HarmoMHuM, 4TO 3urora coaepxur 22
napsl ayTocOM M OA4HY Hapy MOJIOBBIX
xpomocom. Ecim sifuexnerky oiuiono-
TBODHJI ClTepPMaTO30Ma € X~XpPOMOCOMOHH,
TO B 3UTOTE Napa 110JOBBIX XpoMocoM Oy-
ner XX, u3 Hee pa3oBbercs JeBoyKa. Ec-
JIM e OIJIOAOTBOPEeHUe NMPOU3BeJI cnep-
MaTo30Uz ¢ Y-XpoMocoMoii, To Habop no-
JloBbIX xpoMocoM B 3urote — XY. Takas
3UroTa 4acT Hayalo MY>KCKOMY OpraHu3-
my. Takum obpasom, mos 6yayuero pe-
OcHKa OrpenessieT reTeporaMeTHBIH Mo
MOJIOBBIM XpOMocOMaM MyxuuHa, Coot-
HollleHHe NOJIOB NMPH POXKAEHUH, MO AaH-
HBIM CTaTHCTHKM, COOTBETCTBYET NpH-
MepHo 1:1,

XpoMocoMHoe onpexneieHHe Inoja —
He eAMHCTBEHHBIH YDPOBEeHb I0JOBOI
avddepenivposky. Bosnbuyio posbs B
3TOM TpoIEecCe y YeJOBEKa MIpaeT rop-
MOHAJIbHas PeryJIsilvs, NPOUCXOASAAS C
TIOMOUIBIO TTONIOBBIX FOPMOII0OB, KOTOPBIE
CUHTE3UPYIOTCS TOJOBBIMH XKEJIE3aMil.

3aks1a1Ka MOJIOBBIX OPraHOB YeJI0BEKa
HauMHAeTCs Y ISTHHeAeIbHOro 3MOpHo-
Ha. B 3avaTku roHam M3 >KeJTOYHOTO
MemlKa MUTDUDYIOT NepBUYHBIE KJIETKH
3apOABIUIEBOTO MYTH, KOTOPBIE, Pa3MIio-
xascb MuTO30M, aAvddepeHNUpYIOTCS B
TOHUM M CTaHOBSITCS NMpPeAlIeCTBeHHNKA-
MM raMer. Y sapoasiieil o6oux 1oJsios
MHUrpauysa IHpOXOAUT oAMHakoBo. Ecan
e B KJIeTKaxX 3a4aTKOB rOHaJ NPHUCYTCT-
ByeT Y-XPOMOCOMA, TO HAYHHAIOT PasBu-

BaThCA CEMEHHUKM, NpudeM Hayano aud-
dbepeHUUPOBKY cBsi3aHO C YHKLHHOHM-
pPOBaHUEM 3YXpPOMaTUHOBOro paioHa Y-
xpomocoMbl. Eciun xxe Y-xpomocoma oT-
CYTCTBYET, TO DasBMBAIOTCS SAUYHHKH,
YTO COOTBETCTBYCT JKCHCKOMY THIY.
[Ipeanosaraetcst, 4To Y-XpoMocoMa He
aetepMHHHDYeT avddepeHMPOBKY MO
MY>KCKOMY THITY, a JIMIUb KOHTPOJIUDYET
paboTy COOTBETCTBYIOLIETO Ay TOCOMHOTO
reda. ¥ UHAMBHAOB, He MMeIOIMX Y-Xpo-
MOCOMBI, 3TOT CTPYKTYPHbIH ayTocOM-
HBIH T€H He aKTHBUDPYETCA.

Yestosek 110 cBoeil npupose Oucekcya-
JieH. 3a4aTKy 110JI0BOH CHCTEMBI OAMHA-
KOBBI y 3apojibiiueii oboux mosios. Eciu
aKTUBHOCTH Y-XPOMOCOMBI MOAaBJIeHa,
TO 324aTKM IOJIOBBIX OPT4HOB Pa3BHBa-
I0TCA TI0 >keHCKOMY Tumy. IIpu mosHoM
OTCYTCTBMM BCEX 3JIeMEHTOB cTalloBJje-
HUSL MYXCKOTO 10J1a GOPMUDYIOTCS XeH-
cKkye TMoJioBble oprabi. Mx pasBuTHe He
HYXAETCA B CHEeUMaIbHbIX DEryJsiTop-
HBIX MEXaHU3MaX Y SABJISIETCS “KOHCTHTY-
THBHBIM”.

Tun BTOPUYHBIX MOJIOBBIX NPU3IAKOB
obycyioBnen auddepeHIIMPOBKOI roOHaAA.
Ionoseie opranbl ¢opMuUpylOTCS U3
MIOJJIEPOBBIX ¥ BOJIBGOBBIX KaHAIOB. Y
JKEHILUYH MIOJUIePOBbI POTOKY Pa3BHBa-
10Tcs B (pajioiveBnl TPYOBI U MaTKy, a
B0/b(OBbl aTpoPUPYIOTCA. Y MYXKUUH
BOJIB(hOBBI KaHAJIBI Da3BUBAIOTCS B ce-
MEHHBIe POTOKY ¥ CeMEeHHble My3bIPbKH.
[loa BiusiHMEM XOPDMOHHMYECKOTO TOHa-
AOTPONMHA MaTepH Jiexamue B sMOpuo-
HaJIbHBIX CeMeHHMKaX KieTku Jleitaura
CHHTE3UDYIOT CTEPOMAHDBIE FTOPMOHBI (Te-
CTOCTEPOH ), KOTOPble Y4aCTBYIOT B pery-
JSAUMYM Da3BUTHS OCOOM 1O MYXKCKOMY
tvImy. OQHOBPEMCHHO B CeMEHHUKax B
xiaerkax Ceproay cHuHTe3upyeTcst rop-
MOH, MITHOUpyloumil anddepennpos-
Ky MIOJUIepoBeIX NportokoB. Hopmasns-
Hble 0CO0M MYXKCKOTO NoJIa Pa3BUBAOTCS
TOJIKO B CJIyyae, eCJH BCe TOPMOHBHI,
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TeHeTYeCKuit (5 XY S:) XX
non * \ \
leH TecTukynapHon leH, TecTUKyNsIpHOi
pemMnunsaymmn onpenensaowmn demuHnzaymmn
passuTue
CEMEHHNKOB
Y (Y-xpomocoma) PeuenTop
CHHTE3MPOBaHHI Peuentop aHaporexa
6enok axaporexa
loKagw CeMeHHUKN ANYHUKN
3apoapiwa
TectoCTepoH
Y e
3avarok Myxckas/xeHckan Myxckan/xeHckan
PEenpPoOAYyKUMOKHON
CUCTEMDBI l
Mnog Myxckoro nona Xenckoro nona
Puc. 5.7. Cxema perynauvun anddepeHumposky penpoaykTUBHON cucTeMel Nnona

JNeiCTBYIOLIMe Ha 3a4aTKY BHELIHUX U
BHYTPEHHUX MOJIOBBIX OpraHoB, “cpaba-
TBHIBAIOT” B OlIpedeJIeliHOe BPEMS B 3a/1aH-
HOM MecTe. CxeMa peryJssilyy pasBUTHs!
PelpoAyKTUBHON CUCTEMBI NJIOAA Npea-
cTapJleHa Ha pucyHke (puc. 5.7).

B HacTosingee BpeMsi OMUCAHO OKOJO
20 pa3snoo6pasHbix Je()CKTOB reHOB, KO-
TOpble MpY HopMaibHOM (XY) KapHOTH-
Te 110 OJIOBBIM XPOMOCOMaM NPHBOLAT K
Hapyuwenyio avddepeHUMPOBKY Blelll-
HMX ¥ BHYTPEHHMX TOJIOBBIX I[PH3HAKOB,
(repmadpoauTU3My). ITH MyTaLlMH CBA-
3aHBbl C HapylIeHUeM : a) CHHTe3a MoJIo-
BbIX FOPMOHOB; 6) BOCIIPMHMYHMBOCTY pe-
LENTOPOB K HUM; B) paboTst hepMeHTOB,
Y4YaCTBYIOIMX B CUHTE3€ PeryJIMPYIONX
thaxTopoB ¥ T.A.

HacenoBaHHe NpH3HaKOB,
CHEIUIEHHBIX C NIOJIOM
X- 1 Y-XpOMOCOMBI rOMOJIOFHY1ibI, T10-
CKOJIbKY 00jajatoT oOLMMYK TOMOJIOrHY-
HBIMY YYaCTKaM¥, rJe JIOKaJIU30BaHbl asl-

AeyibHble reHsl. O4HaKo, HeCMOTPS Ha ro-
MOJIOTHIO OTAeJIbHBIX JIOKYCOB, 3TH XpO-
MOCOMBI pa3iimyalotess 1o MopdoJioruy
(cM. puc. 3.13). Bems, momumo obmux
Yy4acTKOB, OHM HecyT GoibLioii Habop pas-
anyamonmxcs renos. B X-xpomocome Jie-
AT [eHbl, KOTOPBIX HET B Y -XPOMOCOME, 2
psiA TeHoB Y-XPOMOCOMBI OTCYTCTBYIOT B
X-xpoMocome. TakuM 06pa3oM, Y MyKUMH
B II0JIOBBIX XPOMOCOMaX HEKOTOpbIe IreHBl
He MMeIOT BTOPOro ajuieisi B TOMOJIOTHY-
HOM xpomocoMe. B TakoM ciiydae NpusHak
ONpenesiicTCs He MApod ajieJblibiX re-
HOB, Kak OOBIYHbIA MeHAeJUpYrouiuii
NpU3HAK, a TOJbKO oaHuM atenem. Ilo-
n06HOE COCTOsiHME reHa Ha3bIBaeTCsl re-
MUBUTOTHBIM (puc. 3.8), a npy3Haky, pas-
BUTHE KOTOPBIX OOYC/NOBJIEHO OAMHOY-
HBIM aJljieJleM, PaCNOJIOKEeHHBIM B OQHOIA
M3 aJIETEPHATUBHBIX IOJIOBBIX XPOMOCOM,
NOAYYM/IM 11a3BaHHe clelIeHibX ¢ T0o-
JioM. OHa pevMyllleCTBEHHO pa3sBMBAIOT-
Cs Y ONHOTO U3 ABYX TOJIOB U MO-Pa3HOMY
HaCJICAYIOTCS Y MYXXUYUH M JKCHILUMH.
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leHbl, onpeaensowme
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Puc. 5.8. [MnoteTvyeckan cxemMa pacnonoxeHus reHos 8 X- n Y- xpoMocomax

X-cuennexHbie NpnaHakun
feHw, onpeaensioume
ronaHapu4eckue NpUaHakn

O6uwas usetosas cnenoTa

MurmenTHAR KcepoaepMa '

IpusHaky, cliensieHHble ¢ X-XpoMoco-
MOif, MOTYT OBITh PelecCUBHBIMU U JXO-
MUHaHTHBIMU. K penieccHBHBIM OTHOCHT-
cs: reMopunus, AANbTOHU3M (HeCoco6-
HOCThb pa3sjiMyaTb KpDacHbIH M 3eeHblit
1BeTa), arpodus 3pUTENBHOTO HepBa U
myonatus Jwomwena. K aoMUHaHTHBIM —
PaxuT, He NOAJAIOIIUIACS JIeYeHHIO BUTA-
MUHOM /], 1 TeMHast 3MaJb 3y60B.

PaccMoTpuM HaclieoBaHHe, CUeNJIe -
Hoe ¢ X-XpOMOCOMOM, Ha NpuUMepe pe-
LECCUBHOTO reHa reMopuiny. Y Myxuu-
HBbl TeH reMoHJINY, JOKAJIUIOBAHHBII B
X-xpoMocoMe, He uMeeT ajiiesisi B Y-xpo-
MOCOMe, TO eCTb HaXO/IMTCS B TeMU3UTOT-
HoM coctosiuun. ClieJoBaTesIbHO, HECMO-
TPs Ha TO, YTO NMPU3HAK PelleCCHBHBIN, ¥
MY>XUYHMH OH I1POSIBJISICTCS:

N — reH HOpManbHOIl CBEePTHIBAEMOC-
TH KDORBH,

h — ren remopuiny;

X"Y — myxuuia ¢ remoduimel;

X"Y — MyxuMHa 3/I0pOB.

Y KeHuUIMH NpU3HAaK ONpexaesisercs
11apO#t aJI/IeJIBHBIX F€HOB B I10JIOBBIX XpO-
mocomax XX, ciemoBatesibnio, remocdu-
JIMSL MOXKCT IIDOSIBUTBCS TOJIBKO B TOMO-
3UTOTHOM COCTOSIHUM:

X¥X™ — xeHwMHa 300poBa.

X¥X" — reTepo3uroTHas XeHIKHa, HO-
CHTCJIbHYUIA reHa reMoG Ny, 310POBa,

X'X" — xenmuHa ¢ remodunueil.

[TepeuncnviM ocHoBHble dopManbHbIE
XapaKTepUCTHKH X-ClENJIEHHOTO pelec-
cuBHOro HacsenoBanus. O6blMHO 3a00-
JicBanve NnopaxkacT Myx4uH. Bce ux de-
HOTUNUYCCKH 3A0POBBIe 109epH ABJISIOT-
Csl TeTEPO3UTOTHBIMH HOCHTEJIbHUIIAMHY,
NOCKOJIBKY B NpPOLECCE ONJOAOTBOPCHUS
NOJIy4aioT OT oTila X-XpOMOCOMY:

XN
rameTbi: X M Y

Ao4EPAIM CHHOBLAM

Cpeny cBIHOBe#i TeTEPO3UTOTHEIX MaTe-
peit (XX*) cooTHOLIEHYE BOIBHBIX Y 310-
poBbIX cocTaBisieT 1:1, Tak kak ramernt X"
u X" 06pasyloTcs ¢ papHOil BEDOATHOCTHIO!

XNXn X xv
rametb; XY, X" XN Y
F]I
OTuosckne ramersl
XN Yy
MaTepyHckne XN XNXN X
ramMers X Xvxe xXv
AeBOYKH | MaNbYMKK
300p0BbLI[1: 1
380pO0BbLI
60nNbHbI

Taxkoe HaclegoBaHHe IOJYYHJIO HA-
3BaHUe KpHUcCC-Kpocc (MJIM KpecT-Ha-
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Puc. 5.9. PogocnosHas ¢ X-cuennexHon remopunuen A
B ©BPONENCKNX KOPONEBCKUX AOMAX

O O

XeneH Bearpwye  TBHpMX

O

Ammca Amxcauap Buxropun fleononsa Mopwu  Anb-
L L douc Xih
Pynnpext Ansdonco

KPeCT): CBIHOBbsi HacNeayloT peHOTUNH-
YyeCKYil TMpU3HAK MaTepd, a AOYEPU —
NpU3HaK OTLA.

3akonnl Nepegayy NPU3HAKOB, CLiel-
JleHHBIX ¢ X-XxpoMocomamy, ObLIH Brep-
Bble usyuelbl T. Mopraxom.

Hawubonee n3BeCTHBIM NMPUMEPOM CTa-
JI0 HacJleoBaHKe KOPOJIeBCKOX reModu-
JMu A cpeay MOTOMKOB aHTJIMHCKOM KO-
posaessl Buktopnu (puc. 5.9). Kopoaesa
BukTOpUst OblIa reTEpO3UroTHOIM U Nepe-
Jajla MyTaHTHbI reli ChiHy reMoUIvKY

u TpeM aouepsM. (OnuH M3 NMOTOMKOB
KoponeBb 1apesuy Alexceil B Poccun
TaKxe cTpagan 3tuM Hexyrom). Cornmac-
HO TIPeACTaBJIeHHOM PO/IOC/IOBHOM, KakK U
cileayeT OXHJATh DU penecCUBHOM X-
CLIETUIEHHOM Hac/leloBaH¥H, OOJIBHH Te-
moduivedt MysxunHbl. Oanako ObBaeT u
no-apyromy. OnucaHsl ceMbd, B pono-
CJIOBHBIX KOTOPBIX HAJINYECTBYIOT O1m3-
KOPOACTBeHHble Opaky, rae reMouaus
cpenHeil CTeNeH! BBISIBISIETCS Y Y XKeH-
wyH (puc. 5.10).

" i?l
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Puc. 5.10. PoaocnosHas C ABYMSA XEHWMHAMMU, FOMO3UIOTHRIMU NO X-CUeNNeHHoW reMobunmi.
Poautenn — nBoOpoAHbIE CHBCH. PUrypbl ¢ ToNkaMy 0603HaYAOT reTepo3uroT
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TTomuMo X-cllenNeHHBIX, Y MYXYHH
nMeloTcst Y-cuensiennble npuaHaku. OHu
Ha3blBaloTCs rosanapuyeckumu. Ompe-
AeJIoIIMe UX TeHbl IOKATH30BaHbl B TEX
pailorax Y-XxpoMOCOM, KOTODble He viMe-
10T aHaioros B X-xpomocoMax (puc. 5.8).
Tosauiputieckye Npy3HaKkM TaKxe omnpe-
e SI0TCS TOJIBKO OIHUM ajiielieM, a No-
CKOJIbKY MX eHbl HAXOAATCS! TOJIBKO B Y-
XPOMOCOME, TO BBIABJISIIOTCA OHU Y MY3K-
YKH U NepefaloTCs OT OTHA K CHIHY, Bep-
Hee — KO BceM CbiHOBbsM. K rosanapu-
4eCKUM TPU3HAKAM OTHOCSTCS: BOJIOCA-
TOCTb YLICH, NePenoHKy MexXAy Nnasjblia-
MU HOT, HXTHO3 (KOXa umeeT F1ybokyio
MCYEPUYCHHOCTh ¥ HAallOMWHAET DHIOBIO
Yewyio).

Tomosiorvunbie paitoHbl X- u Y-xpo-
MOCOM CO,1ep>KaT aJljIeJIbHbIC TeHbl, C PaB-
HOH BEDOSITHOCTBIO BCTpeyamwInMecs y
JIMI MY>KCKOTO Y KEHCKOTO I10J1a.

K uvcny onpeneiisieMbix MMU NpU3Ha-
KaM OTHOCSTCs 0011ias L{BETOBasA CJIENOTA
(oTcyTCTBHE LIBETOBOTO 3peHHsI) U NMUI-
MeHTHas Kcepoaepma — 3aboJieBanue,
NpY KOTOPOM MOJI BJIMsIHWEM YJIbTpadHo-
JIETOBBIX JIy4el Ha OTKPBITBIX 4acTsaX Te-
N2 TOSABJAITCA I[IMITMEHTUPOBAHHBIE
5iTHa, KOTOPBIE MOCTeNeHHO Npeobpa3y-
IOTCsl B NallMJIJIOMBI, a 3aTeM U B OMyXo-
sm. Ob6a 5Ty NIpU3HaKa SIBJSIIOTCS peliec-
cuBHbiMH. [Ipu3Haky, cBsi3aHHble ¢ aj-
JeNIbHBIMY T'eHaMH, HaxoAsmmumucs B X-
n Y-xpoMocoMax, HacJIeAyloTCs 10 Knac-
CHYeCKUM MeHJeJIeBCKHMM 3aKOHaM.

HacaenoBanmue, orpanMyeHHoe
H KOHTPOJHPYEMOE HOJIOM

IIpu3naku uenoBeka, HacjieaOBaHue
KOTODBIX KAKMM-TO 00pa3oM CBsi3alO ¢
TI0JIOM, TIO/IPa3AeJISIIOTCS Ha HEeCKOJbKO
KaTeropuit.

OaHa U3 KaTeropuit — NpU3HaKH, or-
paHuueHHble NosoM. Ux pa3sutue obyc-
JIOBJIEHO TeHaMM, DacHOJIOKEHHEIMH B
ayTocoMax 0OOMX I10JI0B, HO TIPOSIBIISIO-

H{MMHCs! TOJIBKO Y ofHoro noja. Hanpu-
Mep, TeHbl, ONpeae/siouIve WIXPHHY Ta3a
XKEHIUUHBI, JIOKAJIU30BaHbl B ayTOCOMaX,
HACeAYIOTCS M OT OTIla ¥ OT MaTepH, HO
TNPOSABJISIIOTCS! TOJILKO Y KeHIMH. To xe
KaCcaeTCsl BO3PacTa 110JI0BOTO CO3DCBAHUSA
neBoyek. Cpeay MyXCKMX 11PM3HAKOB,
OTPaHMYEHHBIX MOJIOM, MOXHO Ha3BaTb
KOJIMYECTBO Y paclipesieieHye BOJIOCSHO-
I'o MIOKPOBa Ha TeJIe.

K uHo#t kaTeropuy OTHOCATCS NpU3Ha-
KM, KOHTPOJIUpYeMBIe MOJIOM, MM 3aBH-
CUMBEIe OT 110J1a. Pa3BuTHE cOMaTHYeCKUX
NpU3HaKOB 00yCJIOBJIEHO reHaM, Pacno-
JIOKEHHBIMY B ayTOCOMAX, 1IPOSIBIISIIOTCH
Ol Y MY>KYMH Y KEHILMII, HO MO-PasHo-
my. Hanipumep, y My>kunn pantee 06JbI-
ceHHe — TNPU3HAK JOMWHAHTHBIH, OH
NIPOSIBJISIETCS KaK Y AOMHHAHTHLIX I'OMO-
3uroT (AA), Tak U y reteposurot (Aa). ¥
JKEHIUWH 3TOT IIPU3HAK PelleCCUBHBIH, OH
NPOSABJISETCS TOJBKO Y PelteCCUBIIbIX IO~
Mo3uroT (aa). [103TOMy JIBICBIX MY3KUHH
ropasno GoJiblue, YyeM KeHIUH. I pyrum
NPUMEpOM MOXET CJYXUTb Noparpa, y
MYXYMH ee NMeHeTPaHTHOCTH Bbille: 80%
nporus 12% y xeHIUMH. 3HAyUT, vallle
nonarpoit 60y1el0T MyX4HHBL IJKCNpec-
CHBHOCTBH NPU3HAKOB, KOHTPO.IUPYEMBIX
noJioM, 0bycioBJIeHa MOJIOBLIMU TOPMO-
Hamu. Hampumep, THI neBueckoro roJso-
ca (bac, 6apuTOH, TEHOp, COMpato, Mell-
L[0-€ONPaHO U aJIbT) KOHTPOTUPYETCS 0~
JloBo#i koncTuryuyeid. Haunnas c nepmo-
J1a TIOJI0OBOTO CO3PEBaHHsl, IPHU3HAK 1aX0-
AUTCA MOA BJIMSIHHEM MOJOBBIX TOPMO-
HOB.

Cuennexve reHOB ¥ KapTbl XpOMOCOM

XpoMocOMHasA TCOpUS HacJleACTBeH-
HOCTH 6bls1a cHOPMYIMPOBAHA U JKCMe-
puMeHTanbHO noka3ana T. Mopranom u
ero corpyanukamu. CorsacHo 3Toii Teo-
PHH, TeHBl HaXOASTCS B XPOMOCOMaxX U
pacrnosioxkeHbl B HUX JmHelHo. [ensl, Jo-
KaJu30BalfHble B OAHOH XPOMOCOME, Ha-
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3BIBAIOTCA CLEINIEHHbHIMY, HAC/IEAYIOTCH
BMeCTe ¥ 00pasyloT IPynny CUerIeHus.
KosuuecTBo rpynin clienaeHust cOOTBET-
CTBYeT Y CJIy ap FOMOJIOTUYHBIX XPOMO-
coM. Y yesioBeka 46 xpoMocom: 22 maphl
ayTOCOM M OflHa Mapa MOJIOBLIX XPOMO-
coM (XX wuu XY), cienoBaTenbHoO, Y
XeHIUH 23 rpynnbl ClenjieHus, a y
MYXK4YMH — 24, TaK KaK NoJIOBble XPOMO-
coMbl MyXXuuHBI (XY) He MOJHOCTBIO rO-
MOJIOFMYHbI APYT Apyry. Kaxaas w3 no-
JIOBBIX XPOMOCOM MY>KYMHBI MMeeT reHHl,
XapaKTepHble TOJIBKO A/ X- ¥ TOJIBKO
151 Y-XPOMOCOMBI, KOTOPHIM COOTBETCT-
BYIOT rpyitiIbl cuemiienust X- 1 Y-xpomo-
COMBI.

TeHbl, NoKanM30BaHHBIE B OAHOH Xpo-
MocoMe u oOpasyioluue rpyniy cuenJe-
uus, cuensierinl He abcoJiotTHo. B 3urore-
He npodasbi 11epBOro MeiloTHYeCKoro Ae-
JIEHUS! TOMOJIOI'MYHble XPOMOCOMBI CJiu-
BalOTCA BMecTe ¢ obpa3oBaHveMm OuvBa-
JIEHTOB, 3aTeM B MaxUTeHe NMPOUCXOAUT
KPOCCHHIOBEP-00MeH yYacTKaMy MeXLy
XPOMAaTHAAMY TOMOJIOTHYHBIX XPOMOCOM.
Kpoccunrosep — o6si3aTesibHBIA TPO-
necc. OH OCYIEeCTBJIsSIeTCA B KaXK10M na-
pe roMOJIOTMYHBIX XpoMocoM. Yem jiasb-
e APYT OT APYra pacllojioKeHbl TeHbl B
XpOMOCOMeE, TeM Yalie MeXAy HUMMU Apo-
UCXOMT Kpoccuitrosep. Bsiarofaps aro-
My TIPOIleCCY, BO3pacTaeT pa3Hoobpasue
coyeTanus reHos B rametax. Hanpumep,
ffapa TOMOJIOTHYHBIX XPOMOCOM conep-
MUT cLerieHHble Tednl AB v ab. B npo-
dase Meiio3a roMOJIOTHYHbIE XPOMOCOMBI
KOH'BIOTHDYIOT U 06pasyioT GHMBajienT:

AB
ab

EcJiv KpoccuHrosep Mexay reHamMy A
u B ne npousoiiger, To B pesyJibTate Mcit-
o3a o0pasyeTcsi ABa THIla HEKPOCCOBEP-
Hbix ramet: AB u ab. Ecim xe kpoceuH-
roBep COCTOMTCs, TO IIOJy4aTcs KpPOCCO-
Bepuble raMeTbi: Ab v aB, To ectb rpynme
cuervieHus uaMensitcs. Yem Gosee yna-

JIeHBl ApYr oT apyra reHbl A u B, Tem
6osbllle BO3pacTaeT BepPOATHOCTH 0Opa-
30BaHUs U, COOTBETCTBEHHO YMCJIO KPOC-
COBEPHBIX raMerT.

Eciu rennl B Hosbuioit Xxpomocome
pacnosioxenbl Ha JOCTATOYHOM PacCTOS-
HUYM APYT OT /PYTa U MeXAY HUMU B MeHi-
03€e IIPOMCXOAAT MHOIOYUCJIeHHbIEe Tepe-
KPECTBI, TO OHY MOTYT HacJIeA0BaThCs He-
3aBHCUMO.

OTKpbITHE KPOCCHHTOBEPA 1103BOJIUIIO
T. MopraHy # COTpYAH1KAM ero LIKOJb B
nepsble 4Ba jlecaTuleTHs: XX Beka pas-
paboTaTh NPUHIMI HOCTPOEHUS I'EHCTH-
4eCKUX KapT XpoMocoM. SIBjienue cuen-
JICHUA OblJIO UCTIONb30BAII0 UMU AJIs Bbl-
ACHeHMs! JIOKAJIU3allMY TEHOB, PacIiojo-
’KeHHBIX B OAHOM XPOMOCOMe, Y cO3[a-
HUsl TeHHBIX KapT IUIOAOBONH MYLIKH
Drosophila melanogaster. Ha renerudec-
KMX KapTax I'eHbl DaclIOIaraloTcsi JMHei-
HO JApyr 3a APYroM Ha ONpeacjieHHOM
paccTosuuu. Paccrosinue Mexay renamu
onpe/iesisieTcsi B 1IPOLIEHTaX KPOCCUHTO-
Bepa, uiy B Moprauuzax (1 % xpoccus-
roBepa paBeH OQHOI MOPraHujie).

15 nocTpoeHus reHeTHYECKUX KapT Y
pacTeHU U XXUBOTHBIX NPOBOJST aHAMHU-
3upYylolLMe CKPEIMBAHY s, B KOTOPBIX A0-
CTaTOYHO MPOCTO PaCCYMTATb MPOLEHT
ocobeii, 06pasoBaBUMXCS B pe3yJbTaTe
KPOCCUHTOBEpa, Y IOCTPOUTH reHeTH4ec-
KYIO KapTy 110 TPeM CLeMNJeHHBIM I'eHaM.
Y 4enoBeka aHanIM3 ClEMJIEHUs TEHOB
K/IACCHMYECKMMU MeTOaMH HeBO3MOXKEH,
MOCKOJIbKY HEeBO3MOXHBI SKCIIePHMeEH-
Tanblibie 6paky. [ToaToMy aJis U3yueHus
TPYNII CUENJEHUS U COCTABJIEHWS! KapT
XPOMOCOM YeJIOBEKA UCIIONb3YIOT APYFHC
METOJIbl, B 11ePBYIO OYepeab reHeaioruye-
CKH, OCHOBaHHBIi Ha aHanu3de poao-
cioBHbIX. PaccMOTpUM Ha KOHKPETHOM
IIpUMepe, KaK MOXHO BBISIBUTH TDYIIY
CUEIUICHUS TEHOB W KOHCTaTWPOBaTb
KPOCCHHTOBED, aHATIHU3UPYst DPOAOCJIOB-
HBle.
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Puc. 5.11. PogocnosHuie C uBeTOBOM CAENOTOM HA KPACHbLIN ¥ 3eneHbiN uBerT (-),
remodunuei (|) 1 060MMn NpuaHakamu OAHOBPEMEHHO (+). A — CLeNNeHHOe HacnenoBaHve
ABYX Npu3HaKoe. b - BoinBneHue KpOCCUHroBepa MexXay reHamMu, onpeaensiownMy
remMopunuio 1 4aNbLTOHU3M

v E O

B

Y106b! BBISIBUTD KPOCCHHIOBED, HEOD-
XOAMMO UCCIeqoBaTh Jibo GosbilyIo po-
AOCJIOBHY!0, JIMOO HECKOJIBKO HEGOJIBLIMX.
Ha puc. 5.11,A npuBeneHa poaoca0BHast, B
KOTODOH OAHOBpEMEHHO HaCJenyTCs
KpacHO-3eJieHast cJienoTa (AaJbTOHU3M) U
remoduius. Ha npotsixeHun Tpex noko-
JIeHU MOPaXeHHBIMY OKa3bIBAIOTCS TO.Tb-
KO JIMIa MY>KCKOTO 110JIa, C/ICAOBATEIIbHO,
NIPU3HAKY ABJISIOTCSA PELeCCHBHBIMU U X-
cuemieHHbIMY. [eTepo3uroTIible >KEHIIH-
Hul (11,1 u I11,2) uMetoT kak anoposhix, Tak
¥ CTPAZIAIMX JANBTOHU3MOM U reModu-
avedt cbiHOBell. JIMila >keHCKOro MnoJia B
HAIIHOI ceMbe 300pOBBL DTy (HaKTBI TAKKe
MOATBEPXAAT X-CUEIJICHHYIO TIPUPOLY
HacenoBaHust oboux mpusxakoB. Ilo-
CKOJIbKY 00a NPH3HAKa ONpPeNeNsoTCs re-
HaM¥, HaxoAAUMMHUCH B X-XpoOMoOcoMe,
CJlefOBaTeJIbHO, FeHbl CLeMLIeHbL

O603HaYMM pPELECCUBHDIE TEHB, OlIpe-
Ae/AolINe JATBETOHU3M U reMopuIIMIo, a
1 b cooTBeTCTBEHHO, TOrAA IPYINA cuen-
Jenus 6yer X :

P: )('th )(B)(BI
Fo XX,

[erepoaurorsas xeHuMHa U3 HOKOsIE-
uus F (II) Bexoaut 3amyx 3a 3goposoro
Myxuuy (X*BY), u umeer asyx snopo-
BBIX AOYepeH, OJHOrO 3710pOBOIO CbiHA M

JABYX CBIHOBEH CO ClIEIJIEHHBIM HacJefo-
BaHMeM T'CHOB reMoUAMY U AATBTOIINS-
Ma, YTO COOTBETCTBYET 3aKOHaM HacJIeo-
BaHUsl PH3HAKOB, CIIENUIEHHBIX ¢ X-Xpo-
MocoMoii. B aTom ciryuae rpynna cuerue-
U1 IEPEAACTCS U3 IIOKOJIEHUS B I10KOJIe-
HUE, U KPOCCHHIOBED HE BBISABJIEH.

Ecau reusl, obpasylomue rpynny
cuernienys, HaxOAsTCs 1A AOCTATOYHOM
PacCTOHUM APYT OT JPyTa, TO MEXY HU-
MU BO3MOXeH KpoccuHrosep. UasecTHn!
PO/IOCJIOBHbBIE, B KOTOPBIX BbisIBAAIOTCSH
KpoccoBepHble ocobu. O/iHa U3 TAKUX PO-
[JOCJIOBHBIX NPeCTaBjeHa Ha pyc. 5.11,B.
IIpoBeneM rexseTHueckuit aHanus 3ToH
ponocioBHOH. B nokosienun 11 xenuuiia
300pOBa, HO SIBJISAETCS TeTEPO3UTOTHOMN
HocHTesblIMLEeH reHa remoduiny, noJy-
YEeHHOrO €0 OT CBOCro OTiA BMecTe ¢ X-
xpoMocoMoit. Cpeay CbIHOBe# 3TOM KeH-
ILMHbBI €CTDb Ife TOJBKO reMOMUIHK, HO U
JKANBTOHUK, CJIEAOBATENIbHO MBI BIIpaBe
NPeATnoJOXHUTh, YUTO OHA ABJSETCH HOCH-
TeJIbHULICH TeH, OTIPE/IENISIOLIETO A/IBTO-
1IM3M, XOTsl caMa 3jiopoBa. Mcnosbays
st 0603HaYeHHs! TeHOB, ONpedesIAIINX
pa3BuTHe reMOodMINM U AAIBTOHU3IMA,
OyKBeliHbie CHMBOJIbI, YKa3allHbie BhIlE,
MOXIIO 3aITMCATb FeHOTHIBI BCTYMAIOIINX
B OpPaK reTepO3UIOTHOM XEIUIMIIbI Y 310~
posoro myxxuunsl (11):
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XX x XXl

Y marepu MOTyT 00pasoBaTbCst He-
KpoccoBepHsle raMeTsl; X , X . Ho ecin
MEeXAY TeHaMH, ONpeaelISUMMHU Jallb-
TOHU3M U reMODUILIO, B OOUMTAX MaTe-
pH HPOU30/ieT KPOPOCCHHIOBED, TOrja
oGpasyloTcs KpoccosepHble ramMeTl: X,
X' Tlpu omI0ROTBOPEHNH HEKPOCCOBEP-
HBIX raMeT MaTepy raMetamy otia X , Y
06pasyioTCst FeHOTHIIbI, KOTOPhBIE Olipe/ie-
as0T  denoTUNHYECKoe MPOSBJICHUE
NAIBTOHU3Ma U reMO UMY y ChIHOBEIA:

X% (11,3) XY (111,2)
JAJIBTOHU3M remouus

IIpy oniopoTBOPEHHH KPOCCOBEPHBIX
raMer Matepu o0pasyloTcs KpOCcoBep-
Hble TeHOTHIIBI, ONpeAessomue y Chlllo-
Beit beHOTUNMYECKOE MPOsiB/IeHHe ABYX
IPU3HAKOB OAHOBPEMEHHO MJIM 340pO-
BbIit (petroTHI:

X% (11,4) XY (1, 1)
340pOB DaJIbTOHU3M
remoduns

AHanM3upyeMasl POJOCJIOBHas HeBesy-
Ka, I03TOMY HeJIb3si O/THO3HAYHO YTBepX-
JIaTh, TO FeHOTUN MaTepy MMeHHO TaKOB,
KaKuM Mbl €ro npeacTaBuiy. Beposren u
BapMaHT, yto reHotun Matepu X X . Tor-
Ja ¢enoTHIl ChIHOBEH MOXeT OCTaBaThCs
TOUHO TAKHUM e, HO 1 1 4 6yxyT Hekpocco-
BePHBIMY, 2 2 U 3 — KPOCCOBEPHBIMHU,

TouyHOe ycTaHOBJIEHHE€ TeHOTHIIOB pO-
auTeseit npy Habope AOCTATOYHOTO KO-
JiMyecTBa 00ciIel0BaHHbIX cemMel, N03BO-
JISE€T ONpefeIUTh YaCTOTY KPOCCOBEPHBIX
reHoTUNOB. Pa3paboTansl CJI0XKHbIE CTa-
THCTUYECKHE METOAB! MUIS 00BeKTMBHOMH
OLIEHKH KOJIMYeCTBA KPOCCOBEPHBIX 0OCO-
Oeit Ha OCHOBE aHanM3a POAOCJIOBHBIX.
Takast ouenka JaeT BO3MOXXHOCTb yCTa-
HOBMTb PacCTOsIHYE MCXAy reHaMH, y4a-
CTBYIOLIMMH B Npoliecce KPOCCUHIOBEPA.

B HeKkoTOpBIX CITyyasx cLer/IeHHe reHOB
MO3KeT GbITh BbISIBAEHO ITyTeM 0630pa 06-
LIHPHBIX pOAOC/IOBHBIX. CTaTHCTHYECKUIH
aHaM3 GOJIBLIOTO KOJIHYECTBA PONOCIOB-
HBbIX KOIIKPETH3HDYeT llapaMeTpHl clLeruie-
HHS, 2 KOMIIBIOTEDHbBIE PACYETh! YTOUHSIOT
HauboJiee BEpOATHBIE YACTOTHl PEKOMOY-
HAaUWl CLeMJICHHBIX [€HOB. YCTaHOBJIEH-
Hble JKe 4aCTOThl PeKoMOMHALMit B rpym-
nax clienieHust MO3BOJIAIOT IIOCTPOUTH
reHHbIe KapThl IO FPYNINaM CLETICHHSA.

Ilapel renoB vy rpynmel cuentedus
ayTOCOMHBIX N€HOB HEBO3MOKHO COOTHe-
CTH C KOHKDETHBIMY XPOMOCOMaMH, MC-
NOJIb3ysi TOJABKO (POPMaIBHO-FEHETHYEC-
KMH aHaAU3 POROCNAOBHBIX, /7151 yCTaHOB-
JIEHMSI KOHKDETHOM JIOKAJIW3aLUY reHOB
ucnonns3oBaaych  MopdoJioruyeckue
Mapkepsl XpoMOocoM. Hamnpumep, Ha
LJIMHHOM Ijicye (1epBOH XPOMOCOMBI
BOJIM3M LEHTPOMEPHI YacTo OOHapyX1Ba-
eTcs BTOpHuHasa nepetsixkka. Mopdono-
TUs1 3TOi 1lePeTsKKY ObIBAET Pa3IHYHO,
a HacCJIeAyeMOoCThb onpeaesieHHoi mopdo-
JIOTHY mpocjiexXuBaeTcsi B yepeae MOKO-
Jienmit. C npucyTcTBHEM CJIMILKOM TOH-
KOW Y JI/IMHHO# MepeTsKKU CBSI3aHO Ha-
JIMYHUC HEKOTOPBIX LATOJIOTHI. AHAIM3
POMOCJIOBHBIX B CBsisU ¢ Mopdosorueit
MEPBO XPOMOCOMBI BBISIBMJI TPYIIY
CLeIVIeHHs] U3 TPex JIOKYCOB: BPOXAEH-
HOH 04aroBoii KaTapakThl, FPYIIIEI KPOBK
Hacpdu u moxyca Un — 1.

Mapkepamy npu olipesesieHUy Py
CLeIlieHUss B KOHKPETHbIX XPOMOCOMax
MOTYT CJIy>KUTb U JIOCTATOYHO KDYTHBIE,
BbIsiBJIsieMble MOPONIOTHYECKH AeNlelvit.

Jpyroi moaxon B MOUCKaX COOTBETCT-
BYS! [PYIIN ClEMJIEHUs] KOHKPETHBIM XpO-
MOCOMaM CBsi3aH C UCCiIef0BaHMeM YPOB-
HS aKTUBHOCTM MeTabosuyeckux ¢ep-
MeHTOB. Tak, y 6OJIBHOrO ¢ CHMHIPOMOM
HayHa, npyuMnoil KOTOpoOro cTaja TPHCO-
MHus no 21-i xpoMocome, oxasajach no-
BBILIEHHO# aKTUBHOCTB psifia hepMCHTOB,
UTO MOXET 3aBHCETh OT yBeJIMYEeHUs J03b]
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reHOB 3a CYET YBeJHYeHHA KOJWYecTBa
21-x xpomocom. Ilpeanosioxenue, 4To ITH
depMeHTbI KOAUPYIOTCS FeHaMH, JJOKAJIH-
30BaHHBIMM B 21-H XpoMocoMe, Mo3xe
noATBepAMaocs. OAHAKO MNpPOBEAEHHUE
rpyObIX aHAJIOrHIi BCErjia CBS3aHO C HEKO-
TODBIM PHCKOM, IIOCKOJIbKY XPOMOCOM-
Hblil McOanaHc MOXeT NPUBOAUTD K Ha-
PYLUEHHAM PEry/siiiMy aKTHBHOCTH IeHOB,
JIOKAJIM30BaHHBIX B Pa3HBIX XPOMOCOMAX.

Haxomntenue faHHBIX O TPYIax CLeM-
JIEHUsI TEHOB y YeJI0oBeKa MpOJABHIaJoch
ouedb MejuieHHO. IIpopws B 3T0#i 0b6nac-
TH OB JAOCTHrHYT C BO3HMKHOBEHMEM
HOBBIX TEXHOJIOTHI, OCHOBaHHbIX Ha r16-
PHAM3ALMY COMAaTHYECKUX KJIETOK B Kjie-
TOYHBIX KYJIBTYPaX, B YaCTHOCTH, METO/Ia
KapTHPOBaHHS.

B ru6puaHBIX KJIETKAX 4Yel0BeK-MbIllb,
IIOJIyYEHHSLIX B pe3y/ibTare CAUSIHUA aHe-
YIUIOMIHEIX L-K1€TOK MBILIM U AWIUIOMA-
HbIX 3MOpHoHaNbIBIX (ubpobiacros ye-
faoseka, 75-95% ueoBeYeCKUX XpOMOCOM
YTPauMBaIOTCA B Mpollecce Ky/IETUBUPOBa-
HUA, IpHYEM HX YTPaTa HOCHT CIy4YakHbIf
xapakrep. Cpeyt MHOXECTBA pasHooOpas-
HbIX [MOpHIOB Bcerjla Haiaerca KJETKA,
COXpaHMBIIasA Ty WIM MHYIQ XpOMOCOMY
yejgoBeka. Ilocse pasMHOXEHHsI 3TOH
KJIETKH MOXKHO MTPOBECTH aHau3 (epMeH-
TOB, aKTHBHOCTB KOTODbIX CBsA3aHa C HaJu-
YHeM MMEHHO JaHHOM Xpomocombl -
MmoJb30BaHKe MeTofioB AudbepeHIMaIb-
HOTO OKpaLIXBaHMs XPOMOCOM I103BOJISIET
CBA3aTb T¢HbI C OMPEAESEHHBIMM JIOKYCa-
MM XPOMOCOM, TaK KaK B THOPHAHBIX KJICT-
Kax J0BOJIbHO 4aCThi XPOMOCOMHbIE Da3-
PHIBBL, MEPECTPOMKH, IPUCYTCTBHE He IIe-
JIBIX XpPOMOCOM, a OTAEJIBHBIX PparMeHTOB.

ConpeMeHHbIE METO/bI KADTUPOBAHHS
Pa3BMBAIHCb HA OCHOBE MOJIEKYJISIDHOH
6UOTOrMH, reHHOM MHXKEHEPHUH, THOPHAN-
3auuMM Ha fipenaparax xpoMocoM ¢ JJHK-
sonnamMu. HoBble MpHHLMITEI KapTHPOBa-
HUSI XpOMOCOM Y€e/I0BEKA OITUCAHBI B r/1aBe
3. JlasHbl€ O ClEN/IEHUH FEHOB B XPOMOCO-

Max, noJy4eHHble COBDEMCHHBIMU METO-
AaMH KapTHPOBaHuA, JOCTRTOYHO XOPOLLO
COIJIACYIOTCSI C TepPBOHAYAJILHBIMK pe-
3yJIbTaTaMH, OCHOBAHHBIMKM Ha METOAAX
KJIaCCHYeCKO# reHeTHkH. Tak, MOATBEPXK-
AEHO pacoJIoXeHHe B HEPBOH XpOMOCOMe
resoB rpynmnst kposu Jagpdu, moxyca Un-
1, 1 BpokaeHHOI 04aroBOW KaTapakThl,
KapTHpOBaHHKIX paHee. K HacTosimemy
BPeMEHH 3Ta caMasl KpynHas XpoMOocoMa
4es0BeKa ABAAETCA HanboJiee U3yYeHHOM.
B ee coctaBe 06Hapy KeHbI reHbl, KOAUPY-
touwe 6esKH pasHbIX KJIACCOB. ITO K Gep-
MeHTBbI, ¥ OeJIKi IrpyIn KpoBH pe3yc-(ak-
TOp, ¥ (PaKTOpL! CBEPTHIBAEMOCTH KPOBH.
B nonynanusix /o1t oTMEYeH 110J1MOp-
¢$u3M resoB arToit xpomocoMbl. MyTaLmu
B HCKOTODBIX ¥3 HUX BBI3BIBAIOT Xapak-
TEpHBIE relieTHYccKue 3abosieBanus, Ha-
npumep, PeHHNKETOHYPHIO.

B nocneaxue rompl gocTUrHyTH 6018
11IHe YCTIEXH B BbIsiBJIEHHUH CLIEILTIEHUA U JIO-
KaTM3aluy JIOKyCOB CLEIUIEHHs B Onpene-
JICHHBIX XPOMOCOMaX, M3yyeHbl BCe 24
TPYHIIbI CLUEIVIEHHA, MOCTPOEHBI LATOJIOH-
YeCcKHe KapThl FeHOB XPOMOCOM Y€JIOBEKA, B
KOTOPBIX I/ KaxAoro cerMeHTa audde-
PEHLIMAIbHO OKPallleHHOH XPOMOCOMBI [O-
K33aHO, KAKMC IeHbl Ha KAKOM DACCTOSTHMH
ApYT OT Apyra TaM Haxoaatcst. OxKuaaercs,
YTO CpeHee KOJIMYECTBO FeHOB, COOTBETCT-
BYIOLMX ONHOMY CerMeHTy, — HECKOJBbKO
coteH. CerojiHs reHHas KapTa YeJIOBeKa J10-
CTaTOYHO HaCblIlleHa: KAPTHUPOBAHO OKOJIO
8000 renos, u yuco 3TO GBICTPO pacTeT. B
paMKax ke MeXIyHApOAHOW MpOrpaMMBsl
“Ierom yenoeka” k 2005 r. 6yzer kKapTUpo-
BAHO GOJIBIIMHCTBO I'EHOB.

AHanu3 rpynn cHenseHusl 4esoBexa
MOKa3bIBaET, YTO B palle CJAyyaeB JOKYC
CuUen/leHnst OObeIHAET PO/ICTBEHHbIE Te-
Hbi. Tak, Hanpumep, CLEUIENbl JOKYChI
remMorsiobuHoB yesoBeka: v, & 1 b. Ummy-
HOTJIOOY/IMHOBBIN paiiOH COAEPKHUT He-
CKOJIbKO JIOKYCOB, OTBETCTBEHHBLIX 3a
CHHTE3 y-rJOOYJIMHOBHIX MOJUNENnTeN-
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HBIX Lieneit. B mepBoit xpoMocome Jsroka-
JIN30BAHO He MEHee YeThIpeX reHoB, BO-
BJIEYEHHBIX B KOHTPOJIb [TPOllecca IJIMKO-
au3a. Fi3BecTHb! ¥ Apyrue GYyHKUNOHAT b-
Hble Pyl CLEIJIEHHMSL.

Bce TecHble rpynisl CLEMIEHUs Ha3bl-
BaloTcs kiactepamu. CUnTAETCS, YTO reH-
Hbl€ KJIaCTEpbl — PE3YJIBTAaT 3BOJIIOIIMOH-
Horo npouecca. FIX MOryT noposkaaThb reH-
Hble AYNJIMKALMH, HCPABHBIA KPOCCHHIO-
Bep, Co3/laBasi OCHOBY AJIS JaJsibHeHLieH
(YHKIMOHANBHOM CHELMANM3aLKUH TeHOB
B XOfle 3BOJIIOLIMK. B oTcyTcTBHE XpoMo-
COMHBIX MepecTpoek, pa3buBaOUIMX KJIac-
Tep, IeHbl OCTAIOTCS TECHO CLEMJIEHHBIMMU.

Iopsinok pacmoJIOXKeHHsI FeHOB B KJja-
CTCpe MOXET HUMeETh (PYHKIMOHAIbHOE
3HaueHue. Tak, B B-r1obnMHOBOM KiacTe-
pe yejioBeka IeHbI reMorsiobuHa pacmo-
JIOXKEHbI B TO¥ MOC/Ie0BATENbHOCTH, B
KaKo# OHM 3KCIIpeCCHDYIOTCs B OHTOTe-
He3c 4eJIOBEKa: €, Y, B U C.

PoacTBeHHbie reHbl HE Bcerja cierie-
Hbl B OIMH KkyacTep. [eHsl o-1/106MHOBOIK
TPYILIBl YeJIOBEKa, OYEBHIHO, POJACTBEH-
Hble reHaM B-IJI06MHOBOI [PYIITHL, 1€ SB-
JIAIOTCA ClienaeHHbIMU, BoaMosxkHo, npu-
YMHY 3TOro SIBJICHHS CJeJyeT MCKaTb B
XapaKTepe 3BOJIIOIMOHHOIC IIpoLecca,
XOTA He MCKJII0YaeTcsl ¥ (PyHKLUHOHAIb-
Hasi 3HAYMMOCTb TaKO¥ JIOKaJIM3ALMH.

YacTroTa KpOCCHHIOBEpa 3aBUCHUT He
TOJIBKO OT PacCTOSIHUS MEXJAy TeHaMHu.
WaBccTHB 1 Apyrue GhaKkTopbl, BAUSIOLHE
Ha peKOMOMHALMIO CLien/IeHHbIX reHoB. B
CBO€ BPEMSI MMeJIa MECTO JAMCKYCCHS OT-
HOCHMTEJIbHO BJIMSTHUSI BO3pacTa pOAUTeE-
Jieii Ha ypoBeHb pekomOuHaiumu. HeiicT-
BUTEJIBHO, B psifie IOKYCOB 4aCTOTa KpOC-
CUHTrOBepa B Mei03e BO3pacTacT ¢ BO3pac-
TOM, HO JJIs1 IPYTHX JIOKYCOB 3TO YTBEpX-
Aenue Hepepro. O6Cyx)aaeTcs IpeanoJo-
JKEHHE O TOM, YTO Y TOMOIaMETHOIO I0JIa
(XX) xpOCCHHIOBEp MPOUCXOAUT Yallle.

lo HeaaBHero BpeMeHM MCCJIEJOBa-
HUA [0 CLEIJIEHWIO 1PEJ)CTaBAsAINA, B

OCHOBHOM, TeOpeTHYeCKHH HHTepec.
HelHe e mosBunack BO3MOXHOCTH
NpaKTHYeCKN NPUMEHSATb MOJyYeHHbIE
3HaHus. Hanpumep, eciu ren A BbI3bI-
BaeT pe/iKoe HacJefACTBeHHOe 3aboieBa-
HUe, POSIBJISIIONIEECS B TO3/IHEM BO3Da-
cTe, areH B TecHo cuensieH ¢ reHoM A u
ABJIAETCS TeHeTHYEeCKUM MapKepoM, TO
noABJIEHHE B CeMbe MPHU3HAKA, ONpefe-
JsieMoro reHoM B, 3actaBiseT oxuaaTh
HacJIeICTBEHHOrO 3a60JIeBaHusI, OMpe-
aensemoro resoM A. Kpome Toro, B pan-
HeM BO3pacTe MOXHO HpeaCcKasaTb Be-
POSITHOCTBH HacJIe/ICTBEHHOI 11aTOJIOTHH
¥ CKOppeKTHpOBaTh 06pa3 XKU3HU YeJro-
BeKa, YTOOB YMEHBIINTD PHCK Pa3BUTHA
1aTOJIOTHH.

HocToBepHas uHdopMalMs O rpynnax
CHEMJIeHHs] BaXKHA 111 AOPOJIOBOIO ICHE-
TUYECKOTO KOHCYJIBTHPOBAHMUSI, 110CKO.Ib-
Ky TO4Hasl JOpOJAOBasA [AMAarHOCTHKa II0
Jj11060i#1 Hac/Ie/ICTBEHHOM 11aTOJIOTHH OCY-
11leCTBMMA TOJIBKO TOTZA, KOTAa BO3MOX-
HO ompejc/ellHoe TMpe/icka3aHHe Ha oOc-
HOBE aHANH3a FeHOTUIIA pOAHTeIeid.

Bonpocbi ans CaMOKOHTPONS

1 [lpuseante npuMepn BCCX THROB B3auMoaelicT-
BHS AJUIEJIBHbIX TCHOB: JOMHIMPOBANHA [IOANOI0 H He-
[10JIHOTO, KO- M CBCPX/IOMHITHPOBAHHS.

2. YKaxuTe npUMephl BCeX TUNOB B3aMMOAEHCTBHs
HCA/LICBIBIX FEHOB Y YEN0BEKa.

3. Pa3s6epute Ha npuMepax NOHSATHS: IKCIPECCHB-
[OCTb H [[EHETPAHTHOCTb.

4. HasoBute renHetnueckue M (pH3KONOTHYCCKHE
¢axTophl, onpeaeasoLMe 11071 YeI0BEKA.

5. Kak HacsienyoTcs peLeccHsiible IPH3IAKH, CHCR-
aennblc ¢ X-xpomocomoi? TIpumep.

6. Uto Takoe ronaHapuueckie npusnakn? [Ipumep.

7. O KaxHX NPH3HAKAX FOBOPHAT, YTO OHM Orpalinyc-
HBI nosioM?

8. CKOMbKO rpynil CIENCHHA Y MYX4YHH H Xel-
IKH?

9. [MepeunciTe MCTOMIB!, HCNIOAB3YEMBIE LIS Onpe-
NeNeHHA rPYNN CUENIeHNs y Yenonexa.
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Knaccugpukauua myTaiuui

Tepmun “mytauus” 6s11 BrcpBble Bpe-
aex B 1901 r. romasackuM 60TaHUKOM,
aBTOpOM MyTauuoHHO# Teopuu I[yro le
Opu30M, KOTOPBII 3aHUMAJICA U3yYEelIn-
€M HacJIe/ICTBEHHOCTH 3HOoTepbl JIaMapka
(Oenothera lamarckiana). Habnonas 3a
ITHIM pacCTEHHEeM B YCIOBUAX IKCIICpH-
MEHTa, yueliblii 0OHapyXuJ CTabU/IbHbIE
(eHOTUIIMYECKHE H3MEHEHHs, KOTOpble
Ha3Basl MyTalMAMM.

MyTaumu npenctasiasior coboil BHe-
3alHbIE U YCTOHYMBBIE UBMEHEHUSA TEHO-
THIA, BO3HUKAIOILHe 110/] BIUsHHEM dak-
TOPOB BHEIIHCH W BHYTpPCHHEH Cpeasl.
IMporuecc obpa3oBawua MyTalui HOCUT
HaszpaHue MyTareHe3a, a (akTophl, Bbl-
3BIBalOILIE MYTallMM, MMEHYIOTCSI MyTa-
reHaMu.

MyTrauuu MOryT BO3HHKaTh B MOJO-
BbIX KJieTKax (reHepaTHBHbIE MYTAIlHH).
Takue W3MEHEHHsl CIIOCOOHBI Iepenia-
BaThCs CAENYIOUIMM MOKOJEHHAM Opra-
HHU3MOB NPH T10JIOBOM pasMHOXEHHH H
NposABJAIOTCA, KaK MpPaBMJIO, BO BCeX
Kjnerkax itoTomkoB. CiegyeT HOAYepK-
HYTh, YTO, XOTSI 3TH MYTaUX} BOZHUKAIOT
Ha YpPOBHe MOJIOBBIX KJIETOK, B MX YMCJIO
BXOJAT KaK aHOMAJMK MONOBBIX XPOMO-
COM, TaK M AaHOMaJIMM AYTOCOM B 3THX
KJIETKAX.

MyTanuy, BO3HHKaIOUKEe B COMaTHye-
CKMX KJIeTKax (coMaTHYeCKHe MYTa-
IHH), HACJIEAYIOTCA JOYCPHUMM KJI€TKA-
MH, KoTtopble 06pasyloTcss B mpouecce
MHUTOTHYECKUX Jejlenuit. DeHoTunMYeC-
KKe MOCJe[CTBUS TAKUX U3MEHEHUIT Npo-
ABJAIOTCA TOJBKO y CaMO#W MYTaHTHOM
0c0o6M U TOSBKO B TOM CJIY4Yae, €C/IH BO3-
HUKIIME MYTaLMH NPensTCTBYIOT OCylle-
CTBJEHUIO creunpuuyeckux Gynkuumii,

CBOWCTBEHHBIX aHHOM KkieTke. CoMaTu-
YyeCKHe MYTal(MH MOTYT COJAEPXKAThCSl He
BO BCeX KJerkaX OpraHu3Ma, T.€. HOp-
Ma/bHBIC ¥ MYTaHTHbIE KJIETKH COCYLIe-
CTBYIOT y OJHOIO HHAHMBHIYyyMa, 4TO
IPUBOJNT K MO3AHLUM3MYy — HAJINYMIO B
OpraHMu3Me KJAETOK, OTJHYAIOWMXCA 110
CBOEMY TEHOTHIy X ero ¢eHoTHMmHYyec-
KUM [POSIBJIEHUSIM OT ADYTMX KJIEeTOK
aToro xe opraHusma. Ilo cnocoby BO3-
HUKHOBEHUSA Pa3/MYaloT MYTAIMH CMOH-
TAHHbIE U HHAYLIHPOBAHHbIE,

CuoHTaHHbie MYTalMK BO3HUKAIOT
cay4aitio, T.e. B 060l MOMeEHT J1060H
reH MOXeT npeTepreTb haMeHenus. [Ipu-
YYHAMM CIIOHTAHHOTO MYTALMOHIOIO
npolecca SBAAIOTCA MHOTOYMCJIEHHbIE
bakTOph 3K30TEHHON M 3HAOrenHOMN
IIPHPO/IbI, B TOM YUCJIC HOCTOSIHHOE BO3-
JieiiCTBHE 11a OPraHU3M YeJ10BEKa MyTare-
1I0B XUMHUeCKoit, GHosiornyeckoii u ¢u-
3uyeckod mpuponsl (l1anpuMep, €CTecT-
BeHHBIN PoH 06JyuYeHHs, AelicTBUE BH-
pycoB); omubku pensmkaunu JTHK, ko-
TOpblC KOMMPYIOTCS M HAKAIJIMBAIOTCS B
pPANY KJIETOYHbIX 110KOJIEHHIN; Hapylie-
nue (pyHKIHOHKPOBAIUS PEMAPATHUBHBIX
cucTeM; [elCTBME 3K3OTeHHbIX MeTabo-
JUTOB; (HU3HOJIOIrHYECKOE COCTOAHME M
Bo3pacT opranu3Ma. CIOHTaHHbIE MYTa-
LMH MOTYT BO3HMKATh KaK B IOJIOBBIX,
TaK ¥ B COMAaTHYECKNX KJIETKAX Ha reH-
HOM, XPOMOCOMHOM W T€HOMHOM YpOB-
HAX.

WHayuupoBaHHble MyTallid BO3HKKA-
10T B PE3YJ/IbTaTe HAMPABJIEHHOI0 BO3JE-
CTBHA 112 OPraHW3M MYTareHHbIX (aKTo-
POB Da3NMyHON npuponsl. Paziuyaior
(usuycckne (paguanus, TeMiepaTypa,
JABJICHHE U T.IL.), XUMI4ECKHe ([IeCTHLH-
Abl, TAXEIBC METAJIbI U 11P.) U 6HOJIOTU-
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Yyeckue (BHpYChl, GakTepuH) (aKTOpHI
MyTareHHoro jeiicteusi. Bosee mogpo6xo
BOMPOCHI MHAYIMPOBAHHOIO MyTareHesa
6y/yT pacCMOTpPEHbI HHUXKe.

MyTauuy BO3HHMKAIOT HC3aBUCHMO OT
TOrO, MOJIC3HB! OHM /IS OPraHUaMa WJIK
BPCAHBI, T.K. HOCAT CIy4aiHblif XapaKTep.
B 3aBucumocT OT HeficTBMS Ha opra-
HY3M [PHUHATO BHIENATH OTPHUATENb-
Hble MyTauuu (J1erajibHble, N10yIeTalb-
Hble), KOTOpble MOI'yT NPHUBOAUTE JH6O K
rubenu opraHuaMa, Anb0 K CHHXXEHHIo
ero JXM3HeCMOoCOOHOCTH, HelTpanbHbIE
MyTallu#, He OKa3blBaioUIMe CYLECTBEH-
HOro BJIMSIHMSL HA MpPOLECCHI XKH3Hees -
TeNIbHOCTH, ¥ NOXOKHTEAbHbIE MY TAUMH,
HOBBIIHAIONIME A[ANTALUMOHHBIE CNIOCO6-
HOCTK opraHuama. IlocrenHue BCTpeua-
I0TCs1 AOCTaTO4YHO PeAKO, OJIHAKO UIPaIOT
CYlIECTBEHHYIO pOJib B npolecce 6uoo-
ruyeckoii apomouuu. Cleayer oTMETHTb
TaKXe, YTO MyTallUK CITIOCOGHDBI TPOsIB-
JIATH CBOM OTPUIIATe/IbHbIE MJIN TTOIOXKHU-
TeNbHble CBOMCTBA He caMu 110 cebe, a
TOJIBKO IIpH OlIpeieIEHHbIX YCJIOBUAX.
Tak, HarpuMep, ycHJleHHEe MTUTMEHTALMK
MOXET CTaTh MOJIE3HHIM TIPU3HAKOM JJIst
XUMBYLMX B AdpuKe, MOCKOJbKY TemIast
KO’Ka 3A1HIIAET OPraHu3M OF MHTEHCUB-
HOro yJAbTpadUOJIETOBOrO M3Jy4YeHus, B
CeBepHEIX JKe CTpaHax CBeTJIasl KOxXa CI1o-
cobcrByer cuHTe3sy BuramuHa [l npwu
NeNCTBUH COJTHEYHOTrO CBETA.

Ilo smoxanu3auuu B KJIETKe MyTaLMH
NOZIpa3/le/ISAOT Ha AAEPHbIE H LHTOILIA3-
MatHyeckue. IluronnasmaTuyeckue my-
TaUUU BO3HUKAIOT B pe3yJIsraTe U3MeHe-
Huit renoma JJHK-coacpxammx KieToy-
HBIX OPraHOMA0B — MUTOXOHApuit. [Ipu-
HATO CYMTaTh, YTO MHUTOXOMHApaJbHas
I HK kourposupyer o6pasoBanie MUTO-
XOHZpHH, a UMeHHO — obecneuuBaeT
BHYTPUMHUTOXOHAPUANbHBIA CHHTE3 He-
~ Gospiuoro Habopa 6enKoB.

VaBecTiint MyTallu¥ MHTOXOHJPHANb-
Hoit IHK y apoxxeii. Bosbimoe xosnuye-

CTBO MUTOXOH/IPUIi COZIEPXKUTCS B OOLM-
TaX, B TO BPEMs KaK B CIIEPMMUAX HX TOJNb-
KO yeTbipe. IIpu oMMI010TBOPEHUH MUTO-
XOH/IpHH CIIEPMHSI HE NIONANAI0T B OOLMT,
HO3TOMY BCe MMTOXOHJDHHM BO BCeX
KJIETKaX OpIaHM3Ma UMEIOT MaTEPUHCKOE
npoucxoxjaenue. MokHO mpeanoJo-
XKHTb, YTO NATONOTUS, CBA3AHHAA C MyTa-
uusMu B MurtoxouapuansHoit JIHK,
NI0/KHA HepeaBaThCs OT MHAUBUIAYyMOB
xeHckoro moJsia. Kaxarntii oouur cozmep-
XKHUT MHOXECTBO MHTOXOHADHI M, eCJH
MyTaius IPOK30ILJIA TONBKO B O/IHOI U3
HUX, TO BCC OCTAJbHBIE OCTAIOTCA HOD-
MaJIbHBIMH, M, CJIefOBaTeNbHO, (PEHOTH-
MUYECKW MYTALMsl MpPOABJSATHCH HeE
noskHa. IlpaBaa, cylllecTByeT MieHHe,
YTO O/IMH M3 THIOB aTPOPHUK 3PUTEIBHO-
ro HepBa 00yC/I0B/IeH MyTalMAMK B LiU-
TOIMIa3MaTHYECKNX TEHaX M HacJexyeT-
51, KaK IPaBHJIO, TOJIBKO I10 XKEHCKOIH JIK-
HHH. _
ViaMeHeHMsI B reHETHYECKOM MaTepHa-
Jie MOT'yT IPOMCXOMUTh HA Pa3sHbLX YPOB-
HAx. Korna oy 3aTparuBaioT oaMii uIu
HEeCKO/IbKO HYKJIEOTH/0B BHYTPH OJTHOTO
reHa, TO BO3HMKAIOT IeHHbI€ MYTALMH.
HMaMeHeHnsT MHOXXECTBA HYKJICOTH/IOB
MM CTPYKTYDPbl XPOMOCOMEI B LIEJIOM Ha-
3BIBAI0T XPOMOCOMHBIMH MYTAIMSMH, a
HapylleHHe YUCIEHHOCTH XPOMOCOM OT-
HOCAT K T€HOMHBIM MYTaLMsIM.
PaccmoTpumM Kkiaccudukauumio rede-
THYECKUX U3MEHEHMH C TOYKHM 3peHus
HabJ/i0/1aeMBIX B pe3yJIETATE TAKKX H3Me-
HeHuil (PEHOTHIOB — reHeTHyYecKkux 6o-
Jie3neit. B HacTosAmee BpeMs BCe TeHeTH-
yeckue O0Ie3HH YeJOBEKa, YIUTHIBasA MC-
XaHU3MBl UX BO3HUKHOBEHUSA U XapaKTep
HacJIe0BaHHsA, MOAPA3/EASIOT Ha MeH Ie-
JleBCKME, XPOMOCOMHEIE, MYJETH(DAKTO-
puasibHble, FeHeTHYeCKHe BoIe3HH COMa-
THYECKUX KJIeTOK U 6ose3HH reHeTHYeC-
KO HEeCOBMECTMMOCTH MaTepu W IJIOAA.
MenaeneBckue 60s1€3HM SABASIOTCS pe-
3yJIETaTOM MYTALMil B OTAEJbHBIX I'CHAX
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Puc. 6.1. MexaHu3m 803HNKHOBEHUR MYTaLWit HA HyKNEOTUAHOM ypOBHE. BOSMOXHE! YeTbipe
TPAH3UUMK 1 BOCEMb TPAHCBEPCHA

H, COOTBETCTBEIHO, MX HacjeloBaHMe
noauuHsieTcsi 3akoHam MeHaeng. Xpo-
MOCOMHBIE HaclencTBeHHble 60Je3HU
o0yc/ioBsIeHbl U3MEHEHMAMH B YHCJE
XpOMOCOM B reHOMe 4eJioBeka Jubo
CTpYKTypiisiMH mepectpoiikamu (abep-
paitusaMu) B HUX. DeHOTUIIMYECKOE MPo-
siBlleHKe MyJbTUdaKropHanbHbIX 6ostes-
HEll 3aBHCHUT OT KOMILIEKCHOTO B3aKMO-
NEUCTBUSI MEXAY MHOXECTBEHHBIMH re-
HeTndeckuMu (HaKkTopaMu U (PaKTOpaMu
OKpyxalolleit cpeasl. [eneTnyeckue 6o-
JIE3HX COMATHYECKNX KJIETOK BbiieJeHbl
B OT/AEJNbHYIO IPyIy HeaasHo. MIX npwu-
MEpOM MOCYT CJIYXHTb HEKOTOPBIE BPOX-
[leHHbl€ MOPOKH Pa3BUTHM S, SIBJSIOLMECS
pesyJsraToM MyTallu¥ B COMATHYECKHX
KJIETKAX B KPUTHYECKOM [Teprojie IMOpu-
oreHesa. bosesnu, BoaHuKaoUMe Mpu
HECOBMECTUMOCTH MaTepy M IUIOAA MO
aHTHreHaM, pa3BUBAIOTCS U3-32 UMMYHO-
JIOTHYECKOI peakLiMK MaTepH HA aHTUIe-
Hbl IJIOAa (HampuMep, reMOJIKTHYECKas
60JIe3Hb HOBODOXKAEHHDIX, BO3HUKAIO-
mast B pe3y/IbTaTe HECOBMECTHMOCTH Ma-
Tepu U miaona no Rh-antureny). B wexo-

TOPBIX MOMYJALMAX Takas [aTOJOTHA
BCTpeYaeTCsI JIOBOJIBHO YacTo (10 1% Ho-
BOPOX/EHHBIX).

Kaxnas ua rpyn 6onesneit siiserca
c6OpHOIA H, B CBOIO O4Yepe/lb, TOApa3/eia-
€TCsl Ha HECKOJIbKO ToArpynn. Mexnenes-
ckue 6OJIE3HN BKJIIOYAIOT AYTOCOMHBE
JNOMMHAHTHEIE, CLeMJIeHHble ¢ X-XpOoMo-
COMOH ¥ ayTOCOMHHE pellcccuBHble 60-
ne3uu. [eHeTnyeckue paccrpoiicTBa
CJIOXKHOM 3THOJIOTMH — MYJBTUDAKTODH -
asbHble 60/1€3HH, 06bEIMHAIOT BPOXKIEH-
Hble [TOPOKH Pa3BUTHsI (AaHOMANHH), HPO-
SIBSIIOIUNECS yXe MpH DPOXAEHHH, W
obblutible MYJbTH(]AKTOpHANbHbIE 60-
Jie3Hy, HabioaeMble B OCHOBHOM B 3pe-
JoM BospacTe. [l1a oGo3HaYeHHs] DTHX
paccTpOCTB YacTO UCHOJB3YIOT ONpee-
JNenus: — “HeperyasipHo Hacjegyembie”,
“r10JIMreHHble”, “pacCTpoiCTBA CJIOKHOM
3THOJIOTHH".

IIpeanoxennoit knaccuduxanueii re-
HETHYECKUX M3MEeHeHUH y uyeNoBeKa M
6ynem MoJIb30BaTHCA NPH PaCCMOTPEHUHN
KaK CHOHTAHHOrO, TaK ¥ MHAYLMpPOBaH-
HOro MYTAalMOHHOrO Mpollecca.
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Puc. 6.2. TayroMepHbie GopMbl ocHOBaHMIA AHK. B uenTpe naobpaxeHo-Haubonee
pacnpocTpaHeHHbie hpopMbl, KOTAA aneHH 06pa3yeT B0A0POAHYIO C8R3b C TUMUHOM,
a ryaHuH — ¢ uuT03uHoM. CpaBHUTENbHO 60Nee peakne TayToMepbl, o6pasyiowme
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dopma ageHnHa (A*)

N.leHMH

ET)

leHHble myTauum

TeHHBle MyTalluK TIPOMCXOMAST HA MO-
JIEKYJISIDHOM YpPOBHE M 3aTparuBaloT,
KaK IIPaBHJIO, OIMH HJIK HECKOJIBKO LIYK-
JIEOTHIOB BHYTPH OTHEJBHOIO TEHa.
JTOT THN MYTAlMil MOXHO pa3ne/NUTh
ua e 6ospue rpymmsl. IlepByo u3
HUX 06CyC/IOBNNBAET CABUT PAMKH CHM-
ThIBaHMA. K BTOpO¥ rpyiine OTHOCAT
reHHble MyTallM}, CBI3aHHbIE C 3aMEeHOH
nap ocuosanui. Ilocrennue cocrasas-
10T He 60s1ee 20% CrmOlTaHHBIX MY TaLKiA,
octaipHbie 80% MyTaluil IPOUCXOAAT B
pe3yJbTaTe pas/IMYHbIX eJeluit ¥ BCTa-
BOK.

CyecTByIOT /1Ba THIIA 3aMEHbl OCHO-
BaHuii (puc. 6.1):

1. TpanauLMH 3aKJII0YAIOTCS B 3aMeHe
OZIHOTO MYPKHOBOTO HA NyPHHOBOE OCHO-
BaHHe WM O/IHOTO MUPUMHAMHOBOIO Ha
iupuMuIHHoBoe ocHoBanue (A — G; C
- T).

2. TpancBepcuu, NP KOTOPbIX MypH-
HOBO€ OCHOBAaHHE MEHAETCS HA MUPHUMHU-
auuosoe uiad vaobopot (A — C; G- T).

Takue u3MeHeHHS] MPOUCXOMAT Kak
CMOIITAHHO, TaK U MO /JeACTBUEM Dpa3-
JIMYHbIX MyTareHoB.

CrlonTaHHBlE TPaH3MUMH BO3MOXHBI
npu peniuxanuu JHK, uro obycrosie-
HO cyumectBoBanrem Mosekyasl [JHK B
HECKOJIBKMX TayToMepHbix dopmMax (3a
CYCT MU3MCHEHMSI MOAOXKCHHS [(IPOTOHA,
MEHSII0LIero XMMHUYeCKue CBOHCTBA Mo-
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5-6pomypaunn (BU)
AgeHuH (A) (HopManbHas ketodopmMa)

5-6poMypaumn (BU)
MyanuH (G) @ (penkas eHonbHas popMa)

B A/ r G/

¢ Mc—
G3/4 G/BU\{{A/

A BU (o BU

A A

T N B A [g Q‘\ Y {BU
Owmnbka pennukaumm Ouwinbka BkMoYeHUs

Puc. 6.3. MexaHuam myrareHHoro asicreaus 5-6poMypauvna.

A - cnapusaHue 5-6poMypauuna (BU) ¢ aneHuHoM u B - ¢ ryaHuHoMm. BHuay — nsa
MexaHuama UHAYKLMK TpaH3uumy; B — owubka pennukaumnu, cOCToawas 8 Tom, yro BU

BKNIOYAETCS NPY pennukaumu 8 pekoi eHonbHoOMU GopMme, ¢ G (2); 8 TpeTbeM uukne

pennukaumu (3) G HOpMansHO cnapugaeTcs ¢ C, u Takum 06pa3oM 3asepLIaeTCs nepexom
AT— GC. I - owmbka BxNI04EHUR, COCTORWAR B TOM, 4TO BU 8 peaKoin eHoNLHOR hopme
cnapusaetcs ¢ G (1), a 3atem 8 06bI4HON KeTOdOpMe cnapusaeTcs C A (2);
B TPETLEM Luxne pennukauuu (3) A HopMansHo cnapusaeTcs ¢ T,
v Takum 06pasoM sasepliaetcs nepexon GC — AT _J
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nekyJ). B pesysesrare uaMensieTcs ciro-
cob6HOCTh HYKJIEOTHAOB 06PasoBHIBATDH
BO/IOPO/IHblE CBSA3M, A afieHHH Npuobpe-
TacT CBOMCTBA I'YaHWHA, IyaHHH — ajie-
HUHA, LIMTO3UH — THMHHA, 3 TUMHMH —
uuTosuHa. Ilpn mocaeayromel pennuka-
UMM TaKOW TayTOMEpHBIl mepexoj IpH-
BOOUT K TpaHauluu. Tak, Hampumep, B
06b1YHOI aMUHHOI PopMe afieHuH B3au-
MOJIEHCTBYET ¢ THMMHHOM, a B peAKoi
uMunodopme obpasyer napy ¢ LUMTO3HU-
HoM. IIpu mocieayoieit penJiMkauuy
6yner nMetb Mecto TpaHauuust AT -GC
(puc. 6.2).

Joka3arenbCTBOM CBsI3M  [polecca
pemMKalli¥ ¢ MYTareHe3oM CTajio OT-
KpBITHE MyTareHHoOro agpexra aHaIOroB
ocxoBanuit JHK — 5-6pomypaumna u 2-
aMMHOMYpUHA. 5-6POMypalMJ BKJIIOYA-
ercs B /IHK BMecTo THMHHA 1 06pa3yeT
napsbl ¢ ageHHHOM. B pannheiiieM npu
perankauunu [JHK BosmoxxknHa MyTtanus
3a cyeT ommboyHoro crmapuBanus 5-6po-
Mypauuia ¢ T'yaHuHOM (oiubka cYuThI-
Balus) 1160 3a cueT O1uMOKU TpH BKJIHO-
yeHuu avanora JHK (omubxa Bxioue-
Hus1). MexaHu3mM MyTareHHOro AeHCTBUS
5-6poMypaliMyia HpPeACTaBAeH Ha PHC.

6.3. AHaJIOTHYHBIE MeXaHM3MBI JIEXAT B
OCHOBE MyTaLMii, HHAYLUMPY€EMBIX 2-aMu-
HOIYpHHOM.

MeHee siCHbI MEXaHU3MbI BO3HUKHOBE-
HUs TpaHcBepcuil. OnHa M3 NMPUYMH HX
BO3HMKHOBEHUs, MO-BHAMMOMY, 3aKJIIO-
yeHa B MexaHuaMe penapaiuu. Cepro-
BH/IHO-KJIETOYHAsl aHEMUs SIBJISIETCS sIp-
KM IPHMEPOM MOJIeKyISIpHO# 6osteany,
BO3HMUKAIOWIEH M3-32 HACHEACTBEHHOrO
HapyIIeHHs1 CTPYKTYPhl reMOrIo6uHa. Y
MYTaHTHOrO FeHa, KOAMPYIOLIEro OAHY U3
nemeil reMoriao6MHa, HapylueH BCEro
OIMH HyKJIeOTH], ¥ B MaTpuuHoit PHK
IPOMCXOAUT 3aMeHa aJIeHNHA Ha ypaLuI
(TAA Ha T'VA). B pesyasrate mpoucxo-
QMT u3MeHetue Guoxumuyeckoro eHo-
THIIA — B B-1lenu reMorJI00MHa IJIyTaMu-
HOBas KMUCJIOTAa 3aMEIaeTCA Ha BaJIMH.
3To 3aMeHa M3MEHSICT IIOBEPXHOCTb Tle-
MOTJIOOMHOBOI MOJIeKyJIbl TaKMM 06pa-
30M, YTO OHAa BCTYNaeT B PEAKIIMIO C CO-
CEHNMU MOJIeKyJIaMHU U obpasyer JIuH-
HBle JHHeHHble TsKH, AedopMUpyloLIMe
spurpounrsl. [Ipuobperast ceprnoBuatoO-
KJeTO4YHYI0 (opMy, 3pUTPOLMTH 6O
3aKYMOPUBAIOT MeJKHEe COCynbi, JubO
6LICTPO YAAIAIOTCH U3 KPOBOOOpaleH A,
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4YTO0 MOXeT MNPUBOAUTH K reMOJITHYeC-
KO aHeMuH.

MyTanuu co CABUroM PaMKH CHMTEHI-
BaHHUsl MpeACTaBJsA0T coboit BcTaBKkM
WM BBIM2/IeHUs OMHOM MM HECKOJIBKUX
nap HyiueotuzioB (puc. 6.4). B aaBucu-
MOCTH OT MeCTa HapyleHHsA N3IMeHsAeTCs
TO MJIY HHOE KOJIN4YeCTBO koAoHOB. CooT-
BETCTBEHHO B Oeske MOTYT MOSIBUTHCA
NOTIOJIHMTEbHbIE AMMHOKMCIOTBL MK
U3MEHUTBCS MX MOC/Ie/IOBATENbHOCTb.
Boabwas yacts MyTaumii 3TOr0 THMA 06-
HapyxeHa B MoJjekynaax JHK, cocros-
HMX U3 OMMHAKOBHIX OCHOBAHMIA.

3Ha4YUMOCTh TE€HHBIX MYTalUi aJis
XKH3HECITOCOOHOCTH OPraHM3aMa HeoJH-
HakoBa. PaznuyHbie N3MeHEeHNUs B HYKJIe-
oTuaHoi 1ocaexoarenshoctu JIHK no-
pasHoMy niposiBisiioTcst B heHotumne, He-
KOTOpbie “MOJMaliHe MyTaluu’ He OKa-
3bIBAIOT BJIMSHUSA Ha CTPYKTYpPY ¥ (PyHK-
uuio 6enka. Ilpumepom Takoit MyTalmu
MOXET CIyXHTb 3aMeHa HYKJIeoTH]OB,
He MPUBOZALIAS K 3aMEHE aMUHOKKCJIOT.

Mo ¢yHKUMOHATBHOMY 3HAYEHUIO
TeHHble MYTALMU MOXKHO pa3fieuTh Ha 3
KJacca:

1) Besyuine x mOJIHOM moTepe (PyHK-
IHH;

2) B pe3yJibTare KOTOPHIX NPOUCXOAAT
KosmyecTReHHbie u3MeHenuss MPHK u
fiepBH4HbIX O€JKOBBIX IIPOJIYKTOR;

3) AOMMHAHTHO-HETATUBHBIE, U3MEHS-
IolMe CBOMCTBA HEIKOBLIX MOJIEKYJI Ta-
KM 00pasoM, YTO OHM OKa3bIBAIOT MO~
BpeXxjaouee AeicTBHEe Ha XH3HeNea-
TEJIBHOCTD KJIETOK.

Hau60b101M NOBPEXJAI0IKM N€EHCT-
BueM 00/121al0T TaK HasblBaeMble MOH-
CEHC-MYTAl{H, CBSI3aHHbIE C MMOSIBJIEHU-
eM KOJOHOB-TEPMHMHATOPOB, BbHI3HIBAIO-
LIMX OCTAHOBKY CHHTe3a beska. IIpuyenm,
yeM 6/yDKe MYTalMK K 5'-KOHIY reHa (K
HayaJly TPAaHCKPHILMHK), TeM Kopoye Oy-
Ryt Genxonbie MOJIEKyab. deneluu wim
MHCEpUMH (BCTaBKH), HEKpaTHble TpeM

HYKJIEOTH/AAM H, CJieI0BaTeJbHO, BBI3bI-
Balole CABUI PAMKM CYMTHIBAHMS, MO-
IyT TAK)Ke NPUBOAMTD K IIPEXAEBPEMEH-
HOMY OKOHYaHMIO CHHTe3a Geslka Miu K
06pa3oBaHHI0 GeCcCMBICAEHHOro 6esika,
KOTOpBIii 6BICTPO lerpanupyer.

MucceHc-MyTauHH CBsI3aHbl C 3aMe-
HO¥M HYKJIEOTHIOB B KOAKPYOLIEH YaCTH
reHa. DeHOTHIIMUYECKN MPOABJIAETCS B
BuJle 3aMEHBI IMUHOKHCJIOTH B 6enke. B
3aBHCHMOCTH OT MPUPOAB AMUHOKMUCJIOT
¥ (PyHKIHOHAJIBHOM 3HAYMMOCTH Hapy-
IIEHHOrO y4acTKa, Hab/ogaeTca noJsHas
WIM YacTHYHas TOTeps (PYHKLUMUOHAND-
HOIt aKTHBHOCTH Genka.

CrutaficHHrOBBI€ MYTalfHHM 3aTparuBa-
IOT CaifThl HA CTHIKE 3K30HOB ¥ UHTPOHOB
¥ COMPOBOXIAIOTCA JMOO BhIpE3aHMEM
3K30Ha ¥ 00pa3oBaHUeM Jle1eTHPOBaHHO-
ro 6eska, TMHO Bhpe3aHueM HHTPOHHOH
06J1acTH U TPaHCsALME 6eCCMBICIEHHO-
ro uaMexnecHHoro 6enxa. Kak npasuJio, Ta-
Kye MyTauuy 0OyCJIOBAMBAIOT TSXKEJOe
TeyeHue 60JIE3HH.

Perynsatopubie MYTallHH CBSI3aHBl C
KOJIMYECTBEHHLIM Hapyll€HMEM B pery-
JIATOpHBIX obsacTax rexa. OHU He MIpH-
BOAAT K H3MCHEHUSIM CTPYKTYDH M
byskuuu O6enkos. Denorunuuyeckoe
HposBJIeHUE TaKKX MyTallMii ONpCAes-
€TCsl MOpOroBbIM YDOBHEM KOHIIEHTpa-
uuK 6esika, Mp¥ KOTOPOM elle COXpaHs-
ercsi ero GpyHKuusI.

JlMHAMHYECKHE MYTALHA WIH MyTalHH
SKCIIAHCHM ITPEICTABMSIOT coboit maroso-
TUYecKoe yBeJMYeHUEe YKCNIA TPUHYKIIEO-
THIHBIX TOBTOPOB, JIOKA/IIM30BAHHBIX B KO-
A¥PYIOLIVX W PETYJIATOPHBIX YaCTSX reHa.
MHorue TPHHYKJIEOTHIHbBIE NMOCAEA0BA-
TENBHOCTH XapaKTEPU3YIOTCS BBICOKHM
YPOBHEM [OITYJIALMOHHONK U3MEHYUBOCTH.
(DeHoTHIIMYECKOE HApYIHEHHE MPOABJIA-
€TCs1 B CJTy4ae [IPEeBHILIIEHHS ONIpele/IEHHO-
TO KPUTHYECKOTO YPOBHS 110 YHCITY [TOBTO-
poB. KiaccuyeckuMm npumMepoM MyTallu
IKCHAHCHI1 ABJISIETCA CHHAPOM JIOMKOH
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xpomocombl (Fra XA), mpn xoTopoit BbI-
sisasiercst o6naacte CGG noBTOPOB B pery-
nsarophoil obmactu FMR-1 rena (Xq
27.3). B HopMe B 3TOM reHe 4MCJIO TOBTO-
poB BapbupyeT oT 6 A0 42. XpoMOCoMsi,
conpepxatye 50-200 moBTOPOB, CYNTAIOT-
cs1 “npeMyTaumeir”. B ciemyiouiem moxo-
JIEHHH YUCJIO MMOBTOPOB MOXET YBEJH-
yuthbes 10 1000 u Gonee, yro 1 06ycIoBAN-
BAeT BHIPDKEHHYIO KJIMHHYECKYIO KApTH-
Hy 3abonieBanus. [eHHble MyTaluy HzeH-
THQULMPYIOT C HOMOUIBIO PAa3JINYHbIX Me~
TO/IOB MOJIEKYJISIPHO-TEHETHYECKOTO aHa-
JI32a, B TOM YMCJIe C MCIIOb30BaHUEM TeX-
Huku rubpuausauy in situ (FISH), me-
tooB PCR (nostMepasHoii LiemHoil peak-
1mm), CMC (XMMHYECKOro pacLlerieHus:
HEKOMILJIeMeHTapHbIX caiitoB), SSCP
(aHanmu3a KOH(POPMALIMOHHOIO MOJUMOp-
¢u3ma oanonutesoit JIHK), DGGE (ae-

HATYpPHPYIOLEro resib-aJiekTpodopeaa).

XpoMOCOMHbIE MYTaLMK

JTOT THII MyTalUM il 0OOBEANHSIET XPOMO-
COMHBIE HapyIUEeHWs1, CBsI3aHHbIE C U3Me-
HEHUEM CTPYKTYp XpoMocoM. B aannom
paszene OyAyT pacCMOTpEHBI MYTalluH,
HabJo/laeMble B COMaTHYECKHMX KJICTKAX
Ha craguu Mertadasbl KI€TOYHOro LMKIA.
Takue MyTaimu B HaydHOH nuTeparype
OGBIMHO HMEHYIOT XPOMOCOMHBIMH abep-
PaLHAMK, TOYEPKUBAs NPH 3TOM HUX OT-
Jif4Me OT MepecTpoek, HPOMCXOASLIMX B
ramMeTax (XpOMOCOMHBIe MyTauuu). OnHa-
KO CJIE/lyeT 3aMeTHTb, YTO MPUHLMIHAIb-
HBIX MOP(OJOTHYECKHX OTAUYMNA MEXAY
nepecTpOiiKaMi B KJIETKAX PasHOro 1po-
HCXOXIEHHST HE UMEETCSI.

Kraccudpnkaums XpoMOCOMHBIX
abeppanmif
XpoMocoMmuble abeppalMM  MOXHO
K1acCUULMPOBATh, MCIONb3Ysl DPa3JiMy-
Hble MOAXOABL. B 3aBMCHMOCTH OT TOrO, B
KaKOi MOMEHT KJIETOYHOIO 1MKJA — [0
WIH TI0C/le PelJIMKAllMM XPOMOCOM BO3-

HUKJIK IepeCTpOiiky — BblaessI0T abeppa-
¥ XPOMOCOMHOIO H XPOMATHAHOYO TH-
110B. Abeppaliuu XpOMOCOMHOTO THITa BO3-
HUKAIOT Ha MpeICMHTETHYEeCKOH CTalluy —
G, dase, korqa XxpoMocoMa IpeIACTaB/IeHa
OAHOHUTEBOMH CTPYKTYpoil. Abeppauuu
XPOMAaTHIHOTO THUMA BO3HHMKAIOT IOCTe
perutnkauun xpomocom B dazax S u Gy u
3aTparuBaloT CTPYKTYPY OQHOM M3 XpoMa-
tia. B pesyssrate xpoMocoMa Ha craguu
MeTahass! CONEPXKUT ONHY M3MEHEHHYIO U
OIHY HOPMaJbHYIO XpoMaTHasl. Ecnu xke
MepecTpoiika MpoM30LLTIa 10CsIe pelLTHKa-
IIWM ¥ 3aTpOHY/a 00e XpOMaTHABL, NOSIB-
JseTcsl M3oXpomaTupHas abeppaius.
Mopdronornyecksn OHa HEOT/IMYMMA OT
abeppaiuii XpPOMOCOMHOTO THIIA, XOTS 11O
[POUCXOXKIEHHUIO OTHOCSTCS. K XPOMaTua-
Homy rumy. Cpean abeppaumit XxpoMocoM-
HOTO ¥ XPOMaTHAHOTO THIIOB BBHIAEAAIOT
npocTbie U o6MeHHble abeppaiuy. B ux
OCHOBe JIeXaT HapyIleHHs OHOM WK He-
ckoabkux xpomocom. IIpocrtbie abeppa-
1My — ¢pparMeHThl (AeIeLH) — BO3HMKA-
I0T B pe3yJIsTaTe IIPOCTOrO pasphiBa Xpo-
MOCOMBL. B KaxxzioM ciryuae mpy 3TOM 06-
pasyercs 2 Tuna (parMeHTOB — 1IEHTDH-
yeckHe U aueHTpuyeckye. Pasnuyaior Tep-
MHHaNbHblE (KOHLEBblE) X MHTEPCTHLU-
anbHble (CPEAHMX Y4YaCTKOB XPOMOCOM)
AenelnH unu pparMeHThL.

Ob6Mmennble abeppauyuu O4eHb pPasHO-
06pastibl. B ux ocHOBe JIeXUT O6MEH y4a-
CTKaMH XpOMOCOM (MJIM XpOMATH/1) MEX-
Ny Pa3HBIMM XpOMOCOMaMH (MeXXpOMOo-
COMHBIN 0OMeH) MM BHYTPH OfIHO# XpO-
MOCOMbB! (BHYTPHXPOMOCOMHbIH 0OMeH)
OpH MepepacnpeaeleHuy NeHeTHIeCKOro
Mmarepuaia. OOMeHHble MepecTPOAKHK
6bIBaIOT BYX THIIOB: CHMMETDHYHBIE U
acuMMeTpuyHble. ACMMMeETpHYHBIE 006-
MeHBl MPUBOAAT K 06pa3oBaHMIO NOJH-
LEeHTPHYECKUX XPOMOCOM M aLleHTpHYeC-
kux ¢parMedToB. IIpu CHMMeTpPUYHBIX
Ke OOMeHax MPOMCXOAMT COeAMHEeHHe
aleHTpU4YeCKknX (pparMeHTOB C HEHTPH-
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Abeppaumn Abeppaumn
XPOMaTUAHOTO Tvna XPOMOCOMHOrO TUna
MNpocTuie I ObmeHHbie Npocruie
Y y
BHyTpUXpPOMOCOMHbIE MexxpomMOCOMHbIe
BuTypunneyesbie Mexnneyessie CuMmmeTpuyHbie ACUMMETpUHbIe
MNonHble Henonubie

Puc. 6.5. O6uan knaccuduxauma XxpoMoCoOMHbIX abeppaunin

YeCKUMMU, B PE3YJIbTATE Yer0 XpOMOCOMBI,
BOBJleYyeHHble B OOMEHHYI abeppauuio,
OCTaIOTCH MOHOIEHTPHYCCKUMH.
BHyTpHUXpOMOCOMHbIE 0OMEHBI MOTYT
NPOUCXONUTh KaK BHYTPH ONHOTO (BHYT-
puriedeBoif 06MeH), Tak U Mexay obo-
UMM I1JIe4aMHd XPOMOCOMBI (MexXrieye-
Boit o6Mexn). KpoMe Toro, o6MeHsl MOTyT
ObITh NPOCTHIMM U CAOXKHbIMH, KOTIA B
IpoLecc BOBJEYEHbI HECKONBKO XPOMO-
coM. B pesysabsrate MoryT o6pa3oBaThcs
HeOB6bIYHbIE U JOCTATOYHO CIOXKHbIE KOH-
¢durypaunu xpomocom. Jwoboi obmex
(CHMMETPUYHBIH M aCUMMETPUYHBIH,
MEXXPOMOCOMHbII ¥ BHYTPHXPOMOCOM-
HBIH) MOXCT ObITh MOJHBIM (PELHNIPOK-
HbIM) UM HEMOJHbIM (HepeLUunpoK-
HbiM). [Ipu nonHoM oOMeHE NPOUCXOAUT
coeaMiienHie BCeX HOBPEX/IEHHDbIX y4acT-
KOB, a MpH HEMOJHOM obMele 4acTh U3
HUX MOXXET OCTAaThCA C OTKPBITHIM MO-
BpeXXaeHHBIM ydacTkoMm. Ha puc. 6.5
npeacraBaena kiaaccudukauus oCHOB-
HBIX THIIOB XPOMOCOMHbIX abeppauuii.
HekoTtopbie xpomMocomHbie abeppauuu
IMOJYYHAU HAa3BaHWe CTaGMABHLIX, M0-
CKOJIbKY OHH CIIOCOOHBI NICpERABATHCSA H3
OAHOTrO KJIETOYHOTO MMOKONIEHUS B IPYTOe.

3TO CBA3aHO ¢ TeM, YTO IIPU liepepaciipe-
IeJCHUY TeHEeTHYeCKOro MaTepHasia 1npo-
U300 MOJHOE COERUHEHUE LEHTPHYeC-
KMX W alleHTpudeckux ¢pparmeHToB. JIu-
UIeHHass UeHTPOMEep WU, HalPOTHB,
BKJIIOYAIOIast B cebs ase uau 6onee 1eH-
TPOMEPBI, 4aCTb XPOMOCOMHBLIX abeppa-
111it MOXeT TepATbCA B Npollecce KIeToy-
noro fenenus. Takue cTpyKTypHble abep-
PalMd UMEHYIOTCA HeCTabUJIbHBIMHU.
Baxciioe 3HaucHuC MMeeT MleHTU(UKa-
HMA XPOMOCOMHbBIX abeppauuii mo mpu-
HAMJIEXHOCTH K XPOMOCOMIIOMY WJIH
XPOMATHAHOMY THUILY, IPU U3YYEHUU UH-
AYUHMPOBAHHOIO MyTareHesa, T.K. MyTa-
reHHbie (paKkToOpbl pasfKyiioil MPUPOABI
(xuMuyeckoit, dpusnyeckoit, 6Guonornye-
CKOW) MOI'YT BbI3bIBaTh pa3Hble TUIIbI Ha-
pyuiennii. B csasu ¢ atmM Honee noapob-
HO PaCCMOTPUM OCHOBHBIE THUIIBI XPOMO-
COMHBIX abepparuii.

A6eppauu XpoMOCOMHOIO THAA

Ipu uuToreHeTuyeckoM aHaju3e
MOXHO pa3jIiyUTh, B 3aBUCHUMOCTHU OT
NpUMeHSIEMbIX METOAOB HCCJENOBAHUS,
HECKOJIBKO TUMNOB abeppauuii 3Tol
IpYiIfbi;
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Puc. 6.6. AGeppaunmn XpoMOCOMHOTO TUNa

6.6.1. O6pasoBaHue nNapHbix GParMeHToB;
6.6.2. O6pa30cBaHue YEHTPU4ECKUX KOnew,;
6.6.3. O6pasoBaHve NepUUEHTPUHECKON UH~
sepcun; 6.6.4. OGpasoeakue aueHTPUHECKNX
xoneuy; 6.6.5. O6pa3oBaHne ANUEHTPUHECKON
Xpomocombl; 6.6.6. O6pa3osaHne peuunpok-
HO# TPAHCADKaUVNU

1. MapHsie (TepMUHANBHBIE WU UH-
TePCTHLHUANBHBIE) (PpaiMEHTBI, KOTOPbIE
06pa3yioTcs B pejyJbraTe OAHOTO MW
ABYX pa3pblBOB XpOMOCOMBL B ¢ase Gj.
BeauuuHa ux pasauyHa — OT OYeHB
AAMHHBIX, 3aXBaTbIBAIOIIUX NOYTH BCe
XPOMOCOMHOE I1JIeY0, 0 ToYeyHbIX. [lap-
Hple dparMenTH 6e3 Tpyna perucTpupy-
10Tcs npu aHanu3ae Metadas. ITu abeppa-
MU OTHOCATCS K HecTabusnbHbiM. Kak
NPaBUJIO, OHH He TIPOXOASIT YEPE3 MUTO3,
T.K., JIMILIEHHble IEHTPOMEP, HEe MOrYT
IPaBUABHO OPUEHTUPOBATHCSA OTHOCU-
TeJbHO BepeTeHa aeaeHus (puc. 6-6.1).

2. KosbuieBble XpoMOCOMBI (1IEHTpUYe-
CKH€ KOJbIla) — BHYTPUXPOMOCOMIIbIE
OOMEHDI, IPU KOTOPBIX UHTEPCTHIMAND-
HBI (parMeHT XpOMOCOMBI 3aMKHYT B
K0JbUo. 1151 06pasoBaHus LeHTPHYECKO-
ro Kosblia HeoOXOAUMBI B Pa3phiBa 11O
o6euM cTopoHaM LIEHTPOMEDHI, B PE3Y.Ib-
TaTe Yero cBOOOAHEIE KOHLIBI LIEHTPUYEC-
Koro (bparMeHTa COeNUHSIOTCS MeXIy
coboit. O noaHote 06MEHa MOXHO Cy-
IOWTb 1O YMCJY NapHbIX GParMeHToB, Co-
NPOBOXAAIOIUX KOJBUEBYIO XPOMOCOMY.
Onuu dparMeHT XapaKTepeH 415 MOJTHO-
ro o6MeHa, T.K. KOHIEBbIE PParMeHTHI CO-
eAuHAIOTCA Mexay coboit. JocrarouHo
PenKo KOJblieBast XpOMOCOMA CONMPOBOX-
NEeTCA NBYMS mapHbiMu ¢parMeHTaMu
(nenonHblit 0b6MeH) — puc. 6-6.2.

3. UuBepcun — BHYTPUXPOMOCOMHbIE
OOMeHBI, IPY KOTOPKIX MOXET IPOUCXO-
IOMTb [1IEPEBOPOT CErMEeHTa, coAepxalllero
uentpoMepy, Ha 180°. Takast abeppauns
BO3HUKAET B pe3yJibTare ABYX Pa3pblBOB
1160 Ha pa3HBIX PACCTOSTHUAX OT LEHT-
poMepsl, 160 Ha OAWHAKOBBIX (Ilepu-
LeHTpU4eckne UHBepcHy). B pesyabrate
HHBEPCHH CEerMEHTA XPOMOCOMbI BHYTPH
OIHOTO [Je4a XPOMOCOMbI obpasyercs
napaueHTpudeckass uHBepcus. IIpu nu-
TOFeHeTHYECKOM aHanuse NepULleHTPH-
YECKYI0 MHBEPCHIO NOCTATOMHO Jierko 06-
HaPY>XUTh, €C/11 PA3PhIBbI MPOH3OLLIH Ha
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Pa3sHbIX PAaCCTOAHHUAX OT UEHTPOMEPHI.
Jpyrue uHBepcuu (B TOM YUCJIE mapa-
UEHTPUYECKHE) C TIOMOMIBIO CTaHAApT-
HBIX IHMTOreHEeTUYECKUX METONOB He pe-
rucTpupyorcs (puc. 6-6.3).

4. AlleHTpUYeCKHe KOJIbLla — BHYTDH-
XpOMOCOMHbIE OOMEHD!, NMPEACTaBJIAI0-
uire coboit 3aMKHyThIE B KOJIBIIO CTIapeH-
Hble Y4aCTKH XpoMaTwi, He cojepxaiiue
UEHTPOMEP U CONMPOBOXJIAEMbIe MOSIBJIE-
HUEM [€JIeTUPOBAHHON XPOMOCOMH
(puc. 6-6.4).

5. JuueHTpudecKUe ¥ TIOMUUEHTPHYE-
CKUE XPOMOCOMBI — 3TO AaCMMMETPHYIIbIE
TPaHCAOKALlMH, BOHMKAIOLIME NPH MeX-
XpOMOCcOMHOM obMere. Takue XpoMocoM-
Hble aGeppauMM UMeET fBe (AULEHTPH-
K1) uiu Gosiee (MONULEHTPHKU) LEHTPO-
Mep. HanbGonee yacto BcTpevaroTcs au-
LEHTPUKH, 0bpasylomMecss B pe3yabraTe
OJNVIHOYHBIX Da3PbIBOB B [BYX XPOMOCO-
Max Y MOCAeAyIouero oobeANHEHUS ABYX
LEHTPOMEDPHBIX (PparMeHTOB. [JULIEHTPUK
06BIYHO COTIPOBOXKAAETCS ONHUM, Pexe —
IBYMs1, NapHBIMM PparmMeHTaMH, YTo CBU-
AeTeNbCTBYET O HenmoaHoM obmeHe. Ju-
LEHTPUYECKUE XPOMOCOMBI JIETKO pac-
MO3HAIOTCS € TOMOMIbIO CTAHAAPTHBIX LU~
TOTeHeTH4eckux MeTooB. Hapsany c uex-
TPMYECKHMU KOJbUAMU, ITOT TUI XPOMO-
COMHBIX abeppaliuii LIHPOKO UCTIONB3YET-
CA ISl KOIUHECTBEHHOrO M3Y4YEHUs MY-
TauMif B paboTax 10 UHAYLUPOBAHHOMY
MyTareHesy (puc. 6-6.5).

CHUMMeTpHYHBIC TPaHCJIOKAUMH (pHC.
6-6.6) — MexxxpoMoCoMHble 0OMEHBI, KO-
TOPblC BO3HUKAIOT 63 HapyIleHUs B pac-
npefeneHUd eHTpomep (B3aMMHbIN 06-
MEH aLeHTPUIECKUMM YIaCTKaMM MeXAY
ABYMsSI xpomocomamu). Pasznuuaor pe-
UMAPOKHBE, KOC[a IBeé XPOMOCOMEI 00-
MEHUBAIOTCA Y4aCTKAMU U HEPELHTIPOK-
Hble TPAaHCJOKAUMM, KOI/Ia Y4aCTOK Of-
HOM XpPOMOCOMBI TIEPEHOCUTCS HA APYTYIO
xpoMocomy. st ocyuiecTBIeHWs Hepe-
LIMIIPOKHOM TPAHCAOKAUUU HEOHXOANMO

HAJINYKe TpeX Pa3phiBOB (IBYX — B OA-
Hot XpOMOCOMe M OJHOTO — B ApYToil) n
nocaenyomue COeAMHEHUA Pa3opBaH-
HBIX KOHUOB. B 0COOBIN TUIl BBIAENSIOT
TaKk HasbiBaeMble Po6eprcoHoBcKHE
TPAHCJOKAUMH HJM CIAUSHUSA, KOTOpbIE
NPUBOAAT K M3MEHEHUIO YMCJa XPOMO-
coM. OHu 06pa3yloTcs mpH CAUSHAU
IBYX aKpOLIEHTPHYECKUX XPOMOCOM B 06-
JIaCTH 1EHTPOMEDHI, B PE3yJNbTaTe Yero
ofpasyercs onHa MeTalUeHTPHYEeCKas
XPOMOCOMa. ITOT THII TPAHCAOKALWIE O~
JNY4HJ CBOE Ha3BaHUe MO UMEHH Hccie-
IOOBAaBIICTO MEXAHU3M TAKOTO C/AVAHUA
Y.P. Po6eprcoHa.

CraHzapTHOe NMTOreHeTHYeCKoe HC-
CJlIeflOBaHHE MO3BOJISIET YBU/AETh TOJNBKO
T€ U3 CMMMETPHYYHBIX TPaHCJOKAIUH,
KoTopbie 06pa3oBaUCh B pe3ybraTte 06-
MeHa HepaBHbIMU TIO AJIUHE YYaCTKaMU.
Hpw arom Mopdoaorusa xpoMocoM m3Me-
HSIETCS: YIJIMHEeHUe OLHOH XPOMOCOMBI
MIPOHCXOAUT 32 CYET YKOPOUCHUSA APYTOH.

Aleppauyy XpoMaTHIHOrO THNA

Kax u abeppauuu xpomocoMHoro Tu-
na, Pa3JW4aloT MpocThie (OAMHOYHBIE
dparMenTbl UK geneuun) u obMeHHble
XpoMaTtuHble abeppauuu.

1. OanHouHbIEe PparMeHTH! UM XpO-
MAaTHJHbIE AeJiellHH 06pa3yoTCs IIPU 10~
BpeXAeHUY onHodl xpomaruanl. B 3apu-
CHMOCTH OT MeCTa Pa3pbiBa OHU ObIBAIOT
pasauyHo#l Anuubt (puc. 6-7.1).

XpomaruaHble 06MeHbI XapaKTepuay-
10TCS1 MHOroo6pasuem opM, YTO onpese-
NSIeTCSI PSIAOM XPOMOCOMHBIX (PaKTOPOB:
YUCIOM M BeJMYUHOH Y4acTKOB, BOBJE-
YEHHBIX B 0OMEH XPOMOCOM M XPOMaTUZ,
FOMOJIOTHYHOCTBIO XPOMOCOM, y4acCTBY-
IOWMX B OOMEHe, CUMMETDHUYHOCTBIO M
noJHoTOH o6MeHa (puc. 6-7.2).

JloBOMIBbIIO YACTO MEXXPOMOCOMHBIE
O0OMEHbBI IPOUCXOAAT MEXIY XPOMaTH/Ia-
MM AByxX xpomocom. Ux mopdonorus
oyeHb pasioobpaisHa. M3-3a xapakrepHoii
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Puc. 6.7. AGeppauumn xpomaTuaHoro Tuna

6.7.1. OpanHo4HLIE DparMeHThi; é)aanm“ue TUNBLE XPOMATUAHBIX OOMEHOB: 6.7.2. MeXXPOMOCOMHbBIE XPOMATUAO-XPOMATUAHbIE OBMEHbI.
NonHble (3, B, €, 3) M HenonHwie (0, 1, A, X, u, K), CUMMeTpUYHLie (3, 6, e, X) N aCMMMeTPUYHLIE (B, I, A, 3, U, K). CNOXHbIE MEXXPOMOCOMHLI®
XpOMATMOHbLIE OBMEeHH: 8 06OMX CAYHANAX BOBREYEHbI 4 ThiPe XPOMOCOMBI B pesyabTarTe nATY (1) unu wecTtu (M) paspuisos. 6.7.3. Xpomartu-
L0-U30XPOMATUAHBIE COMeHb. JIOKANM3aUMA ToYek PaspLIBOB (a), KOHGUrypauma CUMMETPUYHLIX (6, 8) M aCHMMETPUYHLBIX (1, A) 0BMeHoB.

6.7.4. BHYTpMXPOMOCOMHbBIE MEeXNnnedyesbie XpOMaTnaHbie 0OMeHb

9€L
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Kak npasuno, 60abmunHcTBO abeppaunit  xpomocoM. Takve U3MeHeHUS BO3HUKa-
XPOMATMIHOIO TUIa AOCTAaTOYHO Jerko IOT 0ObIYlI0 NpM HapyIEHUW paclpexne-
MIEHTUQUIMPOBATh C [OMOWIBIO CTAH- JIEHUS XPOMOCOM [0 JO4EPHUM KJeT-

HapTHbIX LUTOYEHETUYECKHUX METO/10B. KaM.
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Pa3au4aloT ABa OCHOBHBIX TUMa Te-
HOMHBIX MyTalui (puc. 6.8):

1. lonummouans ¥ MOHOTLIOUANS.

2. Adeynioaus.

Ipn moaumnouaun uncio Habopos
HeroMoJIO'HYHbIX XPOMOCOM B KapHOTH-
ne orauyaercs ot ABYX (3n; 4n u T.4.).
ITO pE3YIILTAT HapYlEHHIT B MUTOTHYEC-
KOM 1IMKJIe, KOr/la yABOEHHE XPOMOCOM
MPOUCXOANT €3 MoCaeAYIOUEro AeNeHUs
anpa ¥ kietkd. Onnolt U3 MpUYMH IO-
JnobHoro peHoMeHa MoxeT 6GHITH IHJO-
MUTO3, IPH KOTOPOM IIPOUCXOAUT OIOKH-
pOBaHUE axXpPOMaTUYECKOro aniapara B
KJIeTKe U COXPaHeHHe SAepHOit MeMbpa-
HBI B Te¥eHHe BCEro MUTOTUYECKOIO IIMK-
J1a. Pa3HOBMAHOCTBIO SHAOMMTO32a SIBJISI-
€TCA SHAOPEAYNAMKALUSA — PeayIavKa-
LM XPOMOCOM, NPOUCXORAIIas BHe KJle-
TouHoro nienenus. IIpu aHpopeaynanka-
UM KaK Obl MOBTOPSIIOTCS BA CJENYIO-
UIMX ApPYT 3a APYTOM S 11epHOAa MUTOTH-
4ecKoro HukJIa. B peayasrare atoro B no-
caenyonieM MUTo3e Byner HabnoaaTbCst
JBOMHOM (TeTparyIOHAHbIN) Habop Xpo-
MocoM. Takue MyTaruu Jaile BCEro npu-
BOZAT K rubeny 11042 eiue B aMbpuore-
Hese. Tpunuouansa obGHAPYXUBAeTCA B
4%, a TeTpanJonaus NpuOMU3NTENbHO B
1% Bcex suikuabilei. 11 HHAUBUAYY-
MOB C TAaKMMH KapHOTHIIAMH XapaKTePHBI
MIIOrOYHCIEHHDbIE TIOPOKU DAa3BUTHS, B
TOM YHUCJIe ACUMMETPUYHOE TeJOCJIoXe-
HUe, craboymue, repMadporutusM. Ter-
pamnouaHbie 3MOpHOHBI TOTHOAIOT Ha
paHHUX CpoKax 6epeMeHHOCTH, 3MOpHO-
Hbl Xe C TPUTUIOWAHBIMU KJIETKAaMU W3-
pefKa BEDKUBAIOT, HO TOJIBKO €CJIU OJTHO-
BPEMEHHO C TPUILIOMAHBIMU COHEPKAT
KJE€TKM C HOPMalbHBIM KapUOTHUIIOM.
Brnepsbole cunapom tpunnouzun (69,
XXY) 6611 obHapyxeH y yesnoseka B 60-
xx IT. XX B. B nureparype onucaxo oko-
g0 60 cnyyaes TpUMJOMAUM Y AeTeil.
MakcumManbHas IPOROMAKHUTENBHOCTD UX
)W3HHU cocTaBumia 7 qHetl.

AHeyIuiouaua — HeKPaTHOE FaNIOUA-
HOMY yMeHbllIeHHe WIH YBeNUYeHHE 4¥ic-
Ja xpoMocoM (2n+1; 2n+2; 2n-1 uT.n.) —
BO3HMKAET B pe3yJibTaTe HEHOPMAJILHOTO
HOBEJIEHUA FOMOJIOTHYECKHX XPOMOCOM B
Meiio3e MMM CECTPUHCKHX XPOMATHA B
MHUTO3E.

[Ipn nepacxoxaenun XpoMoOCcOM Ha
OAHOH U3 CTajuii rameToreHesa B NOJO-
BBIX KJleTKax MOTyT OKa3aThCS JULIHHE
XpoMocoMbl. B pesysnbrate npu nocneny-
IOlleM CIUAHUU ¢ HOPDMAJIBHBIMH ranad-
MIAHBIMM raMeTaMu 0o0pasyioTCs 3MrOTHI
2n+1- uau TpHCOMMH 1O Kakoii-1ubo U3
xpoMocoM. Eciu e B raMere oKa3biBaeT-
€Sl Ha ORHY XPOMOCOMY MeHbllle, TO TPH
MocjieayoleM ONI0A0TBOPEHUH 06 pasy-
ercsl 3urora 2n-1, M MOHOCOMMK 110
onfHON U3 xpomocoM., Hepacxoxznenne
MOJET 3aTPOHYTh He OJHY, @ HECKOJIbKO
ap XpoMOCOM, YTO BefleT K TPUCOMHHM
HA¥ MOHOCOMUH 10O HECKOJIBKUM XPOMO-
coMaM. YacTo auiHKe XPOMOCOMHI obyc-
JIOBAUBAIOT AENPECCHIO DPa3sBUTHA WU
rubenb ocobu, ux Hecyweii.

BnepBbie aHeymmounuio y 4desnoBeka
obuapyxunu B 1959 r. k. Jlexe n
P. Typuun. 310 6b11a TPUCOMUS TIO XPO-
Mocome 21 y 6onbHbIX ¢ cuHapomoM [la-
yHa — OoAH¥M ¥3 Haubosee pacnpocTpa-
HEHHBIX TAXKENbIX HacNeACTBEHHbIX 3a-
6onesanwii (cM. raasy 8).

HepacxoxxneHue xpoMocoM B Meiio3e
MOXET 3aTparuBath n00yw H3 23 map
XPOMOCOM. Y yeJIoBeKa OITMCaHb! MTOJIHbIe
TPUCOMHUHU IO Xpomocomam NeNe 8, 9, 13,
14, 18, 21, X, Y. 3a peakuM HCKIIOYEHH-
eM (HanpuMep, TpUCOMUS no 21 xpomo-
COMe), ayTOCOMHb1E€ TPDUCOMHH MPUBORAT
K rubeny opraHu3Ma Ha PaHHUX CTaRHUSIX
aMbpuUoreHesa WiM B II€PBBIE OHH INOCTE
poxzetius. OcobeHHO TaXeabIMU CIyda-
SIMVi TeTepOIIOMAUY CYUTAIOTCS MOHOCO-
MUH, TPH KOTOPBIX NMPOMCXORHUT yTpaTa
LeJION rpymnsl cuenaeHus redos. [lpu-
MepHO 20% cyyaeB MOHOCOMHM MPUBO-
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Tabnuua 6.1. HacToTa reHOMHbIX MyTaLUiA

Xpomocomb Cunapom Yacrora cpeaun
HOBODOXACHUBIX

Ayrocomnl

Tpucomus 21 [layna 1/700

Tpucomus 13 Ilatay 1/5000

Tpucomus 18 dxasapaca 1710000

MonoBbie XpOMOCOMBI (JKeHUMHEL)

X0, MoxocoMuUs Tephepa 1/5000

XXX Tpucomus

XXXX, rerpacomus IToHMKeHHAS IOIOBUTOCTD 1/700

XXXXX, neHracomus

HNosoBbie XPOMOCOMBI (MY KHHHBI)

XYY tpucoMus Hopma 171000

XXY TpucoMus

XXYY, verpacomus

XXXY, rerpacomus Knaitndensrepa 1/500

XXXXY, ucHracomus

XXXXXY, rexcacoMmnsn

JIAT K JIETANbHOMY HCXOZY elile B NepBhie
AHHU 9MOPUOHAIBHOrO Pa3BHTHA WJIH 3a-
KaHYMBaOTCA rHbesbio 3apoabima Ha 6o-
Jiee 1103AHUX cTagusix. JIUIb MOHOCOMUA
no X-XpoMoCOMe COBMECTUMA C JKH3HBIO,
Hanpumep, 370 607bHBIE ¢ CUHAPOMOM
Illepeutesckoro-Tepuepa, Ipu KOTOPOM
2n = 45 (44XO0). [lockonabKy mONAOBBIE
XPOMOCOMBI OTIPEAEJISIIOT 10J1, OKa3bIBast
BiuAHUe Ha AudepeHUMpPOBKY roHan,
nuauBuAyyMbl XO — XeHIMHbI C Xapak-
TEPHBIMK HapyUIEHUSMU B DPasBUTHU
MEPBUYHLIX U BTOPUYHBIX TIOJIOBBIX [IPH-
3HaKOB (cM. rnasy 8).

IIpu rosuCOMHUAX 1O TIONOBBIM XpPO-
MOCOMaM BCTPEYAIOTCS Pa3/iUyHble KOM-
6unauuy X v Y-XpoMocoM, a YMCI0 HX ¢
COXPaHEeHUEM TIPH DTOM KU3HECTIOCOOHO-
CTH OpraHM3Ma MOXET JOXOAWTh N0 Ns-
TH. Bce nopobuble aMeHeHNA kapUOTH-
na o6beAMHSIOT Moa O6WHM Ha3BaHNEM
cubnipom Knaliudenbrepa. BoabHnie
MY>KYHMHbI C HEAOPA3BUTBIMU MY>XCKHMU
roHafiam, cJabopasBUTHIM BOJOCSHBIM
TIOKPOBOM Ha Tejie H YBeJAMYEHHBIMU MO-
JIOYHBIMH >Ke/le3aMM, OOBIMHO CTEPHb-
Hple. HekoTopble 13 HUX CTPARAIOT YMCT-
BEHHOH OTCTaNIOCTBIO, TIPUYEM C YBENU-

yeHueM 4ucia X-XpoOMOCOM €e BEepOsiT-
HOCTb PacTerT.

HellpaBuibHOe pacxoXieHne XpoMo-
COM B MHUTO3€ NPUBOIMT K BO3HHUKHOBe-
HUIO MO3AHKOB — 0cobeil, y KOTOphiX pas-
Hble KJIETKM HeCcyT PasjMyHbI# FeHOTUIL
DeHOTHIMYECKH IIPOSBIEHUE MO3ANLIN3-
Ma 3aBMCHT OT J0JIM KJIETOK Pa3jM4HBIX
THIOB, T.€. OT TOTO, Ha KaKOH CTaluu Ipo-
M30LLJIO HapyllieHne B MUTO3€, U OT XHU3-
HECMIOCOOHOCTY BO3HUKAIOIUMX JUHWHN
kyerok (puc. 6.9). [Ipu Henocrarke yucna
XPOMOCOM KJIETKH Yalue BCEero HeXmaHe-
criocobHBL. Y someit ¢ Mo3anuUHU3MOM
BJIMAHHE HOPMAaJbHBIX KJIETOK MOXET
1npeo6aalaTh HACTONBKO, YTO HeCyuiue
U3GBITOYHBIE XPOMOCOMBI KJIETKH MOTYT
BooOile He HaXxonuTh BbIPaXEHUs B e-
HOTHIIE UJIH NIPOSIBASIOTCS NYllb B BHAC
oTaenbHbIX cumntoMoB. Tak, okono 2%
GonbHbIX ¢ cuHApOMOM /[layHa o6Hapy-
KMBAIOT MO3aHULU3M TPUCOMHBIX M HOD-
ManbHeIX Kaetok (47,XX+21/46XX).
IIpn nmoctaTouHo GoONbHION HOJNE HOP-
MaJIbHBIX KJIETOK MICHXHYECKOe PA3BUTHE
GONBHBIX HEPEAKO BhILIE, YEM NPH YUC-
Toit TpUCcOMHU mo 21 xpomocome. Yaiue
BCErO BCTPEYAETCHA MO3AHUIU3M MO 110710~
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Cnepmuii

SIuHna HopManbHbix
KNeToK

Jlunna aHeynnonaHsIx
KneTok

Morubaiot

HepacxoxaeHve
XPOMOCOM B MUTO3e

Puc. 6. 9. Mozanumnam XY / XXY kak creicTBue HepacxoXaAeHNUA XpOMOCOM B MUTO3e

BBIM XpoMocoMaM. MHorue vHAWBULYY-
MBI, Hecyiue NpU3HaKM oBOMX I110710B,
SIBASIIOTCS MO3auKaMH, B KJIETKax KOTO-
PBIX TI0JIOBble XDPOMOCOMBE CONEPKATCS B
pa3sHbIX KOMOHUHAAUMSAX, BIJIOTh 0 Kapu-
oruna 46,XX/46,XY. IIpuunusl Takoro
MO3aulU3Ma pPa3NHYHbL OIJIOAOTBODE-
H¥ie OOLMTA JBYMs Pa3nUYHBIMU cliep-
MHSMH, CIUSHUE N0 4-X OINJIOLOTBOPEH-
HbIX ARLEKAeTOK HJAH MNOCAeyolHe
OWHOKH B MUTO3€ IIPH NIEPBOM AEEHUM
3UTOTHL. Y MHOIMX JKEHUIMH C NpH31aKa-
mi cuHapoMa llepewmesckoro-TepHepa
KapHOTHUII HEKOTOPBIX KieToKk — 45,X, a
ocranbHbix — 47, XXX. Tlono6usiit TUn
MO3aHIIM3Ma, N10-BHIMMOMY, CBA3AH C He-
pacxoxaeHueM X-xpOMOCOMBI HODMaJlb-
HOM 3MTrOTHI B 1I€PBOM NOCE OMJIOAOTBO-
peHMA MUTOTHYECKOM [eN€HHH. AHaJO-
THYeH MeXaHM3M BO3HUKHOBEHHUA U3 3U-
rotel Mo3auuuama XO/XYY.

H3BecTHO TakXe AOBOJBHO MHOIO
CJIy4aeB MO3auI[M3Ma, IIPU KOTOPOM B Op-
FaHU3Me COAEPXHWTCA TPU KIETOYHBIX
kinoHa — 46,XX/45,X/47,XXX, obpaso-
BaHHBIE B pe3yJibTaTe HEPACXOXAECHUS
XPOMOCOM B NO3/Hel CTaAUHU KJIeTOYHOI o
JeNCHUS.

IIpuBeneHHble NPUMEPBl XPOMOCOM-
HbIX OojiesHeil 4enoBeka MNMO3BOJAT B
HEKOTOpDOIl CTeNeHH OLEHUTb TAXKECTDb
FeHeTUYEeCKOro rpysa 4YenoBeyecTBa U
CJIOXHOCTb OPraHM3aIUH TEeHOMa 4eso-
Beka. B uenom, mo panubiM Hayynoro
Komurera OOH no aeficrenio aroMHoit
papuauuy 3a 1988 r.,, yacrora ecrecTBCH-
HO BCTPEYAIOMUXCSA XPOMOCOMHBIX 60-
Jie3Heil, cBsI3aHHbIX ¢ abeppalUsaMu Xpo-
MocoM, cocTapiaseT 400 cayyaeB Ha 1
MJIH. HOBOPOXIEHHbIX. [eHOMHbIE MyTa-
UM (M3MeHeHHe YMCIa XPOMOCOM)
BcTpeyaoTcs ¢ 4actoToit 3400 Ha 1 MiH.
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! Puc. 6. 10 Yncno meHaeneBCKUX HacCAeACTBEHHbIX GOne3HeN,
naeHTMONUMPOBaHHLIX C 1966 no 1998 r,

HoBopoXeHHHX. BMecte Takue Hac1en-
cTBeHHble bosie3Hu BeTpevatotes y 0,38%
HOBOPOXKAEHHBIX.

CBf3b MeXay reHoTUNOM
n peHoTHNOM

MyTauuoHHbIe U3BMEHEHWS B M1I0O0M U3
reHOB Ye/ioBeKa, PaBHO KaK ¥ U3MeHeHUs
CTPYKTYPbI moGoll U3 XPOMOCOM, TIPUBO-
AT K TeM UAH UHBIM U3MEHEeHUAM B ¢e-
HoTuIe esnoBeka. CTeneHb 3THX U3MeHe-
H1 3aBHCUT OT BaXKHOCTH [/ OPraHU3Ma
BOBJIEYEHHEIX B MYTareHe3 reHoB, OT Mac-
1TaboB HapyLIeHUs TEHETHYECKOrO MaTe-
puania U OT xapaKTepa HacJef0BaHUA BO3-
HUKLIXX MYTallHOHHBIX U3MEHEHUIA.

BonblunHCTBO 3KCIIEPTOB B 06JacTH
FeHEeTHKY 4eJI0BEKa CYMTAIOT, YTO YHCHO
FeHOB B FeHOMeE YeJIOBEKA COCTABJISET OT
50 000 a0 100 000. Pa3amep reHoB Bapbu-
pyeT B HIMPOKUX Mpefenax — OT 2 Ao
2000 kus106a3 (TicaY OCHOBaHUII MoJie-
kyabl JHK — kb). Hanpuwmep, cornacuo
ceenenvsM 1994 r., pacnpenenesue no
pa3mepam cpenu 253 reHoB ciepymoliee:
23% renos — Mmenee 10 kb, 36% — mexny
10 u 25 kb, 20% — mexay 25 u 50 kb,
13% — mexcay 50 u 100 kb, 7% — mexny
100 1 500 kb u 1% — 601ee 500 kb.

Yenexu B peanusaumu MexayHapoa-
Hot mporpaMMsl “TeHOM yenoBeka” v nH-

TEeHCUBHOE H3ydellue HacCJeACTBEHHBIX
fonesneil B KIMHMKAX MHOTHX CTPaH K
1998 r. yBeaHynnI0 Ux yuciao 3aboseBa-
Huit go 8941. Touctune crpemutenex
1porpecc B 3Toii obnactu: B 1966 r. 6p110
nsBectHo 1487 wacnencrseHHbIX 60se3-
Heit, B 1982 r. — okoso 4000, a B 1994 —
6678 (puc. 6.10).

JL/1s1 MHOTHX U3 3THX HeyroB U3y4yeHa
JIOKQIV3alMA MYTaHTHBIX TEHOB U PO~
BefeH MOJIEKYNSPHBIH aHaIU3 NIPOAYK-
TOB UX AesiTenbHocTh. B cneunduyeckux
caiiTax pasjMYHBIX XPOMOCOM YenoBeKa
JiokanusoBaubl 6osee 3900 retos ¢ xopo-
wo usBecTHbIMU PyHkimsamy. C gpyroit
CTOPOHBI, B OIIPEJIEJEHHBIX Y4aCTKax
XpoMocoM KaptupoBaHo Gonee 1100
KAUHUYeCKUX BonesHeit,

st MHOrMX MeHeNneBCKUX HaCencT-
BeHHHIX GomesHeil xapaktepHo 6osplioe
YUCIO Pa3AUYHBIX AJIENBHBIX BapUali-
toB. Hanpumep, ans rena B-rnobuHa ux
usBecTHO 6onee 400, 15 TpaHcMeMbpan-
HOTO peryasatopa KucTo3Horo ¢ubposa
(CFTR) — 6oaee 500, ans rena a-rnobu-
Ha (HBA) — 6once 100.

HaubGonee npoctyio B3aUMOCBS3b
MeXAY MYTauvMsaMH M 0OyClOBIEHHBIMM
UMy OONE3HSMH [IPEACTABJSIET KOHLEMN-
UUA “ONHa MyTalMs — ofHa 6osesHn”.
IMocTynupyst yHUTapHYIO reHETHYECKYIO
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Tabnwnua 6.2.
MonekynsapHan nprpoAa MyTaumi, NPUBOARLLVX K MeHAenesckum 6oneaxHam

Kareropsu Yncao Menaenesckux 6oneaiell cBA3AIHBX ¢ Bcero
OYKOBBIMH TOYKOBBIMH H TIporsxenubiMu
MyTaWHaMu a) | mpoTakeHHbIMK MyTalHAMH H
MyTanMsaMH 6) MMKPOAEIEeLUOH-
HBIMH CHHADOMAMH
AyTOCOMHBIE 73 18 25 116
AOMHUHAHTHBIE
CueniieHHsle ¢ 16 24 8 48
X-xpoMocomoii
Uroro 89 (54%) 42 (26%) 33 (20%) 164
AyTOCOMHBIE 111 27 7 145
pelecCHBHbIC
Bcero 200 (65%) 69 (22%) 40 (13%) 309

a — 3aMeHBbl OCHOBaHMH
6 — npenmymectBeusio aeneunn JHK

NPUYHHY A7 Kaxaoi 6oJie3Hy, OHa Ha-
iIa TMOATBEPXKAEHUE TPH OMUCAHMU
MHOTHMX MeHJiesIeBCKUX Gose3Heil. Bmec-
T€ C TeM TaKast IPOCTast B3aUMOCBSI3b Ha-
6mopaercs naneko He Bcerga. B nacros-
llee BpeMsl U3BECTHbI IIPUMEPbl APYIHX
B3aUMOCBs3ell Mexay reHOTHNOM U de-
HOTHIOM:

— MYTaluM B OfH¥X H TeX e reHax
MOTYT ObITh PUYUHON PA3IHYHbBIX KJIH-
HuyeCknx (peHoTMmoB (ajliesbHas rere-
POreHHOCTh );

— MyTauuM B Pa3jM4HBIX FEHaX TNpo-
SIBJSIIOTCS. B CXOAHBIX MJIM OYeHb 6au3-
KUX KJAUHu4YeCKUX (eHoTHnax (Hean-
JlenbHas reTepPoreHHoCTh).

IIpy aHanuse asjleJbHBIX BapUaHTOB
767 reHos YenoBeka ObUIO OOHApPYXEHO,
yTo 658 resos accouUMMPOBAHH € KaKoOM-
arbo OlHOH KIWHHYecKol 6ose3Hblo, 71
red — ¢ asyms, 30 reHoB — ¢ TpeMs, 5 re-
HOB — C ueTblpbMs, 1 reH — ¢ nsrbio, 1
red — ¢ uiecTblo 1 1 — ¢ cemblo H60e3Hs-
mu. B yacTHoCTH, MyTalLMK B reHax, KOH-
TPOJUPYIOUIUX DPELEeNnTOp DPOCTOBOro
dakropa dubpobaacros (FGFR) npuso-
IAT K pa3nu4HbeIM (opMaM CkesNeTHBIX
HapyuieHuil. ToykoBble MyTallM¥ B Of-
HOM U3 3TUX FEHOB, 3 UMEHHO B TeHe
FGFR3 B 4 xpoMocoMe B nokyce 4p16.3

OBTH BBISIB/IEHDI TIDH U3y4eHHH Cy4aeB
axongponaasuy (ACH), runoxonapo-
mjasun (HCH) u ranarodopuoit nuc-
nnasuu (TD).

C apyro#i cropoHs, IokasaHo 4To 26
GosesHelt oOyc/OBJIEHB MYTalMAMH B
ABYX pa3ju4HbIX reHax, 11 6onesueit — B
Tpex, 4 6one3Hn —B yeTbipex, 4 GonesHu —
B 1aTH, 1 Goneanb — B mectu U 1 Go-
Jie3Hb — B ceMH U 1 — MyTaumsmu B Ae-
cATy rerax. B atux caywasx cxonmbie
deHoTUNBI BO3HMKAIOT B pe3yJbTaTe
BJAMSHUS MyTalyit MHOTMX TeHOB Ha 06-
ue 6HOXMMHUYECKHe ipoLecchl 1ubo Ha
ONHM U Te K€ KJIeTOUHble CTPYKTYPHL.
Hanpumep, ceMb cHHAPOMOB, CBSI3aH-
HBIX CO CKeJETHBIMU HapyLIeHUSMH, a
UMeHHO, cuHapoM Amepra (AS), cuHa-
poM Kpoysona (CS), cunapom [Ixexco-
Ha-Beiica (JWS), cunapom Ildeitdepa
(PS), axouaponnasua (ACH), ranaro-
dopHas aucnnasua (TD) M THIIOXOHA-
ponnasus (HCH) MoryT 6bITb pesyabra-
TOM MYTallvil B TPEX reHax, KOHTPOIH-
PYIOIIUX peLentTop pocToBoro gaxropa
¢dubpobaactos (FGFR).

CornacHo pe3ysIbTaTaM MOJIEKYASIPHO-
reHeTHYECKUX UCCIEeROBaHNMI, MEHAETIEB-
ckde 60JIE3HU MOTYT ObITh CJEACTBUEM
TOYKOBHIX MYTALHi, NPOTSKEHHBIX MY-
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Tauui ¥ MUKpozeneunit. Paznnuna mex-
NIy 3THMH TMNaM¥ MYTaUMOHHBIX H3Me-
HEHHH cBA3aHbl C pasMepaMM OXBayeH-
HbIX Myrauueit ¢pparMeHTOB MOJNEKYJbI
IOHK. B tabauue 6.2 npeacrasieHsl co-
OTHOLIEHMA ITUX THIIOB U3MEHEHHIH, TO-
NYYEHHblE MPH 3IKCIEPUMEHTANIbHOM
aHannze 309 ayTOCOMHO AOMMHATHHIX,
CUEIVIEHHBIX ¢ X-XpOMOCOMO# U ayTo-
COMHO DEECCHBHBIX MEHAENEBCKUX Ha-
cJ1e[CTBeHHBIX BoJe3Hei.

Buano, yto 60sblIas YacTbh CIOHTaH-
HBIX MEH/IeIEBCKNX HOoJIe3Hel cBA3aHa ¢
TOYKOBBIMH MYTALIHAMH, T. €. C 3aMEHAMHU
OTAE/NbHbIX OCHOBAHUI.

B uesiom yactoTta 3aboneBanuii Men-
QeNeBCKOro THIla MpeAcTaBjieHa B Tab-
auue 6.3.

Heo6xoauMo OTMETHTD, YTO TaKHe Te-
HeTUYeCKHE SABJIEHHA KAK MO3aHLU3M U
3KCIIAHCHS aJllesleil MOTyT BHeCTH AOMOJI-
HUTEJbHbIE CJIOKHOCTH B TIOHNMAHKE TIPO-
ecca (PeHOTHIHYECKOH Deau3aiuy My-
TalMOHHKIX M3MeHeHwil B reHax. Hanpu-
Mep, TIPH M03aMIIM3Me HOpPMaJIbHbIE U MY-
TAHTHBIE KJETKH NPUCYTCTBYIOT ¥ OJHOIO
¥ TOTO )X€ MHIMBUAYYMA, ITO MOXET OT-
HOCHTBCS KaK K COMaTH4eCKHM, TaK 1 K 3a-
ponsiiieBrIM KIeTkaM. B ciyuae, ecom Mo-
3aMUM3M B 3aPOJbILLIEBHIX KJIETKaX 3aTpa-
rMBaeT IOMUHAHTHYIO 60J1€3Hb, OHAa MOXET
He TPOSABUTBHCS Y JAHHOTO WHAMBUIYYMa
(peHOTHIINYECKH BCJIEICTBUE MO3aH1IN3Ma,
OZHAKO B 3TOM CJIy4ae COXPAHAETCA PHUCK
NIpOsABNEHMs 3TOK GO/NE3HH Yy TIOTOMKOB,
yHac/1e[0BaBIINX MYTAHTHBIL TCH.

MynstudakropuansHsie 60ne3nu

MyabsrudakropuaibHble  GoJe3HH
OO BeNHSIOT IMPOKUI KJacc 3aboieBa-
HUM, B OTHOILIEHHU KOTOPHIX H3BECTHO,
4TO, 6€3yC/I0BHO MMES TeHETHYECKHIt
KOMIIOHEHT, OHM B TO JK€ BpeMs He Noa-
YHHAOTCA MPOCTOMY MEHAEJIEBCKOMY
HacjcfoBauumo. K HuM oTHOcsaTCs Hexo-
TOpble BPOXACHHBIE aHOMaIUM (HanPH-

Tabnuya 6.3.

Yacrtora 3abonesanmin
MeHaenNeBcKoro tMna
Tynn ITo ouenkam 1977 | Ouenku
MCHAENEeBCKHX 1982, 1986 r. 1998 r.
6onesneit % %
AyTOCOMHEIE
JloMuHaHTHBIE 0,95 1,5
AyTOCOMHbBIE
Peueccupuble 0,25 0,75
CuenaeHnbie
¢ X-xpomocomoit 0,05 0,15
Bcero: 1,25 2,40

Mep, aHaHUedanus, MbIIIEYHO-CKeler-
Hble aHOMaJINH, pacLieMHbl Heba U Bepx-
Heit rybsr), MHOorue 60s1€3HM B3POCJIbIX
(anaber, TOBBILIEHHOE JaBjleHHE) W
Gosbliast yacTh pakoB. BosnukHOBeHMe
3THX 6oNe3Heill MHTEPIPETHPYIOTCA Kax
pe3ynbTaT B3aNMOAEHCTBHA GOJBLIOTO
yucia GakTOpOB reHeTHYECKOi IPHUPOILL
M oKpyxarowei cpeasl. Poab nocneanux
Haubosiee YETKO NPOCAEXKUBAETCA 1IPH
aHanu3e KOpPOHapHbIX Gosie3Hell cepAua,
acT™MbL. B cBA3M ¢ IiMpOKMM pacripocTpa-
HEHHeM B IONYJAUMAX JIoaed MYJbTH-
(axropuansHble 601€3HH 0OYCIOBINBA-
IOT BBICOKYIO 326071€BaEMOCTb M CMEPT-
HOCTb.

BonpuinHeTBO 3THX 60M€3Hel He 1101-
YUHAOTCA KJIAaCCUYyeCKUM 3aKOHAM Ha-
C/leOBaHusl, TO €CThb He SABJSIOTCS KJM-
HUYECKUMU NPOABICHUAMU AedeKTOB
OIMHOYHBIX IreHoB. B TO Xe BpeMs cpenn
POANCTBEHHUKOB OO/MBHBIX OHM BCTpeya-
10TCcst ¢ GoJsice BHICOKOM 4acTOTOI, 4eM B
obueir nonyasuun. OnHako pHCK 3a60-
JIeTb BapbUpYeT Cpeay POACTBEHHUKOB B
3aBHCHMOCTH OT OCOBEHHOCTEH AaHHOM
60/Ie3HH ¥ MOXET OBITH Pa3IUYHBIM B
pasHbIx cembax. [{ns GosasluuHCTBA
MyasTHdAaKTOpHanbHbIX 6osIe3Heil ToKa
KpaliHc OrpaH14YeHbl 3HaHUA O BOBJIEYEH-
HBIX B F€HETHYECKHIT KOHTPOJb 3THX 60-
Jle3Hel IeHOoB, UX YHCJIa, THIIa MYTaLHOH-
HBIX U3MEHEHWIi U XxapakTepa BO3JEHCT-
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BYIOIMX Ha MX MposBjieHHe (PaKTOpoB
OKpyXaloleii cpeasbl.

C yyeTtoM ocobeHHOCTEH deHoTHNINYE-
CKOI'0 MPOABJAEHUS U TEHOTHIIMYECKOTO
KOHTpPOJIS TpyIna MyJsTH(aKTOpHaib-
HbIX 60J1e3Heil MOXeET ObiTh Mo/ pa3aeie-
Ha Ha BPOXAEHHble AHOMAJIHH 1 OObIY-
Hble MyJbTH(AKTOPHAIbHbIE 60NE3HH.

BpoxaeHHpe aHOMaJIMH NIPENCTaABIs-
10T coboil CTpYKTypHble AedekTbl TOik
HJIN MHOW CTeleHU TSXKECTH, BhisBJIsAE-
Mble TIpH poxaeHuyu pebeHka. TepmuH
“BpoXKieliHbIe” O3HAYaeT JIMIUD IIPUCYT-
cTBHE aedexTOB NpPU POXAEHHH M He
uMeeT AOTOJHUTENLHOTO 3THOJIOTUYEC-
Koro 3HayeHus. BpoxaeHHble 6Gonesnu
MOTYT 6bITh 06YC/IOB/IEHBI HAC € ACTBEH-
HBIMH M HeHacJleACTBEHHBIMM (PaKTOpa-
mu. K nocnegnum oTHocATCS Bee BPOX-
AeHHble TIOPOKH, BO3HMKAIOIUINAE 32 CYeT
TEpaTOreHHOro JieficTBUSA BHEIIHUX (ak-
TOPOB, a TaKXKe BPOXAECHHbIE MH(EKIMH.
BpoxaeHHble aHOMaNWU SBASIOTCA KO-
HEYHBIM Ppe3yJIbTaToM AMcMopdoreHesa
¥ MOTYT UMETb U30/IHPOBaHHOE HJIN MHO-
’KecTBeHHOe mpossjeHue. B oTHomennn
U30/IMPOBAHHBIX BPOXAEHHBIX aHOMa-
JIMit MOXeT BBITL MpOC/IeXel TyTh OT Ka-
KoU-n60 omHOM JNOKaNbHOU OHOKH
(MyTanuu) B MopdoreHese 10 HabJoae-
moro addekra. B ocHoBe MHOXecTBeH-
HBIX BPOXIAECHHBIX aHOMAJIMH JleXar ABe
nan 6osslue pasanyHble MopdoreHeTH-
YecKne OlHHOKH, BOSHUKAIOLIME BO BPEMS
BHYTPHYTPOGHOIO Pa3BHTHS pebeHKa.

Haubosee aeTanbHO CHOHTaHHas W3-
MCHYUBOCTh YeJOBEK2 U3yyYanach IIpH
TIpOBEAEHNH TpexX OOINHPHBIX UCCAEA0Ba-
Huii, npeanpuuaTeix B 70-80¢ rr. B Kana-
ne, B CIIIA u B Berrpun. O maciurabax
HCCeOBaHUIl CBUAETE/NBCTBYET TOT
¢axkr, 4To ToJILKO B Benrpuu 6110 obcne-
JIOBaHO OK0j0 2 MjH. poxaeHuit. IMosy-
YeHHble Pe3yJbTaThi 10Ka3bIBAIOT, YTO Ya-
CTOTA [0SIBNEeHU st BPOXKAEHHEIX aHOMAJIHi
B 3THX CTpPaHax CXOAHA U COCTABJSET OKO-

J10 6-7%. V13 Hux 2-3% oTHOCATCA K Kpyn-
HDbIM BpOKAEHHEIM aHOMAaJIUAM, IPUBOAS-
ILMM K BECbMa CEPbe3HbIM AedeKTaM WiH
K JIeTaJbHOMY Mcxony. YacToThl BpOXKAEH-
HBIX aHOMaJiMii Bbiie Y POACTBEHHHKOB,
HocuTeseit 3Toil 60JIe3HH, YeM B LieJIOM B
nonysuny. [Ipy aToM pucky nossienys
BPOXIEHHbIX aHOMaJIHii BapbUPYIOT B 3a-
BHCHMOCTH OT U3y4aeMoi 6osie3nu u 60o-
Jlee BHICOKH Y DOACTBEHHUWKOB IEpBOii
CTeneHu POACTBA 10 CPABHEHHIO C POACT-
BEHHHKAMH BTOPOIi ¥ FpeThell CTENeHN.

O6uiyHble MyabTH(aKTOpHAJIbHBIE
6oaesnu (Takue, Kak auaber, KOpOHap-
Hble 6os1e3HM cepaua, IMUJIENCcHs, acT-
Ma, TIcopHa3s M Ap.) TaK Xe, KaK u pac-
CcMaTpHBaeMble Bbille BPOXKACHHBIE aHO-
MaJIKH, He OAYHHAIOTCS MEHAENEBCKUM
3aKOHaM Hac/lef0BaHUsA. [eHeTHUYECKUM
6a31coM 06BIYHBIX MyabTH(haKTOpHAND-
HBIX 60Je3HEel ABMAIOTCA IeHeTHYECKH
BOCIIDHHMYHBBIE MHAUBUAYYMBI, Y KO-
TOPbIX BEPOSITHOCTb peaju3auuyd Toi
MM MHOMH 6OJIE3HN 3aBUCHT OT MIPUCYT-
CTBHS MJIM OTCYTCTBHS APYTHX (aKTO-
POB pHCKa TeHeTHYeCKOi I CpeAoBoii
IIpUpOAH (TaKHX, KaK AeHCTBHE APYTHX
reHoB, anera, Pusnyeckas aKTUBHOCTb,
BO3/IelicTBHE pa3In4YHbIX (PaKTOPOB Cpe-
OB M Ap.)

Kak nokasanu viccnenoBaHus, 11poBe-
neHHble B BeHrpuy, obiias ecrecTseHHas
(CTIOHTaHHas1) BCTPEYaeMOCTh OOBIYHBIX
MynsTudaKkTopHanbHbIX 6ose3Hell B 110-
nyasuun (Bcero okosio 30 pasavyHBIX
6osesneit) cocrasaser 60% (Bkaoyas
BCE BO3PACTHbIC IPyNmel). 3TH pesyJibTa-
ThI XOPOILO COBIIAM C MaTepHaJIaMH MC-
ciaenoBaHuit B Apyrux crpaHax. IIpu
3TOM OTAEe/JbHble MHAMBUAYYMbI MOTYT
nMeTs (1 peaibHO uMetot) 6osiee 4eM oA -
Hy MyasTHdaKTOpHanbHyio 60J1€3Hb.
BonpmumHCTBO MY/NbTH(aKTOPHATIBHBIX
Gose3Helt 1IPOSABASAIOTCS B CPEAHEM BO3-
pacTe (3a MCK/II04EHUEM HEKOTOPHIX, Ta-
KHX, KaK MHCY/NMU3aBUCHMBIA Auaber
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mellitus, sunnencus). J{na GoaplinHCTBa
60J1e3HElH VX BO3PAcTHOE paciipeaesieine
[OAYMHACTCS HOPMAJbHOMY 3aKOHY, TO
€CTb B MOJOJIOM BO3pacTe Habiogaercs
HM3Kas uacTtoTa, HauboJspllasg YacToTa
TIPUXO/IMTCS Ha TPYIIIY CPEAHEro Bo3pac-
Ta M K CTAPOCTH IIPOUCXOANT €€ CHHXKE-
nne. Hckiioyenme cocTaBisieT acTMa,
TIPOABJICHME KOTOPOI MMEET /1Ba ITUKa —
NepBHI paHuuil ¥ BTOPOIl B cpeaHeM
BO3pacTe MJM mno3xe. B GosblumicTse
cJIy4aeB pa3inyuii B 3a60/1€BaEMOCTH Te-
MH KM UHBIMM MYJbTU(AKTOPHANbHBI-
My GosesusMy, nanpumep anaber melli-
tus, NNJICTICHS, [TOBBIILIEHHOE JABJIEHHE,
MCXKAY MYXXCKHM U KEHCKUM I10JIOM He
nabmonaercs, X0TA HEKOTOpble 3abouie-
BaHMs valle BCTPEYalOTCA Y MYXKYMH, a
ApyrHe — ¥ SKEHIIHH.

XoTs cylecTByeT HOATpyIiia MyJIbTH-
daxTopransHbiX 60n€3He N, CBA3AHHEIX C
MYTAlMAMHU OTAENbHBIX I'CHOB (HaIlpH-
mep, myTtayuu B LDLR peuentopHom re-
He, SIBJISIOIUECs [IPUUHHON ayTOCOMHOMH
JOMHMHAHTHOH (opMbl ceMeifHO# THnep-
X0JIeCTOPOMHUH), JUIA BOJIBIIMHCTBA Ta-
kux 6onesHeil xapaxTepHa reHeTHYCCKast
FeTePOTeHHOCTh, TO eCThb K OAHOMY H TO-
MYy e KOHEYHOMY KJIHHUYECKOMY 3(-
dekTy Be/nyT pas/NyHble FeHETH4eCcKue
mexanusMel. Hekotopele mynsrudakro-
puanbHble 601€3H1 BO3HUKAIOT B Pe3yJib-
TaTe NOABJEHUS MYTAlHi BO MHOXECT-
BEHHBIX TeHax (OJUro- WU IOJHUreHax).
Bonee Toro, y 4acTu reHeTHYECKU Ipea-
pacHOJIOKEHHbIX MHAMBHUAYYMOB MYJIb-
tudakTopuaabHas 60ne3lb MOXET pas-
BUTBCS 3a CYET BO3AeilcTBUS (DAKTOpPOB
OKpPYKAIOIEeH Cpelbl, KOraa BO3HUKAIOT
TakK Ha3blBacMbie (PEHOKOIHH.

Takum o6pasoMm, deHoTHIINYECKOE
nposBileHHe OOBIYHBIX MYAsTH(AKTOPH-
ANbHBEX BoJe3HEe 3aBUCHT OT CIOXHOIO
B3aUMOAEIICTBUSA reHeTndyeckux dakro-
poB M (HaKTOPOB CpEAh, YTO HAIJISAAHO
npeAcTaBseHo Ha cxeme (puc. 6.11).

IlpencraBneHHas cxeMa OCHOBaHA Ha
MaTepuajax HCCACHOBaHUH TeHeTHYecC-
KOTO KOHTPOJISi KOPOHapHOI CEepAEYHON
6oseaun (CHD). Moxiio BraenuTh ye-
THIPE YPOBHS, CBSI3bIBAIOMNX reHeTHYEC-
Ku1e U3MeHeHH!s ¢ HeHOTHIIUYECKUM I1PO-
ABNEHHUEM MYNBTH(HAKTOPHANBLHOM 60-
ae3nu. Ha pucyHke 6.11 npexacrasieHbt
MYTaliuy B CLIENJIEHHBIX TeHax (YpOBEHb
1), KoTOpbIe Yepe3 MPOAYKTHI ITHX IeHOB
(ypoBeHsb 2) u $aKTOphI Cpefbi, KOTOPbIE
Ha ypoBHe 3 BHOCAT BKJIaJl B KOJIHYECT-
BEHHYI0 BapuabeabHocTh (aKTOpa pUcKa
(HanpuMep, XOJIECTEPOJia CHIBOPOTKHM B
cJyYae KOpOHapHOH 6osie3HH cepaua) M
TakuM 00pa3soM TPHBOAAT X MpOsiBIIe-
Hu1o 6ose3iu (ypoBeus 4). Ha yposue 1
BBLACJISIIOT ABa KJlacca TeHOB: “IIOJIHTe-
Hbl", MYTAHTHBIE /1M KOTOPBIX TI0 OT-
AeJBbHOCTH TOJIbKO B cjaboil creneHu
cnocobHb! BJAMATH Ha 1pH3HakH daxTopa
pucka (obositayensl A, B, Z) u “riasuble
reHsl”, Yyo¥ MyTaHTHbBIE AJLIEMH 06/1a/1210T
cubHBIM 3PdexToM (ob6o3HayeHbl Kak
LDLR myrauuu).

Eciau dopmuposanune dakropa pucka
B IONYJISALIMY B 11€JI0M OlIpefeNseTcs a-
JeJbHBIMM BapUaHTaMU [OJMTEHOB H
¢axTopaMy cpeabl, TO MOXXHO OXKUAATh,
4TO “co3Be3AMe” TIOJUTEHHBIX ajeneit
6yner BapbUMpOBaTh OT OAHOIO HUH/IMBU-
AyyMa X apyromy. UHauBuayasabHbli
puck 3abosieTs AaHHOl 60JIE3HBIO Ompe-
AeJIAETCA B 3TOM ciydae 0coboit KoMbu-
Hauueil anjeneil B JIOKycax, NPOAYKTBI
KOTOPbIX BOBJIEYEHHI B KOHTPOJb QU3NO-
JIOCMYECKHX 1IPOLECCOB, OlPeAeISOIUX
XapakTepucTHku dakTopa pucka. Bapbu-
poOBaHNe B pUCKe MeXAy MHAMBUAYyMa-
MM TOrO K€ CaMOro reHOTHNa ANs ITHX
TIOJIMTEHOB TIPOUCXOJNT 3a CYeT BO3zeli-
CTBHSA (PaKTOPOB cpeabl.

B npornBONONOXKHOCTL MyTaliUsM B
TIOJIMTeHaX, MyTallMy B TABHBIX TeHax
CBA3aHHI C AMCKPEeTHHMHU deHOTUIIHYEC-
KMMH KaTeropMsiMH, KaxKAasi M3 KOTO-
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YpoBeHs 3poposbe Bonesub leyrue
dakTopbi
pucKa

IV Koneuxoe nposanexune

Il ®akTop pucka

dakTopbl Cpeapl
_

Il NpoAykTbi rguoé

T,
A

l nonureHu

IFeHH-III-— -I-I-—l --I-I—l- —H-HE-

MyTauus rnasHoro
| reda noaobHo

Puc. 6.11. Obusan cxema, MANIOCTPUPYIOWAA PONb NONUIeHOB, 60NbLUIMX FEHOB
W $aKTOPOB CPEAn! B 3TUOAOrUN MyNsTUdAKTOPUANbHbIX 6oNneaHen

rery LOLR

PBIX XapaKTepHu3yeTcs AMCKPETHBIM pH-
CKOM Pa3BUTHs OOJNE3HHM M MeHbIIHM
BJIHMSIHMEM CPeAOBbIX (haKTOpOB (Hanpu-
mep, Mytauuu LDLR, npeacrasneHHbie
Ha puc. 6.11). Takue MyTauuu OTAENDb-
HBIX TE€HOB, IpUBOAAINUE K MYJasTHDaK-
TopHanbHOIt 60s1e3HU, peaky. XoTs OHHU
Y TIDUBOJAAT K CHJIbHBIM pa3pylHUTENb-

HEIM 3(pdexTaM y UHANBUAYYMOB, KOTO-
prle MX HecyT, Ha MNONYyJAUHOHHOM
YPOBHE TaKMe MYTaliuM BHOCAT HebOoJIb-
wIoif BKJIaJl B BapnabesbHOCTh XapaKTe-
puctuk ¢axKTopa pucka U, Takum obpa-
30M, OTBETCTBEHHBI JUllb 3a HebOb-
Iy JO/MI0 JaHHOM 60jie3Hy B nonyJs-
LHH.
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CraHOBHTCA OYEBHHEBIM, UTO, B OTJ/IHU-
4yHe oT MeHIeNeBCKuX OoJe3Heil, npea-
cKasaH¥e Ha OCHOBe TEHETHUYECKOi HH-
dopmaunyu 6yner U IOABEPXKEH TOT UJIN
WHOH UHAWBUAYYM MYABTH(HAKTOPHAID-
HO#M Oone3nn, upeAacTtaBaser coboii
CJIOXKHYI0 Ipo6neMy, OCKOJBKY B 3TOM
Clyyae Haauyye reHeTH4decKoro aedekra
euie He 3KBUBAJICHTHO HannuMio Hones-
Hy. BoJee Toro, B ciayyae myJasrudaxrTo-
pHasbHBIX 6OJIe3HEH HE 0XUAAETCs, 4YTO
MYTallMOHHbie Ae(EKTH KaKUX-IM60 OT-
JEJIbHBIX I'€HOB MOCYXAT NPUYMHOI A/1s
BCEX WM 6GO/BIIMHCTBA caydyaeB Hoses-
HH. Mcxo1 13 3TOT0 MOXKHO 3aKJ/TIOYHUTH,
4YTO reHeTHYecKas paciiudposka MyJib-
THdakTOpHanbHbIX 6OJIE3HEN sBIsSETCS
CIOXHO# 3amaveit U, cyas no Bcemy, 6y-
AeT TPEeACTaBJATh [ABHYI0 HpOOJeMy
MEIUIMHCKON TeHeTHKH B OumkaiineM
6yayuem.

O6uias 4acToTa CIOHTaHHBIX
MYTaLui Yy yenoBeka

OueHKH 9acTOT CIIOHTAHHBIX MYyTaHMii
OCHOBaHHI, KaK MBI YK€ yKa3blBaJH, Ha
OOLIMPHBIX MCCIE0BAHUAX, TPOBEAEH-
HEIX B NpoBHHIMM Bpuranckas Koaywm-
6us B Kanaze u B Benrpun. Xurenn
Bpuranckoit Koaymbuu spiasiorcs no-
TOMKaM¥ BbixoAueB u3 3anaauoit Espo-
TIB, TO €CTb B CHJIY 3aKOHOB I1OITYJISI IMOH-
HOIl TEHETHKH OHM B I1peobJaalollei
CTelleHH MMeI0T FeHOTHUIIEI, 6IIN3KHeE K re-
HOTHIIaM COBPeMeHHBIX XuTened 3anaa-
Hoit Esponst. TakuM o6pasoM, npeacras-
JICHHbIE BbIIIE OI{EHKH YacTOT MeHAe/eB-
CKHMX, XPOMOCOMHBIX U MYJBTH(AKTOPH-
anpHHX 60/1e3Hel OCHOBaHbI NIpeuMylile-
CTBEHHO Ha reHOTUNax XuTenell 3anal-
Hoii EBpOIIR], KOTOpOe, KOHEYHO, Jasiexo
HE HCYEPIbIBalOT FeHeTHYECKOE pa3Hoob-
pasue nonyasuuii yeaoBeKa Ha JeMie.
YT0 310 ACHCTBUTENBHO TaK, CBUAETE/b-
CTBYIOT pe3ysbTarht 06CIeN0BaHNA Psla
APYTHX NONYJISAUMt U STHUYECKHUX IPYIIL:

amuu B IlencunsBanuy, GuHHOB, dpaH-
Ly3CKHX KaHa/ILIEB, €BpeeB allKeHasH, Oy-
poB (TIoToMKOB AaTyaH) B IOxHoi Adpu-
Ke, MANeCTHHCKUX apaboB, NpoXuBalo-
mux B Uspaune, u psaga Apyrux cpegHe-
BOCcTOYHbIX nonyasumit. [lokasano, 4To
HECKOJIbKO MeHZeseBCKUX 6ose3Held, Ko-
TOpPbIE PEIKO BCTPEYAIOTCA B 3aNa/[HOEB-
poneliCKUX TIONYJIsANUAX, paclpocTpaHe-
Hbl B yKa3aHHBIX NOMYJIALMAX U Haobo-
pot. Hannpumep, y >keHIUMH-€BpEEK alilKe-
Ha3y BhISIBJIEHA BBICOKAs YacToTa MyTa-
unit BRCA1 1 BRCA2, He HabnonaeMas
B IpYrdXx NONyAALUAX. JTH MYyTaluyu
IIPUBOAAT K OTHOCHMTEJIBHOMY YyBeluye-
HMIO YacTOTHI paka rpYAH ¥ sUYHHKa,

Pasnuyvs B yacToTax CHOHTAaHHBIX
MyTaliuii OTAeNBHBIX JIOKYCOB B Pa3jiny-
HbIX MOMYJALMAX YejoBeka (0cOHEHHO B
W30/IMPOBAaHHBIX) YaCTO CBA3aHBl C 3¢-
(ekTOM OCHOBaTeNss M ¢ TEHETHYECKUM
apeiidpoM. IPpdexr ocHoBaTens COCTONT
B TOM, YTO MaJjeHbKas BhIGOPKa U3 60JIb-
IIOH MOIIYJISIMH, HECYINasi TOJIBKO He-
60J1b111y10 YaCTh FEHETHYECKOTO Pasiioob-
Pa3us 3TOH MOIYJSINY, B YCIOBHAX N30+
ASuUNU  “ompeesisieT” TEHETHYECKYIO
cyasby cBoux notoMkos. [eHeTHYECKHM
npeidom, KoTopslit NoapobHO Mbl HyaeM
06CcyX/aTh B r/1aBe 7, Ha3kIBaIOT ABJIEHUE
KYMYJISITUBHBIX U3MEHEHNH B reHHBIX Ya-
CTOTaX B pe3y/I5TaTe U3MEHEHHH, CBsI3aH-
HbIX C BbIOOpKaMyu M3 HeboJbINX MO
YUCEHHOCTH MONYASMIL

HeobxonuMo ykasath ewe Ha aBa 10-
TIOJIHUTEJIBHBIX (PaKTOpa COBpPEMEHHOI
IIMBHAN3ALMM, KOTOpbie MOTCHIMAILHO
MOTyT U3MEHUTH CIIEKTD Y YACTOTY CIIOH-
TaHHBIX TeHeTUYeCKUX M3MeHeHud (M,
COOTBETCTBEHHO, TEHETHYECKHX 6oJe3-
Heil) B pa3/IMyHbIX MOMYASLUNAX YyesoBe-
Ka. Bo-1iepBbIX, Takyie UIMEHEHNS] MOTYT
TIPOMCXOANTE BCJENCTBUE YBeJIUUEHUSA
MOOW/IBHOCTH CMelleHHs TONYAsuuii.
Bo-sTOphIX, 4acToTy 3ab0s€BaHMIT MO-
T U3MEHHUTb JOCTYIHOCTb (BO BCAKOM
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ciyyae, B Haubosiee pa3BHUTHIX CTPaHax)
. FEHETHYECKOTO CKPUHMHTA, FeHETHYECKO-
r0 KOHCY/JBTMPOBaHUsS W NpPEHATANbHOMH
jnuarHoctuky. Kak cnexyer 3 ryasbl 7,
MOCBSIEHHON NONYNASAUMOHHON TreHEeTH-
Ke 4esIOBeKa, B 110CJe[HEM CJly4yae peyb
HMJET, KOHEYHO, O BO3AEHCTBHHU Ha 4YacTo-
Ty 3a60neBaHMi, a He Ha YaCTOTY KOH-
TPOJUPYIOIUUX AAHHYIO HACNEHACTBEH-
HYy10 60J1€3HDb asinesieil reHoB.

Teneps paccMOTPHM €CTECTBEHHY!IO Te-
HETHYEeCKYI0 M3MEHYHMBOCTh YeJIOBeKa B
LIEJIOM, BKJIIOYAsi MEHZEIEeBCKHE, XPOMO-
COMHBIE M MYJBTH(AKTOpHANbHBIE 60-
Jesun. HeobxoauMo eine pa3 rogyepk-
HYTb, 4TO B 3TOM 06/1aCTH 3a NocAeqHHE
roAsI HabM0aeTCsl CTPEMHUTEbHBLE IPO-
rpecc. CerogHs ¥3BeCTHO OKOJIO A€BATH
THICAY Hac/JeACTBEHHBIX 6ose3Hei, u
3TOT CIIMCOK [ONOJHSAETCS €XeroaHo.
[l nuTesibHOE BpeMsi OCHOBOI /1/st OLlEHKH
€CTEeCTBEHHOH M3MEHYUBOCTH YEJIOBEKA
CHIYKUNY PE3YABTAThI IMUAEMHONOTHYE-
ckoro obcnenoBanus 60JbUIONH TOMYJIs-
unu mopeit B BpuTtanckoit Konymbun
(Kanana). Ha ocHoBe 3TuX Mccrienosa-
HUH OXBaTHIBAIOIUMX BO3PAaCTHYIO IPyIl-
ny or poxkaeHus ao 21 roaa 6s110 ycta-
HOBJIEHO, YTO B 3TO{ BO3pacTHOIl rpymnne
nabmonaercs 10,6 % pasnuyHbIX reHeTH-
YeCKUX aHOMaJuH.

HenasHo 3akoHYeHHOe 06LMpHOE 06-
cnejpoBaHue B Benrpum pacruupuio
IIPECTABJICHUS] O €CTECTBCHHOM M3MeH-
4uBOCTH yesioseka. [lokasaHo, 4TO B BO3-
pacte xo 70 jer, T.e. B TeYeHUe BCEN KN3-
HM 4€JIOBEKA, BBIABJISIETCS II0YTH HA I10-
psnok 6osbiue Hac/eCTBEHHbIX aHOMa-
JHii, TIpUYeM 3HayuTeNbHAas YacTbh Ha-
clelcTBeHHBIX GojiesHell IposSBseTCS B
CPEIHEM ¥ MOXNJIOM Bo3pacte. [Ipeobsa-
OAIOLIYI0 YaCTh BBISIBJIEHHON HacjeacT-
BEHHOH OTAIOLIEHHOCTH Y€J0BEKa CO-
CTaBASIOT, KaK Mbl YK€ OTMeYaJin, MyJIb-
TUdakTopuaibHbie 6ose3sHu (noaarpa,
a3Ba, AuabeT, acT™Ma M Jp.) — ux abco-

JIIOTHOe ncso pasHo 600 Tric. Ha 1 MAH.
moaeit (60 %). Takum o6pasoM, BliepBbIe
yOAJIOCh OIeHUTh CYMMapHylo (B Teye-
HUe BCEH XKM3HM) FEHETHYECKYIO OTSAro-
ILEHHOCTD TMOMYASLIMH YeJI0BEKA.

EcrecTBeHHasi TeHETHYECKAsh H3MeEH-
YUBOCTb YeI0BeKa BKJIIOYAET B cebs Tak-
Ke TeHeTHYEeCKYI0 OTArOIEHHOCTDb, BbI-
SIBJIIEMYIO YK€ B 32DO/IbIILEBHIX KIETKaX.
B nocneanue rogs 6niu paspaboTaHsl
METObI IPAMOr0 XPOMOCOMHOTO aHaJIN-
32 CIIepMaTO30M0B YEJOBEKA IlyTEM OIl-
JIONOTBOPEHHS SIHUEKIETOK XOMSIYKA.
TlokxasaHo, YTO YacToTa aHOMaNUH Xpo-
MOCOM B CIIEpMaTO30MAaX (HEPTHAbHBIX
MYXUYHH cOCTaBjsgeT oKojio 7%. Takue
XPOMOCOMHBIE M3MEHEHUs] TPHBOIAT K
paHHEMY INpeKpalleHHI0 GepeMeHHOCTH
H3-3a CBSI3aHHBIX ¢ abeppalMsiMU XPOMO-
COM KPYNHbIX aHOMaINH Pa3sBUTHs 3apo-
AblIla.

Uccaenosaiius, 1ipopeficHHbic B EBpo-
ne, AMepuke u B Anonun B 70-80e rT,,
MO3BOJIMIM PACCYMTATH NPONOPUMIO LH-
TOT€HEeTHYeCKHX HapylueHuHd npu BO3-
HUKHOBEHHUY AHOManuii GepeMeHHOCTH.
IToxasaHo, YTO CNIOHTaHHbIE BBIKMIBILIN
Ha cpokKax ot 5 A0 28 Heaeb, CBA3aHHbIE
C XpOMOCOMHBIMH aHOMaJIMAMH, COCTaB-
JAs10T nupubansuteasuo 40% ot obiero
Hx yuciaa. [Ipy aTtom B paHHuit nepuoa
(ot 5 10 7 Henesb) 3Ta YAacTOTa HHXe U
cocraBaser 17,5%, nanee (c 8 go 15 He-
Aeb) OHa I0BbIINAETCS 1IPUOIN3UTEBHO
10 50%, CHYKaeTCst IpUOIN3UTENBHO 10
30% B uepuon or 16 no 19 nepens v nazia-
et no 10% B nepuoxn ot 20 xo 29 ueaens.

O6mee npeacrtasiaenue o6 OTHOCH-
TEJILHOM BKJalle aHOManuil XPOMOCOM
MOXKHO TOJYYHTH MPH aHAIN3E COOTHO-
IIEHUA YacTOT MX BCTPEYaeMOCTH, 3ape-
TMCTPHPOBAaHHBIX NIPH UCCIe0BAHNH HO-
BOPOX/IEHHDIX, IEPHHATAILHOM rnbesn 1
CIIOHTaHHBIX abopTos (puc. 6.12). B 1ue-
JIOM YPOBEHb €CTeCTBEHHOH M3MeHYHBO-
CTH Yye/J0BeKa BecbMa BBICOK — OH CO-
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1000000 3aperncTpupOBaHHBIX 3a4aThi '
I 1
850000 poxaenvi 150000
| 1
8333000 At 17000 850 ¢ v
nepuHaTancHou rubenn aHOPManbHBIMKY
XPOMOCOMaMM
640 170 40
TPUCOMUKOB CTPYKTYPHBIX  NOAUNAOWAOB 75000 ¢
€ XPOMOCOMHBIMM abeppaumii XPOMOCOMHbIMUA
5248 aHOMANUAMK - aHOMaMAMU
47 XYY: 533
1513 é 47 0ct. 521 39975
MO3anknn ap.. 459
L rog0  2Heynowo MYX4UH J TPUCOMWKOB
N0 NONOBLIM 45X 25 T
XpOMOCOMaM 447 < 47xx.x. 298 14100 45X
XEHWMH MO3BUKM M AP.. 124 l
- [ 12300
Cunapom Naray (+13): 37 TPUNNONAOB
r 1779 ayrc():%c:::‘l:(ux Cunapom dnpapaca (+18): 100
Tou 08 Cunpom QayHa (+21): 1005 4200
MO3ankn U Ap.. 37 J TeTpannounos
l ] 3075
: C6aNaHCMPOBAHHLIX poSepTcoHoBCKve 769
[ 1650 T ayrocomHix TpaHCAOKaUM il
CTRYKTYPHBIX pPeumnpokHLe 732 ppau
nepecTpoex TpaHcnokauum
MHBEPCHM 149 | [ 1725 Mo3aunkos
L 459 Cc6aNaHCUPOBAHHBIX
CTPYKTYPHBIX | 225 apyrux
abeppauun
Puc. 6.12. Caoaxa 4acTOTb! XPOMOCOMHbIX aHOMANUA B CAYNaAX CNOHTaHHbIX aGopTOs,

1 nepuvHaTansHON rmbeny u y HoBOPOXAEHHbLIX AeTen '

craBiaseT, okosio 70% pasjMyHBIX reHe-
THYECKHX OTKJIOHEHHI OT HOPMBI B Teye-
Hye 70 JeT XKH3HU Ye/l0BeKa, MPHHATBIX
YCJIOBHO 3a CPENHIOI0 IPOJOJXKHTEND-
HOCTb XH3HH. JTa BEJIMYMHA CKJIAJAbIBA-
ercs u3 2,4% MelngeneBcknx GosedHed,
0,4% xpomocomHubix 6onesueit, 6% Bpox-
AeHHbiX aHoManuid 1 60% Myasrudaxto-
puaibHbIX 6ose3Heil. TakuM o6pasoM, y
70% soneil B TedeHHe UX KU3HH [IPOSB-
JIieTCst XOTst Obl OIHO CEPbE3HOE TEHETH-
JecK# OOYCNOBNIEHHOE OTKJAOHEHHE OT
HOPMBI, CHHXKalollee MpPOAOJKUTE/b-
HOCTD XKM3INH Y€JI0BEKA T10 CPAaBHEHHMIO C

HOpMOI, 160 Mellalollee ero HOpMaJib-
HOM paboTOCIIOCOOHOCTH.

JanHrbie, nosydyeHHble B BpuTaHckoi
Kosym6uu, CIIA u Beurpuw, jerau B
OCHOBY 00600IEHHON OLeHKH YPOBHA €C-
TECTBEHHO N3MEeHYUBOCTH YyenoBeka Ha-
yunbiM KomuretoM OOH mno peiicTeuio
aToMHoU paauanyy, B 1988 r. (cM. Taba.
6.4). IIpu cocraBicHUH JaHHOM TabauLBl
axkcnieptei HKJAP HeomHoxkpaTHO mon-
4EPKHUBAJIHY, YTO B 6yAymeM OUeHKa YPOB-
HS €CTECTBEHHON M3MEHYHBOCTH MOXET
BO3pacTy 32 cyeT YTOYHEHUH YacTOT OT-
OeJbHBIX THIOB HacJjeayeMbix GonesHeit



150 fmasa 6. MYTALMW

Tabnuua 6.4. OueHka MEeTOAOM YABANBAIOWEH A03bl pUCKa
NoNIBNEHUS reHeTU4eCKnX 601e3Hen Ha MUWITHOH HOBOPOXAEHHBIX
B8 nonNynfuMu1, NOABEPralouleiNca BO3NEHCTBMIO TeHeTUYECKM IHAYMMON
AO03bi, IKBMBANEHTHOH 1 3UBEPTY HA NOKONEHNe
(npy BO3REHCTBMN HUIKNX A03, NPY MANOH MOLHOCTH N03bl U3NYYBHUA)*

Knaccudpuxauusn EcTtecTBenHan Oddext Bo3aeitcTBuA 1 38 Ha MOKoNeHHe
6oneaneit 4acToTa Ha
MHJIIHOH HOBO-
POXIAEHHBIX
Tokoaenus PaBHoBecubiit
I | I YPOBEHD
AyTocoMHble JoMuHaHTHoe 10000 1500 1300 10000
H ClieIUIenupIe C
X-xpomocomoi
AytocoMHHe peueccuBHbie 2500 5 5 1500
XpoMocomHble
— BCAeACTBUE CTPYKTYpPHBIX 400 240 96 400
aHoMasHit
— BCNIEACTBHE U3MECHENHA 3400 Bo3MoxHO oueHb HU3KHH
YHCIa XPOMOCOM
Bpoxaennbie anoManuu 60000 He ouenupaercs
Apyrue muorodakTopHbie 600000 He oueHuBaercs
Gonesuu
Pano npossasomuecs HeuseectHo He ouenuBaercsi
NOMHHaUTHBIE MYTal(UU
Hacnenyemuie paku HeussectHo He ouenusaetrca
O6utmit ouennsacMmit 1700 1400 12000

pHCK

* Ipu pacyeTax NpUHATO, 4TO YABaHBaOUIad 1032 paBHa 1 3B,

¥ 32 cYeT BKJIIOYEHMS HEKOTOPbIX MHBIX
TUIIOB NeHeTHYecKoil M3MEHYHUBOCTH ye-
JIOBeKa, M0 KOTOPBHIM MOKAa He [POU3BO-
AMTCS KOWYeCTBEHHas OlI€HKA, HO KOTO-
pble, 6€3YCI0BHO, MMEIOT BBICOKYIO MYTa-
LUMOHHYI0 KOMIIOHEHTY (HampHmep, Ha-
CJie{yeMble 37T0K34YECTBEHHbIE OIYXOJN).
B peanbHOCTH 3TOTO NPOrHO3a MOXKHO
ybenutbcs Ha MpyuMepe MEHIEeNeBCKUX
Hac/leACTBeHHbIX 60se3Hel, OLeHKa yac-
TOTH KOTOPBIX BO3pOCJA 32 TOCJeAHHE
10 net ot BennunHsbl 1,25%, yKasaHHol B
AaHHOH Tabnvue A0 BeauyuHn 2,4%.
YacToThl CIIOHTaHHBIX MYTaLMii B 10~
OYJSAUMAX YEN0BeKa, NpecTaBaeHHble B
tabauue 4, NOCAYXHIAA OCHOBOH s
pacyera TeHeTUYECKOTO PHCKa, CBS3aH-
HOTO C BO3AelCTBMEM MOHM3UPYIOMX
U3JYy4YEHHUH Ha yel0BeKa. ITH pacdeThl, O

KOTOPbIX peub OYIAeT HUXe, TaKXKe Mpel-
CTaBseHBl B 37101 Tabauite. Tak Kax o1ieH-
KM TE€HETHYECKOTO pUCKa 0b/IyyeHHs de-
noseka, npoussoanmsie HKJJAP OOH,
He TIpETEpIIeaH U3MeHEeHUH 3a IoC/IeIHne
10 nert, B JanpHeiimux pa3nenax, nocss-
UIEHHBIX PAaCCMOTPEHHIO HMHAYUMPOBaH-
HOTO MyTareHesa y yesloBeKa, Mbl OyzaeM
IPUAEPXKUBATLCS ITUX OQUUHATBHBIX
OILlEHOK.

MuayunpoBanHbii MyTarenes

HbiHe CTaJo0 OYeBUIHBIM, YTO GypHOe
Pa3BuUTHe HAYKH U T€XHHUKH NPHBOAUT K
MHTEHCUBHOMY HaKOIJIEHHIO B OKpYXa-
10ULeil cpelie pa3HOOHPa3HBIX MYTareHoB,
cnoco6HBIX HAHOCHTH Bpel 3A0POBBIO He
TOJILKO COBPEMEHHOro, HO ¥ Oyayummx
TIOKOJIEHUH JifoAeit.
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BosgelictBue Ha XUBOU OpraHusM
pPa3s/NyHMX MYTareHHbIXx (QaKTopoB
BHelHeH cpelibl, B NEPBYIO OYepens, Xu-
MUYECKMX U (UINYECKUX, [IPUBOIUT K
HaKOIJIEHUIO TaTOJIOTMYeCKMX MYTa-
UM, KOTOpbIE HEPEAKO OKa3biBalOT He-
GsaronpusATHOE BANAHNE Ha XU3HEAes-
TeNbHOCTb KaK OTAE/IbHBIX KJIETOK, TaK U
oprauusMa B uenoM. Ilpu 3Tom myTa-
VM, BO3HUKAIOLIHE B MOJIOBBIX KJIETKAX,
MOTYT NPUBOIUTD K CIIOHTAHHbIM abop-
TaM, BPOKAEHHBIM TIOPOKAM Pa3BUTHUS,
MEPTBOPOXAEHUM, K YBeJHYEHHUIO Yac-
TOTHl HacJeJCTBEHHBIX 3aboJeBanmil.
MyTaiuuy, BOZHUKAIOMKE B COMaTHYeC-
KHX KJIETKaX, CHOCOOHbI MHUIIMHUPOBATh
pa3BUTHe 3/M0KaYeCTBEHHBIX HOBOOOpa-
30BaHMil, cOKpalnaTh MPOAOJIXKHUTENb-
HOCTb JXM3HM, BHI3bIBaTh NpEXAEBpE-
MeHHOe CTapeHue, a TaKkxe Hebyaronpu-
ATHO BO3/l€HCTBOBaTh Ha LEABIH pSl
}M3HEHHO BaXHbIX (PYHKUUH OpraHus-
ma. B cBsi3u ¢ 3TMM npobsieMaM, CBs3aH-
HBIM C HHAYIMPOBAaHHBIM MYTareHe3oM,
YAeNAT NpUcTaibHoe BHHMaHue. Oc-
HOBIible 3aKOHOMEPHOCTH HMHAYLHPO-
BaHHOIO MYTAallMOHHOTO Npolecca y ye-
JIOBEKa Ha reHHOM, XpPOMOCOMHOM M Te-
HOMHOM YDPOBHSIX H3JIOXElbl B MHOIO-
YUCIEHHbIX PaboTax, BHIOJIHEHHbIX KaK
B HaweH cTpaHe, Tak u 3a pybexoMm.
BoJpliast 4acTh MCCICAOBAaHUH NPOBO-
ONTCA Ha COMaTHYECKUX KJIeTKax, — Ha-
nboJiee ZOCTYNIHBIM U YIOOHBIM 00bEKTE
HccnenoBauud. [lpy n3yyeHnn unayuH-
POBaHHOIO MYTarcHe3a OCHOBHOE BHU-
MaHHe yAeAsIOT CAEeAYIOIHAM BOIIPOCAM:
CNEeKXTPY MYTaluii; KOJU4ECTBEHHOI 3a-
BUCUMOCTH YacTOTbl MYTallnit OT Z03bI
MyTareHa 4 ero kadectsa (T.e. BUAa); pe-
napauuu nospexaenanit JHK; ocobeu-
HOCTSIM JIefiCTBUSI MaJIbIX 103 MYTareHa;
BJHSIHUIO AHTUMYTareHoB; MHAWBHAY-
aNbHOI YYBCTBUTENBHOCTH OPraHu3Ma.

OcHoBHast Macca WcCC/ef0BaHMii 110
MHAYIUPOBAHHOMY MYTareHedy TNOCBS-

IEeHa PaJIMallHOHHOMY U XNMHYECKOMY
MyTareHesy.

MyTauuu, HHAYUHPOBaHHbIE
panuauyeit

VIMeHHO NpH UCCAEA0BaHUHU Pa/IVali-
OHHOIO MyTareHesa OblJ1a BEpBbIe 10Ka-
3aHa BO3MOXHOCTb MHYLIMPOBATh MyTa-
LUH TIpH JeHCcTBUM (PAKTOPOB BHEIUHEMH
cpenpl. OclioBbl pavialiOHHOM TreleTy-
K4 6b1M 3anoxeHsl paboramu [LA.Han-
coHa u [.T.Muanunosa B 1925r. B o1~
Tax Ha IJIECHEBbIX Y IPOXKEBbIX rpubax.
Mosxe, B 1927r. [.[[. Mesnnep, ucnosb3ys
METOZBl KOJIMYECTBEHHOTO yyYeTa MyTa-
uwnit y aposocduist, 060cHoBa BakT My-
TareHHoro AelfCTBUS PEHTTEHOBCKUX Jy-
yeit. B 1928r. JI.1.Cragnep B onbiTax Ha
AYMeHe ¥ KyKypy3e 1I0Ka3al, YyTO HOHH-
3UPYIOLiNe M3/1yYeHUs PasHBIX BHIAOB
crioco6GHBI BbI3bIBaTh MyTauuy. B mnoce-
AYIoIue 1Ba NeCATHIIETHS IIPOUCXONIO0
AOCTATOYHO aKTUBHOE Pa3BUTHE KJIACCH-
yeckod pajauauuoHHoil rederuku. Oc-
HOBHBIEC TIOJIOKCHUSA €€ U3N0XKEHBI B TPY-
nax J.JIn, 1.Karucaitna, H.B.Tumodgee-
Ba-PecoBckoro, K.I.llummepa, A.Xoi-
nangepa, A.C.Cepebposckoro, H.IT.I0y-
OuHUHA, SnepHble B3pBIBH, NPOrpeMeB-
mve B Xupocume u Haracaky, ctuMynu-
poBasiv 6ypHOe pa3surye pabor no usy-
YEHHIO BAMAHUSA pailallMy Ha yesloBeKa,
Yeunus yyeHsIX MHOTHX CTPaH IIPUBEH
K pa3paboTke COBPEMEHHBIX NpeACTaBIe-
HHil 0 MeXaHu3Max BO3JAeHCTBHS HOHM-
supylommx usnydyeuuil. Ilpu atom oc-
HOBHbIE 3aKOHOMEPHOCTH BO3AeHCTBUSA
HOHU3NDPYIOIIMX  M3JYYyeHHUH ObLIH
BCKPBITBI B HCCJIEIOBAHUAX, IIPOBE/IEH-
HBIX HAa MMKDOOPraHU3Max, pacTeHHsIX U
XHUBOTHHIX. VcTONb3yss MPUHUMIBI 3KC-
TPaNOJIALMH, PEe3Y/bTaThl, TOJYYEHHBIE
Ha 3KCIIEPUMEHTANbHbIX O6beKTax, IIH-
POKO HCIIOJIb3YIOT /LISl OLlEHKH reHeTHYe-
CKOro pucka obsyyeHus yenobeka. Ha-
IpUMep, MCCJefOBaHUs, NpOBeeHHbIe
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Ha MBIIIIaX, B X0e KOTOPBIX U3y4YasH dYa-
CTOTY MHAYLMPOBaHHBIX paiualuei Ka-
TapakT M CKeJIeTHbIX aHOMaJINH, ABUIHCH
OCHOBOI 1111 pacyeTa OKHAAEMOH YacTo-
Thl HHAYIMPOBaHHBIX JOMUHAHTHBIX MY-
Tauui y yejoBexa.

Bce paxnobuonoruyeckue 3agdexts,
Bbi3bIBaEMble MOHM3UPYIOLUIMMH H3Jyde-
HUSIMH Y Pa3J/IMYHBIX BHUAOB JKUBBIX CY-
IeCTB, MOTyT OHITh NOApa3sfeneHbl Ha
CTOXaCTHYECKHe M HecToXacTHyecKHe.
CroxactHueckue 3ddexTn xapaxrepu-
3YIOTC JINHEMHOM 6ecroporosoil 3asu-
CHMOCTBIO BEPOSITHOCTH X [10SIBJIEHUS OT
J103bl MOHU3MPYIOILero uayyenus. [Ipu
3TOM OT BEJIUYHHBI [103bl 3aBUCUT 4YaCTOTA
paccMaTpMBaeMbIx cOOBITHIL, a He X TS-
xecTb. K Takum addexram oTHOCATCH re-
HEeTHYeCKHe TOCHEACTBUSA OOMydeHHA U
paaviauuoHHbIi kaHieporeHes, Hecroxa-
crryeckre 3dPexTnl UMEOT 110POroBYIO
(cUrMOuAHYI0) 3aBUCHMOCTh OT IO3bI,
fipy4eM € [030i CBA3aHa KakK BEPOAT-
HocTb 3¢@ekTa, Tak U ero TskecTs. [pu-
MepamM¥ HECTOXacTHyeckux 3¢deKToB
ABJIAOTCA: JydeBass 6GoJe3Hb, COKpalle-
HME [1PO/IO/DKHTENBHOCTH XKU3HW, CMEpT-
HOCTb, MHAYUHMpOBaHHEIE pajialMeit 1o-
POKH PasBUTHS, NOpakeHNe MMMYHHOI
cucteMbl. Cneyet 3aMeTUTh, YTO MeXa-
HU3Mbl BO3HMKHOBEHHS CTOXaCTUYECKUX
U HectoxacTuyeckux 3¢pcdexToB cosep-
IIeHHO pa3JMYHbl, [I03TOMY pH OLleHKe
PHCKOB 11051BJIeHHA 3THX 3¢ deKTOoB B pe-
3ysnbTate O6Jy4eHHs HENOMYCTUMO HX
obpennHeHne. B aToif kHure mbl 6ynem
paccMaTpyBaTh NpPeHMYUECTBEHHO CTO-
xactudeckue 3 @eKTbl paavanyy.

CX0JCTBO N pa3jiHyHe CIIOHTaHHBIX
H HHAYUHMPOBAHHBIX MyTaiuii
B uospexaromeM aeiicTBUH paaya-
UMK Ha ['eHETHYECKHH aniapaT KJIETKH
€CTb HEeCKOJIbKO OCHOBHBIX MOMEHTOB,
KOTOpbie MMEIOT BaXKHOe 3HadyeHWe IANs
OLIEHKH T10C/1e/ICTBUE 0O/yYEHHS.

1. Kak noxasai MHOTOYHCJICHHbIE UC-
cJIeIOBaHUS, MOHU3UPYIOUHE H3NTYYCHUSA
BBI3bIBAIOT BCE THIIBI MYTalMii, CBOKCT-
BeHHbIE ClIIOHTAaHHOMY, MYTaLMOHHOMY
npoleccy — TOYKOBble MyTaluH, abeppa-
MM XPOMOCOM M reHHble MyTanuu. On-
HaKo C/ieyeT OTMETHTD, YTO HE BCE TUIIbI
CIIOHTaHHKX MYTaluMii C OMMHAKOBOM Ya-
CTOTOH YBeJWYMBAIOTCA 1101 AeiicTBHEM
paauauuy.

2. OgunMm n3 (QyHIaMeHTaAbHBIX
NpeasoXeHni, Ha KOTOPHIX OCHOBaHhbl
OLEHKH pHCKa 0bnyYyeHHs YesloBeKa, siB-
JIAETCA AOMYIUEHUE CXOLCTBA CIIOHTAH-
HbIX M MHAYUMPOBAaHHHX HOHU3NPYIO-
LIMMH U3yuyeHusMU MyTaiui. [Ipeano-
Jlarasi Takoe CXOACTBO, MOXHO OLEHUTh
BpEA, NPUYNHEHHBIH BO3AEHCTBHEM pa-
AMALMH, [IyTEM PacyeTa, Kakyio npubas-
KY K CIIOHTaHHOMY MYTallMOHHOMY IIpO-
Lieccy JaeT MyTareHes, Bbi3BaHHBIH 0671y-
4eHneM. Tak npoussBoauTcs Olpexaene-
HUE A03bl, YABaUBAIOLIECH €CTeCTBCHHbIN
MYTalMOHHEI mponecc. OgHaKo 3Kcre-
PUMEHTaJIbHble JaHHbIE MOJIEKYJIApHON
TeHETHKU JAEMOHCTPUPYIOT pas3iuyus
MEX/Y CTNOHTAaHHBIMH M MHAYLMPOBaH-
HBIMHM MYTalMsIMH, BbI3bIBAIOIUMH MEH-
nenesckue 6one3nn. OcTaHOBUMCHA Ha
3TOM Ba)XHOM BOIIPOCE M pPaCCMOTPHM
Pa3NUyYUs MeXAY 3TUMHU MYTaLHAMMU:
CHOHTaHHbIe MYTaLMH — 3TO Yaule BCEro
TOYKOBBIE MyTalMK ¥ Hebosbume nene-
uMy; 60/IBIIMHCTBO XK€ MIAY IMPOBaHHBIX
MyTauuyu — JeJleLHH, 3aTpar#saoulue
MHOTHe€ TeHBI;

- CTIOHTaHHbIE MYTALH MOCYT BBI3bl-
BaTh KaK yTpaTy, TaK ¥ ycuyieHue pyHk-
HMH TeHOB, OOJBLIMHCTBO ke UHAYLHPO-
BaHHBIX MYTaUMit BBHI3bIBAET IMOTEPIO
GyHKUMY;

- MPOMCXOXAEeHHWEe CIIOHTAHHBIX MyTa-
1M CBA3aHO ¢ OpraHu3alifell reHoB, T.€.
OHM caifT-crienudHyYHbl;, UHAYLUHUPOBaH-
HbIC MyTalMM NPOUCXOAAT B pe3yJbTaTe
CJy4aifHOTO MMONaJaHUs IHEPIHH U3JY-
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YeHUs B I'€HETUYECKUIl MaTepual U Mo-
[YT 3aTparMBaTh HECKOJbKO TeHOB, UMe-
IOLIUX pa3Hoe 3HaYeHue JUIA BbDKUBae-
MOCTU OpraHU3Ma.

W3 aTuX pasnuuuit Mexay CIIOHTaHHbI-
MH ¥ UHAYUMPOBAHHBIMU MYTALUAMU
C/IeAyeT BaXXHOE CJIe/ICTBHE: BEPOSITHOCTD
TOTO, YTO PaAualUsl NPHBEAET K BO3HHK-
HOBEHUWIO MyTauuil, obaamapiux Takoit
Ke cileupUYHOCTHIO, KaKoi obsajator
CNIOHTAHHbBIC MyTalUH, OYeHb Maa. JIpy-
MMM CJIOBaMU, CIIEKTPbl CIIOHTaHHBIX H
UHAYUMPOBAHHBIX paaualidedl MyTauuH,
KaK CJefyeT U3 MOJIEKYIsiPHOTEHeTHYeC-
KUX UCCIICNOBAHUIA, CYILIECTBEHHO Pasiiu-
YaoTCA.

HoHuanpyromume U3NyyeHUs! B OCHOB-
HOM UHAYUUPYIOT MUKpOZEEINY, I03TO-
MY BXHO NPOARHATU3UPOBATb, KaKUMU
NPOSIB/IEHMSIMU Ha ypoBHe (PEHOTHINA ye-
JIOBEKA COIPOBOX/IAIOTCS TAKUE MUKPO;1e-
JeirolHbe naMeneHus. [TockonbKy AaH-
Hble O MHKPOJENEIIMOHHLIX CUHAPOMAX,
CBA3aHHBIX C BO3/EHCTBUEM UOHU3UPYIO-
LLMX U3TYYelHil Ha YeNoBeKa, OTCYTCTBY-
IOT, PACCMOTPUM, K KAKUM 110CTIeACTBHUSIM
IUIst 3IOPOBbs YeJIOBEKA NPUBOAST CIIOH-
TAHHblE CHHAPOMbI, CBS3aHHbIE C MUKPO-
neneunsmuy. TAKUX CUHADOMOR B HACTOsI-
wee Bpemst n3secTHo okoj0 30. Bee onu
CBSI3aHbI C MUKPOJEJELHsSMH B DasHbIX
XpOMOCOMaX M OOBIYHO CONIPOBOXKAAOTCS
norepeit GYHKUUN HECKOJbKUX TEHOB.
QeHoTHIIB HOCUTENEH TAKUX MUKpOZeJIe-
LMY 3ABUCAT OT Y4ACTKOB XpOMOCOM, 3a-
TPOHYTHIX MUKpOAeNeuusMuy (HanpuMep,
XpoMOcOMBL 19 u 22 U306UAYIOT reHaMu, a
XpPOMOCOMBI 4 1 13 reHaMu 0BeaHE D), HO
TEM He MeHee Pa3Hbie AeeLUN UMEIOT PAL
061X IPU3HAKOB — OHM BbI3bIBAIOT MHO-
FOYHUC/IEHHbIE HADYUIEHHS] Pa3sBUTHUS, YM-
CTBEHHYIO OTCTaJOCTb, 3aMeAJIEHHbIi
pocT, aucMopdHbic YepTbl auua. Ouesna-
HO, TaKue e H3MeHeHNs B eHOTHIe ye-
JI0Bexa 6yIyT BbI3bIBATH MUKPOJEIEIINH,
BO3HUKAIOILIME B DPE3YJ/IBTATC PaIualluOH-

Horo Bo3zeiicTBusi. OCHOBHOI 0cobeHHo-
CThIO TAKMX MUKDOJEJIEIIUOHHBIX PeHOTH-
IIOB SIB/SETCS HeCXOAHOe C (PeHOTHUNaMU
GOMBIIMHCTBA CIIOHTAHHBIX MYTaUuil, He-
4YeTKOe, HeSICHOC UX NPOSIBJIEHUC.

Pa3nyusa B KiMHUYeCKUX (PEHOTHUIIAX
CNIOHTAHHBIX M UHAYLUMPOBAHHBIX UOHU-
3UPYIOLUMMHU  U3JAYYeHUSAMH MYyTauui
UMEIOT NMPUHLUNNANBHOE 3HAYeHne AJis
OLEHKH pHCKa 001yyeHus yenoBeka. [e-
JIO B TOM, YTO NIPH U3yYEHUU MOCIEACT-
BUI BO3JEHCTBUSA UOHU3UPYIOLIUX U3JY-
YeHHI1 Ha TOMYAALMU YesoBeKa 0ObIYHO
MPOBOJISIT AHANIU3 COLUAIBHO 3HAYMMBbIX
OTKJIOHEHUH OT HOPMBI, KOTOPOe Tpalu-
L{UOHHO CBS3BIBAIOT C OTKJIOHEHUAMH,
nofobubpiMu HPeHOTUNNYECKUM LIPOSIBJIE-
HUAM CNOHTauHbiX Myrtauui. MameHe-
HHUA Ke, CBSI3aHHbIC C MUKpPOIEJElMOH-
HbIMU CHHAPOMAMH, NMPAKTHYECKHU OCTa-
I0TCA BHE 110719 3peHus uccefoBaTeneit
B CUJYy WUX HeYyeTKoro npossieHus. Ta-
KuM 06pa3oM, Goabliiasi yacTh PeHOTH-
TIMYECKNX OTKJIOHEeHUMH, CBA3aHHBIX C MU-
KpoJeneuusiMH, UHAYUHUPOBAHHBIMU KO-
HUBUPYIOLUMHU U3JTYYEHUSMU, NPAKTH-
YeCKM COCTaBJSIOT He YYTeHHBIi 110Ka
KOMIIOHEHT TeHeTH4YeCKOro pucka obay-
YeHUs NONyAsiuui Yes0BeKa.

Jo308bie 3aBUCHMOCTH
4YacTOThl MyTauHit

YacTora MyTanMi 3aBUCHT OT AO3bl
obsnyyerus. OCHOBHOM 3aKOHOMEpHOC-
THIO TIOBPEX/AIOIIEro AeHCTBUA paaua-
uuu spiasgercs Geciioporosasi JuHcHHast
3aBHCUMOCTb OT [03bl OOJyuYeHus npu
UHAYKUUU MYTAuMii, I8 BO3HUKHOBe-
HUSl KOTOPBIX HEOOXOMUMO TOJIBKO OZHO
nepauytioe cobbitHe (puc. 6.13). Ira 3a-
KOHOMEPHOCTb PaZiMalMOHHON FeHETHKH
UMeeT WCKJIOYNTENbHO BaXHOE 3Haye-
HHe, T.K. IOKa3bIBAET, YTO NpPU ACHCTBUU
paauall¥y Ha HacJe/ICTBEHHbIE CTPYKTY-
pbl He CYIUECTBYeT reHeTUuecku Head-
dhexTUBHBIX 03 06MYyYEHKS.
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Puc. 6.13. 3aBUCUMOCTb 4aCTOThI
cuenneHHbIx C NOAOM NeTanbHbix MyTauuii
y APO30hunbl OT AO3b 0O6AYHEHUA.
o ocu abecumce — A03a (PeHTreHw)
Mo ocu opauHaT — 4acToTa CuenNeHHbIX
C nonoM netaneit (%)

XapakTep A030BbIX 3aBHCUMOCTEH XO-
poillo u3yyeH Ha apo3ogune. Ha pucyrke
6.14 npuBeseH npuMep paccMaTpuBaeMoi
3aBUCUMOCTH JAJISI TOYKOBBIX MYTALMi U
XPOMOCOMHBIX pa3phiBoB y Drosophila
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Puc. 6.14. 3aBUCUMOCTb 4ACTOTh!
TOYKOBbLIX MyTauUmit U XPOMOCOMHbIX
pa3pbIBOB Yy APO30dunbI
OT A03b 00NyyeHnA
i o ocu abcuuce - A03a (KUNOPEHTreHbl)

1 Mo ocu opanHat — myTaumm (%)

fmasa 6. MYTALIUM

melanogaster. TIpu yBenryenuu A03b 06-
JIy4eHHd, a UMEHHO B AMANa3oHe OYEHb
BBICOKUX J03, MOXeT Habioaarscsa “ad-
ekt Haceienus”, npueBoaAUMA K OT-
KJIOHEHMIO 3aBUCUMOCTH 1032 — 3cdexT
OT JIMHeHHOi. ITO O6BIACHAETCA TeM, YTO
KaskJI0e MyTaLMOHHOE COObITUE TIPOUCXO-
IOUT 33 CYCT OJHOKPATHOTO NONaJaHus B
onpelesieHHYI0 HAaCJIEACTBEHHYIO CTPYK-
TYPY, TPUYEM BEPOSATHOCTb MOPAKEHHS
3TO# CTPYKTYpHI GyZAeT pacTu JuHeRHo ¢
yBeJIMYEHUEM J03bI A0 TEX MOP, NMOKA OIHA
U Ta Xe CTPYKTYpa He Oyler nopaxarbcs
6onee oaxoro pasa. [Ipu usayuenuu 3aBu-
CUMOCTH YacTOTHI MHAYUMPYEMBIX MYTa-
Uil OT JO3bl MyTareHHOro (JaKTopa YacTo
Ha6JII0AI0T J030BYI0 KPUBYIO C MAKCUMY-
Mom. Ha pucynke (puc. 6.15) npeacrabne-
Ha 33aBUCHMOCTb YaCTOTbI COMATUYECKHX
MYTaLUid B BOJIOCKAX ThIMUHOYHBIX HUTEH
y TpaaeckaHuuu kjaoHa 02 oT A03bI peHT-
reqoBckux sydeit. [lpu mose okono 2 Ip.
HabJII0AeTCsI MAKCUMYM YMCIIa MYyTaluil,

Bonee cnoxHast 3aBUCUMOCTb OT JO3H
0bJIy4eH s YCTAHOBJIEHA B CaydYae MyTa-
1uit, 1151 BOSHUKHOBEHUS KOTOPbIX HEOb-
XOAUMO 6GoJiee OHOTO TEPBUYHOTO COBBI-
tus. Tak, s obMenHbix abeppaluit, 06-
Pa3yIOLMXCSl B pe3y/bTaTe HEecKOJIbKHX
Pa3pbiBOB U MOCJAEAYIOLETO BOCCOEAUHE-
HHUS Pa30pPBaHHbIX YYACTKOB XPOMOCOM,
ObLIM  110JIyYeHb! IKCIOHEHUUANbHEIE
kpusble. Takast 3aBUcUMOCTDb 3pdekTa oT
n03bl AEHCTBUTENbHO OOHApyXeHa BO
MHOTHX 3KkcnepumeHTax. Ha pucymke
6.16 npexacraByieHa KpUBas, NOJyYeHHas
i 06MeHHbix abeppauuit y Apo3odubl.

YacToTa MHAYUUPOBAHHBIX MyTauil
3aBUCHUT OT BY/Ia MOHU3UDYIOLIETO U3TyYe-
Hus (puc. 6.17). Tak, ecnu NpUHATH reHe-
TUYECKYI0 3¢ heKTHBHOCTb TaMMa-U3JIy-
YeHUSt 32 eAUHMLLY, TO PEHTTEHOBCKOE M3-
JyyeHue npu obJydeHUM B TOI ke Jo3e
Oyner B cpeaHeM addeKkTUBHee B 2 pa3a,
Me/LIeHHbie HEHTPOHb! — B O pa3, a abda-
YacTHIBI U ObICTPble HeUTPOHB! — B 10 pas.
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Puc. 6.16. YacTota xpoMoCOMHbIX abeppaunit (COGbITUA G ABYMSA pa3puiBamn)
B 3aBNCYIMOCTY 01 A03b 0GIyHEHNS. JanHbie NONYYEHD PA3HbIMY aBTOpaMU.
Mo ocu aboumeG ~ nO3a (KWTVPEHTreHbl).
Mo ocu opamHaT — YyacToTa XPOMOGCOMHbIX abeppaumii (%)
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Puc. 6.17. 3aBuCUMOCTL 4aCTOTb
AMUEHTpUuxKos B numpoumTax
KPOBUK YENOBEKB OT BUAA

MOHU3UPYIOLLErO U3NYHEHUR.
Mo ocu a6cumce - go3a (Mpen).
o ocv opavHaT — gUUeHTpukK Ha 1 kKnetky
1 ~ 6BICTPHIE HERTPOHbI, 2 — PEHTFeHOBCKOe
usnyqeHue, 3 - ramma-obnyyeHue “Co
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Puc. 6.18. 32aBUCUMOCTb HACTOTh
ANLUEeHTPUKOB 8 numboumnTax
KPOBM 4eNoBeKa OT MOWHOCTI
MOHU3UPYIOULEro 3NyHeHUs.
Mo ocu abcuuce - gosa (paa).
Mo ocu opanHaT — AUUEHTPUKK HA 1 KneTKy

Yacrora MyTtaumii, BOSHUKAIOIIUX HPH
06yyeHuu, 3aBUCHT OT MOLUHOCTH UOHH-
3upytollero uaxydenns (puc. 6.18). Oana
M Ta Xe A03a3, IPUMEHEHHasl TIpU OTHOCH-
TeJIbHO HU3KOH MOLUHOCTH, NPUBOAUT K
BO3HMKHOBEHHIO MEHbILIEr0 YUCJIa MYTa-
LMK, YyeM Ta ke 2032 npu 6oJlee BHICOKOM
MOILHOCTH.

XpomMocoMHbIe HApYILCHHA
NpH 2eHCTBHH HOHH3HPYIOIHX
HTyyeHui

B knaccuyeckux paboTtax no paauanu-
OHHOM TreHeTUKe MYTALMOHHBEIH 3pdeKry
BBISBJIIOT Ha (peHOTUNMYECKOM YDOBHE,
npuyeM GONBIIMHCTBO PabOT BBINOJHEHO
Ha pacTUTesbHbIX 00beKTax, Apo3oduie U
APYI¥iX OpPraHM3Max, HaxXOASUMXCs B [0-
CTaTOYHO OT/IaIEHHOM POJCTBE C YeJIoBe-
xoMm. UccneaosaHus Ha yesioBeKe Hayalu
aKTMBHO IIPOBOMTH TOJIBKO TTOCJIE pa3pa-
GOTKUM MeTOAa MOJIyYeHUst NpenapaToB
XpOMOCOM K3 JuMdounToB KpoH. B Ha-
CTOslliee BpeMsl HAKOIUIEH OrpOMHbIi

NPaKTUYECKUIT MaTepuan Mo UCCenoBa-
HUIO CTPYKTYDHbBIX HapYLIEHUH XpPOMOCOM
nocie obiryyends in vivo u in vitro. Bee
OCHOBHBIE MOJIOXKEHUs! PAIMALIMOHHOI Te-
HETHKM HAIlUIYM MOATBEPXXAEHUE NPU aHa-
JIn3e XPOMOCOMHBIX abeppauuii B K/1eTKax
U3 KYJBTYDbl KOXHU, KOCTHOrO MO3ra UM
neHKouuToB nepudepuyecKkod Kposu.
[IpuyiunuanbHbpX  MOPPOSOTHYECKHX
pasnuumit Mexay abeppaisiMu B pastibIx
KJIETKAaX HeT, eCJId UCCJIEAOBaHHE [IPOBO-
JUAT Ha O/IHOM U TO# XKe CTaIuU KIETOYHO-
ro uuKia. Bruto noKasaHo, YTO B KJIETKaX
JyesI0BeKa UHAYLHPYIOTCS Te Xe TUIIbI XPO-
MOCOMHbIX abeppauuif, YTo U y APYTUX
00beKTOoB.

Yawe Bcero ipu U3YUYEHHU BIUAHUS
obnyyeHus Ha OPraHu3M YenoBeKa uc-
NOJb3YIOT KYJbTYpY JUMMGOUUTOB liEpH-
¢depuyeckoit kposu. MHOroOYHcIEHHbIE
UCCNeloBaius 10 PaIUaLMOHHON HHTOTe-
HETHKe, TpOBe/ieHHbie Ha JuMdpouuTax
KPOBM Y€JI0BEKa, N03BOJIMIIH BbIABUTD OC-
HOBHbI€ KaueCTBEHHbIE U KOTMYeCTBEHHbIE
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3aKOHOMEPHOCTH WHAYLUUPOBAaHHOTO My-
Tarene3a. Kyasrypa aumdouuros nepude-
puyeckoii KpOBM NIPeACTaBAeT COO0H N0~
CTaTOYHO TMPOCTYIO H B TO e BPeMsl YHU-
KaJIbHYIO 110 CBOHM BO3MOXHOCTSM MO-
HeJIb AT U3YYeHUsl Pa/IUallMOHHOrO MyTa-
reHesa. [l ee 1IOy4eHHs HOCTATOYHO
B31Tb BCel0 HECKOJNbKO MUJUIWIHTPOB Be-
HO3HOH KDOBH UM MOMECTUTb B MUTATE/b-
HYIO Cpefy, COAEpXallylo CTUMYJSTOP
pocta — ¢uroremarrmotuiul (DIA).
Cliiepyer 3aMeTHTh, YTO B HopMe JMbo-
UMTHl HepugepuyecKoil KpoOBH, Kak npa-
BHJIO, He JeJISITCS, HaXoAsCh B CTaAUHU H0-
ko (untepdasn). Iox aeitctauem OTA
NPOUCXOAHT MX UMMYHOJIOTHYECKas
TpaHcGOpMaLMsa ¥ OHH HAYUHAIOT aKTHB-
HO AenuTbcA. TakuM 06pasoM MOXHO 10-
CTaTOYHO JIeTKO NOJTYYUTh GONBILOE KOTU-
YeCTBO KJIETOK ISl LIHTOTEHETUYECKOTO
aHamu3a. C noMOIHbIO CeuanbHbIX MeTo-
A0B 06paboTKu M DPa3IHYHBIX CNOCOBOB
OKpacK# KJMEeTOK TOTOBAT NpEHaparhl [Lis
UCCCAOBaHUs CTPYKTYPHBIX U KOJMYECT-
BEHHbIX HADYIUEHU XPOMOCOM.

TIpu MHAYLIMPOBAaHHOM MyTareliese Ha-
6J0aI0TCSl T€ KE THIIbI XPOMOCOMHBIX
abeppauumil. YTO ¥ TP CIIOHTAHHOM MYyTa-
uHoHHOM npotiecce. Cpeau XpOMOCOMHBIX
abeppauuil, BbISIBJEHHbIX NpPU aHAIU3E
muMdounTos nnepudepuveckoil Kposu ro-
crne OOMyYeHUs, BBIAENSIOT cTabwIbHbie
abeppallMu (TPaHCIOKAlMK, WHBEPCUM),
KOTOPbie CI1OCOGIIBI HOPMAJIBHO MPOXO-
IOMTh Yepe3 MHTO3, U HecTabuibhble (au-
UEHTPUKH, I[EHTPHUYECKHE KOJIbLIA, TIapHble
¢parMeHTbl), 3NUMHUHUPYIOILME NPU NO-
cneayomwux aeneHusx kietku. OcobeHHo
HarTAAHBIM HHAMKATOPOM PalHaliOHHO-
ro BO3ZEHCTBHS HA ODPTaHM3M ABJAIOTCA
OMLEHTpUKH. B HOpMe Takpe Xxpomocom-
HbI€ HapYIUeHHs BCTPEYAIOTCS JOCTATOYHO
penko — ¢ yacroroii 3-5 Ha 10000 npoana-
JIM3UPOBAHHBIX K1eTOK. MHOTOYMCIEHHBI
MU MCCTeOBAHUSMU ObLIO [10KA3aHO, YTO
YacToTa BOJHUKHOBEHMS AULEHTPUKOB

BO3PACTACT NPONOPUUOHAILHO A03€ 007y-
YEHHs. YCTaHOBJIEHA TaKXKe 3aBUCUMOCTD
adexra OT 103bI, KOTOPAs!, KAK NIPaBUJIO,
ABJSETCS IMHEHHOM’, HO IPH CPAaBHUTEJIb-
HO BBICOKMX A03aX NpuoGperaer 3dKCIO-
HEHLMAJIbHbIH XapakTep. YaeanueHue
yucsia XpOMOCOMHBIX abeppaiuii o6Hapy-
XKEHO Npu 06CIeN0BAHUU Pa3NUYHbIX
rpynn oGay4YeHHBIX JIIOAei, a UMELHO, Y
NAaLHEHTOB N0CJIe PEHTTEHO/INarHOCTHYeC-
KuX IPOLEAYDP M TEPAlEBTUYIECKOro 0by-
YEeHHs, a TAKXKE Y JIKL, CBA3AHHBIX C MpO-
deccuonanbHbIM 0bydeHueM (paboTHu-
KU NPERNPHATHIA aTOMHOMN NPOMbIIJIEH-
HOCTH, BPauu-PEHTTEHOJIOTH U Ap.); Y JI0-
[ieit, OOMyYUBIINXCSA B pe3y/IbTaTe aBapuii
(nanpumep, nocsie aBapuu Ha YepHobbUIb-
ckoit ADC); y NocTpaaBilluX B pe3yJibra-
Te aTOMHOM 60MGapIMpoBKY XUPOCUMBI U
Haracaxn.

B nacrosiiiiee BpeMsa B CBA3U C LIMPO-
KHM UCIOJb30BAHUEM aTOMHOH 3Hepryu
U3y4YeHUe U OLIEHKA LUTOTEHETUYECKUX
a¢pexToB 06IYYEHNs Y YEOBEKA, HEeCO-
MHEHHO, ABJISETCS BaXHOH 3ajaueil. Boi-
sIBJIeHHbIE KOJIMYECTBEHHbIE 3aBUCUMOCTH
YaCTOTbI XPOMOCOMHBIX abeppanuit oT A0-
3b1 OOMYYEHHs CTAM OCHOBOWM A7 pa3pa-
GOTKM NPUHLMIIOB GHOJIOTHYECKOI 1031-
Metpun. [Ipu ob6ayyeHUH JIEHKOLUTOR in
vitro B 1a6OPaTOPHBIX yCIOBUSAX BO3MOX-
HO MNOJyYeHHe KPUBBIX 7033 — 3pdekr,
KOTOpble MOIYT GbITb UCNOJIb30BAHbI KaK
KanuGPOBOYHbIE NPU KOJAUYECTBEHHOM
olnpefeNeHuH NoTydyeHo! a03bl. MHoru-
MU UCCTIEeA0BAaTeNIAMH OblIa MPOAEMOHCT-
pYpPOBRAHA OAMHAKOBaA pPaJAUOYYBCTBU-
TeJLHOCTb XPOMOCOM TIpU 0OJydYeHUH in
vivou in vitro. Euie s 1966 r. Bennep u oy
Tipu 06CJIe10BaHUM JIIOZEH, 06Ty YeHHbIX B
pe3syJibTaTe aBapUM raMma-aydamu u Gbic-
TPbIMU HEHTPOHAMH, & TAKXKe 1IPH 1IPOBe-
JAeHUM MHOTOYMCIIEHHbIX JKCIIEPUMEHTOB
¢ ofuryueHueM KpOBH in Vitro npeiioxuam
dopmyiy ans oueHku Ao3 obaydenus. B
nocnenyolinx paborax ara popmyna me-
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Puc. 6.19. Metada3Huie NNACTUHKM B KynbType numpounTos KPOBI.

Okpacxa xpacurenem fumaa
a — Hopma (46 XX)
6 - MeTadaaHan NNACTUHKA C TPEMA AUUEHTPUKAMK U ABYMA NapHbiMU ¢parmeHTamm (060aHa-
YeHbI CTPEenkamu)
8 ~ MeTada3HaA NNACTUHKA C AUUEHTPUKOM
r - MmeTada3a ¢ UEHTPUYECKUM KONbLOM U NapHbiMu dparMeHTamm
A - metadasa ¢ TPULUEHTPUKOM U ABYMA NAPHBIMU dparMeHTamu
€ — MynbTMABRPPAHTHAR KNeTKa C TeTPAUEHTPUKOM, AULEHTPUKOM K MHOFUMMK NapHbIMK dpar-
MEHTamMu

!
]
i
I
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OAHOKPATHO yTOYHsUIach. Yalue Bcero ans
OIlEHKU BeJIMYMHbI TIOTJIOUIEHHOH opra-
HU3MOM A03bl UCTIOJIB3YIOT YacTOTY BO3-
HUKHOBEHUS JULIEHTPUKOB U LieHTpHyec-
KUX KOJBLEBBIX XPOMOCOM. ITH XpOMO-
coMHbie abeppaltiM JIerko pacrmo3HaTCs
IpH aHANH3e 104 MUKDOCKOIIOM NOocJe
CTaHAaPTHOTO OKPaLMBaHUs MeTaasHbIX
npenaparos Kpacurenem Iumsa. Ha pu-
cynke 6.19 usoOpaxeHa HOpMaJibHasi Me-
TagasHas NIacTUHKA u MeTadasHkle Ijac-
THHKY C ZMUEHTPUKAMU U LIEHTPHYECKH-
mu Kkoablamu. Ha pucyHke npeacraBiieHst
TaKXe JPyrue peK1e XpOMOCOMHbie abep-
pauuu, HaboAaeMble y OOIYyHYEHHbIX JIO-
Aeil: TPULEHTPUKY, TETPALEHTPUKH U
MyastuabeppanTHae Kiaerku. K coxane-
HUIO, 1A Lienieli 6uonormuecKot 103uMeT-
PUM UCTIONH30BAHUE YACTOTHI AULIEHTPU-
KOB U LEHTPUYECKUX KoJel| OrpaHuyeHo
U3-32 TOTO, YTO CO BpEMEHEM KJIETKH, HeCy-
11{1€ TaKO# TUI XPOMOCOMHBIX abeppaliuii,
MUMHHUPYIOTCA U3 KPOBSHOTO pycja.
Hanbonee sdpdexTiBer NoACYeT YaCTOThE
AULEHTPUKOB 1S OLIEHKH [03bi 0Osyye-
HUA B paHHMe CPOKHU (0 roja) focse pa-
AMALMOHHOrO BoaaeiicTaus. B 6onee nosa-
HUe CPOKH, [UIS PeTPOCNEKTHBHOM OUEHKH
A03bl 0OMyyeHHs, HeoOXoaHMa AOTIONHH-
TeJIbHasl MHGOPMaUKA — ycioBHs obyde-
HHS, BpeMs], NIPOLIellliee NocJje paJHalik-
OHHOTO BO3JEHCTBUS, CKOPOCTb 3NIUMHHA-
LU KJIETOK C JHLEHTPHKAMU U LIeHTpHYe-
CKUMH KOJIBLIAMH.

Bosee nepcrextBHbM U 3¢peKTHB-
HbIM METOAOM OLEHKU A03 B 3TOM CJIy4yae
sBJsieTcst yyeT abeppauMit CTaBWIBHOTO
TUMNA — TPAHCJIOKALMIA, MHBEPCUH, 4acTOTa
KOTOPbIX OCTAeTCA HOCTOSHHOI B TeueHue
JUTUTEJIBHOIO BPEMEHH NOCHE O0IyyeHus.
B oTamMyne OT AMHEHTPHKOB, TPAHC/IOKa-
1M H MHBEPCUH He NOABEPTalOTCS CEJIeK-
1{M1 BO BpeMsl KJIeTo4yHOoro Aejenus. Yac-
TOTa BOSHUKHOBEHUs1 abeppauuit crabuis-
HOro (TPAaHCJIOKAUUU) U HeCTABMABHOro
(AMUEHTPHKY) TUMOB cpasy nocje oby-

yeHHS NPUBIU3NTENIBHO oauHakosa. Jo
HEJIABHErO BPEMEHH JUIS aHaJIM3a YacTOTh
TpaHCJIOKalMi ucnosb3osanu auddepet-
LIMaILHO OKpalileHHble npenapatbi (G-ok-
packa). Ilox muddepenumanbHoi okpa-
LIMBAEMOCTBIO XPOMOCOM MOHHMMAIOT HX
CNocOBHOCTD K U3BUPaTEIbHOMY OKpaLiH-
BaHHIO 10 utuHe. Ilpu aTOM KaXnas Xpo-
MOCOMA UMEET CBO# PUCYHOK UCYEPYEHHO-
CTH, TIO3BOJISIIOINMIA BBIABUTH XPOMOCOM-
Hble NepecTpoHKH (Hanpumep, CUMMeET-
PUYHbIE TPAHCJIOKALMU ), KOTOPbie HEBO3-
MOHO HAEHTH(HIUPOBATH IPU OOBIYHOM
OKpalUMBaHUM U3-3a Kaxcyllelics mopdo-
JOTUYECKOH OAHOPOAHOCTH XPOMOCOM.
JTOT MeToa onpenenieHUsl CTabUIBHBIX
XPOMOCOMHBIX abeppauuii BecbMa TpyZo-
eMKHUii U TpeOyeT BbICOKON KBIMLIMKALUY
CTIELMAIUCTOB JUIS NPOBEJEHHS HUTOreHe-
TUYECKOTO aHAU3A.

B 1986 r. B JIuBepMOpPCKO# HaltMOHAIB-
HOM naboparopuu (CIIIA) paspaboran
NPHHUMITHAILHO HOBBI MeTOA u3ydeHus
XpOMOCOM — MeTox (PIIOPECLEHTHOTO
sbisiBnienns JIHK xpomocom myTem rubpu-
IU3aLMHM in situ co ciienudI4ecKuMu Mo-
JexyssapHbimMu soHaaMu (FISH). On ocHo-
BaH Ha crnocobuocTu xpomocomuoit JTHK
CBSI3bIBATHCS NPU ONpeleNIeHHbIX YCIOBHU-
ax ¢ ¢parmentamu JHK (AHK-30H1b1),
KOTODbi€ BKJIIOYAIOT HYKJIEOTUAHBIE NO-
CleOBATe/IbHOCTH, KOMILJIEMEHTapHble
xpomocomuoit JTHK (puc. 6.20). JHK-
30H/B! TIPEIBAPUTENIBHO METHT ClIel[UaNb-
HbIMM BellleCTBaMu (HanmpuMep, BUOTHHOM
Win auroxkcureHusom). Meuensie JJHK-
30HAB! HAHOCAT Ha LIMTOTEHeTHYECKUe Mpe-
apaThl NOATOTOBNEHHbIX 1A TMOpHaN3a-
uuu (AeHaTYypUPOBAHHBIX) MeTadasHbiX
xpomocoM. Tlpensaputesnbtas oGpaboTka
XpoMocoM HeoOxomuMa s oberdeHus
pocryna JHK-3ouna x rewomuoit THK.
[ocae Toro, kak mpousouvia rubpuAN3a-
11us1, IPENApaThi 06pabaThIBAIOT ClIeL AT b~
HbIMH (DIIOOPECUEHTHBIMY KPACUTENISIMH,
KOHBIOTMPOB2HHBIMU C BelleCTBaMH, CIo-
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Puc. 6.20. UneHTugpukauus TpaHcnokaumit npu nomouwm FISH meTopa.

BepxHuit paa - HopmabHbIE KAETKU C MEYEHHBIMKU 11 2 XpPOMOCOMAMM.
HuxHuit pag, - TpaHCnoKauun € yHacTUEM MedeHBIX XPOMOCOM

COOHBIMU U3OUPATEIBHO TIPUCOEAUHATHCS
K GUOTHHY 1au AurokcureHuny. Jnsa 6uo-
THHA TAKUM BEILCCTBOM SBJISETCA CTPEITa-
BHIHH, a /ISl AUTOKCUTEHUHAa — aHTHAH-
rokcurenuH. B KauecTBe Kpacureseit
00bIYHO MCTIONB3YIOT (BIIOOpeCLenH-U30-
tuoumaHar- FITC; metnwi-kymapun-3-yk-
cychywo kucnory AMCA u ap. (Tubpuau-
3alMs MOXeT POBOAMTBCS TAKXKE C 30HAA-
MM, UMEIOLIUMU PAIMOAKTHBHYIO METKY ).
InroreneruyecKuil aHANH3 NPOBOAUT-
Csl MO, JIOMUHECLIEHTHBIM MUKDPOCKOIIOM
B yasTpadhuoneToBOM CBeTe, XpOMOCOM-
Hble 06MeHbi (TPRHCAOKALNY U AUMEHTPU-
KU) MEXAY Pa3HOOKPALIEHHBLIMU XPOMO-
COMaMU JIETKO ONpeAesIOTCA KaK ABYX-
uBeTHoie CTpykTyphl. na maentuduxa-
MU TPaHCIOKAIMH (¢ OAHO# ueHTpoMme-
pO¥t) U MULIEHTPHKOB (C ABYMS HIEHTpOME-
paMu) OAHOBPEMEHHO C XPOMOCOMHBIMU

JAHK-3ouaamu ucnonbsyor taxxe JHK-
30HXBI K LEHTPOMEPHBIM Y4aCTKAM XpOMO-
COM (naHLleHTpoMepHbIe pobst). Mpu uc-
[OJb30BaHUH OAHOIO (IIOOPECLIEHTHOIO
kpacutens s JJHK-30u108 06b1yHO Me-
AT 0Kos0 20% reHoma, T.e: He Gonee 3
XPOMOCOM, U BbIsIBJIEHHEIE TAKMM 00pa3oM
XPOMOCOMHBIE HapyLIEHHs JIIST AHAIU3U-
PYeMOii 4acTH reHOMa 11epecYuTHIBAIOT He
BeCh reHoM B 1eioM. Ha pucynke 6.21 uso-
Gpaxcenpr metadpazubie MIACTUHKY, 06pa-
6oTanHbie ¢ ucnosp3osadueM FISH-meto-
na. CoBpeMeHHbIE METOAUYECKUE BO3MOX-
HOCTH TO3BOJISIOT YBCJAMYUTH YUCIIO LBe-
TOB, YTO, B CBOIO Ouepeab, AT BO3MOX-
HOCTb YBEJIMYUTD AOJIIO OKpAILIEHHEBIX XPO-
MOCOM B reHOME Y TIOBBICHTb TOYHOCTD UC-
CJIeIOBaHHS.

B Hactosiliee BpeMst UMEIOTCS MHOTO-
yucneHHsie paboTbhi MO UCHOIbIOBAHUIO
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Puc. 6.21.

MeTadaaHbie NNACTUHKK B KyneType
numdoumToB Kposu nocne o6paboTku ¢
ncnonn3osaHueM metoga FISH.
NpencTasneHsl HOpMansHas MeTadasa ¢
MeYEeHbIMA XPOMOCOMaMK U NPUMEPHI
TPAHCNOKAUMIA C yH4acTUEM 3TUX XPOMOCOM.
BuaHb! TakKe LeHTPOMEpPBI, BHIRBAKEMBIE NPK
NOMOLWM NAHUEHTPOMEPHBLIX 30HN0B.

a — HopManeHaa metadasa
6 — metadasa c TpaHcnokaumen
B — maredasa c TpaHCnoKauven.

TPAAULMUOHHBIX LUTOrEHETUYECKUX M
FISH-Mmerona Ans onpeneneHus 4acTOTbi
paaMalHOHHO-UHAYIIHPOBaHHbIX abeppa-
uuit xpomocoM B auMmdouuTax nepude-
puueckoit kposu. OmnybiuxoBaHbi pe-
3Y/IBTaThl N0 PETPOCNEKTHBHOM 6uos0TH-
YeCKOH JO3UMETPHM, MOJAYYEHHbIE C HC-
noas3osauueM FISH-meroga u apyrux
LIMTOreHEeTHYEeCKHX MeTOdOB npu obcie-
JOBAaHUM YYACTHUKOB AUKBHAALUM aBa-
pun Ha YepHobbuibckoit ADC, Hacese-
HMSI, MPOXXHMBAKOUIETO HAa PajMALUOHHO-
3arpsA3HEHHbIX TEPPUTOPHAX (pailoHbl
CeMunanatiHCKOro 110JUroxa, Boctou-

HO- YpasbCKOro paZMoakTUBHOTO CJIeAa),
a Tak)Xe HaceJleHusl, NMOJBEPriuerocs o6-
JYYEHUIO B pe3yJibTaTe aTOMHbIX 6oMbap-
JUpoBOK B SInonuu. Hekotopble pesyib-
TaTbl ITUX UCCJeA0BaHUi ByayT paccMoT-
petibl B CJIeAyIoleM pasjerie,

IuroreHeTnueckne 3¢p¢exTs
BO3AeHCTBHA HOHUIUPYIOWMX
H3MY4eHHH Ha yenoBeka

AHanu3 yactoThl aGeppaluit xpomo-
coM B auMmdouutax tiepudepuueckoi
KDOBM NIPH BO3JEHCTBUM Pa3JUUYHBIX
MyTareiHbix Gakropos (Npexiae BCEro,
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Cdr Ha 100 knetok

90 91 92 93 94 95 96 97
loa nposeaeHWs aHannaa

Koutpons (82 uen.): 0,240,1

1986 (443 vei.): 3,310,3

1987 (280 4en.): 1,410,2

1990 (23) uen.). 1,020,5

1991 (110 yes.): 0,950,2

1992 (136 vesn.): 1,4+0,2

1993 (75 yea.): 0,9+0,2

1994 (69 ven.): 1,610,3

1995 (110 ves.): 0,610,1

1996 (53 yen.): 0,710,2

1997 (41 yea.): 1,0£0,2

Puc. 6.22. HactoTa KneTok C AUUEHTPUKBMUK U LLeHTPUYECKUMI KoNbuaMK
B rpynnax nukenaaTtopos, o6cnenoBaHHbIX B pa3HOe BpeMa nocne agapum

MOHU3UPYIOUWIMX U3NydYeHUil) No3BOJSA-
€T MCCJIeIoBaTh 3aKOHOMEPHOCTH My Ta-
reHe3a Ha ypoBHE COMAaTHMYeCKUX Kije-
TOK. BbisiBJeHHbi€ NIDU 3TOM 3aKOHO-
MEPHOCTM MYTALMOHHOrO0 [pouecca
MOXHO B IPUHLIMIIE IKCTPANOJIUPOBATH
Ha NO0JIOBble KJETKU, MeHee AOCTYIIHhle
I8 NPSMOTO LUTOTeHeTHYEeCKOTro aHa-
nu3a. B reHeTMyecKUX UCCIEAOBAHUSX

paspaboTaHbl COOTBETCTBYIOIHE TOA-
XOAbl, NO3TOMY H3yuYeHue 3aKOHOMep-
HOCTEH BO3AENCTBUS MOHUZUPYIOIUUX
H3JyyeHuil HAa COMATHYECKUE KJIETKHU
YyesIoBEKa CO3JaeT OCHOBY A/ aHATU3a
nocaepcTBuil obayuenus awaeil B 6y-
AylUx nokojenunsx. Kpome toro, aHa-
JIU3 XpPOMOCOMHbBIX abeppauuil B TUM-
¢onuTax, Kak oTMeYeHo Bbllle, TO3BO-
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JIfeT OUEHUTDb A03Y HOHU3UPYIOLUX H3-
JyYeHU I, NOJy4EHHYIO 4e/I0BEKOM B pe-
3yJsTaTe aBapHMfHOTO BO3JeHCTBUA pa-
AMaLuH.

KpynHomacitabHnle 1uTOreHeTHYec-
KHE HCCJEN0BaHUA ObLIM NpPOBEACHBI B
CBsA3U ¢ aBapueil Ha YepHOOBINBLCKOM
AJC. Huroreseruyeckue 06c1e10BaHHs
YYaCTHHKOB JUKBHAALHH NOCHEACTBHIA
aBapyu Ha YADC ObLau HagaThl Cpasy
nocne asapud B 1986r. u npoxonxawTcs
no 1999r. B obueit cnoxxHocTH 66110 06-
cnegoBaHo okoso 2000 yenosex — co-
TPYAHUKOB aTOMHOM CTaHIMY, Bpaue,
J03UMETPUCTOB, CTDOUTENEH, KuTelel
r.Ilpunars. IlokasaHo, 4o yactoTa abep-
pallMii XpOMOCOM Yy 00OCJel0BaHHBIX B
1986 r. moaeit aHauuTensHo (A0 17 pas)
npeBBIACT KOHTPOJBHBIA YpOBeHb. B
nocsjeayiouue roapl 4acrora abeppauuii
XpOMOCOM y obclienyeMbIX Ipynmn nocre-
TieHHO chyXkasacs (puc. 6.22). Ha npors-
XeHUM BCero BpeMeHu o00c/en0BaHMs
(cBrie 10 1eT) ypoBeHb KNETOK C HECTa-
OUNbHBIMK abeppalisMU XpOMOCOM —
NUMIIEHTPUKAMH U LEHTPUYECKUMH KOJIb-
1aM¥ (TIpY3HaHHLIMHU MapKepaMH pafiua-
LIHOHHOro 8034eHCTBHS ), JOCTOBEPHO OT-
Au4aICA OT KOHTpOJs. Takum oOpa3oM,
HEeCMOTpSl Ha JJIUTENbHOCTh Nepuola,
Tpolieaero ¢ MOMeHTa O0Jy4YeHus, B
nepugepryeckoii KpoBH 06CIeIOBaHHBIX
Jiofeit cOXpaHAJCA BBICOKHIH YDOBEHh
KJIETOK ¢ HeCTabMIBHBIMH abeppauHsaMH,

IIpoBeneHO Takke HUTOTEHETHYECKOE
obcienoBaune HaceleHHss AsTaicKoro
Kpast, 0JBEPTILEerocsi BO3AeCTBUIO BBI-
COKHX 103 MOHU3UDYIOIUUX U3JTYYEHHH B
CBSI3U C NPOBeJEHUEM SIIEPHBIX UCIBITA-
Huit B atMocdepe Ha CeMHNanaTHHCKOM
nonuroxe B 1949-1962 rr. Usyuenne re-
HETUYECKHX TMOCACACTBUI  AJXEPHBIX
B3pBIBOB AJIsl HacesJeHust Anralickoro
Kpas HayaTo JIHIIb Yepe3 HEeCKOJLKO Jie-
CATKOB JIET NOCJe PaaHalHOHHOTO BO3-
nelictBust. ObcnenoBanue 226 xureneit 7

10

Cdr na 1000 xnevox
T
——
——

Kontpone

Bo3a(3e)

Puc. 6. 23. YacroTta knetok
C AUUEHTPUKAMU U LLIEHTPUYECKUMI
KONbUSBbLIMN XPOMOCOMaMHU
y o6crnenoBaHHbIX rpynn XuUTenei
ANTaNckoro kpan B 3aBUCUMOCTU OT
adpPexTuBHON 0361 06NyYEHNA B
peaynbraTte AAEPHOro B3psiBa Ha
CemunanatnHckom nonuroHe 8 1949 r. Ha
ocu aGcumcc — fo3a, 38, Ha OCKU OpAUHAT —
YUCIIO KNETOK C AMLIEHTPUKAMU U
UESHTPUYECKUMU KONbUEBBLIMU
xpomocomMamu Ha 1000 kneTox

HacCeJIEHHBIX NMYHKTOB ANTAalCKOro Kpas
TT0KA3aJI0, YTO yacToTa abeppauuit xpo-
MOCOM Y NOABEPriHXcs 00Ny YeHHIO KO-
Zeit JOCTOBEDHO NpEBBIIIAET KOHTPOJb-
uelif ypoBedb. Ha pucynke 6.23 npen-
CTaBJIeHa 4aCTOTa KJIETOK C AUIIEHTPHKA-
MM ¥ HIEHTPUYECKMMH KOJIBLEBBIMU XPO-
MOCOMaMH Y JKHTENEeH pasNUYHBIX Hace-
NEHHBIX NYHKTOB B 3aBUCHMMOCTH OT Be-
AUYUHBI NOrJIOIeHHbIX 103. Habnopaer-
sl CTATHCTUYECKH JOCTOBEPHAst 3aBUCH-
MOCTb 4aCTOTHI abeppaifii XpoMOCcoM OT
norsonterHo# Ao3si (P<0,05). Peaynsra-
THI UCCJIEAOBAHUs] HATJISAZIHO AEMOHCTPH-
PYIOT, 4TO JiaXke 4epe3 HEeCKOJNBKO Aecs-
TUJIETUH MOCJe PAAHALMOHHOTO BO3zeii-
cTBUdA B nepudeprdeckoil KpoBu obcne-
AyeMBIX XuTejieil HabMaaeTcs MOBH-
ILIEHHAS YaCTOTA KJIETOK C HECTabUIbHbI-
Mu abeppanusiMd XpOMOCOM, yDOBexb
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Puc. 6.24. 3aBMCUMOCTL 4YACTOTH! TPaHcnokaumi Ha 100 K1eTOK OT A03bi rAMMA-U3NTyHeHUA
uesun-137. NpuseneHs 35%-Hblie A0BEPUTENLHBLIE UHTEPBANLI

KOTOPBIX 3aBUCHT OT BeNH4YHHBI 3pdek-
THUBHOH 103bl. MOXHO MpPEANONOKHT,
4TO HCTOYHUKOM TAKUX KJIETOK, HECYIHX
AULEHTPUKH M IEeHTPUYECKHE KOJble-
Bbl€ XPOMOCOMB, SIBJISIIOTCSI Pa/iMal{HOH-
HO NOpXEeHHblE CTBOJIOBLIE KJIETKH KPO-
BETBOPHOU TKaHH.

Y o6cnenyeMeix sxxuTenel AnTaickoro
Kpas, MoABEePruIMXCcs 00Ny4eHHIO, Haps-
Ay ¢ abeppaHTHHIMU KJIETKAMH, COEPKA-
wuMH 1-2 aGeppailu¥ XpOMOCOM, BhisiB-
Jelbl TaKkxKe Myavmuabeppanmmuvie Kiem-
xu, copepxaue 3 1 6osee abeppauuii
xpoMocoM (5 u Gonee pasaprIBOB XPOMO-
com). Cpeau My/nsTHaGeppaHTHBIX Kile-
TOK BBISIBJIEHBI KJIETKH, coAepKalue Ju-
UEHTPUKH, TPAHCJIOKALWH, LEHTPUYEeC-
KHe Kosblia U gaxke TpuueHTpuku. Ilo-
ClefHUE NpaKTHYECKH HHUKOrAa He
BCTPEYAIOTCSI B KOHTDOJLHOM MaTepua-
ne. IlosiBjeHHe TakHX KJETOK CKOpee
BCETO CBSI3aHO C BO3/1€HCTBUEM NIOTHOHU -
OHU3UDYIOIIUX H3JNY4YeHUif, B NEpPBYIO
oyepeas ajibga-4acTHI NAYTOHUA-239 H
ADYTHX PaJUOHYKIUAOB, BXOASILIUX B CO-
CTaB CMeCH ITPOJYKTOB S1€DHOTO B3PhIBa,

NOCTYNHBIUIKX B OPraHU3M YeJIOBEKaA [10-
clle npOBeieHUs AAePHBIX UCMBITAHUM.
MynbruabeppaHTHbie KJIETKH ObUTH
BBHISIBJIEHBI TaKXe y xureseii cena Myc-
moMoBo YenabuHckoif obnactu, pacno-
noxeHHoro Ha Gepery Teda, 3arpsi3HeH-
HOY pPaJMOHYKJIUAAMU B CBSI3U C jed-
TeJILHOCTBIO [TPEATIPUATHSA 10 NPOU3BOA-
ctBy nayrouusa “Mask”. HaubGonee un-
TEHCUBHBIH 1IEPHUOJA 3arpsisHEHUsl 3TOU
PEKH OTHOCHTCsi K HaYaJlbHOMY NEepHOAY
paborbt npeanmpuaTHa — 1949-1951 rr.
Heckonbko Thicsi4 xuTeselt 3T0TO Ccena
TTOJIYYHJIH CPEMHIO0 103y OOJIyYeHus Ha
KOCTHBI# Mo3r okoso 0,25 Ip, a npubau-
3UTENBHO ¥ 3% CPEeAHAs 103a Ha KOCT-
Hblif Moar coctaBuna 1 I'p. liutoreneru-
yeckoe obcnenoanue 6omee 100 yenosex
3TOrO cesa, npoBeneHHoe B 1994 r., noka-
3aJ10, 4TO ypOBEHb HeCTaOMMbHBIX abep-
panuyit XxpoMoCcoM (AMIIEHTPUKOB U LIEHT-
PUYECKHX KOJBIIEBBIX XpPOMOCOM) B 5-10
pa3s Bbuue, 4eM B KoHTpose. Hanbonee
BLICOKHIA ypOBEHb abeppalidif XpoMOCOM
OTMedeH y Jiil, poauBmuxcsa o 1949 r.
WM B nepuoa Haubosiee BBICOKOro 3a-
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Koutpons Jlukeugatopu/94 Antait/94 TMA/94
Ipynne Yncno obere- Yic.1o npoa- Tpancio- Yacrora
NOBAHMBIX JIOAEH | HATU3IMPOBAH- Kauuu TpaHCIOKaUWiH
HbiX MeTadhas Ha TCHOM
2 :2
________ S U DU S (Fgrm)x10*
“JIvksuaaTopn!” 53 45007 166 1,17+0,05
Anvraitckuit kapait 24 13001 58 1,42+0,10
TMA (CUIA) 6 3468 17 1,54%0.21
KonTtposn 12 13586 13 0,32+0,05
Puc. 6.25. YacToTa TpaHCnoKkauui, BHISIBNAEMbLIX NPYU NOMOWX MeToaa FISH, B numdpoumTax
nepudepuveckon KPOBU NTMKBUAATOPOB NOCREACTBUI YepHOOKINBCKOK aBapyK, y XUTenein
ANTaiiCKOro Kkpas, NOCTPafaBLIMX OT AREPHBIX UCNbITAHKA HA CEMUNaNnaTUHCKOM MOJMroHe,
Wy XWUTenemn, NpoxXmnsalowmx B panoHe aToMHOM cTaHuun Tpu Main Anexa, CLWA

rpa3HeHus p. Teda paauUOHYKIHAAMH
(1949-1956 rr.). ¥ atux xxuteneil taxke
OblM BBISIBJIEHB! MYJAbTHaOeppaHTHbIE
kieTkd. Hapany ¢ pruentpukamu, 6uu1u
06HapyeHbl TaKXe TPULEHTPHUKH 1 TeT-
PaLEHTPHKH,

Heobxoaumo 0TMETHTS, 4TO, Hapsay C
XPOMOCOMHLIMH abeppaursaMy, y JIOAEH,
NPOXHUBAOIUX BAOAL p. Teua, Habnona-
10TCA U Apyrve 3p¢eKThl, CBUAETENbCT-
ByIOIUHE O 3HaYMTENBHOM NOBPEXAAI0-
weM JeficTeuu paguauun. ObxaydeHue
Hace/leHUsl B BEDXOBbAX 3TOM peKH npu-
BeJI0 K BO3HMKHOBEHHIO XDOHHYECKOM
Jy4eBoii GosesHu (ocobeHHO B ceje

MernuHo, rae XxpoHuueckas nyyesas 60-
neswp B 1956 r. AMarHoCcTMpOBaHAa Y
64,7% B3pocibix U 63,2% oCMOTpeHHBIX
Aereit), kotopast O6blia BhisiBiaena y 935
yesioBeK. YCTAHOBJIEHO TaK)Xe YBejHuye-
Hue 3aboneBaeMocTy Jeiko3aMyu y Ha-
6nonaeMoro Hacenexusa. 3a 33 roza 3a-
PeriucTPUPOBaHO 52 cayyast reMabaacTo-
30B, B TOM uuciae 37 cayyaeB NeRKO30B
cpeau 17,2 TeIC. YenoBek, Habal0AaeMBIX
c 1950 r, uto Ha 15 cayyaeB Gosblue
0XHJaeMOro YHcia 3aboneBanuii 6es o6-
JyyeHus. OTMeuEHO TaxKe CYILeCTBEH-
Hoe yBesHueHHe 3a60IeBA€MOCTH PAKOM
KOXH, KHLIeYHUKA, NeYeHH, KeT4HOro
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ny3bips, ekl Matkd. ITH addeKTs
CBsI3aHbl C TeM, 4TO xuTeaH 20 cen no p.
Teua (7,5 ThIC. 4eJIOBEK U3 STUX ceJl ObLIN
nepecesieHbl) NONYYUIH cpennue addek-
THBHBIC 3KBUBaJNEHTHBIE 03B! OT 3,5 110
170 ¢3B. Haubonpmue 10361 1OMYYHIH
XHUTeNu BLICeJeHHOrO cena MeTnuHO
(170 ¢3B, yncnenHocts Hacenenus — 1,2
ThIC. Y€JIOBEK),

Kak orMedyeHo Bmillle, 4acTOTa CTa-
OuUnBHBIX abeppaiuii XpPOMOCOM, BhISABJIA-
embix Merogom FISH, nossonsier oue-
HUTb NOTJIOIEHHbIE 03l MOHU3UDYIO-
HMX U3NYYeHUid, TOJTydeHHbIe 00y4eH-
HBIMHU JIIOABMHU B OTAasIeHIible cpoku. [lpu
3TOM JJIsi OLlEHKH O3Bl MCIOJb3YIOT Ka-
JMOPOBOYHbIE KpUBbIE, TIOCTDOEHHBIE B
TIATEbHAIX J1aGOPATOPHBIX 3KCHEPH-
MeHTaX B XOJ€ HM3y4eHHs 3aBUCHMOCTHU
YaCTOTHl TPAHC/IOKANMIA OT JO3BI U3Nyye-
HusA (kpuBbie “n03a — aPpdext”). [Ipumep
TaKO# KaNUOPOBOUHOI KPHBO#I IIpeACTaB-
Jed Ha pucyHke 6.24. 3nad 4acTOTy Bhi-
AABNIEHHbIX abeppaluii XpOMOCOM y TOro
WIH MHOTO 4Ye/I0BeKa, MOXKHO MOK23aTh C
onpezeaeHHO’ cTelleHbiO I0CTOBEPHOCTH
(Ha pucyHke npuseneHbr 95%-bie foBe-
PUTENBHBIE UHTEPBAJIBI) MTONY4YEHHYIO UM
J103Y MOHHU3UDYIOLINX HU3NydeHHUIt.

AHaJIu3 4acTOTHI cTabUIbHBIX abeppa-
UM% XpOMOCOM (TpaHC/IOKAIMH) C HC-
nonb3oBanueM Metona FISH nposenen y
YYaCTHHUKOB JMKBHAALMU MNOCIEACTBUIA
aBapuu Ha YepHoOp1bckoit ADC 4epes
8-9 nier nocne aBapuu. B o6cnenoBaknoit
rpyIme 4acToTa KJIETOK C TPaHCAOKALUA-
MH NpEBBILIAET 3TOT NOKA3aTeNb B KOH-
TPOJILHOM rpynie B 4 pasa (puc 6.25). Ha
OCHOBE T10J1yYeHHBIX JaHHBIX C TOMOLIBIO
KaTUOPOBOYHON KPUBOH 1032 — 3dekT
pacCuMTaHa NOTJIOLICHHAs A03a obnyue-
HUs, cocraBHBIIas B cpeaxeMm 200 MIp.
Jns OTAENBHBIX JIMKBUAATOPOB NOTJIO-
uteHHsle 1036 gocTurand 1 Ip.

ITpumenenne FISH-merona nossosu-
JIO OLIEHUTb MOTJIOLEHHbiE A03bI A XKH-

Tellel ATalCKOro Kpasi, 1O/IBEPriyuxcs
BO3/ICHCTBHIO DAXHMALIMH B CBA3H C KCIIbI-
TaHUeM sifiepHoro opyxus. Cpeanss vac-
TOTa TPAaHCAOKAIUX A JXKUTeNeH Tpex
cen Gojlee ueM B 5 pa3 NpeBHIIAET KOH-
TpoNbHEIA ypoBeHs (pHc. 6.25). CpeaHsis
J03a 1ns o6cIe10BaHHOM Ipynnbl Hace-
JIEHUS, pacCYMTAaHHasA Ha OCIl0Be JaHHbIX
LMTOTEeHETHYECKOr0 aHaJ/i3a, COCTaBHJIa
okosio 1 Ip. Takue xe pe3yabTaTsl moJy-
yennl ipu nomouiu FISH meroaa npu 06-
clefoBaHUH kuTenei wrara Ilencuns-
Banua B CIIIA, noasepruuxcs obnyuye-
HHUIO B PC3YJIBTATC aBapHH Ha aTOMHOM
craniuu Tpu Maitn Aitnienn B 1979 r.
(puc. 6.25). PacueTnas no3a ans obcue-
noBanHo# B 1994 r. rpymnnel xHTesel co-
craBuna 0,6-0,9 Ip.

Takum o6pa3om, aHanu3 abeppaliuii
XpOMOCOM B JiuM¢ouuTax nepudepudec-
KO KpOBM Jjojief, 110CTpafjaBIIHX OT
BO3AeiiCTBUA WOHM3UPYIOLIMX H3Nyye-
HHUH B paCCMOTPCHHBIX CHUTYauHsX, 1O3-
BOJIMA BHIABUTH NOBHIUENHbIE B He-
CKOJIBKO pa3 YPOBHH HecTaOMJbHBLIX H
crabunpHbix abeppauMii XpoMOoCOM MO
CPaBHEHHIO KOHTpoJeM. YpoBeHb HeCTa-
OUABHBIX abeppaifii XpOMOCOM CHHKa-
erca Bo BpeMeHU. [IpuHATO CYUTATD, YTO
B JUMdoUUTaXx 11epud)epruecKoil KpoBH
Ol yMeHblIaercs BABOe B TedeHue 3-4
ner. Onnako Habmonaembiil Yepes 8 ner
nocyie aBapuu Ha YAIC u yepes 45 ner
nocie saepHHX B3pbiBoB Ha CeMunana-
THHCKOM IIOJMTOHE NOBHILIEHHBI ypO-
BEHb TaKHX abeppaiuii MoxeT ObITh CBsi-
3aH C NOCTOSHHBIM NOCTYIUICHHEM B
KPOBb KJIETOK ¢ abeppaiMsiMi XpOMOCOM
BCNEACTBHE NieJieHusa Hecymux abeppa-
LUMH XPOMOCOM CTBOJIOBBIX KJIETOK KpO-
BETBOPHOI TKaHU, TOXe [10paXXxeHHOMK pa-
Iuanuei.

HlcTunHoe npeacrasiieHHE O MaclyTa-
6ax NepBUYHOTO MOPaXKeHHs KJIETOK, Aa-
XKe JecATUNeTUsi cnycrs nocue obiyde-
HHUS, NlaeT aHWIM3 YaCTOThl CTAOMJIBHBIX
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abeppaiuii XxpoMocoM (TPaHCIOKALIHA)
npu nomouu FISH-merona. Mcnons3o-
Bauve FISH-meroma nns pexoHcrpyk-
I{MH TIOT.IOIMIEHHBIX /03 AaeT BIOJIHE
YIOBJIETBODUTENIbHBIE PE3YJLTAThI, COB-
najawoupe ¢ oueHKaMU NMpOU3BEAECHHBI-
MU MeTogaMu (hU3UYEeCKOi JO3MMETPHH.
IIpumenenue FISH-merona ans ueneit
OGHONOTUYECKOI A03UMETPHM OCODEHHO
[IEPCIIEKTUBHO B TEX Cyvasx, koraa ¢pu-
3U4ecKast J03MMeTpHs orpaHuyeHa. Jipy-
IMM BaXXHBIM HallpaBJIEHHEM HCIIOJIb30-
BaHHUSA IUTOTEHETUYECKUX METONOB SB-
NSIeTCA OlEHKA FeHEeTHYeCKOTo pUCKa 06-
Jy4eHUs ITONy/ LU YeNoBeKa Ha OCHO-
Be JAHHBIX OHOJIOTHYECKOI JO3UMETDHH.
JledicTRUTENRHO, €CNU AHAJIU3 YACTOTHI
abeppaumii XpoMOCoM Yy 06Jy4EeHHbIX
Jojeil nosBosiseT onpeaenuTb NOTJO-
ILieHHYI0 L03Y, TO lanee, Ha OCHOBE MEeTO-
nosoruy, paspa6orannoit Hayuueim Ko-
mureroM OOH no neitctBuio aTomHoi
pagMaluy, MOTyT OBITH MPOU3BEAEHDI
pacyeThbi 0)KHAAeMbIX FeHETUYECKUX aHO-
MaUH y HOTOMKOB 00J1y4eHHBIX JII0Jeid.

OueHKa reHeTHYeCKOro pHCKa
o6yyenns yejoBeka

ITon remneruueckMMH puckamu obny-
YeHHUS YeJI0BEKA TIOHMMAIOT 0XXMAAaeMble
reseTuyeckue 3(hPEKTH y NOTOMKOB 006-
JIydeHHBIX Jiioged — y Jnieteil, BHYKOB,
npaBHykoB U T.4. Jns TOrO, 4TOOH! OILlE-
HUTB 3TH 3 deKThI B nepBbIX NOKOJIEHH-
AX T0OC/Ie BO3AEHCTBUA H3NyyeHUH uc-
MOJBb3YI0T TOAXOABI, OCHOBaHHEIE Ha
MPHMEHEHUH JIBYX METONOB: MeToja ya-
BauBawuied JO3BI M NPSAMOrO METOAA.
Meron yasausalomeii 103b1 6a3upyeTcs
Ha ornpeie/leHuM A03bl, BRI3BBAOLLEH Ta-
KOit Xe reretudeckuil acpdexr, kako#t Ha-
6monaeTcst B pe3yJibTaTe €CTECTBEHHOTO
MYTAallMOHHOTO mnpouccca (yABauBaeT
ero). IIpu npHMeHeHUH 3TOrO METOAA Ha-
10 UMETD B BHAY, 4TO YPOBEHb CTECTBEH-
HOTO MYTaUHOHHOTO IPOIIECCA B MOy~

M

Puc. 6.26. JuHaMmka MyTaUMOHHOrQ
npougcca (M) B XxpOHNYeCKU 0OnyvaembIx
NONyNAUMAX YEN0BEKAa B PAAE NOKANEHMA (n).
1 - YPOBEHb €CTECTBEHHOrO MYTAUMOHHOIO
npouecca
2 - xpoHuueckoe obny4enne

LIMSIX Ye/I0BEKA — 3TO UCTOPHYECKH CJI0-
KHUBIIMIACS PaBHOBECHbIH YPOBEHD, 3aBU-
CAIUIA OT UHTEHCHBHOCTH €CTECTBEHHO-
ro MyTalHMOHHOTO npoilecca, ¢ O/IHOM
CTOpOHbBI, U HHTEHCHBHOCTH 0TOOpP2 1pOo-
THUB BO3HUKINUX MyTalMit, ¢ gpyroi. Un-
TEHCUBHOCTb 0TOODA B MOUYAAHMSX ye-
JIOBEKa B YCJOBUAX COBPEMEHHOH HUBU-
JIV3AIMH CUJIBHO CHH)KEHa, 4TO U 00y-
CNIOBJIMBAET B 3HAYMUTEAbHOH Mepe BBICO-
KU ypOBeHb ecTeCTBeHHOH U3MeH4YuBO-
CTH YeJIOBEKA.

[Ipu anuresnpHoM (B TeueHHe He-
CKOJIBKHX TOKOJICHHIT) XpPOHUYECKOM 06-
JYYeHUM nonyJsAuMii yesOBeKa DaBHO-
BECHbIIl ypOBEHb MyTareHe3a 3a CHeT BHI-
3BaHHBIX pajHaluel HacCle/CTBEHHEBIX
H3MeHeHHI! YCTaHOBHTCA JHIIb 4Yepe3
ceMb-JleCAITh IIOKOJIEHU NOocNe Hayana
o6nyyenus (puc. 6.26). Ilpu sTom uny-
HMpPOBaHHbie MOHU3MUDYIOIMUM H3Tyye-
HUEM MYTaLMOHHbIE U3MEHEHUS COCTa-
BAT OMpEAEJIEHHYIO AONONHUTENBHYIO K
CCTECTBEHHOM M3MEHYMBOCTH YeJloBeKa
KOMITOHEHTY, BeJIMYMHA KOTOPOW 3aBH-
CHT OT MOUHOCTH /I03bl.

Ilpn ynBauBamoieif xo3e paBHOBEC-
HBbIll YpOBEHb MyTareHesa OT HOHU3UDY-
IOIMX U3Ny4YeHHI CpaBHSAETCS C PaBHO-
BECHLIM YDPOBHEM eCTeCTBEHHON U3MeH-
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YHBOCTH YeJIoBeKa U 00uiuii ypOBEHb My-
TareHe3a yABouTCs (puc. 6.26). ITo ouel-
ke axcrieproB HKAAP OOH yasausaio-
1{as 703a /g YeNOBeKa PH OCTPOM BO3-
AeHCTBUH HOHH3UPYIOUMX H3JAY4YEeHHH
cocrasisier 0,35 3B Ha noxkoJNeHHE U NPU
XPOHUYECKOM BO3AEHCTBHU PEAKO HOHHU-
3UPYIOIMX HINY4YEHHUI NpPU HHU3IKUX
MOII[HOCTAX A03 paBHa 1 3B Ha MoKoJIe-
Hue. B nepBoM nokoseHun Habmoaaercs
npubauaurensio 1/10 4acth Tex MyTa-
LM, KOTOpbIe COCTABSAT Yepes 7-10 noko-
JleHuii PaBHOBECHBIH YPOBEHb.

HeobxoaMmMo OTMETHTB, 4TO BCE pac-
CYeThl, CBA3aHHbIe C OL[eHKOH AMHAMUKHU
'MYTaLMOHHOTO Mpouecca B 00MyyaeMbix
NONyNANUAX 4eJIOBeKa, ONyYeHbl Ha Oc-
HOBe 3KCITEDUMEHTOB, NPOBENEHHBIX C
XPOHUYECKH O0JIyYaeMBIMH NONYIALMS-
MU MOJENBHBIX 00bEKTOB UCCAEN0BAHUI
— Apo3oduisl U N1a6OPATOPHBIX MBilUEE.
Jlo HacTosilero BpeMeHy B MUDOBO#M Ha-
YYHOI JINTEPATYPE OTCYTCTBYIOT AaHHEIE,
NO3BOJAIONHME KOPPEKTHO OLEHUTH AU-
HAaMUKY MYTalHOHHOTO Mpolecca Heno-
CPEACTBEHHO B 00JIy4aeMBIX MONyJIsALU-
AX 4C/IoBEKa, HeCMOTPsl Ha HasM4YHe Io-
My AALUIA, peasbHO NMOABEPTUIMXCS 00.1y-
YEHUI0 B MECTaX, 3arpsiaHeHHLIX pagHo-
HYKJIHAAMH.

IIpu oueHke 0XMAAEMBIX FeHeTHyec-
kux 3¢pdexToB 06nydeHns B 1ePBOM I110-
koneHuu skcnepramu HKJ AP, kak cne-
ayet u3 Tabuunst 6.4 (ctp. 152), npowus-
BejleH pacueT B OTHOUIEHUU He BCeX Ka-
TETOpPHUil eCTeCTBEHHOH reHeTUdecKoM
OTATOLIEHHOCTH YeNloBeKa, a TOJBKO HX
4acTH: AOMUHAHTHBEIX U CHENJIEHHBIX C
X-XpoMOCOMOHi, pe1ieCCHBHBIX U XPOMO-

' coMHbix Honesreit. Ix cyMmapHas 0xu-
JaeMad 4acTOTa B NMEPBOM NOKOJEHUH
cocrasisieT 17 BO BTOPOM NOKOJNIEHHUH —
14 u B paBHOBECHOM cocTtostHuu — 120
cny4aeB Ha 1 MJIH. HOBOPOXKAEHHBIX DU
noze 0,01 3s. HerpyaHo ycTaHOBHTH,
4TO KaTeropuu Gosie3Heif, MO KOTOPHIM

NpOU3BOAMTCS OlEHKA pHUCKa obayde-
HHUs 4Y€JIOBEKA, COCTABAAIOT aullib 2,4 %
OT BCeil BHIABJIEHHON B HacTOdIiee Bpe-
Msl ecTeCTBEHHOUN HacNeACTBEHHOH OTs-
TOLteHHOCTH 4esoBeka. IIo cocTOsHHIO
Bonpoca Ha 1988 r. He Gbizla npou3Bese-
Ha OlleHKa PHUCKAa B OTHOIEHHUH BPOX-
DeHHBIX aHOMaJUi U MYJNBTU(AKTODH-
aJIbHbIX OoNe3Hell, Ha KOTOpble NPHXO-
autcsa 97,6% Bceit Hac/I€ACTBEHHOI OTHA-
TOILEHHOCTH YEI0BEKA.

I10 He OBLIO CAENAHO B CBA3U C TEM,
YTO MOKa HEH3BECTHO, MOXHO NH K 60-
JIE3HAM CJIOKHOH sTHONOTMM (MYJBTHU-
(baKTOpHAIBHBIM M BDOXK/AEHHHIM TNOpPO-
KaM Da3BUTHUA) NPUMEHATH YABaHBalO-
myio 203y B 1 3B, 4 KaKyl0 BEIMUHUHY MY-
TallMOHHOH KOMIIOHEHTbI B OTHOLUEHHH
3TUX 6Gosie3neit HaZto UCMIONB30BATh AN
pac4eToB pucKa obnyyeHus. OnHako, ec-
AY NPHUHATD, YTO MYTALMOHHLIE KOMIO-
HEHTBI I 3THX Gose3Heil konebmorcs
B nipesenax 5-50 %, kak 3To npeaionara-
10T 3kcnieptet HKIAP, T0 B uTOTE Takoro
pacdera npu aose 0,01 3B Ha MUAAHOH
HOBODOXXIEHHEIX B NEDPBOM NOKOJEHHUHU
OXUAAETCA AONOJHUTENBHO K €CTeCT-
BEHHOMY YDOBHIO M3MEHYMBOCTH, DaB-
HOMY, KaK MBI yXXe oTmedanu 67,6 % (T.e.
676 000 Ha MH/UIHOH HOBODOXIEHHEIX),
50 cay4aeB HaclleACTBEHHBIX aHOMAJUH,
ecid MyTallMOHHAsT KOMIOHEHTa A
MyJbTU(AKTOpUaIBHBIX OonesHeit Gyaer
paBHa 5%. B cayvae, ecniu MyTauuoHHas
KOMIOHeHTa Oy Aer paBHa 50 %, TO 4uCII0
OXUIaeMBIX HaCNeACTBEHHBIX aHOMaTUH
pe3ko BoapacTteT — 1o 350 ciyyaes.

IIpH XpoHWYECKOM OONYy4EeHHH MHO-
TMX NOKOJIeHHii 0XH/JaeMblii paBHOBec-
Hbilf YpOBEHb, KaK CAEAYET U3 PaCYeTOB,
COCTaBJsieT B TakoM chydae 450-3400
HACJIECTBEHHbIX AHOMAJIUI NDH N03€
0,01 3B Ha NnTOKOJIeHHE M HA OTUH MUJIJIU-
OH HOBODOJXKIEHHBIX.

TakuM 06pa3oM, B 3aBUCHMOCTH OT TO-
T0, B KaKOif CTENEHH reHeTHYeCcKHe U3Me-
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HeHUs, IPUBOAALIME K MyJbTUgAKTOPH-
a/IbHBIM 0OJIE3HAM U BPOXKAEHHBIM aHO-
MaJldAiM, MOTYT MHIYUHpPOBAThCS HOHU-
3UPYIOUIMMH U3Ny4eHUAMH, Oyaer uame-
HATBCA W OXUAAEMBIH reHeTHYecKUii
PUMCK B clexyoouux nokojenusx. Ecsu
AOIYCTHTB, 4TO OONE3HHM, COCTABSIOLHE
npeobJafaomyio 4acTh €CTeCTBEHHOI
HACJIEACTBEHHO! OTArOL{EHHOCTH MOMNY-
NAUMi desoBeka, He 6YAyT HHAYUMpPO-
BaThCsi paauauudell (4TO BecbMa MasoBe-
POSITHO), TO TEHETHYECKMii DHCK B Iep-
BOM IOKO.1€HHUH COCTaBUT 17 cayyaeB Ha-
cleacTBeHHbIX 60sie3Heit Ha 1 MJTH. HOBO-
poxaenHmx nipu go3e 0,01 3. Ecou xe
AOIIYCTUTH, YTO TaKUe OOJIC3HU CIOXKHOM
3TUONOTUH (MAM TOAOGHBIE UM) OYAyT
peasbHO HHAYLMPOBAThCA pagHaLKel, To
TOrJa reHeTHYecKHH pHcK obJyvyeHUs
NONYNSUKA YeNoBeKa COCTABUT IrOpasmo
6onbinyio peanauny — ot 30 ao 350 cay-
yaeB Ha 1 MJIH. HOBOPOXKAEHHBIX 11pH A0~
3e 0,01 3s.

Bce BbleH3n0XeHHOE Kacajioch
OlIeHKHU PHCKa OONyYEHHS yesI0BEKA Me-
TOAOM yABauBaiome#k A03bl. BosmoxkHa
OlleHKa pUCKa 00/1yyeHHs YeNoBeKa U C
MpUMEHEHHEM NIPAMOro METOAA — NYTeM
aHANM3a YACTOTHl HHAYLHMPOBAHHBIX MY-
TaUUi OTAENBHBIX I'eHOB, aHAIN33a YACTO-
Tbl abeppailHii XPOMOCOM U HU3MEHEHHsi
Ypcla XpOMOCOM Y de/I0BeKa U 3KCIepH-
MeHTanbHbIxX 06bekToB. Hanpumep, anas
4aCTOTY MYTalluil OTZENbHBLIX I'€HOB B
pacdere Ha 0,01 3B U 3HAA YHCIO CTPYK-
TYpPHBIX FeHOB B reHOMe 4ejioBeka (0K0J/10
100 TBIC.) MOXHO OUEHHTH CYMMAapHYIO
0XHJIAaEMYI0 YaCTOTY NOSBAEHMA MeHHbBIX
MyTauud npu Toit Mnu uHoit gose. C uc-
MOJIb30BAHUEM NPSIMBIX METO/IOB OLIEHKH
reHeTH4eCKOro PUCKa B HACTOsiLiee Bpe-
ms akcniepraMu HKJJAP OOH npousso-
OUTCSl Ol€eHKa YacTOThl HMHAYLHUPOBAH-
HBIX NOMHHAHTHBIX MYTAlMil U Deuu-
NPOKHBIX TpaHcaokanuid. IIpu aToM Be-
JUYMHBI DHCKA AJIA 3THX TUNOB IeHETH-

4eCKOH U3MEHYHUBOCTH B NPUHLIUIIE COB-
najaioT ¢ TEMU OLEHKAaMH, KOTODHIE [1po-
H3BeJeHbl METO/IOM yABaUBalOUIeH /03bi.
Hecmorps Ha kaxyuyiocs HpoCTOTY
nogxoAa, NpH TIPAKTHYECKOM MPUMEHE-
HUU APSAMBIX METOJOB OIIeHKU BO3HHKAeT
He MeHblLIe CJ0XHOCTeH, 4eM INpU HC-
NoNbL30BaHHUK MeToAa YABaHBalolleil Ao-
3bl, YTO CBS3aHO C OTPAHUYEHHOCTHIO Ha-
IIMX 3HAHUNA OTHOCHTENLHO CTPYKTYDHI
reHOMa 4eJioBeKa M 4aCTOT MHAYHHDO-
BaHHBIX MYTailUi.

CiteayeT oTMETHUTBD, YTO NPH HUCHOJB-
30BaHMH NPAMBIX METO/[OB, TaK XK€, KaK U
B CJIyyae ¢ MEeTo0M YABaHBAIOILEH JO3bi,
OCHOBHbIE Pe3yJLTaThi M0 YACTOTAM HH-
AYyUMPOBAaHHBIX MYTalMil Yy 4eloBeKa
pacCYUTaHbl 1IYTEM 3KCTPANOJASLHUH C
JIaHHBIX, IOJYYEHHBIX Ha 3KCIIEPHUMeH-
TaJIbHBIX XHBOTHBIX. B yacTHocTH, AJA
pacyeTa 4acTOThl WHAYILUDOBAHHBIX N1O-
MHHAHTHBIX MYTauMii y uejioBeka HC-
NONb30BAHBl JaHIble N0 YacTOTE AOMHU-
HAHTHBIX MYyTalMWi Yy Mblileii, npuBoas-
IIMX K aHOMAJIHAM CKeNETa, ¥ MyTalHi,
MpUBOASILVM K KaTapakTaM. B pesyinbra-
Te NPUMEHEHH PAAA epeXOaHbIX K03g-
(UIHEHTOB MPU SKCTPANOJSIHUH AAHHBIX
Ha deJlOBeKa, TMOJiyyeHa 4acToTa AOMHU-
HaHTHBIX MYTalllil Y MaIbYUKOB paBHast
10-20 cayyasm, a Ana geBovek — 0-9 ciy-
4aeB Ha 1 MJIH. HOBOPOXXAEHHBIX NPHU J0-
3e 0,01 3.

IIpuBefeHHbic KOIMYECTBEHHbIE NO-
Kas3aTeNu DHUCKa OTHOCATCS K 4HUCHY
OXHJIaeMbIX CJy4aeB CEpbe3HBIX reHe-
TH4YecKux Oonesneil. TepmuH “cepbes-
Has reHeruyeckas 60J/1e3Hb”, HCIONB3Y-
emeiii B gokyMentax HKJIAP OOH, o3-
HayaeT NJI0XOe COCTOSIHHE 3A0POBBA,
MeLIaouiec HOPMaJIBHOM TPYyAoCnocob-
HOCTH, PU3HYECKHe U YMCTBEHHHIE He-
AOCTaTKH WM HETPYAOCNOCOOHOCTD Te-
HEeTHYECKOTO NPOKCX0XAEHHUA, KOTODhIE
MOTyT NOSIBUTBCS B JIIOGOM BO3pacTe OT
pOXJeHHss A0 crapocTd. Pa3paborano
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HECKOJIbKO KDHTEDHEB OLIEHKU TeHeTH-
yeckoro yuep6a ot HOHHIUDPYIOIUUX H3-
JIy4eHHil, KOTOPOE NO3BOJSIOT B3BECUTD
H KOJUYECTBEHHO OLEHUTh NEHCTBH-
TeJIbHBIH rpy3, HamaraeMplil reHeTudec-
KAMH OOJIe3HAMU Ha HHAUBHAYaJbHBIE,
colianbHble U ObIecTBeHHbIE MOKa3a-
TEJIM 320POBbsi. [1/1s OLleHKH reHeTHYec-
KOro ymep6a MoryT ObIThb MCNIOJIB30BaA-
HBI [IOKA3aTeM HEeMOJHOLEHHOU XHIHU
(npebbiBaHUe B OONBHULAX, AOMALIHASA
M30NAUUA ¥ T.K.) U COKpAILEeHHE NDO-
JIOJDXHUTENbHOCTH XH3HH.

Ipu nomyuieHuu, YTO CpenHsst 0KUAA-
€Mass NPOAOJXKHTENBHOCTh XU3HH CO-
crasasieT 70 ner (4, TakUM 06pa3oM, Ha 1
MJIH. HOBODOXXIEHHbIX cocTaBaser 70
MJIH. JieT) ObLIO OlleHEHO, YTO BCE BO3HU-
KaloUue CIIQHTAHHO reHeTHueckue 60-
JIE3HU BHI3BLIBAIOT OKOJNO 2,3 MJH. JIeT He-
MOJTHOTIEHHOW XM3HM Ha 1 MJIH. HOBO-
POKAEHHBIX M OKOJIO 3 MJH. IeT COKpa-
IHEHHUS NPOAOJKUTENBHOCTH XHU3HH Ha 1
MJIH. HOBOPOX/JEeHHBIX. [Ins nonyasiuuy,
noaBepriueiics AeHCTBUIO HOHM3MUDPYIO-
WHX U3NyyeHuit B 103e 1 3B Ha nokoJe-
HUe, HHAYIHDOBAHHBIE JONOJTHUTEIbHbIE
Cly4au reHeTHdeckux Oone3neit OyayT
npHyHHOit okono 50 000 ner Henoano-
UEeHHOM XHU3HU H TaKOrO K€ KOJNUYecTBa
COKDALUEHHSA HPOAOJKUTEIBHOCTH KU3-
HH Ha | MJAH. HOBOPOXHAEHHHIX. JTH
OlIEHKH npou3BefieHbl 0e3 yyera 6Gones-
HeW CJIOXHOM 3THOJIOTHH — BPOXAEHHBIX
aHOMaNHif ¥ MynsTU(AKTOPHBIX Gones-
Heil. [Ipy yuete mocneIHHX oXHAaeMblit
reHeTHYeckuit yurepb Bospacraet B 3-20
pa3 B 3aBHCHMOCTH OT BeJHYHHBI MyTa-
HHOHHON KOMIOHEHTH 3THX OoJie3Hei,
PaBHOI, KaK MBI BhIIle OTMeyasu 5-50%.

IpeacraBneHHsie OleHKU reHeTUYEC-
KOO pHCKa JOCTaTOYHO MpPHUOIHU3UTEND-
HBI, IOCKOJILKY OHH He YYUTHIBAIOT PSf
B)XHBIX MOMEHTOB, CIIOCOOHBIX erie yBe-
JMYUTH NPE/NONaraeMyi onacHoCTh 06-
nyyenus (cm. Tabauuy 6.4). K He pewren-

HBIM BOIIPOCAM TFeHETHKH Ye10BeKa OTHO-
CHTCS OLIEHKA BINSHUS Ha )U3HECNOCO0-
HOCTb YeNoBeKa “MayibiX” MyTauuit (My-
Tauud, B He3HAYUTENbHON CTeneHu 3a-
TparuBalomWMUx (PEHOTUI YesIoBeKa), KO-
TOpBIE NPH B3aUMONEHCTBUHU C ADYTMMU
MYTallUSIMH MOTYT CyILECTBEHHO BAUATH
Ha 370pOBbe YeNoBeka. Ponb Takux MyTa-
UMK B >XM3HECNOCOOHOCTH MOMYJSLUN
MoKa3aHa B 3KCHepUMeHTaX ¢ Apo3ogu-
JIOH, OJIHIaKO NOKa MOJHOCTHIO OTCYTCT-
BYIOT MTOAXOJB! K OlI€HKE POJIH TaKHX MY-
TauuH y YesoBeka.

MHoroe He sicHO 1 B npobieme Hacse-
AyeMbIX PakoBbIX 3aboneBanuii. B sToit
CBSI3H BAXXHBIMU AIBJIAIOTCSA NMOSiBUBLIHE-
Cs1 B nOC/1efHUE TOAbI COOOLEHHS O POC-
T€ 3JI0KAaYeCTBEHHBIX 3aboseBaHuil (B
OCHOBHOM, JIe/iKO3BI ) CDENH TPYMN Hace-
JIeHUA, POXXHBAIOIIMX BONU3N OT Axep-
HBIX yCTaHOBOK. B wacTHOCTH, NosiBU-
NUCh CBEAEHUS O pOCTe 3a60NeBaeMOCTH
Jeiiko30M cpeau feteit B gepesHe Cuc-
Keitn, Haxoasueica sB6au3u or Cenna-
¢unga, rae pacnoioKeHo OCHOBHOE
npeanpusitue Coeguxersoro Koposnes-
crBa BennkoOpuTaHuu N0 nepepaboTke
nnyTodus. OTMedeHO AEBATHKDPATHOE
yBenuyeHue 3a60NeBaeMOCTH NEHKO30M
y Z€eTeit, MaTepH KOTODPbIX NPOXUBANH B
310l AepeBHe. ITocneayouine uccaeno-
BaHUs BOKDYT 15 OCHOBHBIX sSAEpHBIX
ycrahoBok CoeaunenHoro KoposieBcrBa
MO3BOJIMJIM BBHIABUTD, YTO B paauyce 16
KM OT HHUX CMEPTHOCTb OT JIEHKO30B
BCex BUAOB yBenudeHa Ha 15% (p=0,01),
ot nuMpouuTapHoro reifko3a — Ha 21%
(p=0,01) u ot Gosnesnu XOMKKHHA Cpe-
AY MOJIOZEXH B BO3pacTe /10 25 leT — Ha
25% (p=0,05) no cpaBHeHHIO C APYTUMU
pailoHaMU. AHajnM3 NOAYYEHHBIX pe-
3yJBTaTOB MO3BOJUJA HCCIEI0BATENSAM
CAeNnaTh BBIBOJ, YTO HabnmomaeMbiit agh-
dbekT MOXHO 00bACHMTH Tpodeccuo-
HaNbHBIM 06J1y4eHUueM 110 MecTy paboThl
OTHOB 3THUX /eTeil, B Pe3yJbraTe 4€ro



MuayunposaHisiii MyTarenes 171

NPDOMCXOAUT BO3/€HCTBUE HUOHU3UDYIO-
HIMX M3NY4YEHHIE 1a MY»XCKUE TOHAABI C
MOCNEAYIOUUM BO3HHKHOBEHHEM MYyTa-
UM B 11OCTMEHOTUYECKHX TMOJOBHIX
KJIeTKax. JlpyrumMu cjioBaMu, pedb HUAeT
0 3JI0KAYCCTBCHHBIX 3a60JIeBaHUsX, T0-
ABJAIOIMXCS Y NMOTOMKOB O0JIy4eHHBIX
nmopeit. Takue nacneacrBeHHbIe 3a60.1€-
BaHUA COCTaBJAIOT 4acTh reHeTHYECKOo-
TO IrPY3a, BO3HUKAIOULETo MPU BO3AEHCT-
BHH pa/lMaliMy B NOCNEAYIOMX [1OKO1e-
HHUAX,

BaxHO oTMeTHTH, YTO NOA BO3AEHCT-
BHEM BBICOKUX /103 UQOHU3UDYIOLIUX W3-
Jy$eHUH HOIyJNALHUH MOTYT IIDeTepIeTh
cephe3Hble H3MeHeHHs TreHeTHYecKoi
CTPYKTYDbI, BAUsIOLME HA (HOpMHUpOBa-
HUe nocseayomux noxosexui. Ipu 06-
cNeJOBaHHH HaCeNleHHbIX TYHKTOB AJI-
TaCKOro Kpasi, 110BepriIuXcs BO3ACH-
CTBHIO BbICOKIX A03 HOHU3UDYIOLIMX H3-
ayyenuit (ot 0,97 no 2,43 3B) B pe3y.1b-
TaTe sijlepHoro BapeiBa 1949 1. Ha Cemu-
NaJaTHHCKOM UCHBITATCIBHOM NOJUIOHE
NOKa3aHo, YTO B OOJyYeHHBIX Ipynrax
xuTeneit nabaogaerca obeaHeHHe reHo-
dboHaa no cpaBHeHMIO C KOHTpOJIEM
BCJIEACTBHE CHUIKEHHUS TCHETUYECKOrO
pa3HooOpasHsi ajieneif, BLIABJISEMBIX
nyteM anckrpodopesa 6eNKoB.

Mano usyderia reHeTH4eckast 4yBCT-
BHUTEJILHOCTD TIOJIOBLIX KJIETOK 4esloBe-
Ka M paliuX 3MOpPHOHANBHLIX 3TalOB
Pa3BHUTHA. Y4eT reHeTUYeCKOro rpysa u
rpysa TepaTOreHHBIX M3MEHeHui, pea-
JIM3yeMbIX B 11epHOJ Pa3BUTHUS 3MOPHO-
HHOB YeJIOBeKa, NO MHEHUIO aKajeMHKa
H.I1. ]y6uHuHa, AOMXeH KOPEHIIBIM 00-
PasoM M3MEHUTb B CTODOHY YyBelHue-
HUSt OLIEHKY TeHETHYECKOro pHcKa 00-
JIyYeHHA 4eNloBeKa B CBA3M C aBapuei
Ha YepuoOwbiabckoit ASC H APYTHMH
pasManMoOHHBIMH CHTYAllUSIMH B pas-
JNHYHBIX ¢cTpaHaX. B aTom HanpaBaeHUH
Ba)XXHBIE PE3YJILTATBl MOJYy4eHb 6ej10-
PYCCKMMHM reHeTHKaMH NPH M3y4EeHUH

nocnenactBuili YepHOOBABCKON| KaTacT-
pogsi.

Cpasy nocne aBapuu 60nblIOe KOJH-
YECTBO XEHIIUH CTajl0 06palaThCs B Me-
AUUMHCKHE yyYpexX/1eHHs ¢ TpeGoBalueM
npepBaTth GepeMeliHOCTD, MOCKONBKY OHU
omacajJiuch 3a ee uUcxon. benopycckuit
HUWUW Hac/iencTBEHHBIX U BPOXKIAEHHBIX
3a00N€BaHUH C Le/IbI0 BBISCHEHUS BDOX-
ANCHHBIX TIe€HeTH4EeCKHUX IIocNeACTBUM
CDABHUJI 4ACTOTY IIOPOKOB PAa3BUTHUS, BBI-
SIBIEHHYI0 Y HCKYCCTBCHHO aGopTHpO-
BaHHBIX NJIOAOB /0 aBapuu Ha YepHo-
6pinbckoit ASC (B 19801985 rr. 6pinK
cobpaibl Aannbie no Gonee yem 10000
CJly4aeB 1IpepbiBaHMsi OEPEMEHHOCTH Ha
cpokax 5-12 Hezenb), € TOH, KOTOpas Ha-
6monanack B Haubosnee 3arpsaHeHHBIX
pPafMOHYKJIHaMK paiioHax. Obiias vac-
TOTA NOPOKOB Pa3BUTHS Y 3apOAbILIEH B
Muticke A0 aBapHM cocTaBuja 5,6%
(1abn. 6.5). Ilocne aBapuu He 3aperuct-
PHPOBaHO JOCTOBEPHOTO YBEJIMYEHUS Ya-
CTOTHI TOpOKOB B MUHCKe, B paifoliax xe
Tomennckoit u Morunesckoii obnacrei,
noasepriuuxcs Hanbosiee HHTEHCUBHOMY
3arpsA3HEHHI0 B Pe3yJibTaTe aBapHH, Yac-
TOTa MMOPOKOB pa3Butud B 1986-1992 rr.,
(10,53+1,56%) nocrosepsio (P<0,05)
NpeBHIANa KOHTDOJNBHBIE OKA3aTesH.
B 3arpsiaHeHHbIX pa/IMOHYKIMAAMU pai-
OH4aX YBEJUYMIACh YACTOTA BCEX MOPO-
KOB, HO B HaUOOJb1IIEH CTENEHH — 4aCTO-
Ta paclenuH ryGbl 1 Heba, y1BOeHHe 110-
YeK ¥ MOYEeTOYHUKOB, NONUAAKTHIMM H
AeheKTOB HEPBHOM TPYOKU.

B Benopyccuu 11poBeeHo Takoke Hece-
JOOBaHHE MUHAMUKH YAacTOT BPOXACHHBIX
AHOMaJIMI Pa3BUTHS Y IOBOPOXK/IEHIIBIX B
11eprUoasi Jo aBapuu (1982—-1985 rT.) u no-
cne aBapuu (1987-1992 rr.). AHanuaHpo-
BanM BPOXAEHHbiE NOPOKH Da3BUTHSA
(BIIP) cTpororo yJera, T.e. Te aHOMaJIHH,
KOTODble O/HO3Ha4YHO AHMATHOCTHPYIOTCA
HE3aBUCHMO OT YPOBHs NOAIOTOBKH Bpaya
M TEXHHUYECKOro obectiedeHUs MeIHLMH-
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Tabnuua 6.5. YacToTa NOPOKOB PA3BUTUS Y NCKYCCTBEHHO
abopTuposaHHbIX Nogos B Benopyccuu 2o u noche asapun Ha HAIC

TlokasaTemm KoliTposipyemuie permosbl
r. Munck 30HB NEPBOOYEPERHOO OTCENEHUA
1980-1985 rr. | (2-e nonyroaue)| (2-¢ monyroaue) | 1989-1995( Bcero
1986-1995 rr. 1986-1994 rr.* m.**
Konnuectso vccne- 10168 17477 1243 1352 2595
JIOBaHHBIX ILTONOB
Yactora nopokos K 5,6 0,3 4,7 0,2 105 1,6 52 +09 74+08
KOAMYECTBY HCCAeN0-
BaHHbLIX 06pa3ioB
110 COHAPYKEHIbIM
HOpOKaM, %
JlocToBepHOCTD pas3id-
uHit NO cCpaBHEHHI0
¢ yacToToit B
r. Muncke B 1986-1990 rr| t 2,6 4,7 0,4 2,3
p <0,05 <0,05 >0,05 <0,05

* — Xoituukckwit, Bparuuckuii, Haporasuckuit, Koctiokosruckuit, Knumosuuckwuit, Crasropoackuit, Yepu-

KOBCKHH, KpacHOHOIbCKMIT paitOHbl;

** — Byna-Komenesckuit u BrixoBCKHii paitoHb: BeeNneHbl B OT/1eNbHYIO CTPOKY B CBA3H C TEM, UTO HccAe-

JI0BaWKHsA B ITHUX paitoHax uadaTei ¢ 1989 r.

ckoro ydpexmenus. Ciona BXOAST aH3H-
uedanus, CHMEOMO3roBbie I'PBIKH, Dac-
LWeNUHbl TYOBl M/unu Heba, MOJMAAKTH-
/M, PeNyKIMOHHBIE NMOPOKH KOHEYHOC-
Teil, aTpohus NUILNCBOAA U aHYCa, CHHA-
pom Jlaylia ¥ OTAEJIbHBIE TPYITBI MHOXE-
CTBCHHBIX BPOX/EHHBIX IIODOKOB Da3BH-
THA (CYMMapHO 3TH HOPOKH COCTABJISAIOT
44-50% ot Bcex MaHMecTHHX ¢GoOpM
BDOXX/IEHHBIX ITOPOKOB Pa3BUTHS, PETHCT-
pupyeMbIx B pofioMax Benopyccun).
Pe3ynbTaThl IpOBEAEHHBIX UCCNEA0BA-
Huit 3a 10 et npeacTaBsieHsl B Tabnuie
6.6, B KOTOpOI1 COMOCTABJIEHBI YACTOTHI
IIOPOKOB CTPOroro yyera B Tpex 3oHax. B
nepByio 30Hy BxozaT 15 paitonos Bpecr-
ckoii, fomenbckoit 1 Morunesckoit obna-
creil ¢ ypoBHeM 3arpsiaHerus no Cs-137
1-5 KU/KM2. Bo BTOpyto 30HY BKJIIOYE-
Hel 17 pationos IoMennckoii u Morunes-
ckoit obslacTeit ¢ ypoBHEM 3arpsi3HeHHs
no Cs-137 15 KU/KM2 u 6onee. B kadecr-
BE KOHTPOJs BbIOpaHbl He3arpsi3HeHHbie
paIHOHYKJIHWAAMU paiioHH BenopyccHu.
KonudecTBo pox/eHHii B nepBOii U KOH-

TPOJILHO rpynnax cocraBuso Ao 1986 1.,
cooTBeTcTBeHHO, 22500 u 27100 nocne
YepHoObinbcKkoif aBapun — 20800 u
27420 B roa. Kak csieayer u3 tabauisl,
4aCTOTa NOPOKOB CTPOrOTO Y4eTa Bo3pocC-
Na BO BCeX TPeX 30HaX, HO 0COGEeHHO 3Ha-
4UTEJIbHO B 30HaX HauOONBILEro paguo-
HYKJIHHOro 3arpsisieHus. Kosdpduim-
€HT TPHPOCTA COCTABMJI /i1 KOHTDOJIb-
HOI 30HHI 1,2, AN nepBoi 30HK — 1,3 1
Anst Bropoii 3oupt — 1,8. Pasnuyus cym-
Mapubix yactor BIIP npu comnocraBie-
HUHU C 0aBAPHIAHBIM [1EDHOOM NO BCEM
TpeM 30HaM AoctoBepHsl (P<<0,05). lo-
CTOBEDHO Da3/IMYaloTCA MeXay coboil
TakXe CyMMapHbie 4acToThl 3a 1986-
1992 . no KOHTPOJBHOIN 30He
(5,85%0,17) 4 no BTOpOIi, HauboONee 3a-
rpA3HenHOit 30He (7,09+0,41).

Kom6unnposannoe Bo3eiictene
paaHauyH H Apyrux ¢aKTopos
oKpYyxKawouei cpeasl

IddexTsl HOHUIUPYIOUIMX HU3Ny4e-
HUH MoryT 6BITh CWIBHO MOAUGHIIUPO-
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Tabnuua 6.6. AGconoTHbie yncna u 4acToThl (Ha 1000 poxaennii)
BPOXAEHHLIX MOPOKOB Pa3BMTUA CTPOTOro yyera

8 Tpex 3oHax Benapyccuu (1982—1992 rr.)

l%ﬁrwﬁlg,v.:ﬁu? ] 30HBI 3arPA3SHEHHS Kourponw;rb);r{; o
1-5 Ku/xm? > 15 Ku/xkm?2
1982 170 30 196
5,74 £ 0,44 3,06 £ 0,56 5,62 +0,40
1983 123 ¥ 167
3,96 * 0,36 3,58 +0,59 4,52 0,35
1984 131 a8 150
4,32+0,38 3,94 £ 0,64 4,17+0,34
1985 135 46 165
4,61+ 0,38 4,76 £ 0,70 4,58 £ 0,36
1982- 1985 559 151 678
4,61 £0,19 3,87 £0,31 4,72 0,18
1987 160 62 223
5,54 + 0,44 8,14 +1,03 594 = 0,40
1988 134 73 190
4,62 + 0,40 8,61+ 1,00 525 + 0,38
1989 173 51 196
6,32 £ 0,48 6,50 0,91 5,80 0,41
1990 199 40 221
7,98 £ 0,56 6,00 + 0,95 6,76 * 0,45
1991 135 29 181
5,65+ 0,49 4,88 £ 0,90 5,52 £0,41
1992 141 47 175
6,22 £ 0,52 7,77 +1,13 5,89 * 0,44
1987-1992 942 302 1186
6,01 +0,20 7,09 0,41 5,85 +0,17
Koapdpuument
npHpoCTa 1.3 18 1,2

BaHbl eCTECTBEHHbIMH HJIM AHTPOIOIEH-
HbIMM (akTOpaMu cpeasl. Bonpochi KoM-
OMHUPOBAHHOTO HEHCTBHS pa3/JHYHBIX
haxTOpoB, HECMOTPs Ha GOJIbIIOE BHU-
MaHMe K BUM B NIOCJEeAHHE TOABL, paspa-
6oraHbl MoKa HeAocTarouHo. BmecTe ¢
TeM MHOIKE acClieKThbl OLEHKH pHCKa 06-
JIy4eHUsl yeJioBeKa Ju60 0ObeKTOB MpPH-
POIHBbIX COOGINECTB HEMOCPEACTBEHHO
COMPHKACAIOTCSA ¢ HEOGXOAMMOCTBIO YYH-
THIBaTb TO OOCTOATENLCTBO, YTO padMa-
LHOHHBbIH MyTareHe3 MOXeT OBbITb CHJIb-
HO MOAUGHIMPOBAH B CBOEM KOHEYHOM
BBIDOKEHHH B 3aBHCHMOCTH OT TeMIlepa-
TYphl, Bo3neicTBus YD-jydeit, Maruur-
HBIX H 3/IeKTPOMArHUTHbIX MOJEH, YIbT-

pasByKa, NPOMBIILIEHHO! MbLIH, Heopra-
HMYECKHX M OPTaHH4YeCKHUX XUMMUECKUX
coefnHeHHH, aHTUOUOTHKOB U APYTHX
JIeKapCTBEHHBIX BeLIECTB, KAHIIEPOTEHOB,
TOPMOHOB, BUPYCOB, 6aKTepUaibHhIX UH-
dexunit 1 T.0. CooTBeTCTBEHHO MOAUDHU-
LMPOBaHbl MOI'YT OBITb H JO30Bble 3aBU-
CHMOCTH, O KOTOPBIX 1LJIa pedb B Npe/bi-
AyIIMX pasfiesaX 3TOH IaBel.

B Hacrosilee BpeMs B OKPY:KaIOIYIO
cpeny nocrymnaet 6osee 4 MJIH. HCKYCCT-
BEHHBIX XHMHYEeCKHX COeRMHEeHMH, H
KaX/blii FOR K 3TOMY CIMCKY aobaBisier-
csa 300 TeIC. HOBBIX coe/uHenuii. CoBpe-
MeHHOe OOILEeCTBO TIOBCEJHEBHO MCII0/b-
3yet oKosio 50 ThiC. XMMHKATOB, HE CUM-
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A. 20 n 6onee curaper
6. Menee 20 curaper
B. Hexypswue

Yacrora 3a6onesanun PakoM OpraHoB AbiXaHWA

—> o3

Puc. 6.27. CMepTHOCTL OT paxa OPraHoB AbIXaHUA KaK GYHKUMA £O361 06ny4eHNs,
obycnosnexdHon doyepHuMn NPORYKTamMn PagnoakTUBHOro pacnaga paacHa, AN Tpex rpyna
pabounx ypaHoBbix PYAHUKOB — CPEAN 3aRONbIX KYPUNLUWMKOB, BuiKypusalouwmx 6onee
20 curapert B AeHb (kpuBas A), cpeayn yMepeHHbIX KYPUIbLUMKOB, BLIKYPUBAIOMX MEHES
20 curapeT B aeHb (kpusas B), n cpenmn Hekypawmx (kpusas B)

Tasi NeCTHUHAOB, MULIEBLIX 106aBOK U Jie-
KapCTBeHHbIX npenaparoB. K xaTeropuu
WIYPOKO pacrpoCTPaHEHHbIX ClefyeT OT-
HECTH “3lepreTHYeCcKHe coeMHeHHs ", Ta-
KMe, KaK OKHCJIBI a30Ta, YIjlepo/a, CoeH-
HEeHHUs cepbl, apOMaTHYeCKHe YIJIEBOAO-
poas. Cpenu nocinessux 3,4-6eHsonupen
(BII) yacTo UCNONBL3YIOT KaK HHAUKATOD
YPOBHS apOMaTHYeCKHX yI/1€BOROPOROB C
KaHI[epOreHHbLIMU CBOHCTBAMM.

Cnucok BeliecTB, KOTOpble MOTYT
TIDUBOAMTD K OTPHUIIaTeNbHEIM 3chdekTam
B COYETAaHHH C MOHM3UDYIOLIMMH M3JY-
YEHUSAMH, MOXKHO NOMOJHHTL COeuHe-
HHUSIMH MBIUIbAKA, XPOMA, HUKeJIA, MHHe-
panbHOit neLblo. B yacTHoCTH, JeTy4as
30J1a 3MEKTPOCTAHUMIA MOXeT 0OJamaTh
KaHI[EPOTeHHBIMU CBOMCTBAMM, CTYKHUTH
B KayecTBe HOCUTENS MHKPO3JeMEHTOB,
PATHOHYKJIHAOB WIH NOJUUMKIHYECKUX
apOMaTH4eCKHX YT/IEBOAODOJOB.

B nocnepuee Bpems yaensercs ocoboe
BHMMaHHe KOJHYeCTBEHHbIM NIOAX0/IaM K
OLeHKe KOMOMHHDOBAHHOTO XeHCTBUA
pagHauMy U APDYTHX areHTOB OKpYyXkaio-
ute# cpefibl, OCHOBAHHBIX HA KOHLEMLUAX
aIAUTUBHOCTH, CHHEPIM3Ma, aHTAarOHU3-
Ma, CEeHCHOMNIW3AUMH U IPOTEKLWH.
ITpeanoxeHo BbIAEIUTL ABA KJIACCA KOM-
6unupoBauunx 3¢deKToB: cayyaii, Kor-
[a MOHU3HMpYIOIee H3JydeHUe U MOAU-
$uumpyioumii areHT crnocob6Hb BH3BATD
Habmionaemslii addeKT, U clydait, koraa
TOJILKO MOHH3UPYIOUlee H3JyieHue MO-
XKeT Bal3BaTh HabGawonaemslil addexr, HO
€ro XapaKkTep M CTeneHb MoryT Moaudu-
1IMPOBaTbCA ADYTHM areHTOM, KOTODBIii
HeaKTuBeH cam 110 ce6e. CoOTBETCTBEHHO
IJIsi IepBOro KJacca MOXHO BbIAETHTh
TPY Tuna KOMOMHMPOBAHHBLIX B3aHMO-
nefictBuit. Ecnv pesysnsraT KOMOMHUPO-
BaHHOTO JeiCTBUS paBeH cyMMe addek-



MHayumpoBaHHbIR MyTarenea 175

TOB KKAOTO U3 areHTOB, AeHCTBYIOIINX
B OTHEJLHOCTH, TO UMEeT MeCTO aiaH-
THBHOCTb. B ciiyyae, KOriia pesyjbTaT
B3aHMO/JCHCTBUSA OKa3blBaeTCs HHXe,
4yeM oxcHtacMblii a3 ekt npu HesaBHCH-
MOM JelicTBUH areHToB, UMEeT MeCTO aH-
TaroHMaM. TpeTtuii BapHaHT, Korga pe-
3yJpTaT KOMOMHMDOBAHNIOTO AeHCTBUA
NPEBOCXOAUT cymMmy 3¢dekToB nad
areHTOoB, ;1eHCTBYIOIUX HE3aBUCHMO, Ha~
3BIBAIOT CHHEPTHIMOM.

[ns sroporo kiacca KOMOGHHANMIA BbI-
JIeNsIOT /1Ba BADMAHTA B3aUMOAEHCTBUSA C
NPOTHUBOLONOXHbIMU 3bdekTaMH —
NpoTeKnuIo (3auMTy) ¥ CeHCHOWM3a-
UHI0 (O4yBCTBIIEHHE).

EctecTBenHO, 4TO HpeAcTaBAeHHAs
KacCHGHKAUUA He SABJAETCS abCoM0T-
Ho#. Yuurblpad, 4yTo MHOTHE XMMHYECKHe
COeAMHEeHUS B 3ABUCHUMOCTH OT KOHUCHT-
pauMHy MOTYT Bbi3blBaTh pasivdHble 3¢-
(exTb! U TeM cCaMbIM 11€PEXOAUTD U3 OA-
HOro KJiacca B3aMMOACHCTBHUS B APYTOH,
MOXKHO OXMAATb YTO MPU OAHMX J103aX
aTuX dakropos 6yneT HabmoAaThCs, Ha-
NpUMep, TIPOTEKUHS, NIPU ApYyTrux, 6onee
BBICOKMX, — CHHeprusM. BaxeH cam mo
cebe aKkT HaNMuMs pa3NUYHbIX LO30BBIX
3aBUCHMMOCTel IS MOHU3UDYIOLIUX H3-
JTy4eHuit ¥ MOOUPHIIHUPYIOLIHUX areHTOB —
peanbliasi KApTHHA B3aUMOAEHCTBHSA Ta-
KHMX (bakTOPOB TPYAHO NPOTHO3MpyeMa.
IT0 0cOGEHHO BaXKHO B OTHOIIEHUH HU3-
KMX YPOBHCH K03 U3MyYeHUH U Mo pu-
IUPYIOIIMX €CTECTBEHHBIX ¥ aHTPONO-
reHHbIX (PaKTOPOB Cpesbl, OUEHKA 3¢p-
(eKTHUBHOCTH KOTOPBIX CTPOMTCH B OC-
HOBIIOM DKCTPATOISALHOHHO.

K coxanensio, Yucno jeranbHO Wc-
CJeiOBaHibIX MPUMEPOB B3auMojeHcT-
BUS PagMaillMi U Apyrux ¢GpakTopos Noka

ABHO orpaHuyeHHo. Haubonee y6eau-
TeJbHble [0Ka3aTeJbCTBA B3aHMOAEHCT-
BUs paiMalMH H ApYTHX PakTopoB ObUTH
TNoy4eHbl IpH 06cIeA0BaHUH LIAXTEPOB
ypaHOBHX pyAHHKOB. OKa3anoch, 4TO
KypsillHe [aXTepbl yPAHOBbIX Py IHHKOB
(noaBepraiolHecss BO3REHCTBHIO U3NY-
YeHMs 3a CUET pacrhaza pagoHa) zaboie-
BAIOT PAaKOM OPraHOB AbIXAHHSA rOpPa3fo
yaie, yeM Hekypswue (puc. 6.27). Ha-
JIMUO SABJIEHUE CHHEePIU3Ma NPH B3aUMO-
AeHCTBUM HOHU3MPYIOWIMX H3NYYEHHIt U
KaH1I€POTeHHbIX NMPOAYKTOB TabayHOIo
AbIMa.

Bonpocbl AN CaMOKOHTPONA

1. Kakue THNbI reHHBIX MyTaLUit BAM U3BECTHBI?

2. Kakue M3MeHEHHA reHETHHECKOTO MaTepHana
MOXMO YBUAETH NMOA CBCTOBBIM MHKPOCKONOM?

3. Yem oraHyaioTcs abeppaliii XxpOMOCOMHOTO TH-
na OT XpoMaTaaNeix abeppauii?

4. Yem oTIMyalOTCA redible MYTaUMH OT [EHOM-
HbIX?

3. K xakomy BUAY MyTauuit OTHOCHTCS IOJKILAOHU-
aua? 6. Yro Takoe Mo3auk?

7. Kakoii Habop XpOMOCOM BCTPEYAETCR NPH CHHA-
pome Jayua?

8. Yem OTIMYAIOTCA MCHAEICBCKHE HACJACACTBEH-
Hbic 60/1€3HH OT MyNBTUGAKTOPHANbIBIX?

9. Yro Bl 3Haete 06 o6leM YPOBHE CIIOHTAHHBIX
MyTanum y uenobeka?

10. B yem cxoncTBO ¥ pasnuyMe CIOHTAHHBIX H UH-
JAYUHPOBaHHbIX Paauauueit MyTaluii?

11. Kakue XpoMOCOMHBIE HAPYIUEHHS BO3HHMKAIOT
NPHU NeACTBUY HOHUBHPYIOINX UBNYHEHIA?

12. Kakuc T1nbl reHeTHICCKNX H3MEHCHUH 1103B0-
aset uzydars FISH-meron?

13. Yro Takoe MeTOx yABaKBaoWCH N03b1?

14. Kakue npyMepbl peansHOro BO3AEHCTBIA HO-
HHU3KPYIOIINX UINYUEHHIT HA HACCACTBCHHOCTD Ye1o-
B€Ka BaM H3BECTIIA?
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Nonynsuuu

IMonynsiuuoHHast reHeTHKAa BO3HUKJA
M3 TMOMBITOK COeXHHUTbL RADBUHOBCKYIO
TEOPHIO IBOJIIOUMHU U Melifile/ieBCKoe yue-
HMe o HacnencTBeHHoctH. [lo aToii 11pu-
YHHe NONMYNSIUOHHAsA TeHeTHKa B Tep-
BYIO O4epeib H3yyaeT HacJieACTBEHHbie
H3MEHEHUA, TTPOUCXORAHUE B DALY IO-
kosieHuit. OTReNILHO B3siTasA 0CO6b UMeeT
HEU3MeHHBIH Ha NPOTSKEHUM JKHUIHY Te-
HOTHII, [I03TOMY OHA He MOXET paccMar-
PHBaTbCS KaK 3JIeMEHTapHasl 3BOJIIOLHO-
HUpYyOIlaA eAuHHLA. B kauecTBe Tako-
BOW BLICTYNaeT NONYJAUMA — COBOKYII-
HocTb 0cobeli OHOTO BUAA, CKPENHMBAIO-
UHXCA MeXAY co6oil ¥ MMeloilMX olpe-
JeJIeHHBIH apean o6uTaliMsA. DBOJOLH-
OHHbIE M3MEHEHH s, IPOUCXOAAUIHE B OT-
AeAbHBIX MOMY/IAUUAX, MOTYT PaclpocT-
PaHATbCA 10 BeeMy apeany oOUTaHUs BH-
[a, HO He 3aTParuBalOT MOMYASAUUH ApY-
THX BUJOB.

Bun — 3to Gosee BbICOKasi TaKCOHO-
MHYecKas efUHHLA, IpeacTaB/eHHas co-
BOKYTIHOCTbIO NonyJsumii. B ociiose on-
pefejieHUst TIOHATHs <«BH/J» JEXHUT BO3-
MOXHOCTb cKpeumrHBanus. K pasHeiM BH-
AaM OTHOCSTCA 0COGM, KOTOpbie MNOJIHO-
CTbIO TeHEeTUYECKH U30JIMPOBaHbI APYT OT
Ipyra penpoRyKTUBHbIMM Gapbepamu. C
3TOH TOYKH 3peHMsi BCE 4eJ0BeYecTBO,
HECMOTDs1 Ha MEXPacoBbIe Pas/IUYUs, OT-
HOCHTCSl K ORHOMY GUOJIOrHYECKOMY BH-
ny Homo sapience. Bcsikas ske 3THUYECKH
OQHOPOAHAsI, KOMIIAKTIHO MPOXXUBAIOLLAsA
TPyIna JioJei MOXKET paccMaTpPHBATLCHA
Kak OTAe/IbHasl MOMYIALUS.

OO6bIYHO TOBOPS O NOMYJAUMM, MBI
HUMeeM B BUAY, UTO ee Ylelibl He TOJbKO B
TOW WJIM UHOH CTeliCHU CBSA3aHbl POACT-
BEeHHbIMH y3aMH, HO U B 3HaYUTEJbHOI

CTelleHH AOCTYNHbI APYT APYTY Kak Gpau-
Hble naptHephbl. Tak, BpsAA i cTOUT pac-
CcMaTpuBaTh xuTesaeii Mocksnl 1 Bapiua-
Bbl KaK €AHHYIO NOUYJIAUHI0. JTO pas-
JWYHble TOMYJASLHH, CBSI3alHble He3Ha-
4YHTeIbHbBIMM MUTPALUOHHBIMH TOTOKA-
mH. YacTuyHas penpoayKTHBHAsA U30J-
LM OTAENbHBIX MOMYJIALMIA, KaK NpaBu-
JI0, o6ycioBieHa HX reorpagHyecKoii pa-
306uleHHOCTBIO. B equuoil monyasuuu
BCEBO3MOJKHbIE€ BADHAHTHI CKPELIHBaHHUI
ROJIKHB ObITH IPUMEPHO PABHOBEPOSAT-
Hel. IIpy noaxoit cayvaliHOCTH BHYTpH-
NONY/IALUMOHHBIX CKPeIIHBAHHI TOBOPAT
0 naHMHKCUM. BBepeHue atoro cneuu-
JLHOTO TEPMHHA ONpPABAAHO HCKJIIOYH-
TeIbHOM BaXKHOCTBIO CAYYAHHOCTH CKpe-
LMBaHUH AJIA NOCTPOEHMsI TEODHIl 3BO-
JIFOLHH 4acTOT MEH/IEAUDYIOLIMX TEHOB.

YacTto nonynsuus, sBASSACh NaHMHK-
TUYeCKOH M0 OTHOLIEHUIO K OXHOH rpyII-
1le JIOKYCOB, He ABJISETCS TAKOBOIA MO OT-
HOILIEHHIO K APYrOH rpymie NMPH3HAKOB.
Hanpumep, ans 4ejoBedecKHX I1IOMyJis-
LM XapaKTepPHA MOJIOKUTebHasi accop-
THBHOCTb CKDEIUMBAHHUH B OTHOILEHWH
1iBeTa KOXH (NpeuMyLIecTBeHHOe BCTYI-
Jienue B O6pax mofaeit oHOI pacsl). Bme-
CTe C TeM, Te XKe ONYIAUHH MOXKHO CYU-
TaTh MAHMMKTUYECKUMHM 110 OTHOWIEHHIO
KO MHOTHM JIPYTHM JIOKYCaM, HallpuMep,
OTpeieNIAIOLHM IPYIiily KpOBH 6padibIX
MapTHepOB.

Jns NMaHMHKTHYECKUX TNONMYJAsiHit
CTpaBeTHBbI ONpejesieHHble COOTHOUIe-
HUSl, CBA3bIBAIOIIME YaCTOTHI aJIeJIbHBIX
reHos (3akon Xapau-Baiin6epra). Bonee
TOTO, NPEANOJIOkeHUe O CAYyYalHOCTH
CKpeILIMBaHUl [103BONAET paccMaTpH-
BaThb reHOTHINBI Bcex 0cobel, o6pasyro-
IUX TIONYJIAUMIO, KaK e/IUHYI0 COBOKYI-
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HOCTb I'eHOB, OTBJIEKAsICh IIPH 3TOM OT UX
Hocurteneit. JoBOpAT, 4To MaHMUKTHYeC-
Kas [ONyJsiuus HUMeeT eAMHbl TreHo-
¢doua. levodboun aunouaHoii nomyns-
uuy, HacuuThiBamouel N ocobeit, cocto-
uT 13 2N ranJoMaHLIX reHOMOB, TO eCThb
conepxuT 2N reHoB Kaxaoro Jokyca 1 N
I1ap TOMOJIOTHYHBIX XPOMOCOM.

UcknioueHne cOCTaBJISAIOT MOJIOBbIE
XPOMOCOMBI M JIOKAJIM30BaHHble Ha HUX
TeHbl, KOTODble [pe/ICTaBJeHbl B OZXHOM
3K3eMILISpE.

H3meHunBoCTb
M reHeTMYecKnii nonumopPpuam

Jiobasa uonyasuus o6HapyxXuBaeT
BHEWHIOO HA¥ (EeHOTUNHYECKYIo H3-
MEHYHUBOCTb 1O OOJBIUMHCTBY KayecT-
BEHHBbIX H KOJIMYECTBEHHBIX [IPU3HAKOB.
IMonynsauuu yenoBeKa reTeporeHHs! IO
POCTY, THIMEHTaLH¥ KOXH, YepTaM JULa,
rpyliilaM KpOBH M MHOTHM ADYTHM IpH-
sHakaM. IIpu sToM He Bcersa sicHO, Kakast
4051 MOP(OJIOTHYCCKOIH H3MEIIYHBOCTH
o6ycnoB/IeHa reHeTHYEeCKHM pasHoobpa-
3HeM, a KaKad BO3HMKaAeT 32 CYET U3MEH-
yuBocTU BHewHel cpeabl. CerogHs Mbl
3HaeM, YTO CKDbITasi TeHeTHYecKas W3-
MeNYMBOCTh HAMHOIO BbilIe, YeM MOXHO
3aKJIIOMHUTb M3 MPOCTHIX HabmwoaeHuii
Mopdoaoruyeckoit usmenynsoctd. On-
HaKo NpeACTaBJIeHHUs 0 MaciiTabax rexe-
THUYECKO}1 U3MEHYHBOCTH He pa3 II04Bep-
ranuch nepecmorpy. Kaxasiit atan pas-
BHTHSI TCHETHUKH CONPOBOXAANCS BHEA-
peHHeM HOBLIX METOAOB relleTHYECKOTO
aHaJM3a, UCI0Ib30BaHHE KOTOPBLIX I103-
BOJISLJIO BBIABUTb HOBBIE IJIACTHI CKPbi-
TOM reHETHYeCKOM U3MEHYHBOCTH.

Moxa resernyeckuM nonuMophHaMOM
TIOHUMAETCsl YCTOMYHBOE COCYLIECTBOBA-
HHe B nonyssauuu aAsyx (uau Gosee) re-
HOTUIIHYECKH PasHYyaIUXcs (HopM,
npHyYeM 4acToTa Haubosee pepkoii ¢op-
Mbl BCE Xe JOCTAaTO4HO BEJIMKA, YTOObI ee
HOUIeP)KaHHE MOXHO ObIIO OGBACHUTD

MYTAHOHHBIM AaBJjieHHeM (CTIOHTAHHbIM
MYTalMOHHbIM MpoueccoM). TeHeTnuec-
KH# 1101MMOpGU3M — 3TO TOHATHE, KO-
TOpO€e KOHKPEeTH3UPYeT TEDMHH «TeHETH-
Yyeckasd M3MEHUYMBOCTb». Kak npasuio,
desomeH monuMopdU3Ma CBA3LIBAIOT C
noanepXaHHeM HeCKOJbKHX ajlesbHbIX
¢dopM reHa, 4yTO OOHADYKHMBaeTCs INpH-
CYTCTBHEM B TONYJISLUH TOMO- H TeTepo-
3HTOTHBIX TEHOTHUIIOB N0 JAHHOMY JIOKY-
cy. Ecam e Bce ocobu TOMO3UTOTHHI 110
OJJHOMY TOMY >Ke a/JIeJlio, FOBOPAT, 4TO
NONyJAUMs MOHOMOp(dHA IO JaHHOMY
Jokycy. COOTBETCTBEHHO, eC/IH B AOCTa-
TOYHO GOJBLIOH BLIGOPKE U3 NONYIALUHH
o6HApYKUBAeTCA eNMHCTBeHHBIN an-
JleJIbHBli BapHAHT, JIOKYC MOHOMOpgeln.
B npoTHBHOM cJTy4yae rOBODAT, YTO JIOKYC
Ho/yiepxkuBaeTcd B 110AUMOphHOM co-
ctosnuM. OueBU/IHbIE IIPUMEPBLI IIOJH-
Mopdu3Ma B NOMyJAuHAX 4YejoBeka —
JIOKYCbl, KOHTPOJMPYIOLIMe HMMYHHbIE
peakuuy UM cHHTe3 HepMEHTOB.

Jns KoJuyecTBEHHOM OLEHKM reHeTH-
4eCKOH W3MEHYMBOCTH TPHPOAHBIX I10-
NyAALUA UCIIONB3YIOT ABA NOKA3aTeA:

1. leTepo3UTrOTHOCT — CPeRHsiA yac-
ToTa 0cobeli, TeTepPO3UIrOTHHIX N0 HEKO-
TOPBIM JIOKYCaM.

2. onuMopdHOCTb ~ CPEAHSA A0
nonumopodHbix Jokycos. Crenyer noa-
4YepKHYTb, YTO KOHKPeTHble 3HAUEHHsA
ITHX NOKa3ateJed 3aBUCAT OT METOLOB
BHISIBJIEHUS] T€HETHYECKOH H3MEHUYHBO-
CTH.

B nepuop 1900 — 1930 rr., ocHoBHEIM
METOZ0M reHETHYeCKOT0 aHaIH3a GbLT Me-
TOA CKpeIMBaHUIi, B YaCTHOCTH, 6JIM3KO-
POACTBEHHbIE CKPELUUBaHHUS, U1 UHOpH-
auvHr. TIpy uHOpMIMHre YBe/IMMMBAETCH
BepOSITHOCTD NOSIBJIEHHS! B OTOMCTBE pe-
LEeCCUBHBIX FOMO3UTOT, Y KOTOPBIX NPOsiB-
JIAIOTCA pellecCUBHbIE ajied. ITHM Me-
TOAOM GbLIO fI0Ka3aHO, YTO [IPAKTHYECKH
Kaxaasi 0cobb HeceT HECKOJNLKO pepec-
CHBHBIX N€HOB, KOTOpble (EHOTHITHYECKH
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He 0OHApYXHUBAIOT cebsi B reTepO3UroT-
HOM cocTosiHuM. OTCIOAA BO3HHKJIO MpeR-
CTaBJieHHe, YTO TeHOTHUII OPTaHU3MOB CO-
CTOMT B OCHOBHOM H3 FOMO3UIOTHBIX JIO-
KYCOB, Y JIMIIIb PEAKHe JIOKYCH [eTepOo3H-
TOTHBI 110 HEKMM, KaK MIPABHJIO, BPEAHBIM
peueccHBHbIM amiensM. Ciyyau noju-
Mopbu3Ma paccMATPUBANUCh, CKOpee, KakK
MCKJIIOYEHHS M3 3TOro 06ILero npaBmia.

CuTyauus M3MeHHJIach B cepelvHe
60-x Tr. mocjie BHEAPEHUS B UCCIICAOBA-
TeJIbCKYIO IPaKTHKY METOAA IeJib-3J1eKT-
podopesa 6enxos. CyTb ero 3akiaw4aer-
Cs B pa3fieJleHHH B LIOJHAKDHUIAMHAHOM
(MM KpaxManbHOM) rejle pOACTBEHHBIX
6enxoB (M303MMOB), YbM 3eKTpodoOpe-
THYEeCKHEe MOABMXHOCTH pa3JUYAIOTCH
13-32 MYTAUOHHOI 3aMeHbI OT/AeJbHbIX
AMHHOKUCJOTHBIX ocraTkoB. Mcrionb3o-
BaHHe 3TOrO METOJa [10Ka3ano, 4To IpH-
MepHO TpeTb BCEX JIOKYCOB, KOHTPOJIH-
PYIOIIMX GUOXMMHYECKHE peaKkuMH, Ha-
XOAUTCA B NOJMUMOPGHHOM COCTOSHHUH.
Ilpu aTOM cpeaHss reTepO3HTOTHOCTDb
Konebnercs oT 7% y uenoseka o 42% y
ZpO30¢UIIbL.

OnHaKo H3MEHYMBOCTb OeNKOB JMLIb
YaCTMYHO OTpa’kaeT U3MEHYMBOCTb IIep-
BUYHOTO reHETUYeCKOro MaTepuajia —
HYKJEOTHAHLIX MOCIEeROBATENbLHOCTEH
JHK. B xoxue 80-x rT., 61arogaps paspu-
THIO MeToznoB cekBernpoBahusi JJHK, no-
SIBWJIACh BO3MOXHOCTb HENOCpPeACTBEH-
HOli OuleHKM noauMopdH3Ma Ha YPOBHe
OT/E/IbHBIX HYKJIEOTHAOB. ITH UCC/Ie0Ba-
HHS NOABOAAT YePTy NOA JABHUMHU CIIOpa-
MM O MaciuTabax reHeTHJeCKOi U3MeH4YH-
BoctH monynasiuuil. ITo coBpeMeHHbIM
NpeACTaBIeHUsM, A0S NOAMMOPGHEIX
Hyxsteotu0B cocrapiaser 1/1000. Yuurs-
Bast, YTO OOBIYHBII [€H COREPIKHUT OT OXHO
10 10 ThIC. HYKJICOTUIHDIX AP, TIOAYYaeM,
uro oty 100% s0KyCcOB HaXoAATCA B 11O-
JIUMOP(QHOM COCTOSIHUH, TaK YTO KaXKAbLii
M3 HAC OTAMYAETCSI OT COCEXa MPUMEPHO
o 22 MJIH. HYKJIeOTH/IOB.

3akox Xapau-BaiHGepra

PacnpeaesieHHe 4acToOT FeHOTHNIOB
B PABHOBECHOMH NOMYJIAHH

B mo6oii monyaAuuy cyllecTByeT U3-
MEHYMBOCTb B OTHOMIEHUM MHOTHX NpH-
3HAKOB M ONpeAesIsIONIMX UX JIOKYCOB.
Hampumep, xaxablii 4eloBeK MOXeT
HMeTb OJIMH U3 TPeX BO3MOKHbIX TEHOTH-
TIOB IO rpynne kpoBH MN:

1. ToMo3uroTHbI# resoTun MM

2. Terepo3uroTHblit reHotun MN

3. Tomoaurorubiii renoTun NN

Yaiue Bcero BCTpeyaoTCs JNIOAU C Te-
Tepo3uroTHbIM deroTunoM MN, obia-
AaTesiu e TOMO3UTOTHLIX TeHOTUIIOB
MM wunu NN BcTpeuaroTcst NpubIH3u-
TeJbHO B ABa pasa pexe. BOT TouHmle
Ha"Hble, NOJy4YeHHble npH 006cjenoBa-
Huu 6esoro Hacenenus CHIA:

Pyve= 0,292 (unu 29,2%),

Pyn = 0,496 (unu 49,6%),

Py = 0,212 (wnnm 21,2%).

3nech ¥ pasee Ml 6yneM 0603HAYATDH
6ykBoii P yacToTy BcTpeyaeMOCTH COOT-
BeTCTBYIOIlero reHoTuna. [as apyrux
MOMYJALUUN COOTHOILEHHE YACTOT IeHO-
THIIOB MOXET ObiTh COBEPIIEHHO HHLIM,
HO OTHIOAb He NPOU3BOJIBHLIM.

Hanpumep, Bpsa sM cyluecTByer no-
IyJSAUUS C pacrpefeseHUeM 4acToT re-
HoTHoB 20%, 70%, 10%. leno B ToM, 4TO
B NMONYJIALKUAX CO cAyYalfHRIM CKpellHBa-
HUeM A1s IOOO0ro JIOKyca XxapakTepHa 3a-
KOHOMEDHOCTb!

Pyn = 2VPym® Pun

HelictBUTeNbHO, paccMaTpHBas pac-
npefejieHUe JIIOfIei N0 IPYINnaM KPDOBU B
CIIA, Mb BUAMM:

Py = 2VPpn® Pray = 210,292 « 0,212
= 0,498 = Py

3To NposiBJieHHE TaK Ha3bIBAEMOTO 3a-
KoHa Xapau — Baitx6epra, cormacHo ko-
TOPOMY TIDH CAyYaifHOM CKpeIUBaHHH
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Y4YacCTOTbl (€HOTHIIOB HEU3MEHHHI B [1OKO-
JIEHUAX U YAOBJIETBOPAIOT COOTHOLIE-
HHUIO, UMEolleMy BHA IIPONOPUUH:

Pyt Paix i Pan = P2:2pq: @2,

I7le p MU qQ — 4acTOTHl BCTPeYyaeMOCTH
reHoB M u N B reHodoHzxe nmonyasuuu.
YacToTst reHoB (anseneil) MOXHO ole-
HHTb 110 YaCTOTE FEHOTHUIIOB CERYIOIUM
o6pasoM. Bce ocobu ¢ resotunom MM
IIPOM3BOJAT rarIOU/HEIC M10JI0BbIE KIIET-
K4, Hecyuue red M. Kpome Hux, takue
’K€ N0JI0BbIe KJIETKH C BEPOSTHOCTHIO 1/2
NpOU3BOAAT reTepo3uroTHbie ocobu MN.
IToatomy yactoTa rera M paBHa

p= PMV + P 0 292 + 0’496 = 0,54.
2 2

Yacrora sxe reHa N pasHa

a= P+ - 0212+ 220 - 046

IIpaBUIBLHOCTL BRIYMCJIEHHH MOXHO
KOHTPOJIMPOBATL PAaBEHCTBOM

p+q=1

TakoBh! YacTOTHI TEHOB B TEKYLIEM IO-
kosnenuu. [Ipu o6pasoBaHUH MOTOMCTBA
mobas siiuexieTka ¢ BepoaTHoctbio 0,54
HeceT rek M. Ecau ckpeumsanus coy-
yaiiHbl, TO OHa C BeposATHOCTbIO 0,54 ciiu-
BaeTcs ¢ ramMeToil THna M, 1 ¢ BepOsiTHO-
ctbio 0,46 ¢ rameroii Tuna N. Takum 06-
pa30oM, yacTora resotunos MM B cieny-
IOlLlIeM TTOKOJIEHHH PaBHa

p? = 0,542 = 0,292.

TouHo Tak e yacTora MOTOMKOB THIA
NN paBHa

q2=0,462=0,212.

TetepoauroThb B moToMcTBe 06pa3ytoT-
€A B ABYyX ciayqasax: sifuekxnerxka tTina M
OTINIOAIOTBOPAETCH CNIEPMATO30MIAOM TH-
na N, 1160 Ha060poT. ITO COOTBETCTBYET
CYMMe BepOATHOCTel

pq +qp = 2pq = 2+0,54+0,46 = 0,496

ObpaTuTe BHMMaHHe, YTO AJsl pac-
CMOTDEltHOH MOMYASALUHH YACTOThI FeHO-
TUIIOB NOTOMCTBAa B TOYHOCTH paBiibl
YacTOTaM TeHOTHMNOB poautejeit. B
3TOM CHTYyauMH Mbl OyZeM TOBODHTb,
YTO MONYJAUMSA HAXONHUTCS B paBHOBe-
CHHU, MMesi B BUAY HEHU3MEHHOCTb YacToT
TeHOTHUIIOB B NOCJEAYIOIIUX TTOKOJEHHU-
ax. Tlonynsuua saBiaseTcA paBHOBec-
HOM, ec/H yacToThl reHoTHnos MM,
MN u NN naxoastcs B COOTHOWEHUK
p? : 2pq: q2 [eiicTBuUTenbIi0, B 3TOM
cayvae yacTorsl reHoB M u N pasHbl,
COOTBETCTBEIIHO

Py 2

PMN+2 p2+2pq=p(p+q)=p
p 2

Pxn +-Mﬂ2 =p? +2pq =q(p+9) =g,

2 4acTOTb! TEHOTHIIOB B CJeAYIOLIEM
MOKOJIEHHUH MO-NIpeKHEMY HAXOAATCS B
COOTHOIEHUH pZ 2pq : q2. Ha pucynke 1
NpHBe/leHa reoOMeTpHYecKass WHTepIpe-
TalMs COOTHOLIEHHIT 4acTOT TeHOB U Te-
HOTHIIOB B DABHOBECHOI1 ITOTYJISILIMH.

Ilepexon k paBHOBECHIO
B HEPABHOBECHOH NONYJIAMH

YT0 NpOH30HAET B NOCIEAYIOUIMX MO-
KOJIEHHSIX C HePaBHOBECHOH MOMYNAIH-
eli? PaccMOTpHM MOMYJIALHMIO, KOTOPYIO
MBI [IDUBO/IMJIM B KauecTBe [IPUMepa «He-
BO3MOXHOI» (CM. Hayano pasnena).
IlycTb B HCXOQHOM [10KOJIEHMH YaCTOThI
reHotuiioB MM, MN u NN pasubt 20%,
70% u 10%, coorBerctBerHo. Toraa yac-
TOThI reHOB M 1 N pasHbI

p= 02+ﬂ—055

q=01 +O—é7 = 0,45.
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Cnepmatosongb
M N
p=0,54 q=046
M MM MN
p=054 p2=0,292 pq=0,248
g
@
2
)
=
[»
N MN
q=0,46 pa=0,248
Puc. 7.1.

Avarpamma, MoxassBaoLan B3auMoCBA3b
4acTOT reHOB ¥ FEHOTWMNOB B COOTBETCTBUN
€ 3aKOHOM Xapay — Bailn6epra ana
paBHOBECHOI NONYNAUNN

YacToThl 0cobeli ¢ pasim4HbIMH FeHOTH-
TaM B CJIEyIOLIEM TIOKOJIEHHH COCTaBAT

PMM o= p2 = 0,552 = 0,3025;
Py = 2pq = 2+0,55+0,45 = 0,495;
Py = q2 = 0,452 = 0,2025,

Mbl BHAMM, YTO YACTOTHI [EHOTHIIOB B
HepaBHOBECHOH MONYJASiMU PE3KO U3Me-

0.8
06 - MM
5 - MN
4
g 0 - NN
702
0 J B I |
1 2 3 4

Nokonenun

Puc. 7.2. AnHamuka DOCTUXEHNA
PaBHOBECUA YacTOT FreHOTHNOB APK
cny4aHoOM CkpewmBannmn, B ncxoaHom
NEepBOM NOKONEHUW NOMYNAUNMA HAXOANUTCA
B HEPaBHOBECHOM COCTOAHUKN. PaBHoBecHe
AOCTUraeTCa 3a 0QHO NOKONEHne, nocne
4YEro 4aCToThi FeHOB HE U3MEHAIOTCA

HAKOTCS 34 OAHO HOKOJAeHHe (NpH Heus-
MEHHOI 4acTOTe TeHOB), B pe3yJibraTe ye-
ro TOMyJsiuHs TPUXOAUT B PaBHOBeCHe.
B nanbHenieM 4acTOTHl T€HOTHMIIOB HE
U3MEHSI0TCS B NOKOJNeHUsX (pHc.7.2).

IoabiTOXUBAs CKA3aHHOE, MOXKHO 3a-
KJIIOYHTD, YTO MEHJIE/IEBCKOE Hace0Ba-
HHe camo 110 cefe He H3MeHsIeT YacTOThI
TEHOB U B YCJIOBHSX CJIYYaliHOTO CKpe-
IIHMBaHHS 32 ORHO IIOKOJIeHHe NPUBOAUT
MONYJIAUHUIO B COCTOSTHUE DaBHOBECHS.

OtMeTHM, 4TO 3ak0H Xapau-Baiinbep-
ra He siBJISIeTCs 3aKOHOM B TOM CMBICJIE, B
KOTODOM MbI roBopuM 0 3akoxax Hrioto-
Ha M Mengens. CKopee, 3TO HEC/IOXK-
Hasi MaTeMaTHYecKasi Teopema, KOTopasi
BbITEKaeT U3 TIPEATIOJIOKCHHUS O Cyyait-
HOCTH CKPCLUMBAHMA. ITOT 3aKOH 11c0n-
HOKPaTHO OTKDHIBAJICA U NE€PeOTKphIBa-
cs B Havaste XX B. [ToMmuMo HeMenkoro
Bpaya B. BaiinGepra u aHriuitckoro ma-
temaTtuka I. Xapau, ero popMyaupoBaim
B. Kacta, K. IupcoH ¥ MHoOTHe apyrue.

3akon Xapau-Baiin6epra aerko 0606-
ulaeTcs B CIy4asix MPOH3BOJBHOTO YKCIa
QJLIEIbHBIX TeHOB, 3aMeTHM, 4YTO NpH
ABYX ajNejsiX 4acTOTHl T€HOTHMIIOB Bbi-
YHMCIAIOTCS BO3BEEHHEM B KBAJIpaT CyM-
Mbl 4aCTOT reHOB, KOTOpas 3aBeAOMO pas-
Ha efMHULE:

(p+q)2 = p2+2pg+q? = 1

AHaJIOTHYHOE COOTHOILIEHUE CIIPABEA-
JIUBO JUIS clIy4asi TpeX H 60JIbIIero yucaa
asineneii. ITyctb yacToThl asieneii Aq, Ag
¥ A3 1151 HEKOTOPOTO JIOKYCa PaBHbI €O-
OTBETCTBEHHO P, q M r. Toraa yactotsl
BCeX BO3MOXHBIX TeHOTHNOB (AqAj,
AgA9, A3A3, A1Ag, A1A3, AgA3) MOX-
HO BBIYHCJMTH BO3BEACHUEM B KBaapaT
CYMMbI YacToT ajuleneit:

(p+q+rn?2=p2+q+r2+2pg+
2pr + 2qr =1

3THMH COOTHOWIEHHAMH Mbi BOCIIOJIb-
3yeMcsi TNpu anaiuae noiumopduama B
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MOy AAUMSX YeJOBeKa Mo TPYNaM Kpo-
BM cucteMul ABO.

3axoH Xapau — Batin6epra
AJIA JOMHHAHTHBIX F€HOB

B npeasinyiem pasfiene Mbl paccMmart-
PUBAIM CUTYALHIO, KOTZIa BCE TEHOTHITBI
UMeIOT pas3JIn4HOe (PeHOTHNIHYECKOoe TIPo-
siBJIeHUE. ITO NO3BOAsIeT HETIOCPEACTBEH-
HO OI[€HHUTb YaCTOThI BCEX BO3MOXKHbBIX re-
HOTHUIIHYECKHX KJIACCOB. JTO BO3MOXKHO,
HanpuMep, NPH HCCNENOBAHUAX [1OJIH-
mopusma 6enkoB MeTOAOM 3NeKTpodo-
pe3a. Onnako BO MHOTMX BaXKHBIX cJIyda-
AIX HEBO3MOJKHO OTJHYMTDb IeTePO3UIOThI
OT FOMO3UIOT M3-3a AOMHUHUPOBAHUS Of-
HUX aJIeJIbHBIX TeHOB Haja Apyrumu. B
peayJsisraTe 4acTOThl TeHOB Hejb3si Olie-
HUTDb HENOCPEACTBEHHO MO YaCTOTE [eHOo-
THIIOB, TaK 4YTO €IMHCTBEHHOH BO3MOX-
HOCTbIO CTAHOBUTCS NIDHMEHEHHe 3aKOHA
Xapnu-Baiin6epra. PaccMoTpuM npuMep.

Anb6unusM y 4ejjoBeka 00yCJIOBJIEH
PEAKMM DelleCCUBHbIM [E€HOM, KOTODbIi
Mbl 0603HaYMM Kak a. JJOMUHUDYIOILHA
ajsieNlb HOPMJIbHOM MUTMEHTALUH ecTe-
cTBeHHO 0603HauuTL Kak A. Torpa remo-
TUN aab6UHOCOB OyleT aa, TeHOTHIIB
HODMAJILHO TMIMEHTHDOBaHHbIX — AA
nu6bo aa (reTepo3urota HeOTAMYHMMA OT
romMoauroTh!). ITo fauHbiM 1965 T. B eBpO-
neickux crpaHax Ha Kaxzasle 20 000 Ho-
BOPOXXAEHHbIX NMPUXOAHTCA OAHH Cay4ail
nosipienns peberka — anbOuHOCa. ITO
03HayaeT, YTO YACTOTA PELIECCUBHLIX rO-
MO3uTOT paBHa P,,= 5105, Ilycts g —
yacToTa reHa a. 1lo sakony Xapau —
BaiinGepra B paBHOBECHOM CJly4ae HMe-
eM P,, = ¢?, oTkyna

q =P, = V54105 = 0,007.

YactoTa HOpMaJIblibIX FEHOB PaBHA p =
1 —g=1-0,007 = 0,993. Tenepv MOX-
HO BBIYMC/IUTh HEU3BECTHOE COOTHOIIE-
HHe TOMO- H TeTePO3UTOT cpeiu PeHOTH-
NMHYEeCKH HOPMAJIbHBIX JIIOAei.

P,, = p? = 0,9932 = 0,986;

Paa=2pg=2+00993+0,007=0014.

O6pamaeT Ha ce6ss BHHMaHHUE, 4TO J0-
JIfl TETEPO3UTOTHBIX HOCHTEJIeli reHa alb-
6uHM3Ma He TaK Y HHU3KA H COCTaBAgeT
1,4% or obuiefi uvcNeHHOCTH HOMYJs-
uuy. 310 nposABieHHe obluero NpaBuna,
COTJIACHO KOTODOMY peAKHe aJLIesIM NpH-
CYTCTBYIOT B IONYJIALMHU TJIaBHbIM 06pa-
30M B FeTEPO3HIOTHOM, 2 He B TOMO3HTOT-
HOM COCTOSIHMM. JTO IOJIOXKEHHe IIOA-
TBEPXK/JAeTcs U ApPYrvM MPHUMEpOM: Yac-
TOTA JOAEH, CTPaJAIOIIMX ajbKaNTOHY-
pueit, paBiia 1 Ha 1 MaH., B TO BpeMs Kak
yacToTa HOCHTe/ell ITOro reHa B reTepo-
3UTOTHOM cocTosiHuu paBHa 0,002 (npu-
6mm3uTeasHo 8 1000 pas Gonviue).

Spkuil npuMep reHeTH4eckod U3MeH-
4YUBOCTH — cHcTeMma rpynn kposu ABO.
[MomaMopdhuam no atoMy npusHaky Obu
BhIsIBJIEH B HauaJle HAILIEro BeKa NMpH H3y-
YeHHM DPCaKUUM arTJIOTHHAUMM. AHTH-
reHHble IPYNIIbl KDOBU KOHTPOJHPYIOTCS
TpPeMsl aJUIeJbHbBIMUM reHamu 1A, IB y IO
O603HaYMM COOTBETCTBYIOILIME AINENb-
HBIC YACTOTh! KaK P, q U I. [ennr 1A u IB ko-
JIOMMHAHTHBI [10 OTHOWEHHIO APYT K JpY-
Iy, HO NMOJHOCTBIO AOMUHHUDYIOT HaA Te-
HoM 10, B pe3ysibrate Takoro B3aMMozeii-
creusi(cm. Tabn. 1) miecTh BO3MOXHBIX
TeHOTHIIOB OKa3blBAIOTCS pacnpeleseH-
HbIMH TIO yeTbipeM (eHOTHIIHUYEeCKUM
KiaccaM (rpymnnaM KpoOBH) €O CJelyio-
IIMMH YaCTOTAMH.

Ta6bnuua 1. leHeTu4eckan
U3MEHYUBOCTb B CUCTEMe rpynn

kposu ABO
Ipynna kposu| lerorunsl PaBHoBecHble
4acToOTH
(peHOTHROB
1(0) 00 r2
11 (A) AA; A0 p? + 2pr
11(B) BB; B0 q?+ 2qr
IV (AB) AB 2pq
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IlpeanonoxumMm, 4To B HEKOTOpON HO-
NyJIAUMH HabMI0KAI0TCS CAeAYIOUIHE Yac-
TOTHI FPYIIN KPOBH:

A =045
B =0,13
AB = 0,06
0 =0,36

Paccuutaem vacToThl anfiejeii, npeg-
nojaras NOUyAAUMIO paBHOBecHO#. Tak
Kak yacrora rpynnsl O paBHa r?, yacrora
rena 10 papua r = V0,36 = 0,6. [lanee 3a-
METHM, YTO CyMMapHasi yactora rpynn O
u BpaBHar? + (g2 +2qr) =(r +q)2 = 0,36
+0,13 =0,49. Orkymar +q = V0,49 =0,7.

TakuM o6pa3oM, yacroTa reHa IB papna
q=0,7 — 0,6 =0,1. Hakonen, yactora an-
gens IApapHap=1—-(r+q)=1-07=
0,3.

Bcrpeuyaemocts resa Ib pesko pasau-
4aeTcs B NMOMYJIALIMAX KODEHHOTO Hace-
JIeHUs M3 Pa3HbIX PErHOHOB MMpa: OT
0,02 (amepukaHckue WHAeHUb, a6OpH-
reHbl ABctpanuu) 1o 0,24 (GkuTenu no-
ayoctpoBa MUupocrtan). Cymecrtsyer
NpeAnosIoKeHre, YTO 3TO CBA3AHO C MOo-
BbIILIEHHO# yCTOHYMBOCTbBIO JIOAEH ¢ of-
pefieIeHHbIMHU TPYINAaMH KPOBH K TsIXKe-
JbIM MHQEKIHOHHEM 3a60/1eBaHUAM,
XapaKTepHbIM I KOHKPETHBIX Peruo-
HOB.

YcnoBus BbINOTHEHAA
3akona Xapau — BaitnGepra

ITpu Bceit cBOelt yHUBEPCANBLHOCTH 3a-
koH Xapau — Baitu6epra BoinosnHsiercs
AAJICKO He BO BceX cUTyauusx. Pasnuy-
Hble (PAKTOpbI 3BOMIOUMU MOTYT OTKJO-
HATH MOMYASLMIO OT IOJIOXEHUS DaBHO-
BECHS M HApYaTh COOTHOlllEHHe TeHO-
TAMUYecKHX yactoT. Huske Mbl nepeunc-
JINM YCJIOBUS, KOTOPble HEOOXOAUMBI IS
cTporo cobiiogeHus 3axona Xapau -
Baiin6epra, a B nociaeqyiolux pasgenax
noAPOGHO 06CYANM Kaskoe U3 HUX.

1. [HanMHKCHA, HIH caydaHHOCTb
ckpemmBaHui. 3TO camoe BaXHoe yc-

JIOBUe A/ BBINOJHEHUs 3akoHa Xap-
au — Baitn6epra. Jlio6oe npeanoyteHue
NP CKPEUIMBAHHAX CYUIECTBEHHO HC-
KaXaioT cooTHoweHnus Xapau — Balin-
6epra.

2. Orcyrcrsue or6opa. VimeeTcs B BU-
RY, 4TO XM3HECNOCOOHOCTb H TJIOAOBM-
TOCTb 0c06eil He 3aBUCAT OT UX FEHOTHIIA.
3JT0 TpeboBaHue obecrneuuBaeT PaBHYIO
3HAYMMOCTD BKJIaa Ka)KAOTO reHOTHNA B
cleRyouee OKoJeHHe.

3. OTCYyTCTBHE MYTAUHOHHOIO NpoO-
uecca, MPUBOASLIErO K BO3HUKHOBEHHIO
HOBBIX aJLJIeJIbHBIX BADUAHTOB.

4. OrcyrcTBHEe MHrpauMii Mexapy
pas3jYHBIMY He3aBUCUMBIMU TOMYNs-
HHUSMH.

5. Boabmas YHCAEHHOCTb NONMYJasA-
uHH. B nonyasuusx Maoi YUCJEHHOCTH
BO3MOXeH TaK Ha3biBaeMbli cAy4alHbIH
apeiid rewos, KOTOpHIA NPUBOAUT K
¢nykTyauusiM yacToT reHOB BIJIOTH A0
MX ONTHOTO UCYE3HOBEHMS.

EcTecTBeHHbii 0TOOp

Ipucnoco61eHHOCTb FeHOTHNIOB
M BHIp1 OTGOpa

«EcrecTBeHHbli 0T60p — 3TO Nepexu-
BaHue HauboJlee NPUCTIOCOBIEHHBIX UHIH-
BHAYYMOB». PasBuBasi 3TO OINpefesieHHe
Y. JapuHa, MOXHO CKas3arb, YTO €CTeCT-
BeHHBIiT 0T60p — 310 AN depenuManbLHOE
BOCIIPOM3BEAEHHE Pa3jIM4HbIX FeHOTHIM-
Yeckux BapuaHTOB. OTOOp ABJIAETCS BaX-
IIeINMM HalpaBsoIMM (HaKTOpOM 3BO-
JIIOUMH NOMYJNALMIA, BHPaXAIOUUM HEKO-
TOPBIiT MHTErPaNIbHBIT UTOT B3aUMOAEHCT-
BHA 0co0eil MM UX IPYIIL ¢ OKPYKEHHEM.
KonvyecTBeHHO! Mepoil HHTEHCHBHOCTH
TpoLeccOB OTOOpa MOXET CJIY>XMTb OTHO-
CUTeJIbHAS PHCIIOCOGIEHHOCTD, KOTOpast
SIBJISETCS. MEPOH BKJIaJa KWKAOINO FeHOTH-
na B CJleAylollee TIOKOJIEHHE.

IloHsTHe MPHUCHOCOGIEHNOCTH BKJIO-
yaet B cebs:
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1. dKusHecnocoBHOCTH, TO €CTh BEPO-
SATHOCTb BBUDKMBAHMA [0 PENPOAYKTHB-
HOT'O NEPHOAA.

2. [INoRoBUTOCTH, TO ECTH KOJHYECTBO
NPOH3BENIEHHBIX IIOTOMKOB,

Ynpouasi CHUTYalKio, MOXHO CKa3aTh,
YTO MPHCNOCOGIEHHOCTh IPONOPIHO-
HaJbHA IPCOH3BEAEHHIO BBXHBAEMOCTH
Ha TIOZOBHTOCTb. EcTecTseHHblit oTOOp
OlIeHHBaeT JIMIUb CyMMapllylo MW 06-
UIYI0 IPHCNOCOOEHHOCTD, HO HE ee OT-
JeNbHbIE KOMIOHEHTBE.

Mpu BbINUCTENHSAX NpUCTOCOBIIeH-
HOCTb NPUHATO 0003Hayath OGyKBOH W.
Ilo onpeaeneHuo OHa — BeJIMYUHA OTHO-
CHTENIbHAS.

O6s1yHo W HanGonee npucnocobnen-
HOro reHOTHNA NPUHHMAETCA 32 eNUHH-
uy. IIpuciocobaeHHOCTH OCTalbHBIX re-
HOTHIOB 33/1210TCsA (POPMYNOif:

w=1 -5,

rie s — koadduument orbopa, oupe-
AENAOIMHE CKOPOCTh YMEHbINEHUS 4ac-
TOTHI TOIO UJIM MHOI'G FEHOTHUTIA,

PaccMOTpUM HECKONBKO cJy4yaeB, B
KOTODBIX OmfpefAencHue NpUcrnocobed-
HOCTH /10CTaTOYHO OYEBHAHO.

1. Boaesnp Tass — Caxca, Bbi3biBae-
Masg HaKOIUIEHHEeM B TKaHAX HEPBHOI
CHCTEeMb] YeJIOBEKa HEKOTOPBIX JIHITUIOB
(ranrnuosnaos), NpUBOAUT K YMCTBEH-
HO{ OTCTaNOCTH, CJenoTe U paHHel
cmepte. IIpHcnocob6aeHHOCTh MHAMBH-
AYYMOB c 37Ol 60/€3Hbi0 paBHa HyJIO
(x03cpdHieHT oT6GOpa paBeM eAMHH-
1e), MOCKOJIbKY OHM YMUDAIOT B PaHHEM
Bo3pacre.

2. AxoHAponJacTHyeCKHe KapJIHKH
OCTaBJIAIOT B CDEAHCM B O pa3 MeHblie
110TOMCTBa, 4e€M 3A0POBbLIE JoAU. B atoM
cly4yae MpHCNoco6IEHHOCTh paBHA W =
1/5=10,2, a koa¢pdpuunenT orbopas =1 —
0.2=08.

B ciyyae nonumopduama nomyasumnu
110 HEKOTOPOMY JIOKYCY, Mbl HMEEM €O

C TpeMs reHOTHUIIAMHU, HpHCHOC06ﬂeHHOC'
TH KOTODbIX B o6uieM cayyae pasH4HbL

AA Aa aa
Wi w2 W3

Tenotunsr:
IIpucnocoGieHHOCTH:

OyeBW/IHO, YTO ecau anaenb A JOMU-
HUPYCT, TO CJIEAyeT HONOXHTbL W{ = Wo.
Ecny npu 3TOM peleccHBHas annelb a
ABNSETCA JeTanbuoit, 1o wg = 0, u
w=wo=1.

JInHaMyKa 4acTOT rEHOTWIIOR B 1I0-
cnefyoUMX TOKONICHUAX Oynet 1enu-
KOM 3aBHCCTb OT COOTHOINCHHSA MEXIY
NpUCIOCO6IEHIOCTAMH IeHOTHNOB. B
3aBMCHMOCTH OT TOrO, KaKOil IeHOTHN
obsnagaer MaKCHMMaJlbHOU TPHCHOCO6-
JIEHHOCTBIO, PA3JIMYAT TPH BapuaHTa
orbopa:

1. HanpaBaeHnblit: wl > w2 > w3

JT10 O0T6OP NPOTHB rcla @ BO BCEX €10
nposiBjielinsix. Pesymsrarom Oyjer 1o-
CTEMEHHOe BBITCCHEHHE (3TMMHHALHUSA)
anJiens @ U3 NOMYNSALUUH.

2. Crabunusupyroumit: wi < w2 > ws.
B 310i cuTyauuu retepo3urothi obaga-
IOT CEJIEKTUBHBIM 1IPEMMYHIECTBOM, UTO
HPHBOAUT K HOMIEPXAHHIO YCTOHYMBOIO
nonumopdHaMa B ONyNAUWH.

3. {uapynrusablit: wl > w2 < w3.

Jnst aTOrO CNyyast XapakTepHO BbITEC-
HEeHHe OJHOro M3 ajljlesieil B 3aBUCHMOC-
TH OT [EPBOHAYAJIBHOrO COOTHOLIEHUS
4aCTOT FeHOB.

Huxe Mbl gaguMm konmdectseHHoe
onucaHue Haubosce BaXKHBIX CAYYAEB
oT6opa B NaHMHUKTHYECKHUX IIOIYISIHSX.

O160p npoTHB
PELIeCCHBHBIX JieTaned
IpeneabHbIM ChyyacM oT6Opa MPOTHB
PELIECCUBHBIX AJIENEH ABNAETCA CHTya-
UMSA, KOTZA PCUECCUBHbIE TOMO3UTOThI
obnanarT HyJeBoif npucnocobaeHHoC-
ThIO, TO €CTb NMOrUBAIT A0 AOCTHXEHUS
T10JI0BO3PENOCTH UM CTEPUIbHBL. H3Be-
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Tabnuita 2. UameHeHna YacToT
reHOTUNOB 3a OQHO NOKONeHne

oTGopa NPOTUB peueCcCUBHbIX
roMo3unroTr
Tenotun
AA Aa aa |Bcero

Mpucnoco-
61eHHOCTD { 1 0
Yacrota reHoTH-
na B HCXOIHOM
1OKOACHHH p? 2pq ¢ |1
Bxiaa reHotima
B CUICTyIONICe
TIOKOMIEHHC p? 2pq 0 |p(i+q)
Yacrora reorina
B ClIeAYIOWEM
FIOKOACHAN p/(+q) |2q/(1+q)] 0 |1

CTHBIM MPUMePOM 60J1e3HH, 00YCIOBIEH-
HOH peleCCHBHBIM JIETa/IbHBIM TEHOM,
MOXET CAYXHTb (PEHHUIKETOHYDHUS.

IIpenmonoxuM, 4T¢ B HEKOTOPOM TO-
KOJIEHHH B PAaBHOBECHOH NOMYJIANMH Ya-
CTOTa JIETAJIBHOTO PEUEeCCHBHOIO reHa a
paBHa q. Torga yacToTa HOPMAJIBHOIO
AOMHUIIMPYIOLUETO ajesis papHap = 1 —
q. OcHoBHBIE 3Tanbl gAajbHEWINUX pac-
cyxnaenuii npeacrasienst B Tabnuue 2.
B MCXOZHOM NMOKOJEHHH 4acTOThI T€HO-
THNOB COOTBETCTBYIOT pacnpeneseHHIo
Xapau — Baitubepra. B caenyromei
CTPOKe NPMBEAEHBI YaCTOTbI FEHOTHIOB,
YMHOXEHHblE Ha COOTBETCTBYIOLIHE
npucnocobaenHocTH. TeM caMbIM Mbl
BHIYUCISIEM OTHOCHTEJbIIbIE BKJIanbl
KaX/JOro reHoTHUIIA B CHeAYIolee TIOKO-
JleHre, JTH BKJAAbI NPONOPLHHOHANLHBI
YacTOTaM reHOTHIOB noche orbopa. [ns
TOrO, 4TOOBI OHM CTaJU YaCTOTAMH TEHO-
THNIOB, HX Hy)XHO <«HOPMHPOBaTb», TO
€CTh PasfieIMTh KAXKIABIH M3 HUX Ha 06-
HIYIO CYMMY BKJ1a0B, pPaBHYIo p? + 2pq =
p(p *+ 2q) = p(l + q). Pesyavbrar atoit
oliepaluH TIpYBEJEH B NMOCNEAHEH CTPO-
Ke TabnuLH.

Urax, B ciienyoiieM NMOKOJEHHH Yac-
TOTa reHoTHnoB Aa paBHa 2q/(1+q), a

4acTOTa CaMOro JeTaJbHOr0 reHa pasHa
NOJIOBUHE 3ITOH BEJIHMYHUHBL, TO ECTh
a/(1+q). CnenoBarelbHO, 32 OHO MOKO-
JieHHe YacToTa pellecCMBHOM JieTalH 13-
MeHsieTcs N0 popMyJIe:

q
1= T+q

O603Ha4¥M YacTOThl PELECCHBHBIX
rEHOB B TMOCJIEAOBATEJLHOCTH MOKOJE-
HHi Kak qg qy, Qg - G, TOTAR, ECNH B HC~
XOIHOM (HYJIeBOM) NMOKOJIEHHH 4acToTa
Jletajieit paBHa g, TO B IIEPBOM IMOKOJIE-
HHH

- %
W™ Toge

BO BTOPOM NOKOJIEHHH —
(1+q,) _ q,
+qo/(1+qe) 1+2q,

Jlerko 11poBepUTH, YTO 3Ta 3aKOHOMED-
HOCTb cobiroaeTcst ¥ Kajee: B MOKoJIe-
HHH Mol HOMEPOM t

=do_
Q 1+th.

, H T

IMonyyeHHas popmyia TOYHO OMUCHI-
BaeT IUHAMHKY CIHXEHHS YacTOTHI pe-
LeCCHBHBLIX JieTalteil B MOKOJEHUAX 3a
cyeT orbopa. IIpoMcxoaUT OHO OYeHb
MeUIeHHO, BbiuuMcauM 4HCI0 AOKoJIe-
HUH, 32 KOTOpOe YacTOTa PELIECCHBHBIX
Aetaneil yMeHbluaercs Basoe. Mimeem

Go_ g4 tqp = 2, wm t=%

t o

Takum obpasoM, pexkasi PeLeCCHB-
Has NieTallb, BCTPEYaIlonascst C YaCTOTOR
1073 auwpb yepes 1000 nokonenuit 6y-
IeT BCTpevaThCst BABOE pexe. Ecau pe-
UEeCCHBHASI FOMO3UIOTa BBIXKHBACT, HO
MMeeT TIOHWXXEHHYIO NpHCIOcobaeH-
HOCTBb, TO CKOPOCTH BEIBEAECHUS U3 MO-
NyJASUMH PeHECCUBHOrO rexHa 6yaer ewe
HIXe.
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Ta6mua 3. UaMeneHHe 4acToT reHOTHIIOB
3a OXHOMNOKOJIEHHE 0TOOPA B MONb3Y rETEPOIHUTOT

Tenotun
Bcero AA Aa Aa
[pucnocobnennocts 1-s 1 1-t
YacTora reHoTHNa B HCXOZHOM MOKONEHHH p? 2pq q? 1
Biraa remotuna 8 cneayiouee nokoaeHne p2(1-s) 2pq q2(1-0) \i4
Yacrora renoruia B Cleay0WeM 110KOTEHHH p2(1-s)/W 2pqg/W Q2(1-L)/W 1

JTOT BHIBOJI MOJHOCTbIO IIEpeYEpKHBa-
er Jiiobbie eBreHH4YecKHe MPOrpaMMbl
OYMIEHUS] TeHO(OHAA OT BpEAHBIX re-
HOB.B yacTHOCTH, NnpHHynUTENbHASA CTe-
PHNH3aLMS JIMLL, CTPAJAOUINX OT Hacae]-
CTBeHHBIX 3a00NeBaHHi, aBCONIOTHO He
appexTuBHa. Ecau noaobHyw onepa-
[IMI0 NPOBOIKMTbL HAa TNPOTSKEHUH, Cka-
xeM, 20 riokoJieHui, TO YacToTa BpeAlo-
ro peuecCHBHOIG reHa YMEHBUIHUTCH OT
0,001 ao 0,001/(1+20+0,001)=0,00098.
Ho 3710 uyacTOTH! pelieccuUBHBIX TeliOB.
Lons 3a60n€eBmnx paBHa 4aCTOTE perec-
CHBHBIX TOMO3HIOT, TO eCThb KBa/paty 4a-
CTOTh BpenHore reHa. Taxum obpaszom,
3abonesaeMocTh ymenbumutcs o1 10°°
xo 0,00098%= 0,96+ 10°% (ne 6onee yem
Ha 4%).

O160p B NOJIB3Y reTEPO3UIOT

Ot6op B MOJB3y I'ETEPO3MIOT, KOria
o6e roMO3HTOThI UMEIOT IIOHHXEHHYI0 1O
CPaBHEHHIO C FeTEPO3UIOTOI IIPHCIOCO6-
JIEHHOCTb, YaCTO Ha3bIBAIOT FETEPO3UCOM,
WJIH CBePXJAOMMHUPOBaHMEM. DTOT THI
orHopa CyLIeCTBeHHO OT/IM4AETCA OT pac-
CMOTPEHHOTrO BbIlile HAIPABJAEHHOIG OT-
6opa: CBepXIOMHHUPOBAHHUS IPHBOIUT K
CO3JaHMI0 YCTOHUYHBOrO IOJUMOP(UOro
paBHOBeCHS.

PaccMoTpUM M3MeHeHUs TeHOTHINYE-
CKMX YacTOT 3a OHO NOKOJjIeHue oT6opa
NpH CBepXAOMHUHHpoBanKK. Bee paccyx-
AeHHUs NpeacTasiens B Tabauue 3.

B nepBbix ABYX CTpPOYKaX fpHBEAEHbI
NIPHCIOCO6EHHOCTH ¥ YaCTOThi TEHOTH-

HOB B HEKOTOPOM IliOKoJieHHH. Bkiag B
cliefyolliee MOKOJEHUE PaBeH MPOH3Be-
HEHHUIO YACTOTH! HAa MPHUCIOCOBIEHHOCTD
(Tpetbst cTpoka). CymMma BKJIagoB Beex
reHOTHNIOB Ha3biBaeTCs cpelnued npu-
CNoCco0IeHHOCTBIO U PaBHA

W = p%(1 —s) + 2pq + q2(1-t).

ITocnenuss cTpoka Tabnuibl COOTBET-
CTBYET YacTOTaM EeHOTHUIOB B CJEAYIO-
HIeM NOKONeHHH. BeIMUCINM W3MeHeHHe
YACTOTHE AJVIeNs 33 IOKOJIEHHE, OMYCTHB
4acTb MPOCThIX aNrefpanyecKHUX BbIKJa-
AOK.

1
Aq=q- (Paa+5PAa) =

_9%(1-t)+pq _ pq(sp —tq)
q W W :

[lonynsuus NpUXORMT B PaBHOBECHE,
KOI/Ia YacTOTh! aJLIeNeil NepecTanT U3Me-
HATbCA. Torxa npu JOCTUXEHHK PaBIIOBe-
cusa Aq = 0, orkyzna sp = tq, mnu s(1 — q) =
tq. OkonyaresibHOe BbIpaXKeHHe AJiS pas-
HOBECHOH YaCTOTBI AJLTeJs @ MMEET BHI

S

175
ITpu 3ToM ji1st anenst A HMeeM

S

t+s -’

B orsimuMce oT paBHOBECHS B HCHTpaJib-
Holt nonyasuuu (B oTcyTCTBHH OT6Opa),
paBHOBECHE NpPH CBEPXACGMUHHPOBAHHUHM
SABNSETCA YCTOHUMBLIM. JTO O31Iauaer,
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YTO MPU OTKJCHEHHH TEHHBIX YacTOT OT
PaBHOBCCHOTO 311a4eHHst TIOMyAUUA BO3-
BpalIaeTCA K TOMY XK€ pPaBHOBECHOMY
ypoBH10. HamoMHuM, 4to HelTpanbHas
HOYJIAIHMS IPH OTKJIOHCHHH OT MOJIOXe-
1M PaBHOBECHS 3a OJ(HO 1IOKOJIEHUe Te-
PEXOINT B HOBOE PABHOBECHOE COCTOSIHHE
(¢ Dpyr¥MH YacTOTaMu reilOTHIIOB).

leranslo H3yyeHHBIM NpPUMEPOM
CBEPXAOMHUINPOBAHUS B [IOUYJISALHAX
4YeJIoBeKa CIYXKHUT CepilOBHAHOKJIETOY-
1as anecMus — 607¢311b, LIMPOKO DACNPO-
CTpaHeHHast B HEKOTOPHIX CTpaHax Ad-
PHKH 1 A3uH. AHCMUSE 00YCIOBJIEHA aHO-
MaJbHBIM CTDOEHMEM TeMmoraob6una
(dopma S) v pa3BHBaeTCH y NOEl TOMO-
aurotusix no aneno HbS. HopmanbHbiit
reMorjo61H Bblpa0aTbhiBaeTCs B MPHCYT-
crBuu annenst HbA B romo- uau retepo-
3UTOTHOM COCTOHUH. BonbinMHCTBO Jto-
aci ¢ renorunom HbAHDBS morubaer no
NOCTHXKENHMS TQJIOBO3PEAOCTH, TaK YTO
IpUCNOcob/IeHHOCTh ITOTO TEeHOTHMNA
6au3Ka k nymo. HecmoTps Ha 3To, Yacro-
Ta AJIIENA OCTHUrAET JIOBOJIBIIO BHICOKUX
3HAYCHUI B psile perMOHOB, 0COBEHHO B
paitoHax pacHpacTpalCHUS MalsipHitiio-
ro rra3moznus. IIpuunHa sToro cocTout B
ToM, 4to rereposurorst HbAHDA Gonee
YCTOHUYMBBI K MaJISIPUH, YCM [OMO3UTOTHI
HbAHDbA, To ecth 06namaoT cenexkTHB-
HbIM TIPCHMYIIECTBOM IO CPaBHEHHIO C
06eMMH TOMO3HTOTaMH, Yy KOTODbBIX
CMEPTHOCTb OT aHEMHU HJIH OT MaJIsiPHH
BblIlle, YeM y F€TEPO3HUIOT.

Hanubre, nosyyennsie upx obcienoBa-
HUM HacejeHus Hurepuu, mokasslBaior,
YTO B MaIAPHItHBIX pailoHax oT6Op Npo-
THB romo3uroT HbAHbA pasen s = 0,12, a
nporus romosuror HbSHbS : t = 0,87.
CornacHo H3J0OXEHHOH Bbllie TEOPHH
paBHOBecHasl, yactora rera Hb B stom
cJTy4yae paBHa

s _ 0,12
(s+t) (0,12+0,87)

=0,121,

YTO BecbMa 61H3K0 K GakTHYECKU Ha-
6JI0RaEMOI YacToTE,

Myrauum

MyTaunonnoe gaBleHHE H3-32 HH3-
KO CKOPOCTH Ipolecca CIOHTaHHOrO
MYTHPOBaHHS kpaiiHe cnabo BausieT Ha
paciipefiefieHHe HOIIYJIAUHOHHbIX Yac-
tot anneneii. Iloa ckopocThio MK Yac-
TOTOI MyTHPOBAHHA NMOHHMAETCH JIONA
raMet, B KOTOPbIX MPOH3OINIH H3MEeHe-
HHUA JJAHHOTO reHa. J[sis BoiCIIMX Opra-
HHU3MOB 3Ta BeJHYMHA He NpeBblILAeT
10-6 — 10-5 Ha J0KyC 32 IIOKOJICHUE. JBO-
JIOUHOIHOE 3HaYCHHE MYTAllHOHHOrO
TIpoliecca 3aKJII04aeTCA B CO3/IJaHUH Pas-
HOOOpa3us annenelt 3a CYCT NOABIEHUH
HOBBIX reHoB. O/IHaKO NOYTH BCe BHOBb
BO3HUKAIOIIIME MyTAHTHbIE FEHbI CEJIEK-
THBHO OTPHLIATENLHB!, HAaNPUMEpP, OHHU
obycnaBIHBalOT Pa3JNyHbie 3aboneBa-
HUSE B FOMO- HJIH TeTE€PO3UTOTHOM CO-
CTOSTHUH.

HeobxoauMo pasnnyaTh TPH TECHO
CBSI3aHHbIE BETUYHHBI:

1. CxopocTb MYTUPOBaHUS

2. YacToTa BCTPEYaeMOCTH MYTaHTHO-
ro resa B NOMyJIsiUMH

3. YacroTta 3a60JeBaHUii, BBI3BAHHBIX
MYTaHTHbIM I'€HOM.

Ilepsas 13 HUX OnpexenseTca npouec-
CaMM Ha KJETOYHOM H OpPraHM3MeHHOM
ypoBHe. Bropasi BeIMuMHa — 3TO PaBHO-
BECHbIH YPOBEHb NOMYJIALMOHHOM YaCTO-
Thl, KOTOPBIH MPOLIOPUMOHANEH CKOPOCTH
MyTHDPOBaHUA M 0OPaTHO I1PONOPLHOHA-
JIeH MHTEHCUBHOCTH 0T6Opa NPOTHB MY-
TAHTHBIX reHoB. TpeTbst — onpeaenATcs
MOMyYJIAUMOHHON YacTOTOH MYTaHTHOrO
reHa M CTENEHbIO er0 PEeLECCUBHOCTH MO
OTHOIIEHUIO K HOPMAJIBHOMY aJfesio.
Mexay BceMu 3THMH BeJHYHHAMH Cy-
WIECTBYET NpPOCTasi CBsi3b, KOTOPYIO Mbl
obcynuM B JAHHOM pa3fiene.

PaccmoTpuM CHayana AOMMHAHTHbIE
neranbabie MyTtapuu. OcobH, Hecyuine
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TaKHe CeHbl, He CroCoOHBl K Pa3MHOXe-
HUIO, M, CJIE[IOBATENBHO, 3TH aaieau 6y-
OyT TIPUCYTCTBOBaTh B TEHOTHIIE JIHIHb
TeX OPraHHU3MOB, Y KOTODbIX OHH BO3HHK-
JIN B pe3yJibTaTe MyTaUWH B JAHHOM MO-
kaneunu. Ecan p — ckopocTh MyTHpOBa-
HUS, 2 p — YacTOTa MYTaHTHOIO reHa, TO
HPEAbINYUIEE YTBEPXKACHHE MOXHO BbI-
pPa3uTh PaBEHCTBOM: P = W, TO €CTb PaB-
HOBECHAsd 4acTOTa NOMHHAHTIIBIX JIe-
TaJIbHbIX MYyTalMit paBHa CKOPOCTH My-
TupoBaHus. OxHako, yactora 3abosesa-
nuil npu sToM OyzeT BABOe Bblllle, TaK
Kak 3ab60JIeBaHUs MpPOABJSIOTCSH Y BCeX
FOMO- M I'€TE€PO3HTOT N0 MYTAaHTHOMY aji-
JIEJIIO, YTO COCTABNSET

p?+2p(1-p) =2p — p2~2p.

B kauecTBe JOMHHAHTHBLIX MYyTauuit
MOXHO DaccMaTpHUBaTh HEKOTOpble XpO-
MOCOMHbI€ TlepecTpoitkH. TakoBoii saBis-
eTCSI TPHCOMMSI, BBI3bIBAIOUIAasi CHHADPOM
Hayna. Tak kak 60/bHbIE C CHHAPOMOM
JlayHa He oCTaBiSIOT MOTOMCTBA, COOT-
BETCTBYIOLIYIO MYTAUHIO MOXHO CYHTATh
AOMUHAKTHOIT Netanbio. CungpoM JlayHa
Bo3HHKaeT ¢ 4acrotoif 1 Ha 700 HoBoO-
POXAEHHbIX, ¥, 3HAYHT, MyTabHIBHOCTD
ans TpucoMus paBHa 1/1400.

B cayyae peliecCHBHBIX AeTajed CHTY-
aUuMsA I11eCKOJBKO CJIOKHee. MyTalHoH-
HBIH MpoLece I0CTOSIHHO, C MaJIoi YacTo-
TOH p, HHAYUUPYET MYTAaHTHbIE aJLJIeIH,
KOTOpbl€ MOTYT COXPAHAThCA B NOMYJs-
LMK B TeTEPO3UTOTHOM coctostHuH, OT-
60p 3TUMHHHMPYET 3TH TeHbl JIHMLIb MPH
obpa3oBaHuM roMo3uror. B peayisrare
YacTOTa PeLecCHBHBIX MyTalMil GbICTPO
JOCTHIaeT PaBHOBECHOTO 3Ha4YeHHs, KO-
TOPOE MOXHO OlEHHTb C TIOMOLLBIO CJie-
AYIOUIMX paccyxaetui. 3a O/IHO 110KoJ1e-
Hue oTOOpa 4acTOTa peliecCHBHOIO Je-
TaJ1bHOTO Telid U3MEHSIETCS 110 AIPABUITY:

q

q-—> T+q

HOSTOMy H3MeHEHHe YaCcTOTHI 32 0AHO
MOKQJIEHHE COCTABJACT

IIpy MauibiX q CHUXXEHHe YacTOThl 3a
cyer oT6opa NPHUOIH3HUTENTBHO DABHO
Aq = q2. B 10 Xe BpeMs 3a cyeT MyTauH-
OHHOTO M1poilecca NPOMCXOAUT yBeanye-
HHe YacTOThl MyTauMii Ha BEJIMYHHY p 33
nokonenue. JIns noaaepxxaHust paBHOBE-
€131 IpUOBIIb U yOBIIb YaCTOThI AOKHBI
6bITh paBHbI apyr aApyry. Otciona nony-
YaeM pPaBEHCTBO 2 = i, a 3HAYHT, PaBHO-
BeCHbIi ypOBEHb MYTaHTHBIX PELECCUB-
HbIX [€HOB paBeH

q="p

IIpu 3TOM YacToTa COOTBETCTBYIOLIETO
3aboneBaHus paBHa 4YacTOTe MYTAHTHBIX
TOMO3HTIOT, TO €CTb MO-NPEXHEeMY PaBHa .

Yacrtora nosiBieHUs HOBOPOXKAEHHBIX
¢ denunkeronypuei, ob6ycioBieHHOIH
peueccHBHBIM TFEHOM, COCTaBJseT 4 Ha
100 000, To ecTb q2= 4+ 10-5. [IoaTOMY Ya-
CTOTa 3TOTO reHa B NONMyJIALMH YeJ0BeKa
paBua q = V4+105 = 6,3+10-3. YactoTa
COOTBETCTBYIOHIIUX TeTEPO3UroT paBHA
2pq = 2q = 2+6,3+103 = 1,26+103. Ta-
KuM o6pa3oM, B cpeaneM okono 13 yeno-
BEK M3 THICAYM SIBIAIOTCA HOCHTEJNSAMH
3TOTO ajajenst, XOTS 4acToTa UHAMBHAYY-
MOB, CTpajailinX GeHHNKeTOHypHeH,
coctapasior Bcero 4 Ha 100000.

[IpuBeneHHblE OLEHKH OTHOCATCS K
CJ1y4aro MOJHOIf JIeTaNbHOCTH (MM CTe-
PHABHOCTH) MYTaHTHBIX reHoTUnoB. B
HEKOTOPHIX C/yvasXx GblBaeT HeoOXonH-
MO BBIYMCJIUTbH PABHOBECHYIO 4acTOTY
MyTauui NPH HEMOJHOH 3JNHMMMHALMH
ocobeit, Hecymudx MYTaHTHbIA TIeH.
ITycTh 1pHCIOCOONEHHOCTH TOMO3HIOT
N0 MYTaHTHOMY reHy paBHa 1-s. Kak u
paHee, 0603HaYMM GyKBOMH N YaCTOTY My-
TaUHOHHBIX NpeBpalleHHit HOpMAJILHOTO
ajIens + B MyTauTHbii anneas m. Toraa
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Tabnuua 4. PaBHOBECHbLIE
HacToOThl MyTauuin
n abycnoBneHHbix MK 3a6onesannin

Penieccusuble | JoMHHaHT-
MYTaLMA Hble MyTaLHW
Mpucnocobnen- | 1:1:1-s 1:1-s:1-s
HOCTH FeHOTHIIOB
++ +m mm
Ckopoctb
MYyTHPOBaHUs
r—m u u
PabnoBecHast u
4acToTa Vs s
alnens m
Yacrora ny 2u
3a601eBannit s s

pPaBHOBECHbI€ YACTOTHl MYTaHTHOIO aJjl-
Jenst onpenensiorcst gopMyiamMu, KOTO-
pbi€ NpeACTaBIeHb B Tabauue 4.

Mu onyckaeM BhiBOA 3THX (opmyd,

OTChUIas 3aMHTEPECOBaHHOIO YuTaress
K KJaccHyeckoMmy pykoBoxcTBy 4. JIn
“BBeseHue B MOMYJSAUMOHHYIO T€HETU-
Ky”.
[IpuBeneM oauvH MpUMEP M3 F€HETHKH
yeyioBeKa, UCMOJIb3YIOUIHiIT NpeACTaBeH-
Hble ¢OpMyJibl. AXOHAPONJIAa3Us — 3TO
Tsixenoe 3abonepanue, 06yCNOBIEHHOE
AOMUHAHTHBIM ayieneM. Yactora MyTa-
Uy, BEI3BIBAIOIIMX aXOHAPOIMJIA3HNIO, CO-
craBisier 5¢108. Yucio gereit y 60ab-
HbIX aXOHIpOIJIa3ueil B CpeAHEM B MAThH
pa3 Menbliie IO CPABHEHHIO CO 3I0POBHI-
MH oMK, TakuM 06pa3om,

s=1 —%—= 0,8.

PaBHOBecHast 4acTOTa MyTaHTHOIO re-
Ha paBHa
r_5105 oo 0
s~ 08 6,25+ 10-5.

Yactora 3a60EBIIMX [PK 3TOM CO-
craBiasiet 2p = 2+6,25+105 = 1,25104,
10 ecth 125 60mbHBIX Ha 1 MJIH. HOBO-
POXKAEHHAIX.

lenetnyeckui apeind

Ciy4yaitHbIM reHeTHYeCKHM ApeitoM,
WK NpOCTO, aApeiioM reHoB Ha3biBaeT-
Csl M3MEHEHMe YacTOT ajesied B PARY
IOKOJIEHUH, 06yCIOBIEHHOE CTy4YaiHbl-
MM NpHYHHAMH. MHTEHCHBHOCTb 3THMX
H3MEHEHUI 3aBUCHT B NEPBYIO OYepexb
OT YKCJIEHHOCTH NOMYJISALUH, TOYHEE, OT
YHCJA YYACTBYIOIUHX B Pa3MHOXEHHH
ocobeit.

YTo6B «POYYBCTBOBaTh> MEXaHH3M
npeiicda reHos, cienyer MbiCIeHHo obpa-
TUTbCS K MPOLECCY NoAOpachiBaHUsS MO-
HeTkH. CKOJIBKO Pa3 BbINAJAeT <«Opels»
npy 100 moa6paceBaHUAX MOHETRI?

bosblIMHCTBO acT NpaBHJbHbIA OT-
peT — npubausutensbHo 50. Ho manexo
He BCE MOHHMAIOT, YTO BEPOSATHOCTb Bbl-
najieHust pOBHO 50-TH «OPJIOB»> HOBOJIBHO
Mana — oxoJio 7,9%. Xora ¢ BeposTHOC-
ThiO, IpeBbinanLer 95%, ux ynucno 6y-
JeT fnonaaath B uHTEpBaa ot 40 10 60.

Takum ob6pas3oM, oA <«OpJiOB»> HPH
100 noabpacsiBaHusX, ckopee Beero, Oy-
HET 3aMeTHO OTJIMYaThCA OT - /9, U OKa-
xercs papuo#t 0,43 unu, ckaxem, 0,56.
Tenepb npeacrasuM cebe, YTO MOHETKA
noabpaceiBaercst 1000 pas. B arom cuy-
yae BepOATHOCTb Bbimagenust 430 wiu
560 «op0B» o4eHb Mana. Mx aonst Gyaer
ropaszo 6amxe K 1 /9, yem 100 nipu noz-
HpachlBaHHSX.

CyTb 3TOrO MpHMepa 3aKJIIO4AETCA B
TOM, YTO, YeM GoblLE BHIOOPKA, TEM 6.1H-
e COOTBETCTBUE MEXIY TEOpPETHYECKM
oxunaemoir (1 /9) ¥ peanbiio Habmozxae-
Moif yacToToil. B nonynsuusx Mol cTa-
KHBAEMCS C TeM )XXe SIBJICHHEM: NPH He-
GONBIINX YHCIEHHOCTAX TEOpeTHYECKH
oXHaeMas 4acToTa (TO eCcTh YacToTa aj-
JIeJIE B POAUTENbCKOM TOKOJEHHH) MO-
XeET CyIL(ECTBEHHO OT/INYATbCA OT Peajib-
HO HabnoxaeMoit (TO ecTh OT YacTOThI
ajyenst y NOTOMCTBa).

Onnako Mexay 6pocaHneM MOHETHI U
npeithoM resa uMmeeTcsl BaXXHOE Pa3/iH-
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Puc 7.3. lvHamunka cnyyaiHbix U3MEHEHWR YaCTOTLl MeHa 3a cueT apenda :
NPV Pa3nuuYHOM YuCNeHHoCTU nonynsumi (25, 100 u 2500 ocoben).
HauanbHasn yactoTa reHa BO BCex 3xcnepumeHTax pasHa 0,5

yue. Ilp 6pocaHMM MOHETKH BepOST-
HOCTb BBIMAJEHHUSA <«OPJia» OCTAETCS paB-
HOIf 1/2 Ha NpPOTsDKeHMH Bceit cepuu
noxbpacwBanuit. Ing nomynaudii 3Ta
BEPOSAITHOCTb H3MEHSAETCA B KaXAOM 11O-
KOJICHHY: YacTOTa ajljieit B JaliHOM MO-
KOJIEHHM TIpeacTaBasieT coboit BeposT-
HOCTb MOSABICHHUS 3TOr0 ajuleNns B Cle-
nyoueMm nokonenuu. Ecamn, naupumep,
YacToTa anieas M3MeHuwaacn ot 0,59 4o
0,6, TO BEpOSITHOCTBH TOrO, YTO 3TOT an-
JieJb NMOSIBUTCA B CAEAYIOLIEM IOKOJIe-
HuH paBHa 0,6. Taknm o6pazom, H3MeHe-
HHUA 4acTOT aanesel 3a cuer gpeida Ha-
KaniuBajoTcsl B OKoJienusx. ScHo, 410
PaHO WJIH MO3LHO 3TC NPHUBEJET K TOMY,
YTO YacTOTa ajljeNis AOCTUrHeT 3Haue-
M, PABHOIO HyJI0 (@JJIe/1b HCYE3HET)
Wi eauHuuc (McYesHeT aJikTEPHaTHB-
Hbl{t ajnens). B nocneansem caydae ro-
BOpAT o ¢uKkcauuu annens. Ha stom
npouecc 3aBepiacTCsi, TaKk KaK Jajib-

HeHlMe H3MEHEHHS 4YacTOThl ayjIens
HEBO3MOXKHBI.

CnyuaiiHblii apeitd rena jierko umu-
TUPOBaTh C MOMOIUBIO KOMNBIOTEPA.
(puc. 7.3). Ha Hem moka3aHbl TpH Cay-
Yaiinple peanusanuu apedda reHa upu
Pa3IMYHBIX YHCJIEHHOCTAX TNONYJISALHH.
Ms pucynka BHAHO, YTO IIPH OYEHb Ma-
Joit yncneHHocTu (25 ocobeit) yxe ue-
pe3 40 1okoscHMil anmens 3NUMHHUPY-
€TCS U3 NMOUYSIHUYU 1O CAYYaifHbIM 11pHU-
yvnaM. B apyroit ciyyaiinoit peanusa-
UMK C BEPOATHOCTBIO /9 MOXCHO HabJtio-
AaTh NMPOTHUBONOJIOAKHYIO KapTHHY: Yac-
TOTA ajljleNst BO3pacTaer N0 CAMHHLBL
Ec/iM YHCICHHOCTD NONYJISALHY J0BCCTH
10 100 ocobeik, To g5 pUKCALMY AJITENA
noHazoburcs yxe 115 noxoneuwuii. B no-
nyasauun 60NbLoR YucaeHHocTH (2500
ocobheil) 4acToTa annensi CymeCTBCHHO
e H3MeHsieTCs Ha npoTsixenuu 150 no-
kojgenuii. Ho aro He o3nayaer, 4to B
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3TOM cllydae MoJuMOpdH3M OyAeT Nox-
NEPKUBATLCS CKOJIb YLOAHO JOJITO.
Dukcauns annens ¢ BEPOATHOCTHIO €U~
HHLA MPOHCXOOUT B JIOOBIX KOHEYHBIX
NONyAsUMAX NPU OTCYTCTBHM UCTOUHH-
KOB HOBBIX a/nesed (MyTauMH M MUTpa-
unu). OmHako ansg 9TO NOHAXOOHTCH
YHCNO0 NOKONEHUH, CPABHMMOE 110 BeJIH-
YHHE C YHUCIEHHOCTHIO OMYJISLMH.

Bausiune renetHyeckoro xapeiida
MOXXHO HabsoaaTh ¥ B M30IMPOBaHHBIX
MaJIOYHCIEHHBIX TIOMYJISUHUAX YET0BEKa.
IIpu obcnegoBaHuy 4/IEHOB 3aKPBITOMH
cekThl 6antHcToB B wtare IledcuabBa-
Hust (CIHA), ochoBannoit B XVIII &.
BeIxoxuaMu u3 [epManum, o6HapyxeHo,
YTO YacTOTHl reHoB rpynn kpoeu ABO y
YJIEHOB CEeKThI OTJMYAIOTCS OT TAKOBbIX Y
aMepHKaHIIeB HEMELKOro NPOHCXOXIe-
nust. OcobeHHOo pasuTeNbHbl 3TH Pasiiu-
4yMs o YacToTe reHa IB: 2,5% y yneHos
cekThl ¥ 12% y aMepHKaHUEB HEMELIKOTO
IPOHCXOXACHHS.

B 3axs04eHHe HEPEYNCITHM OCHOBHbIE
YepThl reHETHYECKOTO jpeiida.

1. Ipeit¢ upHBOOUT K CyYaitHbIM KO-
NebaHusIM YacTOT ajlnelieif, KOTOphIe 0COo-
6EHHO 3aMETHBI B MAJIbIX NOMYIALUAX.

2. [peii¢p HEYK/JIOHHO CHIKAEeT reye-
THYECKYI0 M3MEHYMBOCTb MONYJIAUHUT,
yBenu4YHBas yactoTy romosuror. OxoH-
YaTeJbHbIM UTOTOM J€HCTBUSA reseTnyec-
Koro zapeitda sBASETCS 3NUMHHALIHS JIH-
60 duxcaums annens.

3. Uncno nokoneHHi, Heo6XOAMMBIX
IUIS SJUMHHALMH (MK HKCALMY) ajie-
Js1 3a cyer gpeiida, CONOCTaBUMO IO Be-
JIMYMHE C YHCIEHHOCTBIO MOMYJISALHH.

BanskopoacTaeHHbie 6paku
BAM3KOpOACTBEHHBlE CKpPELIMBAHUS,
MM MHHOpHAMHT — oftHa 13 dopM accop-
THBHOCTH DU 06pa3oBaHMuM OpauyHbIX
nap. IIpn uubpusMHre CKpelMBaAHUS
MeXIy POACTBEHHBIMH OCOOSAMH NPOMC-
XONAT Yaille, YeM MOXHO 66110 OBl 0XKH-

AaTh, NpeANoaras cay4aifHoCTh CKpelIy-
Banuii. [Tockonbky poncTBeriHble 0CO6U B
reHeTHYeCKOM OTHOWIEHHH GoJlee CXOIHbBI
Mexay coboil, 4eM He COCTOsiME B POA-
CTBe, MHOPUAMHI BefeT K I110BBILLIEHHIO
YacTOTHI FOMO3MIOT M CHMIXKEHHIO YacTo-
Thl FETEPO3MIOT [0 CPABHEHMIO C OXKHAe-
MOit 110 3akoHy Xapau — Baitubepra.

KosmyecTBeHHOI Mepoii nocnexcTBHii
MHOPUANHTA CNyXHUT KOIDDHIHEHT HH-
Opuamura, KOTOpHIi onpenensieTcss Kak
BEPOATHOCTH TOIO, YTO Y Kakoi-11u60 oco-
61 06a rena B JaHHOM JIOKYCe NpUHaJJIe-
XaJIM OXHOMY U3 NPEAKOB B KAaKOM-TO H3
npeailecTBoBaBWiMX Nokosenuit. Ilycts
F — xoadgduuvent uubpuaunra. Torna
MOXHO [10Ka3aTh, YTO YACTOTHI FEHOTHIIOB
B MHODEIHOH NMONyAALUM HMEIOT BH:

Poa=p2+pak Py, = 2pq(1 - F), P, =
g%+ pqE

Takum 06pa3oM, 10Js reTepO3UroT 3a
cyeT MHOPUIHHIA YMEHbIIAETCS 110 CPaB-
HeHMIO ¢ pacnpenenesneM Xapau —
Baitnu6epra B 1/(1-F) pas. Ilpu orcyrer-
un uubpuaunra F = 0, 1 4acTOTH redo-
THUTIOB YIOBJIETBOPAIOT 3aKOHY Xapau —
Baiin6epra.

Bobiyucienne koagduumeHTa HH6pHU-
AVHIa B KOHKPETHBIX CUTYalHsX CBS3aHO
C aHATM30M POJIOCTOBHBIX M NPOBEAEHU-
€M CJIOXHBIX KOMOHHATOPBIX paccyskie-
HUU, TI03TOMY Mbl GyZeM MONAb30BATHCS
roToBoi Tabanuei k03pdHUUHEHTOB UH-
OpHAMHIa B 3aBUCUMOCTH OT CHCTEMBI
ckpemuBanuit (cm. Tabi. 5).

WVHOPUAMHT O6LIYHO MPHBOAMT K ITO-
HIDKEHHIO TPUCTIOCOOJEHHOCTH TTOTOM-
CTBa BCJIEACTBHE TIOBBILIEHUS CTENEHH
FOMO3HTOTHOCTH 110 BPEMHBIM PEUCCCHB-
HBIM reHaM. JTO SIBJIEHHUE IPUHATO Ha3bl-
Bath uHOpenHo# nenpeccuei.

PaccMOTpUM pellecCHMBHBIA JIeTanb-
HHI anjenb, BOSHUKAIOUINIT MyTalHOH-
HbIM ITyTeM ¢ yacrotoit p = 10-5. PasHo-
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BeCHas 4acTOTa 3TOTO IEHa PaBHa q = Vi
= 0,0032. 3a6os1eBaeMOCTh paBHA 4acToO-
Te TOMO3UIOT, TO €CTh COCTaBJsET Q2 =
105. Teneps npeacraBuM, 4TO B NOMYs-
UMM nopaepxuBaercst KoadduumeHT
nHGpunnHra, pasuniit F = 1/16, yto co-
OTBETCTBYET CKPEU[UBAHHIO XBOIOPOX-
HbIX cubcoB. Torza 4acToTa rOMO3MroT
NO pellecCHBHOIT seTany 6yaer paBHa

q + pqF = 10-5 + (1-0,0032)*0,0032 -16z
241074,

Takum o6pa3oM, npy ZaHHOH CTENEHH
MHODHIMHTA YacTOTa JIETAJbHBIX FOMO-
3MTOT Bo3pacraeT B 20 Paa IIpu ckpemy-
Banuu cubcoB (F = '/4) BEPOATHOCTH
IIOABJIEHHS JIETAJIbHBIX FOMO3HIOT BO3-
pacraer npumepHo B 80 pas.

B cay4ae BpefHbIX, HO He JIeTalbHbIX
peLlecCuBibIX annener npu koadpduin-
eHTe or6opas = 0,1 paBHOBeCHas YacToTa
ansenst paBHa

103
0,01

Toraa npu ckpewMBaHHM ABOIOPOLA-
HBIX CHGCOB 4aCTOTa PELECCUBHBIX TOMO-
3UroT 6yner COCTaBsATh

=0,01.

q2 + pgF = 10-4 + (1 — 0,01)+0,01+ i

7104,

TO €CTh MPUMEPHO B CEMb Pa3 BHIIIIE,
4yeM lIpu Cy4ailHOM CKpeuIMBaHUH.

H3aBecTHO, 4TO B TOTOMCTBE OT GpaKoB
MeXJy ABOIOPOAHBIMHU OpaThbsiMU H CECT-
pamu Yactora 60JbLIMHCTBA PELleCCHBHO
Hacnenyembix fedexToB (MXTHO3, abbu-
HH3M, (peHUNKeHOTYpHs) B 5 — 10 pa3
BBILIC, YeM B MOTOMCTBE OT HEPOACTREH-
HbIX 6paKoB.

0)

fenetnueckuii rpy3 nonynsuvm
Kak yxe 6b110 MokasaHo B npeabuty-
wen riase, npubausuteabHo y 70% nio-

Tabnuua 5. 3nauenunn
xoadpPuumnenTos nHbpnautra
NpPY Pa3HbIX TUNAX CKPEeLUBaHUS

Tunsl ckpewnBanui F
Camooronorsopenue 1 /9
Cubebt (6paThst ¥ ceCTphI) 1 /4
JAns x naeMAHHUIA, TeTKA X MaeMaHupk | 1/8
JBotopoansic cubenl 1/16
JIBOIOPOAHBIC AAABA X MICMAKHKLIB 1/32
TpoiopoaHBIC CHOCH 1/64
YeTsepotopoauble cubCH 1/256

neil B TeYeHHE XXU3HH TNpPOSIBJAIOTCA TeE
MM MHblE HACJeJCTBEHHblE AHOMAJHH,
NIPHUBOASILUHE K CEPbE3HBIM NOCAENCTBHAM
ons 3p0poBbsi.  MIcXoas H3 3TOTO MOXHO
3aKJOYHTh, YTO MOITYNIALMH YeJOBeKa Cy-
HIECTBEHHO OTATOILEHH Pa3IMYHBIMU My-
TAUHAMH, KOTODble JIMGO TPOABISIOTCS
AOMHHAHTHO, JINO0 BHILIETUISIOTCS B KaX-
IOM TOKOJNEHHH 6siarofapst MosiBJAEHUIO
romo3suroT. OnHako B Gosbluei cBoeit 4a-
CTH, 11000HC aifcbepry, OHM OCTAITCSt
CKPbITHIMH B reHOGOH/IE NONYJIALMH B re-
TePO3MTOTHOM COCTOSIHUM, COCTABJIAA re-
HeTH4ecKH it rpy3 NomyaslmH,

TepMuH “reHeTHYeCKMit rpy3 nomnyns-
UMH” OTPaXKaeT OfHO M3 HyHAMEHTAb-
HbIX HOHATHH HOMYJAAUMOHHOH reHeTH-
Kd. BniepBbie reneTnyeckuii rpy3 B noiry-
asuusax 6s BbisiBied 8 20-30-x IT. B HC-
CJIEROBAHHUAX NPHUPOAHBIX NONYIALUMMT
Apo3odu.

B 1929 rr. Bhinaromuiicst pycckuii re-
Hetuk C.C. Yersepukos ¢ rpynnoit co-
TPYAHHKOB 11POBEJl FEHETHYECKHE HCCle-
AoBaHusA Apo3odil u3 nomynsiuuii Kpbi-
Ma nyTeM HHOPHIMHIA TOTOMCTBA OTJIOB-
JIEHHbIX caMOK. B UHOpeaHbiX JHHMAX
6T O6Hapy>XeHbl Pa3sHoOGpasHble BU-
AMMbIC MYTallM¥, KOTOpbie Y MCXONHBIX
deHoTUNHYEeCKH HOPMAJILHBIX CaMOK ObI-
JIM CKDBITH B TreTepO3UrOTHOM COCTOSi-
HuH. B pe3ysnbsrarte atux pabor Bnepsble
6bL1a BbIABJIEHA HACBHILICHHOCTH MOMYJIsi-
UHH MYyTalUMAMH, KOMIUIEKC KOTOPBIX, KaK
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npeanonoxua C.C. YeTBepHKOB, siBNAeT-
€ 3BOJIOUMOHHBIM pe3epBoM Buja. B
RanbHeiimeM B 1931-1934 rr. H.I1 Jy6u-
HHH C IPYNNoit COTPYAHHUKOB NIpH Hcce-
AOBaHUH TEHETUKH NPHPOXHBIX TIOMys-
uuit xposodmibl 0GHAPYXILL, YTO APO30-
¢uITBI U3 IPUPOAHBIX NONYISLHIE HEOOBY-
4aifHO YacTO HeCyT B CBOEM IeHOTHIIE pe-
UeCCHBHbIE JieTaibHble MyTauuu. Tak, B
nonynsunn Kyrtaucu 6onee 40% nposo-
¢un okasanmch reTepo3UroTHHIMH 110 Jie-
TaAbHbIM reHaM. Kax/ib1ii 13 3THX reHOB B
TOMO3UTOTHOM COCTOSHMM NPHBOAHMI K
rubeny olNoA0TBOPEHHBIX ANUEKIETOK.

OTKDBITHE OTSTOMIEHHOCTH 0COOEH M3
[IPHPOIHBIX TONYAALME ApO30odHIbl Je-
TaJIbHBIMH MYTalUAMH NOJIOKU/IO0 HAYalIo
yUYEHHIO O TeHEeTHYECKOM Ipy3e MOIlyJid-
uuit. B panpHelinieM crano sCHO, YTO rexe-
THYECKMil TDy3 MOXeT GBITh BbISIBJIEH
TIpaKTHYeCKH B JIIOGOH TOmMyasuuu pas-
HBIX BUAOB — OYZAb TO PACTEHHs, KMBOT-
HbI€E MJIM YeN0BeK.

Amepukanckuif redetux [ Mensep u
ApYyIUe MCCIenoBaTeNly PasBHIIH yuyeHHe
O TeHETHYECKOM Tpy3e, NMOKa3aB, YTO OH
claraeTcss M3 pAla KaTeropHii: Jietanb-
HBIX, MONYJETAJAbHBIX U CYOBHUTAILHBIX
u3MeHeHuil. BesMYHMHA reHeTHYECKOro
rpy3a onpezeasieTcsi Kak OTHOIIEHHE Pa3-
HHULB! MeXAy Haubosbilieil nmpuclocob-
JNieHHOCThI0 (Wmax), 4T0 CBOHCTBEHHO
0cobaM, 061a/1aI0KUM NyYLIUM T€HOTH-
NIOM B NONYJISLKH, U (AKTHYECKOH Cpea-
Heil TIpUCMOCOBJIEHHOCTbIO NONYAAUUMN
(W), oTHeCeHHOIi K BeJIUYHMHe HauboIb-
1u€eit PUCIIOCOHIEHHOCTH.

wW__ -W

L= —max
Winax

TeHernueckuit rpya pasfensieTcss Ha
TPH IJIaBHBIX TUTIA:

— cerperauMoHHBIN Ipy3 — BhIllENITe-
HHE MeHee NPUCIIOCOGIEHHMX [OMO3M-
roTHHX (opM NpH HATMYMU B NOMYJIS-
LMK 0T60pa B M0JIb3Yy FeTEPO3UTOT;

— MYTALMOHHBII TPy3 — pesyJbTar
MOSIBJIEHUS M HaKOIJIEHUA B NONMyJAUM-
AX MYTalHMii, KOTOPbie MOHHXAKT IpU-
CIOCOBIEHHOCTS MYTaHTHBIX ocobeil;

— Ipy3 gpeitca — pesyabTar cayyai-
HOIO yBeJHYeHHst KOHUEHTPAaUMH ajlie-
Jie B M30JMpPOBaHHON Homysnauuu. Ya-
CTHBIM C/IyYyaeM 3TOrO THMA CJAYXHT IO-
BbILIEHHE NOJM FOMO3MIOTHBIX ocobeit
npu HHOpuauHre (MHOPERHBIIE IPy3; HH-
OpenHas menpeccus).

O6beM reHeTHYECKOrO rpy3a 3aBUCHT
OT MYTAUHOHHOIO pa3Ho0bpasus, HMelo-
Ieroca B nonyasuusx. B reHernieckoM
€OCTaRe NONYJAUUU WIHPOKO NMPeACcTaB-
JIEHB! pellecCUBHBIE MYTalMH. YBeauye-
HHMe KOHUEHTPAUMil OTAENbHBIX MyTaUHH
cliep>xuBaeTcst 0T6OpOM, B peayJibTaTe ye-
ro Kaxkaas peieccMBHasi MyTaUuust BKJIO-
YyeHa B reHOOHA Ha YPOBHE HH3KOH KOH-
ueHTpauuu. Kak npaBuio, KOHUEHTpPaLHs
peueccuBHoro amnens cocrasiser 0,02-
0,03. Ilosisrenne (PeHOTHNUYECKHX OT-
KJIOHEHHU, YTO CBA32HO C TOMO3HUIOTHOC-
ThIO, IPOUCXOAUT B 3TUX YCJIOBHSAX C Yac-
toroit 1 ocobs Ha 1000-2500. Muorue pe-
1IECCHBHbIC alnenu MMeT eie Gonee
HH3KYIO KOHLIEHTPALHIO.

OnHako YHCJIO pa3HBIX PEUeCcCHBHBIX
MyTallMit CTOJNb BENMKO, YTO Kaxzjas
0co6b HeceT OfiHy MJIM HECKOJIBKO TaKUX
MyTauMii B reTepO3UTOTHOM COCTOSIHHH.
Y KaKAOro yeynoBeka MMeEIOTCS, KaK Mo-
naraer akagemuk H.IT. JQy6unun, 3-4 ak-
BHBaJIEHTA JIETAJbHbIX MYTaLHH.

CornacHo coBpeMEHHBIM OLIEHKaM, Ya-
CTOTa ayTOCOMHBIX PELleCCUBHBIX MyTa-
UMl B 1ONyNALMAX YeI0BEKa COCTaBAseT
0,75%, nupuyeM Goibiliast ux 4acTh (OKO-
710 75%) — ciencTBHe TOYKOBbIX MYTa-
umi (cM. Tabu. 6.1).

Bnusinue oTpUUATENbHBIX ROMHMHAHT-
HBIX MyTaUMii B NMONYJALUSAX CBA3AHO C
NpsMbIM eHOTUNHYEeCKUM NPOSBIEHHU-
€M BHOBb BO3HUKAaIOLUIUX M3MEHEHHH. Y
yenoseka okoJo 60% Bcex perucTpupye-
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MBIX MEH/IEIEBCKHX MYTalMil OTHOCATCSA
K ZOMHHaHTHBIM (a0CcoAIOTHAs YacToTa
ayTOCOMHBIX AOMHHAHTHBIX MyTaLlHH cO-
crasasier 1,5%). B uesoM pa3inyHbe TH-
bl MEHAEJEBCKMX HACJIeACTBEHHbIX 6o-
Je3Hel (ayTOCOMHbIe DELEeCCUBHbIE, ay-
TOCOMHBbI€ JOMUHAHTHEIE W CUENJeHHbie
¢ X-XpoMOocoMOii) BBIABAAIOTCA ¥ 2,4%
moaei. Paa noka He yYMTHIBaEMbIX AO-
MHHaHTHBIX H3Melenuii posBIIsieTCs Ha
PaHIMX dTanax pa3BUTHs 3apObIILIA Ye-
JIOBEKa B BMAE CEpbe3HbIX AedeKToB,
NPUBOAALINX K MpeKpallieHuio GepemeH-
HOCTH.

[IpeoGrianatoyio YacTb HacJeACTBEH-
HOM H3MEHYHBOCTH YeJIOBEKa COCTaBJISAIOT
BPOXXACHHbIE IODOKH Pa3sBUTHUA U MYJIb-
THakTopHanbHbe Gone3ny (B cymMmme —
66%), nacnegoBaHMe KOTODHIX He [TOAYH-
HseTcs MeHJeNIeBCKUM 3aKoHaM. JTH 3a-
GoneBaHHA HPOSIBIAIOTCA B pe3yJbrare
CJAOXHOTO B3aHMOIEeCTBUs TeHeTuuec-
KMX H3MeHeHHH M (HaKTOPOB OKpYXKalo-
uteit cpenst. M3 marepnanos, M3N0xeH-
HBIX B TJI1aBe 6, c/ieayeT, YTo reHeTHYecKHue
M3MeHeHusl, 00yCIaBIHBaIOIHE MYJIBTH-
¢dakTopuasbHbie 00J€3HH, COCTAaBJIAIOT
3HAYUTEABHYIO YaCTbh FeHETUUYECKOTO IPY-
3a momyasuui denopeka. OQAHAKO 3Ty
KOMIIOHEHTY TeHeTH4eCKOro rpysa Iioka
TPYIHO OLIEHUTb KOJIMYECTBEHHO B CHJY
CJIO)KHOCTH MEXaHHW3MOB TeHEeTHYEeCKOTo
KOHTPOJISI TakKX GoJIe3HEH.

BosaeitcTBre MyTareHisix ¢akropoB
MOKHO TPHBOAUTD K YBETHYEHHIO YPOB-
Hsl MyTaUMH B NOMYJAUMAX Pa3IHUYHbIX
oprann3MoB. [leTaabH0 3aKOHOMEPHOCTH
AMHAMHKK MYTALlMOHHOTO TpOLECCA B
HONyJIALMAX MCCHEAOBAaHb B 3KCMepHU-
MEHTaXx C HOHH3HPYIOLIMMH H3JIyyeHus -
M. IlepBrie paboThl MO reHeTHKe 0671y-
YEeHHBIX [ONYJISAIUIA BBIMOMHEHb! aMepH-
KaHCKMM reHetukoM b. Yonecom B 1951-
1956 rr. OnbITH MPOBOAUNCH C DKCIE-
PHMeHTAaNbIBIMH  monyasuusamu  D.
melanogaster, co3aaHHLIMH M3 oOcobei,

cBoOoaHBIX OT JieTaselt M MosyaeTanei
BO BTOpoi xpomocome. Ilomysnsuun B
KaX/[OM [OKOJEHHU [IOABEPTaM XPOHHU-
yeckoMy oOaydeHmio B mosax 0,9-5,1
cIp/y4. B kaxkaoM mokoJaeHH Hccael0Ba-
JM 4acTOTY HaKOILJIEHHBIX JIeTaJIbHbIX
MyTaluuii BO BTOPOH XpOMOCOMe IyTeM
nepeBoza BTOPOI XPOMOCOMBI 00/IydeH-
HBIX 0coGel B rOMO3UIOTHOE COCTOSHHE C
HOMOUIBIO ClIEIIHAIBHOM CHCTeMbI CKpe-
U{MBaHUs. DKCIEPHMEHTHI MPOAOJIKA-
JIUCH B TeY€HHE HECKOJIbKHMX JIET, 32 3TO
BpeMs! B [OMyJISILKAX ApO30¢dUIbL MPpO-
1o okosno 150 mokoseHwii.

Peaynbrarel aHaliu3a 10 KOJIMYECTBY
jeTaseil B 00JIy4yeHIIbIX H B KOIITPOJIBHOM
HOMYNAUMSIX MPEeACTABJIEHbl HA PUCYHKE
7.4. B KOHTPO/IbHO# NONyYNALMH, cBOGOA-
HOH MepBOIIaYaybHO OT PELECCHBHBIX Jie-
Tanel Bo BTOpPOIi XpPOMOCOMe, B TeyeHHe
70 mokojieHH# Toa AaBJieHUEM ecTecT-
BeNHOT0 MYTallHOHHOFO Npollecca HUAeT
HAKOTLJIEHHEe MY TalUii 10 OlIPeAesIeIoro
paBHOBeCHOro ypoBHsA. PaBHOBecHbIi
YDOBEHb eCTeCTBEHHBIX MYTauuii mMoa-
AepXuBaeTcsl B Honmyasuuu Oojiee M
Melee MOCTOSIHHO, loABeprasich (IIoK-
TyaUusiM 3a cyet M3MeleHHs cpefibl H
3BOJIOLMH IeHOMa nomyssiiiuu. B obny-
YeHUBIX IIOMYIALMAX KOHLIEHTPAUUs Jie-
TaJjIcH yBEJIHYUAACh.

IMonynsuus N 1, camiel koTopoii mo-
Jy4wsiy egMHOBpeMeHRyio Ao3y 7 Ip, a
camkH 10 [p, B IepBbIX MATH [HOKOJEHHAX
MMeJia MOBbIUIEHHOE KOJWYecTBO JieTa-
nell o cpaBHEHHIo € KonTposeM. O6iy-
yeHMe KaXKAOro IokoneHHs B pose 0,9
cIp npuBeno k He3HayutenbHoMy (mo
CPaBHEHHIO C KOHTPOJIEM) YBEJIMYEHHIO B
nonyasuuu aetanei (romyasuusa N 7),
To BpeMsi Kak 006Jyyenue B Aose 5,1
cIp/4 Ha nokosneHune (NOMyAsiLMK 3 U 6)
YBEJHYHJIO YPOBEHb TeHETHYECKOrO IPy-
3a B HeCKOJIbKO pa3. PaBHOBeCHbBIH ypo-
BeHb KOHLEHTPaUMH Jietaneit aist oby-
4yaeMbIx MOMyJsiyuil AOCTUraeTcsl yepes
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Puc. 7.4. KoHueHTpaums neranbHbix MyTauwit
B 06NnyYeHHbIX IKCMIEPUMEHTANBHLIX TIONYNAUMAX B TeuBHWE 150 nokoneHunn.
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60-70 moxostenui mocre Ha4ana oGmyye-
HHUAL.

PaccMmoTpuM 6osee neTatbHO, KAk 3a-
BHCUT CKOPOCTb YCTAHOBJIEHHSI DPaBHO-
BECHOrO YPOBHsI MyTareHe3a B MOIIyJsi-
UMH OT MHTEHCHBHOCTH MYTallHOHHOIO
npouecca. Ha puc. 7.5 ripeacrapiieHbl
pacyeTHble AaHHble, Mosy4yeHHble A.B.
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Puc. 7.5. BansiHue cxopocTvn MyTareHesa
Ha BENWYUHY CTAUMOHAPHOTO YPOBHS
Y TEMT BbIXOAA NONYNALUU
Ha CTauuoHapHbIiA YPOBEHb

Py6aHoBrYeM 1o BeIHYMHE PaBHOBECHO-
rO YPOBHS H CKOPOCTH €ro AOCTHXKeHus
NIPH Pa3JHYHbIX TUIIOTETHYECKHUX CKOPO-
cTsax mytupoBaHus (102, 103 u 10-49),
CBA3aHHBIX C NPEeATNOoJaraeMbM Bo3/eil-
CTBUEM Pa3JH4YHbIX MyTareHHblx ¢akro-
poB. BuaHo, 4To YeM BhIlle T€MIT MYTH-
POBaHHS B MOMYJISSUHMH, TEM Bhbillle PABHO-
BECHBIII ypOBEHb H TeM ObiCTpee OH J0-
cturaercs. Onupasicb Ha 3TH pacyeTh,
MOXXHO 3aKJIOYHTb, 4YTO MPH ACHCTBHH
MaJIbIX A03 HOHH3HPYIOUIUX H3Ty4eHHi
PaBHOBECHBII1 ypOBEHb MyTaUUH B IIOMY-
JAUHsiX GyneT JOCTHraThCsl JIMLIb CITYCTS
BeCbMa 3Ha4YMTeJbHOE YHCJIO MOKONeHHH
HocJie Hayajla XpOHU4YeCKoro Bo3geict-
BHS HOHM3UDYIOUWIMX U3JYyYEHHH.
Pesysprarthl, NOJyYyeHHbIE HA MOMY IS~
uMsix Apo30o¢uibl, ObUIH B ganbHeHRweM
HOATBEPXKAEHB HA ADYTHX 3KCIIEPHMCH-
TAIbHBIX 06bEKTaX —OJHOKJIETOYHBIX BO-
JIOPOC/SIX, PacTenusix, Mbimax. Kpome
TOrO, BRICOKMii Te€HeTHYeCKHi#l Ipy3 B
NPHPOAHBIX MOMYJISIMSIX Pa3/IMYHbIX Op-
raHu3MoB OB BbISBIEH NMPH H3YyYeHHHU
reHeTHYeCKUX TOCAeACTBHI SAEDPHOMH
aBapMM Ha MPeANpHUATHH <«Masik», mpo-
n3omenureit B 1957 r, B peayJibrare KOTo-
poil BosHuk BocTouho-Ypanbckuit pa-
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Puc. 7.6. QuHamuka xNopodunbHbIX MyTaUMiA B XpOHUYECKU 06nyYaembix
v KOHTpONLHOM nonynsauusx C scabiosa L., npouspacraouwmx
NPV pa3HbiX KOHUEeHTpaumax 90Sr — 90Y s nouse
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anoakTuBHBIM ciaexa. Hanpumep B.A.
Kanpyenko Obly1a npocsiexceHa B Te4eHHe
38 Jer mrHaMMKa XJODOQHUIbLHBIX MY-
TauMi y BacHJIbKAa WeEPOXOBATOrO
(Centaurea scabiosa L.), moasepratwoie-
rocst XpoHH4eckoMy Bo3aeicTBHIO GeTa-
nanyyenust cTpoHumsa-90 u urTpus-90
(puc. 7.6). BuaHo, 4To yacToTa BHIsIBJISIE-
MBIX XJ1I0pOPUABHBIX MyTauuit (1o cyute-
CTBY, JIETA.TbHBIX U CYOJI€TAIBHBIX MYyTa-
UMiT) MOAAEPKHUBAETCS B XPOHHUECKH 00-
JIy4aeMo# IIOMyJISIHMH Ha BHICOKOM paB-
HOBECHOM YDOBHe, 3HAaUYUTEeJIbHO TpeBLI-
LIAKOL[eM KOHTPOJIbHBIA. B akcuepumeH-
Tax, MPOBEAeHHbIX B 30He aBapHM Ha
YepHOOBLILCKOM aTOMHOM  CTaHUMH,
B.M. AGpamoB M3y4an OMHAMMKY reHe-
THYECKOTO TPy3a B NPHPOLHBIX [1ONYJsi-
uuss  apabuponcuca  (Arabidopsis
thaliana), xopomo usyyeHnoro reneru-
yeckoro oObekTa. Bt npoBeaeH ananu3
YacTOTbl SMOPHOHANBHBIX neTaneil (pe-
UCCCHBHBIE JeTaibHblE MYTallMH), Ha-

6s1012eMbIX B CTPy4KaX STOrO PacTeHMsA
(perucTpupoBaH MorubIIve 3apOAbILIH
cemsin). Ha pucyHke 7.7 BMOHO, 4TO
yPOBHH 3MOpPHOHANBHBIX JeTajleil, Ha-
GsonaeMble B TeYeHHE HECKOJILKHX JIET B
061y4aeMbIX HOMYASLUSIX, HAMHOTO IIpe-
BOCXOASIT KOHTDOJBHBIH ypOBeHb, PaB-
HBIH B KOHTPOJIbHOIM nonyasiuuu 5%. Ilo-
JIy4eHHBIe Pe3yJIsTaThl CBUAETENbCTBYIOT
O HachluleHHH reHodoHAa obmyyaeMbix
nomy UMt apabMAOICHCa pelleCCHBHBI-
MU JIETAIbHBIMH My TaLMAMH.
Bo3HHKaeT BONpPOC, KaK CKOPO MoCJIe
LIpeKpalieHnsi Bo3AeliCTBUA MyTareH-
HOTO (aKTOpa NOMYJAUUS MOXKET OCBO-
60oauTbCS OT rpysa MHAYUHMPOBAHHBIX
MyTauui. 3TOT BONPOC MHTEPECOBaJ
uccieaoBatesied ¢ HePBBIX WAros 3a-
POKAEHUsSI DPAAHANNOHHON TeHeTHKHU.
Oteer Obli HallleH B 3KCIepHMMEHTax,
npoBefieHHBIX Ha Aposodune b. Yose-
coM 1 H.B. TumocdeeBbiM-PeccoBckuM,
M Ha O/IHOKJIETOMHBIX BO/IOPOCHNAX, NPO-
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MyTaumoHHbLIM rPy3 B NONYNAUMAX apabnaoncuca, npouspacrasiumx B
30xm 30H0 aBapum Ha HAIC
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Puc. 7.7. MyraumoHHbi# rpy3 B nonynauvax apabuaoncuca,
npouapacTaswux 8 30 kM 30He aBapuv Ha YAIC

seneHHblx B. A. IlleBuenko. ITokasaHo,
YTO ypOBeHb MYTaUMii KaXk[OTO MYTaHT-
HOro KJIoHa (HanpuMep, JeTaabHbBIX My-
TalMit) CHIKAETCS MOoCjle MpeKpalieHHs
06J1yyeHHsI B TIOCTEAYIOLIMX [TOKOJIEHHU-
AX 10 3KCIIOHEeHLIHAIPHOMY 3aKOHY. Tpe-
GyeTcst HECKONIBKO AeCATKOB NIOKOJIEHHH
(anst nomynsAuMit Apo3oduabLl — OKOJO
30-40), yrobbl ypoBeHb MyTalUMi B NO-
OYJSILMKM AOCTHT PaBHOBECHOTO YDOBHSA
KOHTPOJbHBIX momyasiuuil. OAHaKko He-
3HaYMTENbHAsE YacTh HMHAYHHPOBaHHBIX
MYTalHil OCTaeTCs 3aKperieHHOH B No-
Nyaaluy Ha Gojee AAUTENsHOe BpeMs,
co3jaBasi pe3epB IS aNANTHBHOM M3-
MEHYHMBOCTH TOMYJSIUNH IpH H3MEHe-
HUH YCJOBHI OKpYXarolkeit cpesl.

B pUpOIHBIX MOMYJALMSIX MCCAENo-
BaTeNb MMEET JIeJI0 C COBOKYITHOCTBIO Of-
POMHOIO KOJMYECTBa Pa3JM4YHbIX MyTa-
LM, TIOCTOAHHO BO3HHKAIIIHX M TMOA-
Bepratommxcst ot6opy. Ocrpoe obiyye-
HHe MONyJSIUHH TOro HAM WHOro BHAA

WHIYLUMDYET WHPOKHI CIeKTD MYTallMi,
¢$opMHUPYIOLIMX MYTaHTHbIE KJIOHBI, KaX-
Ablit M3 KOTOpBIX 001a1aeT CBOEI, MpHCY-
el TOJNBKO eMy CeJleKTHBHOH LeHHOC-
ThIO, CBOMMHM NapamMeTpaMH oTéopa.
[lonmynsunoHHbie 32aKOHOMEPHOCTH
eAMHBI ANA NIOOBIX CKpPEeIUBAIOIHXCA
(MTaHMUKTUYECKHX) Tomyasuyui. Boisis-
JIEHHBIe Ha 3KCIIEDUMEHTAIBHBIX 00bek-
TaX HMCCAEeJOBaHMsA, OHH MMeIOT MpsiMoe
OTHOlIIEHHe K YesloBeKy. Tak Xe, Kak I
Apo30GuAbI, B 001y4aeMbiX TOMYISILHAX
4yeJIoBeKa I1pH BO3IeCTBHH HOHU3HPYIO-
LIMX U3NY4eHU B TedeHue MHOTHX NTOKO-
JIeHMii TpeAnoaaraeTcs NnosBjieHHe paB-
HOBECHOTO YPOBHSI MyTareHe3a, XxapakTe-
PH3YIONIEro HaKOMAeHHbII rpy3 HHAYLH-
poBanHbix MyTauuii. Kak cieayer u3 ao-
knagos Hayusoro Komutera OOH rmno
AeHCTBUI0 aTOMHOW paaMalMH, DaBHO-
BECHBII ypOBEHD MyTalLlHii B 001y 4aeMbix
MONYAALMAX 4YeJ0BeKa, BO3HHMKAIOWMHA
yepe3 7-10 mokosieHM#t nocne Hayasa



TenoT4OCKMi rpy3 NONYNALMK

XPOHHYeCKOro 06yyeHus B fo3e 1 3B Ha
II0KOJIeHHe, TIPHOU3UTEILHO B BOCEMD
pa3 npessiiuaeT 3ddekt ob6ayyenns, Ha-
601aeMbiit B IEPBOM NOKOJIEHHH.

ITocne npexpauieHys Bo3feiicTBUS pa-
JHAIMH 3JIHMHHALMS HHAYUHPOBaHHbIX
MYTAaUHi B 3TOI THIIOTeTUYECKO Moy Is-
LMK YesioBeKAa [0 YCTAHOBJIEHMSI DaBHO-
BEeCHOTO YDOBHS €CTECTBEHHOIO MYTallH-
OHHOrO Tpollecca, Kak U B TOMYJALMSX
APO30(QUIbl, COCTABUT MHOTHE IMOKOJIe-
HUSL.

Bonpocu AN CAMOKOHTPONA

1. B kakoM ciyvae cOBOKYNMHOCTb ocobeli MoXHO
PACCMATPHBATH KaK MONY/AUHIO?

2. Kakue noxasaTequ XxapakKTepU3YIOT [CHETHYeC-
KYI0 U3MEeHYI1BOCTD NOMY.I2UHI?

3. llpn usyuenuu nonyasunx obHapyxens 2 ocobu

c rerotunoM AA u 8 ocobeit c renotunom AB. Cootser-
CTBYIT N¥ HaBnOaeMble YacTOTbl ICHOTHNIOB 3aKOHY
Xapnu — Baiubepra?

4. B xakux ciyvasx 3akoH Xapau — BaituGepra ne
BRITO/THAETCA?

5. Moxer nu oT60p NodlepXHBaTh IeHeTHYeCKoE
pa3uoobpa3He B MOMYAALMAX?

6. Nlycts M ~ HopmanbHB red, a m — JeTaIbHBIR
peueccusHbiit annens. Kakobr npucnocobreHHocTH
BCeX TpeX Bo3MaXkHbix reHorunos (MM, Mm, mm)?

7. Kakora adextnBrocts 0160pa npoTHs periec-
CHBHRIX aJL1esiei?

8. Kak cBs3aHH YaCcToTa MyTHPOBAHMSA H YaCToTa 32~
6071cBaHUM, BBI3BAHHBIX MYTaHTHBIM FEHOM?

9. Kak B/IMseT YUCAEHHOCTD NOMY JITLMH HA ZHHAMH-
KY 4acToT renoB?

10. Iycte paBHOBECHA 4aCTOTA PELIECCHBHOIO Jie-
TIBHOTO TeHa PaBHa 10", Kaxos reneruyeckuii rpys,
0bycnoBseHHbIH JaHHBIM TEHOM.
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ITpo6sieMa 3A0pOBbsi JIIOAEH U reHeTH-
Ka TeCHO B3aMMOCBS3aHEL YyeHble-reHe-
THKM MBITAIOTCS OTBETHTD Ha BOMPOC, 110~
4yeMy OJIHH JIIOAM NO/BEPXKEHH! Pa3any-
HbIM 3200/1eBaHHAM, B TO BpeMsl Kak Apy-
rHe B 3THX MJIHM J2XKe XYAIIHX YCIOBHAX
OCTaloTCA 310poBbl. B ocHOBHOM 3TO CBsI-
3aHO C HaCJeACTBEHHOCTHIO KAKAOro ye-
JIOBEKA, T.e. CBOMCTBAaMH €ro FeHOB, 3a-
KJIIOYEHHBIX B XPOMOCOMAX,

B nocneanne roast otMevawTcs ObICT-
phi€ TEMITbl Pa3BHTHs FeHETHKH yesioBe-
Ka ¥ MEIHIUHCKON reHeTHKH. 310 00b-
SICHSL€TCA MHOTHMM NMPHYUHAMM U TIPEX-
[le BCEro pe3KNM yBeJIMYeHUeM JIOJIU Ha-
CJIEICTBENHOM TNAaTOJOTMH B CTPYKType
3a60/1€BaeMOCTH M CMEPTHOCTH HaceJe-
Hust. CTaTUCTHKA TOKa3bIBAeT, YTO H3
1000 HoBOpoXAEHHBbIX y 35-40 BLIABIISA-
I0TCS Pa3JHUYHBIE THITHI HAacleACTBEHHbIX
Gone3Hell, a B CMCPTHOCTH zeTeil B BO3pa-
cTe 10 5 JIeT XpoMOCOMHble 60JIe3HH CO-
cTaBnALT 2-3%, renuslie — 8-10%, Mynb-
THdakTopHanbHble — 35-40%. ExxerozHo
B Hallle} cTpaHe poxkzaerca 180 Teic. ze-
TeA € HacJeACTBeHHbIMM 3aboJieBaHUs-
M. Doiee 11010BHHBI M3 HAX HMEIOT
BPOXJ/IEHHBIE TIOPDOKH, OK0OJ0 35ThiC. —
XPpOMOCOMHble 60Jie3HH M cBbime 35
ThIC. — reHHble Gose3nn. Crenyer oTMe-
TUTb, YTO YHCJIO HaCIeACTBEHHBIX OoIe3-
Heil y YenoBeKa C KaXXAbIM FOAOM PacTer,
OTMeYaloTcsi HOBble (GOPMBI HacJaeACT-
BeHHOi matosorun. B 1956 r. Gbiy10 H3Be-
ctHo 700 dhopM HacaeACTBEHHLIX 3a60.1e-
BaHuH, a k 1986 roay 4ncyo nx yseanyu-
Jock 0 2000. B 1992 xomiyecTBO H3BE-
CTHHIX HacleACTBEHHbIX GosesHeil u
HPU3HAKOB BO3pocio a0 5710.

Bce HacnencrBensble 60ne3HU gessT-
CA 1ia TPH TPYIIOBY:

1. TeHHble (MOHOTE€HHbIE — B OCHOBE
MaTOJIOTHH O/IHA Napa ajlJIeJIbHBIX TEHOB)

2. XpoMocoMHble

3. Bone3nu ¢ HacneACTBEHHBIM Tpexn-
pacnoJsioxkeHneM (MyJasTH(AKTOPHATB-
HblE).

Fennbie Gonesnm

Tennrie 6one3uu — 3710 GosbLIAS IPYII-
na 3a0o/1eBaHui, BO3HHKAOIUMX B PE3YJIb-
tate nospexaenus JHK Ha ypoBHe reHa.

Obulast yacTota reHHHXx 6Gose3Hell B
NonNyaAAunU cocrasaser 1-2%. YcnoBHo
YacTOTy FeHHMX 6oJjie3Heil CYNTAIOT BbI-
COKOIf, eCJTH OHa BCTPEYaeTcsl ¢ YacTOTOil
1 cayqait Ha 10.000 HOBODPOXIEHHBIX,
cpeadeit — 1 Ha 10.000-40.000 u nanee —
HH3KO.

MoHoreHHble HopMb TeHHBIX 32607€-
BaHW HaC/JeNylOTC B COOTBETCTBMU C
3akoHamu . MeHnzaens. Ilo Tuny nacie-
JOBaHHS OHM AEJATCA Ha ayTOCOMHO-A0-
MHUHAHTHBIE, ayTOCOMHO-PEUECCHBHbBIE H
clerienHsle ¢ X- WK Y-XpOMOCOMaMH.

BONbIIMHCTBO TEHHBIX I1aTOJOTHH
00yC/IOBI€HO MYTalMsIMH B CTPYKTYPHBIX
reHax, OCYIECTBIIAIOIIHX CBOIO PYHKLHIO
yepes CHHTE3 MOJAMMENTUAOB — GEsIKOB.
Jlio6ast MyTauus reHa BeACT K H3MEHEHHIO
CTPYKTYPbl MJIH KOJIN4YecTBa Oesika.

Hauyano mo6oii renyo#t GonesHu cBs-
3aHO ¢ mepBHYHBIM 3ddeKToM MyTaHT-
Horo annens. OcHOBHast cXeMa reHHbIX
6os1e3tell BKJIIOYaeT Dsii 3BCHbEB: MYy-
TalTHHIH aanenp — U3MEHCHHBIH Iep-
BUYHDLA IPOAYKT —> LENb NMOCTeAY0MUX
6MOXMMUYECKNX NPOLECCOB KJIETKH —
OpraHbi —» OPraHH3M.

B pesysizraTe MyTallMH reHa Ha MoJe-
KYJISIDHOM yPOBHE BO3MOXKHBI CJIEAYIO-
H{He BapHaHThL:
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1) cuHTE3 aHOMaNbHOTO GeJKa;

2) BripaboTka H3GBLITOYHOTO KoJIMYe-
CTBa reHHOro MMPOAYKTa;

3) orcytcTBre BbIpaboTKH MepBHYHO-
ro MPOAyKTa;

4) BoipaboTKa YMEHbUWIEHHOLO KOJIM-
4YeCTBa HOPMAJbHOrO MEPBHYHOIO HpoO-
AYKTa,

He 3akaH4YMBasiCb Ha MOJIEKYJISpHOM
ypOBHe B IePBHYHBIX 3BEHBsIX, [LaTOreHE3
reHHbIX GoJe3neil NpoAoIKAETCs Ha KJle-
TouHOM yposHe. [IpH pasindunix 6ones-
HAX TOYKOH MpHUJIOKEHUs! AeHCTBHSA My-
TAHTHOTO reHa MOryT ObITb KaK OTAeNb-
Hble CTPYKTYPBI KJETKH — JIM30COMBI,
MeMOpaHbl, MHTOXOHADHHM, 1I€POKCHCO-
MBI, TaK M OpTaHHbl Yejoseka. Knunuyec-
KHe TpOsiBJI€HHsI FeHHbIX 6oJsie3Hei, Ts-
JecTb U CKOPOCTh X Pa3BHTUA 3aBHCAT
oT ocobeHHOCTEH TenOTHMA OpraHU3IMa
(reHpI-MoaHGUKATOPDI, 4032 TeHOB, Bpe-
MA AeHCTBUS MyTaHTHOIO reHa, FOMO- H
reTepo3UroTHOCTD M AP.), Boapacta 6oib-
HOrO, YCJIOBMIT BHewHeH cpeabl (MHTa-
1iHe, OXJIaX[el e, CTpeCChI, epeyToMIIe-
HUe) U APYTHX (aKTOpOB.

OcobeHHOCTBIO reHHBIX (KaK M BOOO-
i€ BCEX HACeNCTBEHHBIX ) HoIe3Hel sB-
JISeTCSl UX TeTEePOr€HHOCTh. JTO 03HaYa-
€T, YTO O/IHO U TO ke (HheHOTHIHYeCKoe
nposiBieHne GoJe3HN MoxeT GbiTh 00yc-
JIOBJIEHO MYyTalUsIMM B Pa3HbIX TeHax
WJIH Pa3HBIMH MYTaLUMsIMH BHYTPH OJHO-
ro reHa. BrepBble rereporeHHocTh Ha-
creACTBEHHBIX OoeaHeil Oblia BHIsiBIEHA
CH. JasunenkosbiM B 1934 1.

K renubiM 60/1e3HaM y yeJloBeKa OTHO-
CATCS MHOTOYHKCJIeNHbIe Goe3HH obMena
BelecTs. OHH MOTYT OBITh CBA3aHbI C HA-
pyluenueM obMeHa yriaeBoAoB, JHIHAOB,
CTEPOMIOB, MYPHHOB H TNUPHMHUANHOB,
O6unupy6uua, Metanos K ap. [loka eure
HeT CAWMHOM KJIAaCCU(PHKAIMK HacnencT-
BeHHbIX Gonesnei o6Mena pemects. Ha-
yyHoli rpynmnoii BO3 npennoxkeHa cie-
Dyomas KIiacCHpHUKalus :

1) 60,1€3HH aMHHOKMCJIOTHOTO 06MeHa
(beHnKeTOHYpUS, ANKANTOHYPHA H
Ap.);

2) HacJlencTBeHHble HapyleHnst oOMe-
Ha YrieBonoB (ranalrosemMusi, [IHKOre-
rosasi 60se3nb M ap.);

3) Gonesnu, cBsI3aHHbIE C HApYLIEHHEM
JuiiMaHoro obmena (Goneanb HumanHa-
IIuka, 6osne3ns Towe U nap.);

4) nacJiencTBeHHbIe HapyleHHs o6Me-
Ha CTEPOMIOB;

5) HacJsiencTBeHHble 60€3HH MYyPHHO-
BOTO M MMPHMHAKHOBOro obmeHa (mona-
rpa, cunzipoM Jlema-Hafisina u ap.);

6) Gose3Hu HapyuleHHst ob6meHa co-
eAMHUTENbHOM TkaHU (6one3nb Mapda-
Ha, MyKOMOJHCAXapHAO3bl H AP.);

7) HacnencTBeHiible HADYIIEHUs reMa-
¥ nopdpuprHa (reMornoOHHOMATHH H
ap.)

8) GoJsie3anu, cBA3aHHbIE C HADYILIEHHEM
o6MeHa B 3PHUTpOUHTax (reMoJHTHYeC-
KHe aHEeMMH H JIp.);

9) HacieACTBeHHble HapyLeHnst oOMe-
Ha 6unupy6una;

10) wacnencreetnsie 6one3n oOmeHa
metaioB (Gone3ns KonoBanosa-Buib-
COHa M aD.)

11) HacsiesCTBEHHbBIE CHHAPOMBI Hapy-
IICHHUS BCAChiBaHUsA B MHIUEBApUTEJb-
HOM Tpakte (MyKOBHCLMAO3, HellepeHo-
CHUMOCTb JIAKTO3B1 H AP.).

PaccmoTpuM HanGOJ1ee YacTo BCTpeya-
IOLHeCA M reHeTHYeCcKu Haunbojiee M3y-
YyeHHble B HacTOsilllee BPeMsl reHHbie 60-
JIC3HH.

Hacnencrsennble 6ose3nu
aMMHOKHCJIOTHOrO o0MeHa
IT0 — caMasi MHOTOYHUCJIEIIHas1 'PYyINa
HacleACTBeHHbIX 6osesHell oOMeHa se-
wtectB. lodyTn BCce OHM HaCJeRyOTCA MO
ayTOCOMHO-peLleCCHBHOMY THITy. [IpHyn-
Ha 3a60/1eBaHUii — HEAOCTATOYHOCTD TO-
ro MJIM MHOTO (pepMeHTa, OTBEeTCTBEHHO-
ro 3a CHHTe3 aMHliOKHCoT. Boneanu co-
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HpPOBOXAAIOTCA PBOTOM W 00e3BoXHBa-
HHEM OpTraHM3Ma, JieTaprH4eCKHM COCTO-
sIHWeM MM Boa30yX/leHHeM M Cynopora-
mMHM. B nosaxem Bo3pacTe NpOABISETCA
yracaHve yMCTBEHHOTO M (pM3HYECKOro
Pa3BUTHSL.

K HacencTBeHHBIM 60I€3HsM C HADY-
IIeHHbBIM AMUHOKHCIOTHBIM 0OMeHOM
oTHOCUTCS (eHunkeToHypHA, anbOu-
HU3M H JIp.

@enmnkerouypua (DPKY) snepssie
6nina onncana A. @enunrom B 1934 1. Y
GOJIBHBIX HapyLIeHO MpeBpalleHHe aMH-
HOKMCJIOTHI . PeHUIaIaHHHA B TUPO3MH
M3-33 PE3KOr0 CHHXKEHHSI AKTHBHOCTH
dbepMeHTa heHMIATAHUITUIPOKCHIA3DI.
B pe3syabrate coaepxkaHe peHHNATAHY-
Ha B KPOBU M MOYe GOJIbHBIX 3HAYUTEJb-
HO BospacTaer. [Janee dennnananux
npeppauiaeTcss B (EHMIIIMPOBHHOIPal-
HYIO KHCJIOTY, KOTOpast ABASETCS HEHPOT-
POMHBIM s110M M Hapymaer GopMHpOBa-
HHe MueJHHOBONH 000/NOYKH BOKDYL akK-
COHOB LIEHTPabHOH HEPBHON CHCTEMBL.

DeHNAKeTOHYPHST BCTDeuaeTcst B
cpefiHeM B MHPOBOM MacuTale ¢ 4acCTo-
To# 1 Ha 1000 HoBOpOXAEHHBIX. OnaHAKO
[0 3TOMY MOKa3aTeNl0 MMEITCA 3Ha4YM-
TeJIbHbIE Pa3/M4Msi MEeXAY MONYIALMS-
mu: 1:2600 B Typumu, 1:4500 B Upnan-
ann, 1: 30000 B HiIseuuu, 1:119000 s
SInonuu. Yactora reTepo3UroTHOro Ho-
CHTEJbCTBA B GONBLIMHCTBE €BpOIei-
CKMX nonynsAuuii cocrasiser 1:100.

Jloxyc (peHnarnapoxcuiassl) pacno-
JIOXKeH B AJMHHOM Taeve 12-it xpoMmoco-
Mbl. B Hactosiee Bpemst 11st GOJbIIMH-
CTBa ceMeii BO3MOXKHA MOJIEKYJIIPHO-Te-
HETHYecKast JMarHOCTHKA M BBISIBJIEHHE
reTePO3UTOTHOTO HOCHUTENbCTBA. bo-
JIe3Hb HaCJIe/lyeTCs M0 ayTOCOMHO-IOMH-
HaHTHOMY THny. M3BECTHO HECKOJbKO
¢dopM peHUNKETOHYPHH, KOTOPBIE pas-
JIMYAIOTCS TIO TSKECTH [pOTeKaHHs 6o-
JIe3HH. TO CBA3aHO C Haln4uHeM 4-x an-
nieseit reHa M KX KOMOMHAUHSAMH.

PebeHok ¢ peHnakeTonypueil poxaa-
€TCs1 310POBLIM, HO B IIEPBbIE JKe Henean
B CBSI3M C MOCTYILJIeHUEeM (peHHNaIaHH-
Ha B OPraHHW3M C MOJIOKOM MaTepH pas3-
BHBAETCA NOBBbILWIEHHAsE BO30yAHMOCTD,
CYAOPOXKHBIH CHHAPOM, CKJIOHHOCTb K
AEepMaATHTaM, MO4Ya U NOT OOJbHLIX HMe-
IOT XapaKTepHb “MpIIMHBIA" 3amax, HO
HO raaBHBIMH cuMnToMamu DKY ssns-
IOTCSl CYAOPOXHBIE NPUMAAKH U OJIMIO-
hpeHus.

BoapuMHCTBO GONBHBIX ~ OJOHAMHBI
CO CBeTJ/ION KOXKel W roJyOpiMH r1a3aMH,
4TO ONpe/eNnsieTcs] HeNOCTATOYHBIM CHH-
T€30M MHIMEHTa MeJilaHHHa. [{MartHos 3a-
GosieBaHMsl yCTaHaBJIMBAETCA Ha OCHOBA-
HMM KJIMHHYECKMX [AHHBIX M Pe3yJbTa-
TOB OGMOXHMMYECKOro aHajin3a MO4YM (Ha
(eHNIMUPOBHHOrpaAHyI0 KUCJIOTY) H
KpoBH (Ha perunananmny). C aToit uenpio
HECKOJIbKO Kanenb KpoBH Ha ¢uiarTpO-
BaJIbHOM GyMare MOABEPralOT XpOMATO-
rpadMH U ONpenessiioT cogepxaHue ¢e-
HunanaHuHa, MHoraa Mcnons3ylor npo-
6y Qennunra — B 2,5 M) cBexeil MOUM
peGerka nobGasasiior 10 kamenp 5% pac-
TBOpa TPEXXJIOPUCTOrO Kejlesa U YKCycC-
HO#M kucnotTel [loaBneHue CUHe-3eseHO-
ro OKPalIMBAaHHsl YKa3bIBaeT HA HAJIHYHE
3a6osieBaH¥sI.

Mecton seyeHusi (peHUIKETOHYPHH B
HacTosiulee BpeMA XOpowo paspaboTaH.
OH COCTOUT B Ha3Ha4YeHUH BONBLHOMY Ae-
Ts! (0BOWM, PPYKTHI, BapEHbE, MEA) M Clie-
LMaabHO 06paboTaHHBIX TMAPOJH3ATOB
6esIKOB C HH3KMM CojlepkaHHeM (eHua-
JanuWHa (Jodenak, KeToOHHJ, MHHAgeH M
ap). B Hacrosiuee Bpems pa3paboTanbl Me-
TOJBl OOPOAOBOH AHMArHOCTMKH. Pannss
ZMArfHoCcTUKa U NpodiaKTHYecKoe jede-
Hue NPeAYTIPEKAAIOT pa3BHTHE OONE3HH.

Anp6HHNaM (r1a30-KoxKHbIH) oumcan
B 1959 r. Bose3ans 06ycJI0B/IeHa OTCYTCT-
BHeM cHHTe3a ¢epMeHTa THDO3HHA3HL.
s Hee xapaKTepHa 00eClLBEYEHHOCTb
KOXH, BOJIOC, I'71a3, HE3aBUCUMO OT Pachi
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1 Bospacta. Koxka GOJBHBIX DPO30BO-
KpacHasi, coBeplleHHO He 3aropaet. Mime-
eT [IpeApacloJOXeHHOCTb K 3JI0KaYecT-
BEHHbIM HOB0OOpa3oBaHMAM. Bosochl
Gestbie unu xenrosarbie. Pajyxka cepo-
roay6oro usera, Ho MoXeT ObITh M PO30-
BaTasi M3-3a OTPAXKEHHUs1 CBETA OT [NIa3HO-
ro AHa. BosbibIM cBOMCTBENHA CHIIbHAS
cBeTO60A3Hb, UX 3peHHE CHHXKEHO M He
yJIy41IaeTCsl C BO3PACTOM.

AnpbriM3M BCTpedaeTcs ¢ 4acToToi 1
Ha 39.000, HacieayeTcs no ayTOCOMHO-
pelieccuBHOMY THITY (pHC. 8.1). Ten noka-
JIM30BaH Ha AJMHHOM nJleve 11-3 xpomo-
COMBIL.

Hacneacrsennbie 3a6osieBanns,
CBSI3aHHbIE C HapYIIEHHEM
obmeHa yrieBo/10B

H3BecTHO, 4TO yrIeBOABI BXOIAT B CO-
cTaB psiga 6GMONOrHYeCcKH-aKTHBHBIX Be-
IecTB — ropmMolios, (hepMelToB, MYKO-
MOIMCAXapPH/I0B, BBINMOJHSIOUINX SHepre-
THYECKYIO M CTPYKTYPHYIO pyHkuuu. B
pe3yJibTaTe HapyllleHus YTJIeBOAHOrO 00-
MeHa pa3BHUBAETCs TJIMKOreHoBas 6o-
Jie3Hb, raNaKTo3eMHKa U Ip.

IukorenoBas 6osie3Hb CBsI3aHa C Ha-
PYIUEeHHEM CHUTE3a M Pa3JOXKCHUS [JIU-
KoreHa — *MBOTHoro kpaxmasna. [inuko-
reH o6pa3syeTcsi U3 IJIIOKO3bI TPH [OJI0a-
HHM; B 110pPMe OH CHOBA NpeBpAlLAETCs B
TJI0KO3y M yCBaMBaeTCA OPTaHHU3MOM.
IIpu napyiueHnH 5THX MPOLECCOB Y 4e-
JIOBEKa pa3BMBAIOTCs TsKeabie 3aboe-
BaHHS — Pa3JIMYHble TUIMH [JTHKOreHO30B
K uuMm orHocstca Gosnesds [upke, 6o-
ne3db [Nomme u ap.

Tnukorenos (I tuu — G6onesus lupke).
Y 60/bHBIX B NeYeHH, MOYKaX U CIUIKC-
TOH KHIIEYNHKA I[aKAlIMBAETCA (OJIb-
HIoe KoJHYecTBO riIHKorena. IIpespauie-
HHE €r0 B IJIIOKO3Y He MPOHCXOAUT, T.K.
OTCYTCTBYeT (epMeHT I0ko-6-docda-
Ta3a, Pery.TMpyIoiuil ypoBeHb ITIOKO3bI
B KpoBH. B peaysbrate y 60onbHOIO pas-

Puc. 8.1. Ma3o-koxHbii# anbbuHN3M

BHMBAeTCsl TUIIOTIMKEMHUS, B NeYeHH, 1oY-
KaXx M CAM3HCTON KHIIEYHHKA HAKAIJIH-
BaeTcs rnukoreH. bonesnb [upke Hace-
OyeTCss MO ayTOCOMHO-pelecCHBHOMY
THUILY.

Cpa3y nocjie poxkiieHHs TrJaBHbIMH
CUMITOMaMy 60s1e3HH SIBNSAIOTCS [IMKO-
reMu4eckue Cy/IOPOTH U TemaToMerajus
(yBennyenmue neyenu). C 1-10 rojia >XKU3HH
OTMeYaeTcst 3aJiepikKa pocta. XapakTepeH
BUA 60ABHOIO: 60OMBIIAN [ONI0BA, “KYKOJIb-
HOe JIMHO”, KOPOTKasl 1est, BHICTYMAIUHH
#uBoT (puc. 8.2). Kpome Toro, otMeyaioT-
Cs1 HOCOBbiC KDOBOTEYet 1, 3aaepxKa ¢u-
3MYECKOTO M M0JI0BONO Pa3BHTHsI, Mblilley-
Haa runotoHus. VHTennekT mpH aToMm
HOpMabHbIH. B KpOBM MOBbILIAETCS YPO-
BEHb MOYEBOH KHUCJIOTH, TaK YTO C Bo3pac-
TOM MOXET Pa3BHThCs OAATpa.

B xayectBe JieYEHUS MCNOAL3YETCs
JAMeTOoTepanusi: YaCcThIi NpHeM MHUILH, Io-
BblLIEHHOe coAep kallie yrIeBoAOB U Or-
paHHYEHHe XKUPOB B IHETC.
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Puc. 8.2. BoneaHe MMpke. Bonbwan ronoea, "KykonsHoe MMuo™,
KOPOTKas Wes, BuCTYNAIOLWA XUBOT

T'mixorenos (II tTun — 6onesup Mom-
1ne) npoTeKaeTr B 6osee THKenod Gopme.
I'nukoren HakamJHBaeTcst Kak B MeyeHH,
TaK M B CKeJIETHBIX MBIIIIIaX, MHOKap/e,
JIETKNX, ce’ne3eHKe, HAANOYEYHUKAX,
CTEHKax COCyAOB, B Hell poHax.

Y HOBOPOXAEHHBIX ciycTs 1-2 Mecsiia
TOSIBJISICTCS MBlUIEYHast caabocTs, AedH-
Mt 1,4-r110K03MAa3bl B Ne4eHW U B
Mbluax. B aToT ke Nepros BO3HMKAIOT
Kapauomerana (yBelHyeHUe cepaua)
MaKporjaoccHs (IMaToJI0THYECKOe yBeJH-
yeHHe si3bika). Hepeako y GosnbHbix pas-
BUBaeTcsA TsxKeaas (opma NHEBMOHHH
M3-3a HAKOIJIEHUs] CeKpeTa B J(bIxaTejIb-
HbIX nyTsx. JeTH noruGaioT Ha nepsoM
roAy XU3HU.

Bosieanp Hacjeayercst o ayTOCOMHO-
peuneccuBHOMY THITY. [eH Jokanu3oBaH
Ha /IIMHHOM Iulede 17- XpOMOCOMBI.
JlnardocTrka 3a6oJieBaHHsI BO3MOXKHA
ellfe io poxkaeHusi pebenka. C 3Toil 1e-
JIBIO OIIpeAEeIAIOT aKTHBHOCTb (hepMEHTa
1,4-T0K03MAa36l B aMIIHOTHYECKOH
JKUAKOCTH M ee KJIETKaX.

M3BecTHB M ApYrHie THIIB TJHKOI€HO~
aos (I1I-VII), xoropste B 06I11eM OBTO-
PAIOT KJIMHUYECKYIO KAapTUHY MepBOTO
THna. JIs MX AHarioCTHKH HeoOXoANMbI
crelpanbHble GHOXHMHYECKHE HCCe/I0-
BaHHsL.

Tanaxrosemus. [Ipn stom 3abosesa-
HUH [POHUCXOAHUT HAKOIJIEHUE B KDPOBH
60/BHOIO Ta/JaKTO3bl, YTO MPHBOAMUT K

NOpaXkeHHI0 MHOTHX OpPraHOB: IeYeHH,
HepBHOMU CHCTEeMBI, I71a3 U Ap. CUMITTOMBE
6oJ1e3HH 1I0SBIISIIOTCS Y HOBOPOXKAEHHHIX
nocJjie nmpUeMa MOJIOKA, MOCKOJBKY ra-
JIAKT033a — COCTaBHasA 4acCTh MOJIOYHOIO
caxapa Jakro3sl. IIpu ruaposnse jakro-
3l 00pa3sylOTCs IJIIOKO3a M TajlaKTo3a.
MMocaenuss HeobxoanuMa AN MHETHHU-
3aUMH HepBHBIX BONOKOH. IIpn H3bbiTke
rajaKkTo3sl B OpraHu3aMe OHa B HOpMe
IpeBpaliaeTcsi B LJIIOKO3y C HOMOUIbIO
¢dbepmenTa rasmakrosa-1-docdar-ypuani-
Tpaircepasbl. IIpH MOHMKEHMH aKTUB-
HOCTH 3TOrO (hepMEHTA MPOMCXOOUT Ha-
Komjeuue rajakro3a-1-docdara, TOK-
CHYHOTO JJIsl Medelid, MO3ra, XpyCTaJIuKa
rJa3sa.

Bosiesnb mposiBasieTcs C 11€pBbIX AHEH
H3HH DPaCCTPOICTBAMH IHUIEBAPEHHS,
MHTOKCUKalMe# (TOHOC, PBOTa, 06e3Bo-
*KHBaHHe). Y 60bHbIX YBEJIHYUBAETCS Te-
YyeHb, Pa3BHBaeTCsl MeyeHOYHas HeqocTa-
ToyHOCTh M xentyxa. OOHapyxuBaercs
KaTapakTa (ITOMyTHEeHHe XPyCTalHKa IJa-
3a), yMCTBEHMas OTCTAIOCTh. Y NMorubmx
B ITePBbIii rOA )KHU3HH AeTel MPH BCKPHITHH
06HapY>KHBAIOT UMPPO3 NIEYEHH.

Haubosee ToyHble METOABI JMAarHOC-
THKM TaJlaKTO3eMHU — OTpeJiesIeHHe aK-
TMBHOCTHU (pepMeHTa ranaxkrosa-1-doc-
¢ar-ypuanatTpancgepassl B 3pHTPOLMU-
Tax, a TaKXe rajakTo3bl B KDOBH U MO4e,
TAe yPOBHU ce yBesuueHnl. [Ipyn uckio-
YeHHH U3 MHUIM MOJIoKa (MCTOYHHKA ra-



fennbie 6oneann 203

Puc. 8.3. BHewnuit eup pe6erka npu 6onesnu fowe

—_— )

JIaKTO3Bl) M paHHeM Ha3HAUEHUM IUeTbl
6OJBHBIE IETH MOTYT HOPMAJIHO Pa3BH-
BaTbCA.

Tun HacnenoBaHMs ranakTozeMuud —
ayTOCOMHO-petieccHBHBIH. [eH sokaiu-
30BaH Ha KOPOTKOM Mieve 9-i XpoMoco-
Mbl. BoJiesns BcrpedaeTcs ¢ wactoTolt 1
Ha 16.000 HOBOPOXIEHHbIX.

Hacnexacreennsle 3aG6oneBanus,
CBA3AHHbIE C HAPYIIEHHEM
Jvnuanoro o6mena

B 4uC/10 IMINUAOB BXOAAT XOJECTEPo
(XoNecTepyH), TPUTIHIEPHUADI, 3(DUPDI
xonecrepona, dochonunuasl, cHUHro-
JIMTTHAB] U 1.

HacnencreenHsie Gonesun obMena au-
nHA0B (JIMITMAO3b1) MOAPA3AENAIOTCH HA
ABa OCHOBHBIX THUNa : 1) BHYTPMKIETOY-
Hble, IPU KOTOPBIX MPOMCXOAUT HaKOIi-
JieHWe JIMMMAOB B KJIETKAX PasJMYHBIX
TKaHeii 11 2) 60e3HN ¢ HapylueHneM Me-
Ta6oNM3Ma JIMMONPOTEHIOB, CONEpPXKa-
IWMXCS B KPOBH.

K uncny uanbonee M3yuyeHHHIX Ha-
CJIE[ICTBEHHbIX 3200J1€BaHUil TMITUIHOTO
o6MeHa IepBOro TMMa OTHOCATCA 60-
nesip lowe, 60ne3ns Humanna-Iluka n
amaBpoTHYeckas nanotus (6onesun Tes-
Cakca).

Boneams Tome xapaxrtepusyercs ma-
KOILICHUEM 11epeGpo3uIoB B KJeTKax
HEPBHOH M PETUKYIO-DHAOTEIUAIBLHON
CUCTEMBI, OOYCIOBNEHHBIM JIeDUIIMTOM
depmenTa riOKONEpeOPO3KUAA3EL. ITO
OPUBOJMT K HAKOILNEHHIO B KJIETKaX pe-
TUKYJI0-3H/I0TENUA/IBHOM CHCTEMBI IJ110-
Kouepe6posuaa. B knerkax mo3ra, neye-
HH, nuMdaTHueckux yanax obuapyxupa-
10T KpynHble kiaetkd Towe, Hakomne-
HHUe 1epeOpo3nia B KIACTKaX HEPBHOM cH-
CTeMbi MPUBOTUT K UX Pa3pPyLIEHHIO.

Bulzessor perckyo M 10BEHNJIbHYIO
dopmsl Goe3Hu. /[leTckas nposBisieTca B
flepBble MeCAIbl XXU3HU 3aIePKKONA yMCT-
BEHHOTO U (DPU3UHECKOrO PasBUTUS, YBEJHN-
YEHHEM JKUBOTA, NEYCHU W CeNIe3CHKH, 3a-
TPYAHEHUEM [JIOTAHUS, CMA3MOM TOPTaHH.
Boamoxna apixatenbliast 11EAOCTATOYHOCTD,
uHUABTPaIMS (YILIOTHEHHE JICTKUX KJIET-
kamu [owe) U cynoporn. CMepTs HacTylaeT
Ha I1epBOM Fofly Ku3nH (puc. 8.3).

Hanbosee uyacro BcTpewaercs iose-
HuibHaa ¢opMa Gonesnu Tome. Ona no-
paxaer ACTed palJIM4HOrO BO3pacTa
HOCHMT XpOHHYeckuii xapaktep. 3aboJe-
BaHHE NpOABAAETCS, KaK 1EPABUJIO, Ha
NepBOM rofy XKu3uu. BosnukaroT nur-
MeHTanus Koxu (KOpU4HeBble [sTHA),
0cTeonopo3 (CHUXCHHE TUIOTHOCTH KOC-
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Puc. 8.4. Bonesnb Humanna-Muka

TH), liepesiomnl, Acopmainsa kocreit. B
TKAHAX MO3ra, MeYCHH, CeNle3eHKH, KOCT-
HOTO MO3ra CofepXXuTcst 6opLIoe KOMM-
YecTBO rillOKOlepebpo3nnos. B nediko-
IATaX, KJETKaX I[eYEeHH M CEJIC3CHKH
CHWXXeHa aKTUBHOCTD IVIIOKO3UAa3sL. Tnil
HAC/Ie/IOBAlNSA  aYTOCOMHO-PELECCUB-
Hblif. [en Jokanu3oBal Ha JUIMHHOM TUTe-
ge 1-i XpoMOCOMbL.

Boxae3nb Humann-ITuka obycrosiena
CIMKEHUEM aKTUBHOCTH (epMeHTa
chpunromueniassl. B pesysaerare npo-
HUCXOAUT HAKOIIeHHe CHPUHTOMHUENINHA B
KJIETKaX MeYCHH, CeNeaenike, MO3re, peTu-
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KyJ10-3HaOTeAnanbHoM cructeme. Benea-
CTBHe JiereHepalyy HEPBHBIX KJIETOK
HapyLIaeTCs fesiTebHOCTh HEPBHOI CH-
CTEMBI.

Briaensior Heckonbko GopM 3aboseBa-
HUA, pa3NuYarouMxcs Kanndeckn (Bpe-
Ms1 Hayasa, TeYeHHe M TsKeCTb HeBpoJio-
TMYeCKHX NMposiBiaeHuiT). OXHAKO UMEIOT-
s 1 obuire st Bcex (OpM CHMITTOMBL.

Boneans yauie nposBasieTcd B paHHeM
Bo3pacre. Y pebeHKa yBeJNYMBAIOTCA
nuMdarTHyecKue y3bl, pa3Mephl XKUBOTa,
NEYEHU Y cesie3eHKH; 0TMeYaloTCs pBOTa,
OTKa3 OT IMIUH, MblUleyHas C€1aboCTp,
CHIDKCHHUE Cliyxa ¥ 3pcHue (puc. 84). ¥
20-30% neteit Ha ceTyaTKe rnasa o6Hapy-
XKHBaeTCs I[ISTHO BHIUIHEBOro I[Beta
(cuMriToM “BUIIHeBOH kKocToukn”). Ilo-
paXkeHHe HePBHOM CUCTeMbl BefleT K OT-
CTaBaHMIO HEPBHO-NCUXMYECKOrO pa3BU-
TS, TIYXOTe, cenoTe. Pe3ko cHuxaercs
YCTOMYMBOCTD K MHObEKIMOHHBIM 3a60-
JeauusaM. [leTH morubaoT B panHeMm
BO3pacre.

Hacnenosanue 6one3sHn — ayrocoM-
Ho-pelieccuBHoe. [en chmHroMnennHasn
KapTHpoOBaH Ha xpoMocome 11.

HMuarnoctuka 6osesnn Humanna-Iln-
Ka OCHOBaHa Ha BBLIABJIEHHM B ILJIa3Me
KPOBM M CHUHHOMO3TOBOH >XMAKOCTH
II0BBILIEHHOTO COACPKaHNA CHUHrOMHUe-
nuHa. B nepudepnueckoit kposy BHIAB-
nsoTest 6oabLIME 3ePHUCTBIE HEHUCThIE
knetky Iluka. Jleyenne cuMnromatnye-
CKoe,

AMaBpoTnyecKkas HAMOTHA (6oe3HDb
Tea-Cakca) Takxe OTHOCUTCA K 3aboe-
BAaHUSAM, CBS3aHHBIM C HADYUIEHUEM JIN-
maaHoro obmeHa. Jnst Hee XapakTepHO
OTJIOKEHHEe B KJeTKaX Mo3ra, NeyeHw,
CeJe3eHKN M JIpyrUX OpraHax Junuia
raHrMosnaa. Ilpuyunna- cHuXeHue ak-
THBHOCTH (pepMeHTa reKCO3aMUHHAA3BI
A B opranusme. B pesyssTaTe HPOUCXO-
IUT pa3pyuleHne aKCOHOB HEPBHbIX KJle-
TOK.
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Bonesnb npossisiercs B NepBbie MeCs-
ubl )KH3HU. Pe6EHOK CTAaHOBHUTCS BAJIBIM,
MAJIONIOABHKHbBIM, 0E3PasINYHbIM K OK-
pyXawouuMm. 3agepKKa MCHXMYECKOro
Pa3BUTHUS NPUBOAUT K CHUIKEHHUIO HHTEN-
NIeKTa A0 CTelleHH BANOTHH. OTMeYaeTcs
Mb{llIeYHasl TUITOTOHMS, CYIOPOrH, XapaK-
TepHbIit CUMATOM “BHILHEBOH KOCTOUKN”
Ha ceTyaTke rza3a. K koHuy nepsoro ro-
la XH3HKM HacTynaer ciaenota. [lpuykna
— aTpodus 3puTensHbiX HepBos. Tlo3n-
Hee pa3BUBAETCA MOJNHas 00e3nBUKEH-
HocTb. CMepTh HacTyRnaer B 3-4 ropa.

Tun nacnepoBanus 60se3nn — ayTro-
COMHO-peueccuBHbiA. el nokanu3oBaH
Ha pAMHHOM Miieye 13- XpoOMOCOMBL
(puc. 8 5).

Hacnexncreennste 6onesnu
COEAUHHTENLHON TKaHK

Posb coeAMHHTENBHON TKaHU B opra-
HU3Me CBSI3aHa ¢ ONOPHOI, TpodUYeCKo
U 3amuTHON GyHKUMsMH. Baxneiumnmn
KOMMOHEHTAMI COeNUUHTENbHON TKaHU
ABNSIOTCS:

a) KJIETOUHbIe KOMIOHEHTDI;

6) KonjareHoBbl€, INACTHYECKHE U De-
TUKYJSpHbIE BOJIOKHA;

B) aMOp(HOe OCHOBHOE BELIeCTBO.

CroXHast CTPYKTYpP2a COeRUHNTENILHOM
TKaHM 3aaHa reseTndecku. Ilaronorus 8
ee cucTeMe ABNsteTCsl NPUYMHOM pasiny-
HBIX HaCAeJCTBeHHBIX 3a6oNeBaHHil H
o0ycnoBaeHa B TOM MIM MHOM CTeneHu
HapyUWEeHUsIMU CTPOEHUst CTPYKTYpHBIX
6enKoB — KOJIAreHoB.

BonbiunHcTBo G0ONe3neit coennHu-
TeJIBHOH TKaHM CBs3aHO ¢ AepeKTaMu
OIOPHO-/IBUraTENbHOrO amnmapara M Ko-
K. K 4Hcay UX OTHOCATCA CHHADOM
Mapdana, cunapom Inepca-Jannoca, a
TakXe MyKOMOIHCAXapuAO3LL.

Cunppom Mapdana (“nayuysyu nans-
upt") OTHOCHTCA K YUCIY HaCJeACTBeM-
HbIX 6oNe3Hel o6MeHa BewecTs U Xapak-
TEPU3YETCH CHCTEMHBIM MTOPAXKEHUEM CO-

Puc. 8.5. Bonesnb Tena-Cakca

|

enuHuTenbHoM Tkanu. Hacneayercst no
ayTOCOMHO-IOMHHAHTHOMY THITY C BBICO-
KO NeHeTPaHTHOCTHIO M Pa3NNYHOI CTe-
HeHBI0 9KCHpecCHBHOCTH. C aTUM CBSA3aH
3HAYUTENBHBIH KIMHUYECKNI U BO3pacT-
Hoi noanMopdusm. Brnepsrlie cuHApOM
6ui1 onncaH B. Mapdanom B 1886 r.
[pnunHa 6one3nn — MyTalus B rexe, OT-
BETCTBCHHOM 32 CHHTe3 Genka COe/IuHu-
TENbHOTKAHHBIX BOJOKoH (HUGPHIL/INHA.
BnokupoBanue ero cumHTe3a NpUBOAUT
K OBBHUEHHOM PACTAXKUMOCTH COENMHHU-
TEALHOMN TKAHH.

Bonbhnix ¢ cunppomom Mapdana ot-
JIMYAIOT BLICOKMIA POCT, JUTMHHBIC MAyKO-
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Puc. 8.6. Cuxgpom Mapoara

a, 6 - AUCNPONOPLUUNOHANLHOE TENOCNOXEHVE, AMHHLIE TOHKUE KOHEYHOCTH, Y3K0e nnuo,
BOPOHKOOHPA3HAR FPYAHAR KNeTKa, NAOCKOCTONUE; B — 8paXHOAAKTWMS
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obpasHbie masbnsi, Aedopmanns rpya-
HO#i KJICTKH (BOPOHKOOOpa3Hasi, Kuje-
BHMJIHasl, yMJAOUleHHas), MJIOCKOCTOMHE
(puc. 8.6). Hepenko nmeror Mecto Gen-
PEHHbIE M 1aXOBble PHIXKH, TUIIOIIA3US
(Heopa3BMTHE) MBILUI, MBIUIEYHASA M-
IDOTOHHA, YXYALUEHHe 3peHHs, U3MeHe-
HMe QOpPMBI M pasMepa XpyCTanuKa, 3Ha-
YKTesIbHAS MUOMUA BIJIOTH 0 OTCAONKH
CETYaTKH, TeTePoXpoMus (pa3Hoe OKpa-
lUMBaHHe YYaCTKOB Pajfy>KKH); MOABBI-
BHX XPYCTaJIMKa, KaTapaKTa, KOCOrJa3ne.

TToMiMO nepeyncnaeHHOro, IIpU CUHI-
poMe Mapdana xapakTepHb! BPOXIEH-
Hble MMOPOKH CepAlia, pacliupeHNe a0PThl
¢ pa3BUTHeM alieBpu3Mbl. Hepeako oTMe-
4alOTCA PacCTPOIMCTBA OPraiioB AbIXaliHA,
HNODAXEHUS  XKENYAOUHO-KUIIEYHOIO
TpaKTa U MOYeBhIBOASIENH CUCTEMBI.

JleueHre B OCHOBHOM CHMMITTOMATHYe-
ckoe. Ilonoxutenstoe peiicTene okasbi-
BalOT Maccax, JevebHast GU3KyIbTYpa, a
B Ddjle CJYyYyaep OMepaTUBHOe BMella-
TEAbCTBO. Douibloe 3HayeHHE HMeeT
PaHHAsS AnarHocTHka 3abonesanus. Yac-
TOoTa cHApoMa Mapdana B nonynsuun
paBHa 1:10.0(1:15.000).

Cheiyer OTMETUTb, YTO CHHAPOMOM
Mapgana crpagann npesmpent CIIA
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Puc. 8.7. Mykonomucaxapugos, tvn |

a - MaKkpo- 1 ckanouedanus (ysenvueHne
paamepos v Gpopmst Hepena), 6 - BHeLWHUIA
Bua

ABpaaM JIMHKOJBH, BEIMKMIl UTANbSH-
CKMit cxkpunay u komno3utop Hukono
[Marauuuu.

MyxkonoancaxapHao3sl npeacrasiic-
Hbl LleNON TPYINOH HACNCHACTBEHHbIX 3a-
GoneBaHUil coennuTesibHOM TKanu. s
HUX XapaKTePHO HapylueHHne B OpraHu3Me
MeTab0IM3Ma KMCABIX TIMKO3AMUHOLIIN-
KaHOB, YTO CBS3aHO ¢ HCAOCTATOYHOCTDLIO
NN30coMaIbHbIX QepMeHTOB. B pesynsra-
Té 11aTOJI0THYeCK e TPOAYKTHI 0OMeHA OT-
KJIA/IbIBAIOTCSA B COEMHNUTENBHON TKaHMU,
B TIEYEHH, CeJie3eHKe, POrOBUIIE U B KJeT-
Kax [leHTPaNbHOM HEPBHOM CHCTEMBI.
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IlepBbie cBepeHust 0 MyKOMoOaMCaxa-
puao3ax nosteuauchk B 1900 r., a 3aTem B
1917-1919 rr. Eme pansuie s1o 3abone-
BanMe ObINO M3BECTHO NOJ Ha3BaHUEM
“rapronnnsm”, nMOCKOJIbKY BHCLiHE NpO-
6anapl HamoMUHaNM GUTYpPbl, YKpallaB-
wue cobop Iaprxckoit Boromarepy.

IIpn Myxoltonucaxapnao3ax nopaxa-
I0TCA OMOPHO-JBUraTeNbHLIN anmapar,
BHYTPeHHHe OpraHbl, r/1a3a, HepBHas CH-
cTeMa.

KnvunyecknMu npusnakaMm 6osesuu
chnyXaT: 3aMmejsieHMe PoOCTa, KOPOTKas
wes 1 TyJOBuIle, AeOpPMALIMsST KOCTei,
CHHXXEHMe KHTeN/eKTa, Ipybbie 4epThi
JMLA C KPYMHBIMH ry6aMu 1 I3bIKOM, 11y-
IIOYHbie ¥ TAXOBble IPBIXKH, TOPOKY Cepat-
113, HapyllleHWe NCHXWYEeCKOro pa3BUTHA
€ OTCTaBaHMeM OT HOpMBI (puc. 8.7).

Tun HacnepoBanuns GosesHu — ayTo-
COMHO-peniecCUBHRI. [eH KapTipoBaH Ha
KOPOTKOM NJlede 4-if XpOMOCOMBI.

Bcero Bbizesnsior 8 OCHOBHBIX THIOB
MYKOMOJMCAXapHA030B B 3aBMCHMOCTH
OT CIIMXKEHMS! aKTUBHOCTH Pa3HbIX ¢ep-
MEHTOB M OCOOEHHOCTE KIMHHUYECKHX
npu3sakos. [{ns onpepeneHus Tuma 3a-
6onesaHuss MCCNenyOTCs OUOXMMMYeEC-
KM€ NMOKa3aTes X KUCIBIX TIMKO3aMUHOT-
JOKAHOB B KPOBH ¥ MOYc OONBHBIX.

Jleyeune: auetorepanust, GHU3HONPO-
neaypbl (anaekypodopes, MarHMTOTepa-
nus, Maccax, nevyebHas HUIKybTYpa U
Ip.), COPMOLAIbHbIE U CepAEHHO-COCY AU~
CThle cpencTaa.

HacieacTBeHHbIE HAPYIIEHHSA
o6MeHa B 3pHTPOLHUTAX

K a70il rpynme orHocaTces Gone3uy,
CBA3aHHbIE Yalle BCErO ¢ YKOPOYEHHEM
CPOKa XM3HM IPUTPOLIMTOB, a TaKXe CO
CHUXEHHEM ero ypoBHS B KpoBu. IeMo-
riobUH — OCHOBHOM GENOK SPHUTPOLHU-
ToB. B HacTosIiee BpEeMS XOPOILIO H3yye-
Ha aMHMHOKHMCJIOTHAs IIOC/Ief0BaTeNb-
HOCTb U CTPYKTypa ero Monexynst. Uay-

YeHMe reMOrnobMHA y yeJoBeKa Hava-
JIOCH C OTKPBITUS HACENACTBEHHOTO 3260-
NeBaHUA — CepNOBUAHOKJIETOYHOM aHe-
mun. Brino nokasano, yto Monekynsp-
Hasl CTPYKTypa CepNOBHIHOKAECTOYHOrO
reMOrJIOOMHA OT/IMYAETCS OT HOPMAaJlb-
HOTO.

Ilo Mepe cOBeplIEHCTBOBAaHMSI METO-
10B anekTpodope3a Gpu BEiABIEHD 60-
nee 400 BapnanTOB reMorno6uHa M pac-
wnpoBaHa MX NOJHAs aMHUHOKHCIOT-
Hasli MOCNeAOBaTeNbHOCTb. YCTaHOBJIEHO,
YTO MOJIEKYJia YeJIOBeYeCKOro reMorsio-
6MHa COCTOMT M3 4-X MONMIENTHAHBIX
uenei (o,B,y,8). BonsutMHCTBO pasHo-
BUHOCTEN reMorao6uHa yeoBeKa UMe-
€T WIEHTHYHbIE C-1eNMd U Pa3nnyaoTCA
N0 OCTaNbHBIM UensaMm. K kaxpoil uenn
rjo6uia B cienpUyecKoOM yHacTKe Ipu-
CoelMHAETCS MosieKyna HeOenkoBoi
NpUPOAB! — reMOrpynna, Hiam reM. Yernl-
pe TROGHHOBBIX Llend BMECTE C reMaMH
06pa3yioT QyHKUHOHAIBHYIO MOJIEKYNY
reMornobuHa, KOTopas HepeHOCUT KHC-
JIOPON M3 JIErKNX B TKaHMU.

Monekyna rnobuna coctout us 141 —
146 aMMHOKHMCIOTHBIX OCTaTKOB, pacno-
JIOXKEHHDBIX B CTPOLO ONpENesICHHOM TIo-
psuke. [locnenosarenbHOCTD AMMHOKHC-
noT B 6enKe Ha3pIBaeTCs ero NEpBUYHOM
cTpykTypoit. [IpocTpaHcTBeHHOe B3au-
MOpACHOJIOKEHNE COCeNHUX MOHOMEpOB
B NOJMOENTHAHOMN 1ICAN UMEHYeTCs BTO-
PHYHOM CTPYKTYpOH, a TpexMepHasi KOH-
durypauns GenkoBbix CyObEAMHUL —
CTPYKTYpOlt TpeTHuHOH. YeTmepruynas
XKe CTPYKTYpa reMOrioOMHa peannsyercst
BO B3aMMHOM OpraHU3anMM 4YeTblpex
cyGpenunnil B coctaBe GYHKIHOHHPYIO-
11l MOJIEKYJIBL.

V zeteit 1 B3POCbIX APEOONANAIOLINM
TUIOM TreMornobuna sinsercsa HeA, co-
cTosSHMNA M3 ABYX o- U ABYX P-ueneit
(a,B,), o-Llenn y BCeX reMOrao6MHOB
UAECHTHYHLL. O- Y PB-Leny pa3iuyaoTcs
10 MHOTHM aMUHOKUCJIOTHBIM OCTaTKaM.
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Y Bcex B3poCaBIX ¢CThb 2-3 % remornobu-
1a HBA, (059,). Xapakrepnas nns Hero
d-11enmp oTauvaetcs ot B-uenu no 10 amu-
HOKMCJIOTHBIM ocTtatkaM. [Tocne poxne-
HHA y BCex jereit 06HAPYKUBACTCS TaK-
xe HeboNbioe KOoMuYecTBO (MeHbile
1%) ¢eranbroro remornobuna HbF
(ayY,). Y-uenb 3HAYUTENBHO OTINYaeTcs
ot B-ueneil. Cunres y-ueneii y aM6puoHa
APOUCXOJIMT B OCHOBHOM B lleyely | ce-
JIe3eHKe, 1I0 MOT'YyT OHM CHHTE3UPOBATHCH
M B KJIETKax KOCTHOTro Mosra. A B-uemy,
1a060pOT, CUHTE3UPYIOTCS TJIABHBIM 06-
Pa30M B KJIETKAX KOCTHOIO MO3Ia.

Bce HopMasibHble FEMOTIIOOHIIbI Yeto-
BeKa HMEIOT MAEHTHUYHYI TPEXMCPHYIO
CTPYKTYDY, ONTUMANbHYIO A lIcpeHOca
KHCTIOpOZa.

AMUHOKHCIOTHAsE HOC/eN0BaTesb-
HOCTb KaMJO® rNOOHHOBOI Lenu KOau-
pYeTcsi CBOMM FeHOM, PaBHO KaK M CHliTe3
#e(eTKOBOI reMOrpYIII.

Tenbl r106MHOB Yy yesioBeKa 06pasyroT
MyJIBTUICHHOE CeMEHCTBO M Pacmosioxke-
Hbl Ha XpeMocoMax AByx knactrepos (Kna-
CTeppl — IPYNILIA F€HOB, PACIIONOKEHHBIX
B ONpeneNeHHbIX JIOKYycaX, OObeqUHEH-
HBIX 00HMH QYUKIUAMA.) — O-KjAacTep
sarnmaer 25000 nap HyKIEOTHAOB B KO-
poTKOM IL1eve 16-i1 xpomocmsel. CemeitcT-
BO Y-B-8-TCHOB PaCIIONOKEHO B KOPOTKOM
mneve 11-if xpoMocomsl (60 000 n.H.).

Bce rno6uHOBbIe rernbl UMEKT CXOA-
HYI0 (QYHKIHOHANMBHYIO OpPraHU3aLMIoO.
Oum conepxar 3 KOZUPYIOIHE MOCAEN0-
BaTe/JbHOCTH (9K30HbE) U 2 HHTPOHA, KO-
TOpble TPaHCKPUOUPYIOTCA BMecCTe ¢ K-
30HaMU M BbBIPE3AITCA B XOHe Mpolec-
cuHra. Bapuautsl reMorno6MHOB BO3LU-
Kal0T B pesyJisTare MyTaluii B KOUKpeT-
HOM IJIOOMHOBOM Telie. JTH BapUaHTHE
(4alue BCero) OTANYAIOTCS OAHOM aMHUHO-
KHCHOTOR B 1106KHOBOM neni. QuucaHo
6onece 350 TakMX e/IMHUYHDIX 3aMeH. 3a-
MCHBl aMMHOKUCJIOT BJIMSIOT Ha CPOACT-
BO MOJICKYJibl IeMOrNIOOMHA KUC/IOpoa.

Hapyuwenue xe cro (pyHkumit pener k
BO3HUKHOBeHH1O 3abonesanmnii. K npy-
TUM TUIIAaM MyTali4if, U3MeHSIOWNM re-
MOLJ06GUH, OTHOCATCS: AeNeliuH, AYILH-
KalMy, MyTalUHY CABUrd PAMKH CUUThIBA-
HUS, MyTal{M¥, Hapyluaoule npolec-
cunr PHK u ap.

B pesysbrarte MyTanuii B 5pUTpPOLMTAX
M reMoriiofyHe BO3HMKAIOT HACNenCT-
BeHiible 00.1€3HU YeNIOBEKA — TeMOJINTH-
YyeCKHe aHEMHH Y TeMOrIO0NHONATHL.

TeMonuTHYECKHE aHEMHM BKJIOYAIOT
3aboneBaHunsl, O6CYCIOBJIEHHBIC CHHMXE-
HHMEM ypOBHS reMorsiobMHa U yKopoue-
1ieM CpOKa XKU3HM apuTpouuTos. Kpome
TOTO, HPUYHUHOM 60/1€3HN MOTYT ObITD!

1) Hapyuienine MeM6paHbr apUTpOLH-
TOB.

2) Hapyuienne akTMBHOCTH (depMeH-
TOB IPUTPOLMTOB ((PEPMEHTOB, IIUKOJIH-
3a netiro3odocdaTioro MKAA M Ap.).

3) Hapymienue ¢TpyKTypbl HIHN CUHTE-
3a reMOrno6buHa.

PaccMoTpuM kpatko Hauboutee pacnpo-
CTpaHeHHbY0 (OpMy HacleACTBeHUOMH
FCMOJIMTHYECKOI alleMHU Y Ye/I0BeKa.

Hacnencreennblit Muxkpocdepountos
— reMoJuTHYecKas aHeMHs MHHKOB-
ckoro-lllogpgapa. bonesiip onucana s
1900 r. IlpumepHO B NOJOBUIE CNYyYaeB
OHa HPOSABAAETCA Y HOBODOX/EHHBIX.
JAuaruo3 crasutcs B Bo3pacre 3-10 ner.
3aboncsanue 06yCNOBJIEHO TI'€HETHYEC-
KAMHM aHOMAIUSIMU 3DUTPOLIUTOB U CBS-
3aHO ¢ BpPOXHEIHION HeAoCTaTOYHOCTHIO
JIMNMAOB UX 06010YkK. B peayssrare 10-
BBILLIEHHSE TIPOIIMLACMOCTH MeMOpaHbl B
KJIETKY 1IPOHMKAIOT MOHB! HAaTPUS W Te-
psterca ATO. 3puTponuThl NPUHUMAIOT
cepuyeckyio popmy. iamelieHHble apu-
TPOLUTB! PA3PYIUAOTC B CEJIE3CHKE C
ofpasoBaHMeM TOKCMYECKOro Oenka —
GunupyduHa.

Ipn nanHoM 3a6oneBatiny OTMEYAIOT
KENATYXY, aHEMUIO, CilJIeHOMeranuio (pas-
PBIB Cele3€HKHM), M3MEHCHUS CKeJleTa.
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Bonesns Moxker nporexarts B ABYX ¢op-
Max — XPOHUYECKOH M OCTPOIL, NPH KOTO-
POl YCHNIMBaeTcs reMonmns, oOycaoBaM-
BaIOLHH aHEMHUIO.

Y neteil B nepBbie MeCstIIbi XKU3HH Yac-
TO BO3HHUKaeT “sinepHas xenryxa”. [Ipn-
4YMHA — NopaXKeHHue Anep roI0BHOFO MO3-
ra 3a cyeT BBICOKOTO CONEep>KaHus OMan-
pybuna. B Gonee crapureM Bo3pacTe Bbl-
COKUIA YpOBeHb OUANPYOHHA IPUBOMUT K
06pa30BaHMIO KaMHe U PasBUTHIO XKeJl-
YyeKaMeHHOI 60/Ie3nH.

151 601bHBIX XapaKTePHO YBEIMUYEHNE
cesle3eHKU U MmeveHH, JeopMalus CKene-
Ta; OalleHHbI yepen, roruyeckoe Hebo,
HapyilieHHOe pacrnofoxenne 3y6oB.

HAns punarnocruku 3aboneBanus uc-
CNeAyIoT KpoBb. XapaKTepHbIMH IIPHU3HA-
KaMH SIBASIOTCS OOHApyXeHHe MHKpO-
CepoNMTOB, CHMXXEHHE OCMOTHYECKOM
CTOMKOCTH 9pUTPOLIATOB U Ap.

Tun nacnenoBaHuss — ayTOCOMHO-A0-
MUIIAHTHBIA ¢ HEIIONHOM ITeHeTPaHTHOC-
Tb10. [CH KapTHPOBAH HA KOPOTKOM Hleye
8-it xpoMOCOMBI.

HacieacTBenHble aHOMAIHH
WHMPKYMPYIONMX GenKoB.
TemornoGuHONaTHH

lemornobunonatnn — 310 GONE3HMU,
CBsI3aHHBIE € HACHeNCTBEHHBHIM Hapylle-
HUeM CHMHTe3a reMorio6uHa. Brhigensior
KOJIMYeCTBeHHbIe (CTPYKTYPHBIE) ¥ Kade-
cTBeHHble nx ¢opMsl. IlepBble xapakrte-
pHU3YIOTCS U3MeHeHHeM MepBUYHOMH
CTPYKTYpbI 6€1KOB reMOr1061Ha, YTO MO-
KeT NPUBOAHTD K HApYLUEHHIO ero cTa-
6unabHocTH M dyHkumn. TIpn kavecTseH-
Hbix hopMax CTPYKTYpa remMorjao61Ha oc-
TAeTCS HOMPMAIbHOM, CHMXEHa JHIUb
CKOpPOCTb CHHTE3a rI00MHOBBIX Henek.

Tanaccemun. Jannas natonorus obyc-
JIOBJIEHA CHUXKEHWEM CKODOCTH CHHTe3a
HOIMNENTHAHBIX LielTeit HOPMALHOrO re-
morsiofnHa A. BriepBble 60se3Hb onHcaHa
B 1925 r. Ee Ha3BaHMe IIPOUCXOIUT OT Ipe-

yeckoro “Tanacca” — CpennseMHoe Mope.
Ilonaraiot, 470 €O Cpear3eMHOMOPCKIM
PErHOHOM CBSI3aHO NPOUCXOXKAEHHE GONb-
IIMHCTBA HOCUTENEl reHa TalacceMuM.

TanacceMnst BCTpeyaeTcst B rOMO- M re-
TepO3UroTHeIX opmax. Ilo kmHNyeckoi
KapTHHe NPHUHATO pPa3nHyaTh GOMbLUYIO,
IIPOMEXYTOYHYIO, MJIYI0O M MUHWMAaJb-
Hy10 ¢opmbl. OCTaHOBUMCS Ha OJHOI U3
HHX.

Tomo3urornas (6oibmas) Tanacce-
MHS, OHa xe — aHeMHA Kynu Bbi3piBaer-
Cs1 Pe3KUM CHUXeHHeM 06pa3oBaHus re-
mornobuna HbA, u yBenuyenneM koau-
yecTBa remornobuna F

Kinnuvecku 6one3nb mposBasercs K
KOHIy MepBOro rofa XHM3HM pebeHKa.
[na Hee xapakTepHbl MOHTOJOMIHOCTD
nuua, GaiieHHBIH THN Yepera, OTCTaBa-
Hue ¢usnyeckoro passurus. IIpu pan-
HOM NaToNOrUK B KpOBH 6OJBHOTO 06Ha-
PY>KMBAIOTCS MUILIEHEBH/HbIE S3PUTPOLIU-
TBI ¢ HU3KUM cofepxanveM HB, ykopo-
YEeHHOI NPOAOKUTENBHOCTHIO XKHU3HHA U
NOBBIIUEHHOH OCMOTHYECKOH CTOMKOC-
THIO. Y GOJIBHBIX OTMEYaeTcs yBelnde-
HYe CeJIE3eHKH U, PeXKe, lieYeH .

ITo Taxectn 3a6oneBaHUs BBIAENAIOT
Heckonbko ¢GopM Tanmaccemuu. Taxenas
TalacceMUst 3aKaH4YMBaetcs BpICTPoi Ti-
Genbio B MepBble MECSLB! )KU3HU pebeH-
ka. Ilpu xporuyeckoit — GonbHBIE fETH
DOXHUBaIoT A0 5-8 new, a npH nerkux ¢op-
Max 6onbHbie JOXKHMBAOT A0 B3POCJIOTO
BO3pacTa.

CeprnoBHAHOKAETOYHAA aHeMHA —
HanboJjiee YaCTO BCTpEYaeMOe HACHEACT-
BeHHOe 3a60JieBaHMe, BbI3BAHHOE H3Me-
HEHHMEM CTPYKTYPB! MOJIEKYJIbE T€MOTJIO-
6uwua. Jloan, crpajaoliue CepriOBUAHO-
KNeTOYHOH aHeMMeil, B 6OJBINMHCTBeE
CJIyYaeB TOrM6aloT, He AOCTUTHYB 3peJio-
ro Bo3pacta. B ycnoBMsix HU3KOro map-
IIMaIbHOTO JlaBJieHUS! KUCJIOPOAA KX apu-
TPOUUTHI MpuodpeTaioT popmy cepna. Y
poauTesneit GONBHOrO IPUTPOLUTHI MMe-
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IOT HECKOJIbKO M3MeHeHHYI0 (opMy, HO
OHM He CTPaialoT aHeMHUeil.

I710 3aboneBanye BrcpBbie OOHApY-
sun B 1910 r. k. XeppuK y cTyneHTa-
Herpa, CYpajaBliero Tsxenod ¢GopMoit
aHeMHH. B kpoBM 601b110T0 OH BBIABUN
IPUTPOLNTHl HEOOLIYHOM CEPIOBUAHOM
dopmbl. Oxaszanoch, 4to aT0 3ab0N€eBa-
HYe He peAKoc sIBJIEHHE ¥ aMEPUKAHCKUX
Herpos (puc. 8.8).

B 1946 r. HoGenesckuit naypear JI.
IMonuur ¢ xomneramu mposenu GHOXM-
MHUYECKHIT U reHeTUYeCKHU aHaN13 reMo-
rno61Ha GONbHLIX M 3MOPOBLIX JI0AeH U
HOKa3aJlk, YTO reMOrJ0OHUHBI HOPMAasIb-
HBIX ¥ CCPINIOBUAHOK/IETOYHBIX 3PUTPO-
LOUTOB Pa3jINYaOTCS MO NOABHXHOCTH B
3/IEKTPHYECKOM 110Jle M PaCTBOPUMOCTH.
Okxasanocn, Y70 reMorno6uH y mionei ¢
NPH3HAKAMH CEePNOBUAHOKIETOUYHOCTH
ApeACTaBJsAeT CMeCh PaBHBIX KONIHYECTB
M HOPMAJIBHOTO U MYTaHTHOTO Te€MOrJIO-
6una. Crano scHO, YTO MyTalHUs, Bbi3bl-
BalOIjast CCPIIOBUAHOK/NETOYHYIO aHe-
MMIO, CBsi3aHa C U3MEHEHMEM XMMMYCC-
KOl CTPYKTYPH reMorio0uHa.

Janpueiilnvie uccnefoBaHUA MOKa3a-
JIK, 4TO B CJIyYae CepnoBUIHOKIETOYHOM
aHeMHH NPOHCXOAUT 3aMeHa TJIOTaMH-
HOBO# KHCJIOTHI Ha BaJiMH B LIeCTOM nape
HYKNEeOTHAOB reHa, KONUPYIOmEro B-
uens remMorao6nHa yenoseka., Y revepo-
3UTOT U3MEHCHHBIH reMorno6uH cocTas-
aser 20-45 %, y romosuror — 60-99 %
obiuero reMorJao6mHa,

Ilpn pauHON MaTOJIOrMM OTMEYAIOT
6n1e1HOCTD KOXH 1 CAMBUCTBIX 0607104eK,
xentyuiHocts. ¥ 60% perveil ysennueHa
neyetib. OTMeYaeTcst Takxe wyMbl B 06-
JacTi cepana ¥ ap. Bonesus nporekaer B
BUJIe YePENOBAHUS KPU3OB U PEMUCCHIL.

CroemanbHLIX METONOB JIEYEHHMS HET.
BaxHoe 3Haderne UMeeT IpeIOXpaHeHHe
GonbHOro o1 Bo3feiicTems HakTOPOB, IIpo-
BOUMDYIOLIMX Da3BuUTHE 60Jje3Hu (IHmno-
KCHs1, 00€3BOKUBaAHHE, XOJION U AIP.).

-

m
N\

Puc. 8.8. Ckanvpylowas anekTpoxHas
mukpodoTorpadpuvs IpuTPOLMTOB

a — HopMansHas Gopma IPUTpoUMTa; i

6 v B - apuTpOoUNTH! GONABLHOrO, FOMO3UroT-

HOrO 10 reHy ceproBUAHOKNETOHOM aHe-

MWW, B YCROBURX MMNOKCUWA HANOMUHAIOT

no ¢opme cepn

XpomocomHbie 6oneann yenoBexa

K xpoMocomubiM oTHOCATCa Gonestn,
00yC/IOBIEHHbIC I'CHOMHBIMM MyTalus-
MH UM CTPYKTYDHBIMH H3MEHEHMSIMH
OTHCNBHBIX XPOMOCOM,

XpoMocomHble G0JIe3HN BO3HMKAIOT B
pe3yJibrare MyTalUi B MOJOBBIX KJIETKaxX
OQHOro u3 pojuteieit. Vs mokoseHus B
NOKOJeliNe Niepenaorcs He Gonee 3-5 %
13 HUX. XpOMOCOMHBIMH HapyeHUsIMH
obycnosnelibr TpuMepHo S0 % cnouTan-
HBIX abopTOB U 7 % BCEX MEPTBOPOKAE-
nuit. o nannbiM 1987 1. u3 1000 noso-
POKAEHHDIX 7 NMeJIN Pa3INyHble XpOMO-
COMHbIe aHOMaJIUH.

Bce xpoMocomHble 60/1e3HU NIPUHATO
HeNUTh HA (B¢ TPYNILL.

Cpazannbie C aHOMANHAMH
yycaa XpOMOCOM

B aTy rpyniy BXOAAT TPY IIOATPYIIAbL

1. Bonesun, obycnosnennsie Hapyuc-
HUeM YHMCIIa AyTOCOM.

2. Bonesnu, ceszannble ¢ yBeNIHYEHH-
eM WJIX yMeHblIeHHEM YMCiA HOJOBBIX
X- 1 Y-xpoMocoM.
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Tabnuua 8.1. YacToTa poxaeHus aeTein
C XPOMOCOMHbIMM GonesHamn B 3aBUCMMOCTI OT BO3pacTa matepun

Yacrora poxxaenns aerei

¢ aK6oit XpOMOCOMHON 60ae3nbI0

Bospacr Marepy, roast
¢ 6onesupio fayia

20 1:1667

25 1:1250

30 1:952

35 1:378

40 1:106

45 1:30

49 1:12

1:526
1:476
1:385
1:192
1:66
1:21
1:8

3. Bone3un, NpUYMHON KOTOPLIX ABAS-
eTcA HOJMHNOUANA — KPaTloe yBeauue-
HUe ralJIOUAHOro Habopa XpoMOCOM.

CBA3aHubIe CO CTPYKTYPHBIMH
HapyuteHuaMH (aGeppauyamu)
XpOMOCOM

VIx npuyunaMu GbIBaIOT:

1. Tpancnokauun — o6MeHHsble Mepe-
CTPOMKHU MeXAy HEroMOJOTHYHBIMHU XPO-
MOCOMaMH.

2. leneuuu — Novepu yyacTka XpoMo-
COMBI.

3. MuBepcun — MOBOPOTHI y4YacTKa
xpoMocoMbi Ha 180 rpasycos.

4. [lynivMKaiMd — yABOEHHS yYacTKa
XPOMOCOMBI.

3. M30XpOMOCOMUSL — XPOMOCOMBI ¢
NOBTOPAIOMHMMHCSA FEHCTHYECKUM Mare-
pHAIOM B 060X LIeYax.

6. BoanuKHOBEHHE KOJILLIEBDIX XPOMO-
coM (CcoefHEHHe ABYX KOHIEBbIX feJe-
1Kt B 060MX MJIeHaX XPOMOCOMBL).

B Hacrosilee BpeMs y yesioBeka M3Be-
cTuo 6onee 700 Takux 3a60eBaHNUI, BbI-
3BAHHBIX CTPYKTYDPHBIMM HApyLIEHHSIMH
xpoMocoM. FMeromnecss gaHHbie HOKa-
3BIBAIOT, YTO OKOJO 25% TPUXOAHUTCA Ha
ayTocoMHble TpucoMuH, 46% — Ha mavo-
JIOTHIO MOJ0BBIX XpoMocoM. CTpyxTyp-
finle nepecypoiiku cocrasasgior 10,4%.
Cpeamn XpOMOCOMHBIX TEPeCTpoeK Hau-
601ce 4acTo BCTPEYAIOTCH TPAHCAOKALMK
v JICTELHN.

PaccmoTpum Hanbosiee 4acTo BCTpeya-
eMbie XpOMOCOMHBIE 60e31iH,

Cunpom Jdayna (Tpucomusa mo 21-i
xpoMocaMe). /lannoe 3abonesanme oT-
HOCUTCA K YHcay Haubosee pacmnpocT-
paHeHHbIX HaToNOruil yenoseka. Berpe-
4aeTCA Y HOBOPOXKIEHHDIX ¢ 4aCTOTOMH 1:
700-800. YacroTta poxjeHHUA NeTel ¢
fonesnnio [layHa 3aBUCHT OT BO3pacTa
MaTepH M B MeHbILed CTeneH! OT Bo3pa-
¢ra oTua. Prck poxgedns 6onpHoOro pe-
Gerka MaTepbio B 40-46 ner B 16 pas

Ta6nuua 8.2 YactoTa poxaeHus aerteii c 6oneansio flayHa

Astop MecTtHoCTS YacroTa ABTOp MecrHocTh Yacrora
Jenkins (1933) Yuxaro 1:636 Oster (1953) KoucHraren 1:765
Malpas (1937) Jlusepity b 1:776 Schul, Neel Xupocuma u 1:785
Parker (1950) Baunsrron 1:873 (1962) Haracaxu

Hug (1951) Lopnx 1:520 Wagner(1962) Tonoaysy 1:478
Carter, Mc Jlouzon 1:666 Jaworska Moaniua 1:575
Karty (1951) (1962)

Collman, AscTpanus 1:688 E. ®. laBnaenkosa | Jlenunrpaa 1:912
Stoller (1961) (urrat Buktopus) (1966)
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HepmaTtornuduka npu 6oneaHn flayHa.
a — nanoHb HOpMAaNLHOro CybbekTa, 6 — nanoHL Npu 6oneaHn JayHa

.

Bblle, yeM B 20-24 royxa. 3aMeTHBIX
pasanumit no yactote 3abosesaHus 60-
Je3ubio layna B pasHbix reorpaduyec-
KHX ¥ pacoBbiX nontyaauusax (Ta6a. 8.1
1 8.2) He otmeyaercsa. O6bIYHO TPUCO-
My 110 21-i nape XxpoMOCOM COCTaBJIA-
eT okoso 95% ot obuero yncaa 60b-
HpIX ¢ cuHapoMom [dayHa. TIpumepHo
4% GONPHBIX CTPaJaeT TPAHCAOKALKHON-
Hoi dopmoit U 0KOJ0 2% — MO3MUHBI-
mu. IIpu TpanciokaUHOHHOM BapuaHTe
B KapuoTHIe Habuwopaercs 46 xpomo-
COM, a JIHIHAS 21-59 XpoMOoCcOMa TPaHC-
JIOLMPOBAlIA Yallle BCCI'O Ha XPOMOCOMY
us rpynn D wan G.

Jlexamee B ocHoBe cuHApoMa /layHa
HepacxoxiaeHne 21-#f Hapel XpOMOCOM
NMPOUCXOAUT JU6O B AiIEKIETKE BO Bpe-
Ms Meito3a, MO0 Ha paHHHX CTaAMsIX
IpO6JIEHUA 3UTOTHI.

CooTuolieHne GOMBHBIX MATBYHKOB U
/leBOYeX CpeAH HOBOPOXKAEHHBIX COCTaB-
aset 1 : 1. [IpusHaky cHHAPOMA 3aMETHB!
YKe MPH POXXACHUY 1 HHO3ZHCE NPOBJIA-

10TCs Gosiee yeTKo. Bosibubie OORIYHO He-
BBICOKOTO POCTa, OTJIMYaTCA c1aboymu-
eM. Y HUX XapaKTepHasi BHEUTHOCTh: MOH-
TOJIOW/IHBIH pa3pe3 a3, KPyrioe YIuo-
LIEHHOE JIMIIO, KOPOTKHM HOC, MJIOCKas
NEPEHOCULIA, 3NHKAHT ([OJAYNYIIHASA Bep-
THKa/IbHasi CKJIA/IKa Y BHYTPEHHCIO yria

Puc. 8.9. [letu c 6oneaxuio [layHa
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Tabnuua 8.3. HaubGonee yacTbhie BHEWHMNE NPUIHAKY cURAPOMA JlayHa

Topok saK npH3HaK

Berpeyaemocts, % ot 06utero uncsta 601bHbIX

Mo3rosojt uepen u aHIO
6paxuuedanus
MOHTOJIOMHBIN Pa3pe3 riasibix uienei
SMMKAHT
NJ0CKas CIMHHKa HOca
y3koe He6o
NepOPMUPOBAHHBIC YIIIIILE DAKOBHHBI

Koctho-mbiiueunas cucrema
KOPOTKMEC ¥ WHPOKKUE KHCTH
KAHHOJAKTHANA MH3MILIIA
aeopMauMsa rpyaHOM KAETKH
[nasa
IIOMYTIIEHHE XDYCTaNuKa

983
81,1
79,8
514
659
58,8
43,2

80,0
64,4
56,3
26,9
72,1
32,2

Tabnuua 8.4. BpoxaeHHbie NOPoKM pa3BUTUR BHYTPEHHNX OPraHoB
y 60onbHbIX € cuHapomom flayHa

TlopaxkeH11ast cMCTeMa ¥ HOPOK

Bcrpeuaemocts, %
ot obutero uxcaa 60abHBHX

Cepaeutio-COCYRHCTasi CHCTEMA

TedeKT MEXOKeRY AOMKOBOMH NeperopoaKu

nedeKT MexxnpeacepaIoit HEPeropoiku
aHOManyy Kpymitbix COCYA0B

Oprain NuLieBapeHHs

arpesus UM CTEHO3 ABEHALATUIIEPCTHON KHWKK
aTpesust NUUEeBoAa

arpesus LPAMO KHLIKH U aHyca

Meuepas cucTeMa (THMON1a3KA NOYEK,
rujipoypeTep, ruapoxedpo3)

53,2
314
243
23,1
15,3
6,6
09
11

59

rJ1asa), MajeHbkue nedopMHPOBaHHbIE
V1LY, TIOMYOTKPBITHH POT CO CJIeTKa Bbl-
CYHYTBIM A3bIKOM M BBRICTYIIAIOLEH HUX-
Heit yentoctbio (puc. 8.9), (Taba. 8.3).

3a cyeT CHJIbHOI MBHLEYHO! THIIOTO-
HuK 0GbeM IBUXKeHMiE B CycTaBax yBeIH-
yeH. [letu ¢ cunapomoM JlayHa B nepBeiit
roll >KM3HH 3aMeTHO OTCTalOT B ICUXOMO-
TopHOM pas3puTdd. OHU NO3Ke HayuHa-
10T XOnuTh U cuaeTs. Hepegko y Hux or-
MEYAIOTCS BPOXKAEHHbBIE NTOPOKH Cepaua,
XapaKTepHble U3MEHeHHs [JepMaTOrJIH-
duku (Ha nagoHu umeercs raybokas
“obe3psiHbs 60po3aa”).

YMcTBeHHOE pa3BuTHE OGOJNBHBIX C
curapomoM Jlayua OTCTaeT; ecin He IPpH-

MEHAIOTCA CreuMasbhble MeToanl obyde-
HHS BO3MOXHO, Pa3sBUTHE TAXENOH HIH-
oTuH. Bose3Hb COMPOBOXIAETCA PacCT-
POMCTBOM 3HIOKPHHHBIX >KeJie3, Hapy-
meHHeM oGMeHa BeleCTB, CHHMXXEHHEM
uMMyHuTeTa. ITo 3ToM NpuYnHe OHH Yac-
TO GoNeroT THeBMOHUEH, HHPEKLHOHIIBI-
M 3aboseBanuaMH. (Ta61.8.4).
TIpoRpoMKUTENBHOCTD XU3HHU 6OJBHBIX
orpannyeda. ORHAKO C NOMOLIBIO CTIEUH-
ANbHBIX METONOB 00yYeHHUs, YKpenJIeHus
(pusngeckoro 3J40pOBbs, NPaBUABHOTO
MUTaHUSA M YX0/a, NPUMEHEHNS JeKapCT-
BEHHBIX IpenapaToB U Ap. ee MOXKHO 3Ha-
YUTENBHO TPOLAIUTL. Muorue mwonu ¢
cuHApoMoM JlayHa ClloCOBHBI XHTh Ca-
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MOCTOSITENILHO, OBJIafteBaTh HECJIOXKHbI-
MU npodeccHAMH, CO3MABaTh CEMBH.
Cunapom Ilatay (Tpucomus no 13-i
xpomocome) onvcad B 1960 r. y jereii ¢
MHO>KeCTBEHHbLIMH BPOXKACHHBIMHU T10DO-
KaMH pasBuTUs. Bcrpewaetcs y HOBO-
POXAEIHBIX ¢ yacTtoToi 1:5000 — 1:7000.
Bonesub obcynosnena Tpucomueii mmo 13-
#t xpomocome y 80-85% GospHBIX C CHHT-
pomoMm Ilaray. HepacxoxueHue xpomo-
COM B MeH03e TIPOMCXOAMT Yalle BCero y
Matepu. /Ipyrue ciaydau (MO3aULH3M,
M30XPOMOCOMa, TPaHCAOKAUMA ¥ Ap.)
BCTpeyaloTcst oyelb peaxo (puc. 8.10).
Manpunky u nesouxy ¢ cuyapomom Ila-
Tay POXKIAIOTCS C OAMHAKOBOI YaCTOTOMH.
ITpu poskaeHHH GOJIbHbBIE TETH OT/IMYA-
IOTCA Ma/ibIM BECOM, XOTS POXKAAIOTCS B
cpox. /Ins 6epeMeHHbIX KEHIUH THIINY-
Ho MHoroposve. IIpu cunnpome Ilatay

215

Puc. 8.10. Cungpom Natay
._ a - aHOManmu nuua, 6 — NOANCMHAAKTUNMS 06enx cTon
e . _ z
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Puc. 8.11. Cuhapom Dasapaca

4YepenHO-NUUEBbBIE aHOMANUN U XapakTepHoe
pacnonoXeHUe NanLUEB KNCTU TOro xe 6onbHoro (a, 6)

XapaKTepHbl pa3HYyHble BPOXAEHHbIE
NMOPOKH Pa3BUTHS JHLA H FOJOBHOIO MO3-
ra. OnpenesnsloT THUIWYHBIN BHELIHMIMA
B OOJBHOrO: OKPYXHOCTh uepemna
YMEHbILUCHA, HU3KUI CKOLLIeHHBIH J106, y3-
KMe IJIa3Hble 1eH, 3anaBiuas epeHocu-
1[a, VIIIHbIe PAKOBHHEBI HM3KO PACIONIOXC-
#bl ¥ tehopMupoBaiin. YacTo BcTpevaeT-
Cs paculesuHa BepxHed ryOwt u Heba. Vs
AHOMAINI KOCTHO-MBIIIEYHON CUCTEMbI
XapaKTepHbl MOJHAAKTHIHS (LUECTHIA-
JIOCTb), TTOBBILEHHAS HOABUXKHOCTD CYyC-
TaBoB. Cpeay MmaTOMOrMM BHYTPCIIHMX
OpraHOB BCerJa OTMEYAIOTCS BPOXKAEH-
HbIe MOPOKH cep/ilia (AePCKTLI MeXCKeTy-
JIOYKOBOH M MexTpe/icepHOM Teperopo-
JOK), OpraHoB I1{llieBapetnsi, KUCTHI NO-
vek u Ap.). Kpome Toro, B 60stbIIMNCTBE
CJIy4aeB [OPaXKEHbl TCHUTAIHHU: ¥ N€BO-
YeK — ITO YJIBOEHHe MaTKH U BIATAIMIIA,

y MaNbYMKOB — KPUNITOPXH3M (3aJepKKa
SAWYKa NIPU CIYCKaHMU B MOIUOHKY). Y
80-85% GoNbHbIX BHIABASETCA [JIYXOTa.

B cBs3u C TAXeNBIMU NMOPOKAMU Pa3-
BUTUS 95% GOABHBIX HETEH yMHUPAIOT B
Bo3pacTe 10 ounoro rojaa. Ilpakruuecku
Bce Aeth ¢ curiapomoM [latay crpagaior
ray6oKoi MaHOTHEI,

CunipoM IaBapzca (TPHCOMMSA MO
18-1 xpomocome). Onucan B 1960 r. In-
sap/acoM. YacTtora GoNbHBIX Cpear HOBO-
poxaeHHbIX paBHa 1: 5000 — 1: 7000. Co-
OTHOIICHHE MAIBYHKOB M I€BOYEK C CHH-
npoMoM IaBapaca coctasisieT 1:3. [lpu-
ynHbl npcobnaganus 60JbHLIX JeBOYEK
IIOKa He U3BECTIHHI.

HauGonee xapakTepHbIMH 0COOEHHOC-
TAMH CHHADOMA SIBIAIOTCS WM3MEHEeHUs
MO3roBOro yepena M JuHa, AedeKTh
OTIOPHO-/IBUrATCABHOIO alinapaTta, cep-
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HNEHHO-COCYAUCTON CHCTCMBI M TI0JIOBBIX
OpraHoB.

BHeluHssi kapTHHa HapylieHMHA MHO-
rooGpa3Ha : MajiellbKHif poT, Y3KHEe H KO-
POTKHE [J1a3Hble Ui, KOCOrIa3te, Hu3-
KOpacnoJIOKeHHble ¥ JedopMHPOBaH-
Hbi€ LY, BbIBEpHYTast 1K ry6a, Ko-
pPOTKast ¥ CKJaayaTas lied, BbICTYmaio-
Ui 3aTHUJIOK, YAJIMIICHHBI Ycpen.

OrMmcuaoTes Takxe ekcopHoe 110-
JIO)KEHHE KUCTeH, aHOMasIbHO Pa3BUTbIE
CTOMBI, KOCOIANOCTH U AP. [L1st cunapoma
XapakTepHbl AcgexkThl MOYeBOi cucre-
Mbi, IOPOKH cep/ila (puc. 8.11).

90% pneteir ¢ cuHapoMoM JuBapiica
nornbator 10 1 roga. IIpuunnoit cMepTH
CTAHOBATCA NHEBMOHWM, KUIHEYHas lie-
HPOXOAUMOCTb, CEPIEYHO-COCYUCTAs
HeJIOCTAaTOYHOCTb.

Cunapombl, 00ycaoBieHHbIe
BHYTPHXPOMOCOMHBIMH
nepecrpoiikamu

K atoMy Ty nepectpoek xpoMocom
(Hapany ¢ AeJeHUSAMMU, AYILIMKAIIUSIMH
U MHBEPCHSAMH) OTHOCATCS YaCTHYHbIE
TPHUCOMHMM U MOHOcOMMH ayTocoM. O6-
HapyXeHHe YKa3aHHBIX XPOMOCOMHBIX
HapylleHMi CTajlo BO3MOXHBIM [OCJEe
pa3pabotku McTonos auddepeHiHaib-
HO# OKPacK XPOMOCOM, [103BOJSIIOUINX
He TOJIBKO MAEHTUDHUMPOBATh KAXKIYIO
XpOMOCOMY Habopa, HO M CYIHTh O IPO-
UCXOXAEIIUH aHOMAJbHON XPOMOCOMBI,
ee JIONOMIHUTENBHOIO UM YTPauYeHHOTO
y4acTka. B HacTosee BpeMs g Gonp-
IIHHCTBAa XPOMOCOM 4YeJIOBCKa 061apy-
JKeHBI YaCTUYHbIC AYNJIMKAIMK WK jle-
Jgenud. Oau MOTYT 3aTParuBaTh Kak KO-
pPOTKOE MW JUIMHHOE ILIEYO XPOMOCO-
Mbi, TAK M OJHOBPEMEHHO 0fa fJeuva.
J18 MHOMHX XpOMOCOM BbISIBJIEHA OT-
HOCHTeJIbHasA KJHIIM4ecKas clicumdpuy-
HOCTb (QCHOTHIMYECKUX OTKJIOHEHUH
IPH ayTOCOMHBIX YaCTUYHBIX TPHUCOMU-
AX U MOHOCOMUSIX, OLHAKO KAMIIUKO-

LUMTOreHeTUYEeCKHC CHHIPOMBI 110Ka Bbi-
HAeJUTb He YIaJ0Ch.

[lpuBcneM nBa mpuMepa CHHIPOMOB,
06YCNOBIEHHBIX BHYTPUXPOMOCOMHOIM
[aTONOTHEN.

CunapoM “Kolllaybero KpHKa” cpa3aH
C JicJielyeii KOpOTKOro Treda 5-i xpoMo-
coMmbl. Bnepsbie onucan JIx.JIeskxeHoM B
1963 1. [IpU3HAKOM €TO CJYXKHUT HEOObIY-
11l [1aY ACTeH, HalOMHHAIOIMA MyKa-
IIbC WY KPHK KOWKH. ITO CBA3AHO C NaTO-
JIOTHEH TOPTaHH WM TOJI0COBBIX CBSI30K.
OJu1aKo ¢ BO3PACTOM ITOT KPHK HCYE3aeT.

Kimmnudeckast kapTHHa CHH/IPOMa 3Ha-
ynTeabHO BapbupyeT. Haubonee tnny-
HBIM, IIOMHMMO “KOHIaYybero Kpuka”, aBis-
eTcsl YMCTBeHHOE U (hU3HyecKoe HELo-
pasBuTHe, MUKpouedanHs (aHOMAIBHO
YMCHbIUCHIIasA rON0Ba).

CBoeobpa3cH BHEWHMA BUA GOJIbHBIX:
JIyHOOOPa3HOE JIHL0, MUKpOreHHus (Ma-
JIeHbKHE pa3MCPbl BCPXHEH YCJIOCTH),
3MMKAHT (BEPTUKAJIbHAS CKJIa/1Ka KOXKU Y
BHYTPCHHCTO yI1a I71a310MH Wean ), BbICO-
Koe He0o, MIOCKas CIHHKa HOCa, KOCo-
rJ1a3ye. YIIHbe PAKOBHHbI PaCIIOI0XKEeHbl
HU3KO U gedopmupoBaHbl. OTMEUAOTCS
TaKXe BPOX/eHible HOPOKH Cep/lla, Ia-
TOJOTHS KOCTHO-MbIIIEYHONW CUCTEMBI,
CHH/IAKTHJIMS CTON (TIOTHOC UK YaCTHY-
HOE Cpallelive COCEIHUX NATbLEB), II0C-
KOCTOMMeE, KOCOIAMOCTh M Ap.), Mbliley-
1as runotoHus (puc. 8.12).

BonpmuiicTio sietell yMupaer B paH-
HeM Bo3pacTc. BmecTe ¢ TeM u3BeCTHbi
onucanus 6onpHbix crapmie 50 aet. [lo-
IYJISIMOHHAS YaCcTOTa CUHAPOMa “Kolia-
ypero kpuka” 1:40000 — 1:50000 moBo-
pPOXIACHHBIX. Pasmep Jeneuun B pasHbIX
cJlydasix pasauycH.

Cungpom Boasda-Xupnixopna Brep-
Belc onucan B 1965 r. ¥ 80 % crpazaro-
I{MX MM HOBOPOXKAEHHHIX 1MTOJIOIMYeC-
KYIO OCHOBY /IaHHOTO CHMHAPOMa COCTaB-
€T AeeHst KOPOTKOro iis1eya 4-i xpo-
MocoMbl. PazMepst jiciiennn kosebaores
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Puc. 8.12. Cunapom “kowaybero kpuka”
a - BHeWwH Wi Bna 6onbHoro; 6 — kapnotun 6onbHOro

OT HeGOMBIIUX TePMUHAIBHBIX 1O 3aHH-
MAIOIMX OKOJO TIOJOBHHBI AMCTAIBHOM
yacTH KopoTkoro miaeva. OTMeyaercs,
YyTO GOJNBIUMHCTBO AENCUMI BO3HUKAET
3aHOBO, okoso 13 % mpoucxomut B pe-
3yJIbTaTe TPaHCJAOKaUM# y pomuTeneii.
Pexc B retiome OGOJbHBIX, DOMHMO
TPACHJIOKallMM, UMEIOTCS U KOJMblleBbe
xpoMocoMmel. Hapany ¢ aeseHusMu xpo-
MOCOM, [aTOJIOTHS Y HOBOPOXHAEHHBIX
MOXeT ObITh 06YCIOBIEHAa UHBEPCHAMM,
AYITHKAUUAMM, H30XPOMOCOMaMH.

Bone3Hp xapakTepusyeTcsi MHOroYmc-
JIEHHBIMM BPOKICHHBIMM OPOKaMH pas-
BUTHS, 3allePXKKOI YMCTBEHHOIO H [ICH-
XOMOTOPHOIO Pa3BHTHAL

Y HOBOPOXAEHHBIX HeGOMBLIOH BeC
OpH HOPMANBHON IIPOAOKUTENBHOCTH
6epemeHHocTH. Cpeny BHCIIHMX IPU3Ha-
KOB OTMeYaloTca: MUKpouedanus, Kiwo-
BOBUAHbII HOC, 3MMKAHT, aHTUMOHIOJIO-
WAHSLIR paspes ria3 (onyuielide Hapyxk-

HBIX YIJIOB IJIa3HbIX 1eJseit), aHOMasb-
Hble YIIHble PaKOBHHBI, paclleIuHa
BepxHeil Ty6nl U Heba, MaJeHbKUH pPOT,
necdopMalud CTol U Aap.

Hetn c cuHgpomoMm Boneda-Xupi-
XOPHa MaJIOKM3HECTIOCOOHBI, KaK MPaBy-
JIO YMHPAIOT B BO3PacTe 10 OAHOTO roja.
YacroTa aToro cuHapoMa Hu3kas — 1 :
100000 poxxnenmit.

CHHIAPOMBI C YHCIOBBIMH
AHOMAJMSAMH NTOJIOBBIX XPOMOCOM

Cunapom Illepemesnckoro-TepHepa
Buepsble omcaH H.A. Illepemesckum B
1925 r,, a no3auee, B 1938 r. X.X. Tepne-
POM.

[Ipuynnoit 6o1e31u ABASETCS Hapylle-
HHe PaCXOXJEHHA MOJIOBBIX XPOMOCOM.
BoseloT TONbKO XEeHIMHBI, Y HUX OTCYT-
crByer oaHa X-xpomocoMa (45 XO).

YacTtoTa BCTpe4aeMOCTH CUHApPOMa 1 :
3000 HoBOpOXAEHHBIX JeBoYeK. OTMeua-
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eTcsA, 4To TOABKO y 20% sxeHuuH Gepe-
MEHHOCTb GOJMBLHBIM IIOKOM COXPaHSET-
¢ O KOHLA ¥ poXJaeTcs XUBOU pebe-
HOK. B ocTanbHbIX cnydasix MPOUCXOMUT
CaMOIMPOH3BOIbHBIA abOPT HAM MePTBO-
poxzeHue.

JIs cHHApOMa XapaKTepHBI: HH3KO-
pPOCJOCTb, MONOBOH MHGAHTHIM3M, CO-
MaTHyeckHe HapyllleHHs. Y nereil yxe
Ha IEePBOM TOAY XH3HH OTMEYaeTCa OT-
CTaBaHHE B POCTE, YTO CTAHOBHUTCS HaH-
6onee yerko saMeTHO k 9-10 ropam.
Cpeatiunii pocT GONBHBIX B3POC/bIX XEH-
WIMH cocTaBiasieT B cpexneM 139 cm. ¥
HUX MMEITCS aHOMalMH B Pa3BUTHU
CKeJleTa: KOPOTKas Iles ¢ GOKOBBIMU
KOXHBIMM CKJIaJIKAMHU, KOPOTKAS ¥ M-
pOKast TpyZHast KJIeTKa, Ype3MepHas Io-
ABHXXHOCTb JIDKTEBBIX M KOJIEHHBIX CYC-
TaBOB, YKopoueHHe 4-5-r0 majiblieB Ha
pykax. XapaKkTepeH BHEIIHHi BUJ 60J1b-
HBIX: MUKpOriaTus (HeA0Pa3BHUTHE HUXK-
Hell YeJII0CTH), IMHKAHT, HU3KOIOCAKEH-
Heic nedopMUpOBaHHble YU, BBICOKOE
tBepuoe iebo u ap. (puc. 8.13). Hepeako
OTMeYaercs KOcorjaa3ue, KaTapakra, Je-
bexThl cnyxa, aHOMATUK MOYEBOM cHC-
TeMbl (YABOEHHE TOYEK, MOYEBLIBOAA-
WHX yTeil).

BakHoit ocobeHHOCTbI0 3TOTO 3a6osie-
BAHMS SABJACTCA 11010BOM HH(AHTHIIM3M.
BHyTpenHue 1 HapyXKHble TeHUTARUH He-
DOPa3BUTh, B NEPHOL TNOJOBOTO CO3pEBa-
HHUSL BTOpHUYIIbIE 110JI0Bble NPH3HaKH OT-
CYTCTBYIOT MW Pa3BuThl CJ1abo, Henopas-
BMThHI BJIarajiMile ¥ MaTKa, MEHCTpyauuil
HeT, 6osibHble GecrioaHpl. OLHAKO B MTe-
paType CyIIeCTBYIOT JaHHbIE O POXIECHUH
aereit y skenmun ¢ cuaapoMomM Hlepeiues-
ckoro-Tephepa.

B 50 % cnyuaes GosibHble CTPagaloT yM-
CTBCHHOH OTCTaNOCThIO, OHM [ACCHBHBI,
CKJIOHHB! K HCUXOTCHHBIM peaKlMAM M
HCHX03aM.

[TponomxuTensHoCTh XU3HU OAK3Ka K
Hopme. JleueHue HaupaBaeHO Ha CTHMYJIS-

\

Puc. 8.13. BHewHuir Bua 60nbHON
L ¢ cungpomom Wepewesckoro -TepHepa l

LMIO POCTa M YMeHblIeHUWe HOJOBOrO -
danTiiMaMa (LIUTENIbHBIE KYDPCHI NOJIO-
BbIX FOPMOHOB H AID. ).

CHHapoM noaMcoOMHH NMo X-XpoMoco-
Me y xeHuH. CHHAPOM BKJ/IIOYaeT TPU-
comuio (Kapuotuii 47, XX X), TeTpacoMuio
(48, XXXX), nenracomuto (49, XXX XX).
Hau6osee yacTo BCTpeyaeTcst TPUCOMMSL —
1 Ha 1000 poauBIIKXCcs neBoveK. Kanuu-
yeckasi KapTHHa OOBOJBHO pa3Hoobpas-
Has. OTMeyaeTcs He3HAYMTENIbHOE CHUXKeE-
HHe WHTEJUICKTa, MOBbIUIEHHAS BEPOST-
HOCTb Pa3sBUTHS NICHX030B U WH30(PEHHH
C HeOGJIarOlPHATHBIM TUIIOM TEYEHHS.
I110A0BHTOCTD TAKHX >KCHIUHH CTPA/(AET B
MeHblieH CTeneHu.

IIpu TeTpa- u nentacoMun — X 1oBbI-
IAETCA CTenelib YMCTBEHHO# OTCTAIOCTH,
OTMEYaIOTCsi COMaTUYECKHEe aHOMasiN Y, He-
Ropa3BuUTHe reHHTaNHH. JIHMarHoCcTHKa
CHHAPOMa NOAUCOMUHE X BKIIOYaET olipe-
AcJIeHue TOJI0BOrO XPOMaTUHA U HCCIe0-
BaHHe Kap{OTHIia 60JbHOrO. Paiuonass-
Horo neyenus Het (Ta6. 8.5).
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Cuvapom Knaitndenvrepa onucan B
1942 r. H. Knaitudensrepom. Boneror
TOJIbKO MaJTbyiKH. YacToTa BCTpeyaeMoc-
™ — 2 u3 1000 HOBOPOXXAEHHBIX Manbyy-
KOB. YCTaHOBJIEHO, YTO (OjbHBIE MMEIOT
JHIIHIOKO X-XpoMocoMy (kapHotun 47,
XXY, smecro 46, XY). Hapany c atum,
BCTPEYAIOTCS BapHaHTHI MOAHUCOMUH C
GoablLinM yHcaoM X- ¥ Y-XpOMOCOM, KO-
TOPBIE TAKXKe OTHOCAT K cHApoMy Knaitn-
¢desmrepa (Taban. 8.5).

o poxaenus 3aGosieBanne KIMHUYEC-
KM He AuarHoctupyctcs. IeHeTuyeckue
AHOMATTMHU MPOSABJIAIOTCA B HEPHO NOJIO-
BOro CO3pEeBaHMs B BUE HEOPa3BUTHA Ce-
MEHHHUKOB M BTOPUYHKIX MOJOBBIX [IPH-
3HAKOB.

Ans MyxuuH c cunapomoM Kiaiin-
(esiTepa XapaKTePHBI BLICOKHH POCT, CB-
HYXOUAHBIA THIl CHOXeHusa (IWHPOKUH
" Tas, y3Kue MJleyM), TMHCKOMacTHA (pas-
BUTHE TPY/IHbIX Xeje3 6Gosbiue, yeM B
HOpMe), c/1abblil POCT BOJAOC Ha JHMleE, B
NOAMBIIIEYHBIX BHAAMHAX M Ha JIoOKe.
SIuuku yMelblicHb B pa3Mepax, OTMeda-
eTcsA N0joBOi WHQAHTUIN3M, CKJIOH-
HOCTh K OxxupeHuto. IIput aToM y 60Jb-
HbIX HapyilleH criepMaToreHes u oOHu bGec-
mnonusl. VIX yMcTBelHoe pa3BUTHE OT-
CTaeT, OHAaKO WHOTAA MHTE/UIEKT HOp-
MaJIbHbIH.

YBenuuenue yucna X-XpoMocoM B Te-
HOTHIIC COTIPOBOX/I2€TCA YCUIEIIUeM yM-
CTBEHHOW OTCTAJIOCTH, HapyUIeHHeM IICH-
XUKH, AaHTHCOLMANbHBIMU TOCTYHIKAMH M
ankoronuaMom (puc. 8.14).

Cvnapom aucomun no Y-xpomocome
(47, XYY) onucan B 1961 . Betpeuaercsic

yactoToit 1 Ha 1000 HOBOpOXAEHHBIX
MaJIbYHKOB.

Myaxunnbl ¢ HabopoM xpoMocoM 47
XYY He oT/MyaioTcst OT HOpMBI 10 (GU3H-
YECKOMY M YMCTBEHHOMY paspuThio. OT-
MeyaeTCst He0OJIbLIOE YBEMUEHHE POCTa —
okosno 185 cM. MHorna Habmlonaercs He-
3HAYNUTENBHOE CHUKEHUC HHTEIEKTa,
CKJIOIHOCTh K arpecCHBHBIM M aHTHCOLM-
aJIbHBIM NocTynKaM. [1o HEKOTOPBIM AaH-
HbIM, B MECTaX 3aKJIIOUEHHSA MYXYHH C re-
HotunoM XYY B 10 pas 6oJblise, 4eM MyX-
YHH C HOPMaTbHBIM FEHOTHIIOM.

Bonesnu, npuymoif koTopbix
ABNAETCS NOTHILIONUSA

IMomiutonMs — cBA3aiia C KpaTHbIM yBe-
JMyeHHeM TallIoAHHOTO Habopa XpoMacoM.
[TpryHO#N 06Pa30BaHMA MOJUILIOUIOB SB-
JIseTCd  HapylieHHe Tpollecca Meifo3a
BCJIACTBHE MyTalu. B pesynbrare fouep-
Hsis TI0JIOBast KJieTKa NOTyYaeT BMECTO rafl-
Jgouguoro (23) aumoamaueiit (46) HaGop
XpOMOCOM, T.e. 69 xpoMocoM (Y MYX4HH Ka-
puotun 69, XYY, y xenuuH — 69, XXX),

Poxzenne nereit ¢ noaunionauei Ha-
6monaercst odens penko. Oxono 22,6%
BCeX CIOHTaHHBIX abOPTOB 0OYCAOBIICHSBI
nosmmaongeid. Cacayet OTMETHTh, 4TO
TPUNIOAMSE BCTPeYaeTcsl B TP pasa yalle
110 CPaBHEHHIO C TETPATLUIOMIHEH.

IIpu Tpunaouanu 6GepeMEHHOCTD
MPOTEKAET C OCIAOXKHEHMAMH (CHJbHbIH
TOKCHKO3, MOBBIIIEHHE YPOBHA XOPHO-
HaJIbHOTO roHafoTponuHa u Ap.) Oc-
HOBHBIMH 110DOKaMH Pa3BHTHSA SBASIOT-
cs : pacuienmnia ry6ul # HeBGa, HU3KO pac-
HOJOXEHHbIE YUIHbIE PAKOBHHBI, Cpallie-

Tabnuuya 8.5. Tunnl NOAMCOMMIA NO NONOBBIM XPOMOCOMaM Y YeNoBeKa

X-nonncomuu npH X-nonucomuu ¢ Y-11011COMHE C ORHOM TMoaucomus no obennm
OTCYTCTBHH oano# Y xpomocomoii X-xpoMocoMoi XPOMOCOMaM
Y-xpomocomsl

47, XXX 47, XXV 47, Xyy 48, XXVY

48 XXXX 48, XXXY 48, XYVY 49, XXXVYY

49, XXXXX 49, XXXXY 49, XYVYVYY
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1Me COCEMHUX NajblieB KUCTH HJM CTO-
Mbl, aHOMaIUH B Pa3BUTHU BCeX BUYT-
peHHMX opraHos M Ip. JeTu ¢ cunapo-
MOM TPHIUIOHAWM MPAKTHYECKH HEXKH3-
Hecnoco6Hbt 1 110rbaioT B IEpBble JIHU
nocJje poxzaesus. Buoncus pasHbix yda-
CTKOB KOXHM V TaKWX /eTeil MOoKa3aa,
YTO YaCTh TKaHEeH Y 1UX TPHUILIOMAIIAA,
YacTbh — AUIJIOMAHAS.

®axropb!, NOBLILIAIOWME PUCK
poXxaeHns aeTen
C XpOMOCOMHbIMY Gonesxamu

TIpyunHbl BO3HMKHOBCHHUS XPOMOCOM-
Hbix GosesHel JIo HACTOSIIEro BpeMeHu
HETOCTATOUNO HaydeHbl. VIMeloTes aKcrte-
PUMEHTABHDIE JIaHHbIe O BAUSIHAY Ha MY-
TallHOHHBIM [poliecc TakuxX (HaKTOPOB,
KaK: NCICTBUC MOHM3HMPYIOUIMX H3JIyde-
HHH, XHMIMECKHX BellecTs, BUpycoB. JIpy-
THMH HPHYMHAMH HEPACXOX/IEHUS XPOMO-
COM MOTYT OBbITh: CE30HHOCTb, BO3PACT OT-
La ¥ MaTepH, TOPANOK DOXACHMA AeTeit,
MPUEM JICKApCTB BO BpeMs GepeMenHoCTH,
FOPMOHAILHbIE HAPYHCHUS, alKOToJH3M
1 1p. He nckmovaercs a0 onpeneieHuoi
CTCIIEHU M TEHETHYECKOe ACTePMUHMPOBA-
Hie HepacxXoxzeHus xpoMmocoM. Ilosro-
PUM, OHAKO, YTO IPUYMHBL 06pa3oBalvs
FeHOMHBIX M XPOMOCOMHBIX MyTaluil Ha
PaHIIHX CTaAMsX PasBUTHUS 3apOAbILIA J1O
CHX 110D OKOHYATCABHO HE PACKPLITHI.

K 6uonorvyeckuM dakropam noswilie-
HUSl DHCKa POXIEHUHS ACTCH C XPOMOCOM-
HbIMM AaHOMAJIHAMM MOXeT ObITh OTIIECeH
BO3pacT MaTepd. Kak BHAHO 3 TaGiauib!
8.1, puck poxpeins 60abHOrO pebenka
0cobeHHO pe3Ko BospacTaeT noce 35 Jer.
ITO XapaKTepHO s JMIOOBIX XPOMOCOM-
HbIX Gos1e3Hei, Ho HauGosee yeTko Habmo-
Aaetcs s 6oaestin Jlayua.

B Me/fMKO-reHeTUYecKoM nIalifpoBa-
HUM 6epeMCHHOCTH 0cO00e 3HaYCHHE yae-
JsieTcq ABym (pakTopaM — HATMYHMK alic-
YIUIOMIMH 110 Ay TOCOMaM y pedetika 1 Bo3-
pacTy MaTepH crapiue 35 Jer.

aad

Puc. 8.14. BrewHunit Bua 60nbHOro
¢ cuHapomom Knainndenstepa

K xkapuorunnyeckuM ¢pakTopam pucka
Y CYNpYKECKHMX Map OTHOCATCSA: aHEYIUIO-
uaua (4aiie B Mo3an4HOU dopme), po-
6epTCOHOBCKUE TPAHCAOKALMH (CAUAHME
ABYX TeI01EHTPUYECKHX XPOMOCOM B 06-
JIaCTH jleJIellns) KOJIbLEBbIE XPOMOCOMBI,
uHBepcun. CTenenb NOBbUIIEHHA DHCKA
3aBMCUT OT THUIla XPOMOCOMHBIX Hapylie-
HUIA.

B HacTosllee BpeMs OlleHKa CTENeHH
pHCKa ycTynaeT Gosiee TOYHO# npetaTab-
HOI LIUTOrEHETHYECKOW MHArHOCTHKH 3M-
6GpHOHa WIH L1042,

bonesuu ¢ HacneaCTBEHHOM
NPeApPacnoNOXeHHOCTbIO
(MynbTUdaKTOpUANbHBIC)
Bonesuwu c 11acnencTBeHHON mpegpac-
NOJOXKEHHOCTbIO, B OTJUYHE OT I'€HHbIX
6osesiieit, 0OYCAOBCHB KAaK HacJjeicT-
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Tabnuua 8.6. Hanbonee vactbie 60ne3Hn C HaCNEACTBEHHON
npeapacnonoXeHHOCTbIO

Ipynnet 1 Kosomoriyeckue GopMul

Pacnpoctpanertocts Ha 1000 yenosex
(B COOTBETCTBYIOIMEH BO3pACTHOI rpyTne)

Bpox/1eKHEIE MTOPOKYN pa3BUTHA:
pacnienuia ry6u u nHeba
CHHHHOMO3roBast rpuika
CTENO3 NpuBpaTvnKa
ayudnuedanns U YeperHo-Mo3roBast rphka
BuIBMX Geapa
KOCONAanocTh

[lcuxnueckue u nepsHnie 601e3mmn:
WwH3oPpeHus
IUJIENCHA
MAaHuaKanbyo-1ENPECCHBHBA NCHX03
pacceannmlit ckaepo3

Comarnyeckue 601e3Hn CpesHero BO3pacTa
ncopmuas
6poHXHanpHas acTMa

AA3ReHHas1 6ONe3Hb XKeNYAKA ¥ JBEHA/INATHNEPCTHOM KHINKK

KopoHapHas 60n€e3Hb cepaua
rHNepToHuYecKas 6one3ns
aunaber

10 - 20
8-10
2-5
0,02 -07

10 - 20
2-5

20 -50
50 - 100
100 - 200
10 - 20

BEHHBIMH, TaK M, B 3HAUHUTEJbHOI cTene-
HY, (akTopamMyu BHelIHeH cpeabl. IJTa
rpyiina 6osesneil B HacTOs11EE BPEMS CO-
ctaBaseT 92% or obuiero yucaa Hacaen-
CTBEHHBIX HaTojoruii yeaoBeka. C BO3-
pacToM YactoTa 3aboseBannii Bo3pacTa-
er. B netckom BO3pacTe mpoueHT 60Jb-
HBIX cocTaBasieT He Menee 10 %, a B 1o-
KUIoM — 25-30 %.

K Hanbonee yacTo BCTpeyaromuMes
MyJbTH(HAKTOPHANBHBIM GOJIE3HAM OT-
HOCATCA: PEBMATH3M, MIleMHYecKas
6one3Hp cepaua, TUMEPTOHHYECKAS M

A3BeHHas G6OJIe3HH, UMPPO3 MeYeHH,
caxapHblil 1uabet, 6pOHXMAIbHAS ACT-
Ma, ncopuas, wu3oppeHus U Ap.
(Ta6a. 8.6).

Bosieanu ¢ HacseACTBEHHBIM IIpefpac-
TIOJIOXKEHHEM CBSI3aHbl C NEHCTBHEM MHO-
THX lEeHOB, MO3TOMY WX Ha3bIBAIOT TaKxkKe
MYJBTH()AKTOPHATIBHBIMH.

fABnssicb MHOroaKTOPHBIMH CHCTEMa-
MM, OHM CJIOXKHBI /15 FEHETUYECKOro aHa-
Jm3a. Jlunib B nociiefiHee BpeMs| YCIEXH B
H3YYeHHH [eHOMA YeJIOBeKa ¥ KapTHpOBa-
HUM ero reHoB OTKPBIBAIOT BO3MOXHOCTH

Tabnuua 8.7. HacneacTeeHHans NPpeAPaACNONOXEHHOCTb
K HEKOTOPbIM MynsTudaKTopuanbHbiM 6oneanam

Iokazarenn Hurmnuec- Pepmaruam | Caxapuuiii | A3Bennan 1lInz0-
Kas 60.1e3Hb anaber 6os1e3HDb dpenns
cepaua
BC Cl Ab 111

“Yacrora B o6weit monynaumnu, % 19 2 0,6 0,6 1

YacToTra NOBTOPHBIX CYYAEB CPCAH 30-60 10 10 8 14

poAcTBelnuKoB t-i cTe menu

poacTsa, %

KonkopaaHTHocTb 6nu3HenoB

MOIIO3HFOTHBIX 67 37 42 50 67
IAM3HMOTHRIX 43 7 12 14 18
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Tabnuua 8.8. AMnMpUuecKknit pUCK NPN HEKOTOPDIX
MynsTudaKropmansbHbix 6oneanax

Nn/n 3aboneBaHus, MOPOKU Puck ana cubeos
(¥ B OTHEbHBIX CAYYAAX LIS NIOTOMCTBA)

1 AHsHUeDaNUA 2-5%
2, Bpoxaennsie nopoku cepaua 2 - 4 % (B 3aBHCUMOCTH OT POPMbI)
3 Koconatntocts 2%
4- Ouyxonb BuibMca 5%
5 Pak Mono4uHOMH xese3nl 6-7%
6. Snuaencusa 3-12%
7 Hinsodpennsa:

ecnu Gonen OXMH U3 poauTenci; 10%

¢can GONbHBL 062 POLUTENN; 40%

1118 cUGCOB B CIOPAAHYECKUX CIYUasX 12,5 - 20%
8. [HeocnoxHenHast Muonusa BHICOKO# CTENCHH 10 - 15 % (ana nereit u cubeos)
9 PeBmaronanblit apTpur 5%
10. Icopuas 16% (ans cubeos)

20 % (s peredi npo6anaa)

11. S13sennas GonesHb xenynka 15%
12. Aronuueckuit nepMaTur 16%
13. BponxuanbHas actMa 8-9%

BBISIBJIEHMA TeHeTHYeCKOH TpeApacono-
’KCHHOCTHM ¥ OCHOBHBIX IPHYHH PasBUTHA
MyJIETHGAKTOPUANBHBIX  3200/IeBaHHI,
(Tabn. 8.7).

HacaeacTBenHas 1peapacHoiOkeH-
HOCTb MOXXET HMeTb MOHO- WJH TOJH-
TeHHYI0 11IpHpoxRy. B nepom ciyyae oHa
o6ycnoB.1eHa MyTaumeil OAHOrO reHa,
IR TNPOABAEHHA KOTOPOH HeoOXonnm
ONpe/ICACHHbIA BHEITHHH (AaKTOp, a BO
BTOPOM CJiydae — COYETAHHEM ajenei
HECKOJIbKHX I'€HOB H KOMIIJIEKCOM ¢hak-
TOPOB BHeIlIHeH Cpejbl.

KnmHnyeckas KApTUHA U TSXKECTD Teye-
HUA My/IbTHhAKTOpHANBHKIX GoNe3Heil ye-
JIoBeKa B 3aBHCHMOCTH OT 110713 K BO3pacTa
OYCHB pasMyHbL. BmecTe ¢ TeM, npy BceM
MX PasHOOOPasH, BBLAEASIOT CJAEAYIOLINE
ob1mre 0cO6eHHOCTH:

1. Beicokast yactota 3aGoseBaHHil B
nonyasiMu. Tak, mu3zodpeHueii 6oxeloT
okono 1% HacesneHHs, caxapHbIM gHabe-
ToM — 5%, amnepruyeckumu 3abosesa-
HUsAMU — Gosee 10%, runepronmned —
oxoJo 30%.

2. Knunnyeckmit nonrMopdusm 3abo-
JIeBaHMH BapbHPYEeT OT CKPHIThIX Cy6-
KJIHHHYeCKHX (GOPM A0 SIPKO BbIpaXkeH-
HBIX HPOsIBJIEHHIA.

3. Ocobennocty HacnegopaHus 3a06-
NEBAaHHH HE COOTBETCTBYIOT MEHZIE/CB-
CKHM 3aKOHOMEDHOCTSIM.

4. CteneHsb nposiBjieHns 60Ie3HH 3aBH-
CHIT OT 110712 ¥ BO3pacTa GOJLIHOro HHTEH-
CHBHOCTH paboTbl €ro IHAOKPHHHOM CHC-
Tembl, HeGnmaronpuaTHbIX  (AKTOPOB
BHEIHeH W BHYTpeHHeH Cpexbl, HallpH-
Mep, HePAaMOHANBHOTO ITUTAHHMSA U AP.

[eHeTHYecknif TIPOrHO3 TPH MyJILTH-
(axTOpHaNbHBIX 3a00€BAHUAX 3aBHCHT
OT CJleAyIoLIMX HaKTOPOB:

1) ueM H¥Ke yacToTa HOMIE3HH B NOITY-
JISILFH, TEM BHIILIE PHCK [UIsi POACTBCHHH-
KOB IpoGaHaa;

2) yeM cuiIbHEE CTeNeHb BhIPAKEHHOC-
TH 60JIe3HH Y IpoOaHAa, TeM Goblle PHCK
pasBUTHS GOJIE3HH Y €r0 PO/ICTBEHHHKOB;

3) PHCK AN POACTBEHHHKOB Mpobanaa
3aBHCHT OT CTENIEHH POICTHA C TIOPAXKEH-
HbIM WIEHOM CEMBH;
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4) pHCK i1 POACTBEHHHKOB OyZieT Bbi-
11le, ecIM IpoSau/] OTHOCHTCS K MeHee Io-
pakacMoMY IOy,

s olleHKH pricka NpH MYIBTH(AKTO-
pHAJIBHOM NATONMOIUH COOMPAIOT IMIHPH-
YecKHe JaHHble O MONYJSALHOHHON M ce-
MENCTBEHHOMN YaCcTOTe Kaxa0ro 3abosesa-
HUS WK 110poka pa3BuTHs (Tabi. 8.8).

[TonvrenHas npupona GosnesHeit ¢ Ha-
CIICACTBEHHOH NPepacloNoKeHHOCThIO
TIOATBEPK/IAETCSI C NMOMOIBIO FeHeanoru-
4eCKOro, 6IM3HEUOBOIO U [1ONY/ISILIKOHIIO-
CTaTHCTHYeCKOro meronoB. JlocraTouHo
06beKTHBEH M UYYBCTBHTENCH OJHM3HeLO-
Bbiit MeTox, IIpH ero ncnoab30BalKHK Npo-
BO/IAT CPaBHEHHE KOHKODAAHTHOCTH MO-
HO- ¥ JUSUIOTHBIX OJIM3HEIIOB WU CPAaB-
HCH{e KOHKOPAQITHOCTH BBIPOCIIMX BMe-
CTe WM 110PO3Hb MOHO3MIOTHBIX OJIM3HE-
HoB. Brulo noka3zaHo, YTO KOHKODAAHT-
HOCTb MOHO3MIOTHBIX 0/IM3HELOB BHILUE,
yeM JIM3MIOTHHIX 1O psay GosesHeit cep-
AEYHO-COCYIUCTONH CHCTeMBbl (rHIepTo-
H1Y, MHPAPKTY MHOKAp/Ia, HHCYBTY, PeB-
MaTH3My). 3TO yKa3biBaeT Ha reHeTHyec-
KY'O 1IPEIpacnoNokKeHHOCTh K YKa3aHHBIM
3a6oJsieBannaM. VayyeHre npuponpt 3710~
KayeCTBEHHbIX HOBOOGPA30BaHHH ¥ MOHO-
3UCOTHBIX GJM3HEIIOB NOKA3a/l0 HEBBICO-
KYI0 KOHKOpAaHTHOCTD (11 %), HO BMecTe
C TeM, OHa B 3-4 pa3a npeBbIIIaCT TAKOBYIO
ANst AMBNTOTHBIX On3HeloB. OUeBHAHO,
4TO 3HayeHHe BHEIUHHX akTopoB (oco-
GeHHO KaHLEePOTeHHBIX ) JUIsi BOSHHKHOBe-
HHMH paka HaMHOro 60JIblUE HAaC/ieICTBeH-
HBIX.

C noMompio 61H3HELOBOrO MeTOAA HOo-
Kasala HacJeZCTBEHHast NPeLpacnoio-
’KeHHOCTb K HEeKOTOPbIM HH(PEKLIHOHHBIM
3aboneBatuam (TyOepKyJies, MOIHOMHe-
JIMT) B MHOTUM pacrlpoCTpaHeHHLIM 6o-
Ne3HsM (MlueMuyeckas 6osesHb CepaLa,
PeBMaTH3M, caxapHbiii AuabeT, sI3BCHHas

60s1e3nb, musodpenus u ap.) (Taba. 8.7).

B sakmoueHue cieflyer OTMETUTh, UTO
pacnpocTpaHeHHe MYJIBTHAKTOPHAIb-
HbIX 60J1e3Hel B pa3HbIX MOMYJIALMAX Ye-
JIOBEKA MOXKET 3HAUMTE/IbHO BAPBHPOBATH,
YTO CBSI3AHO C Pa3IHYHEM FeHETHYECKUX H
cpenoBhiX ¢akTopos. B pesysrsrate rexe-
THYECKHX TMPOLIECCOB, TIPOUCXOISIINX B
YeJIOBEYECKHX TIOMYIsIuHsx (0TOop, MyTa-
LMH, MUTPaliH, Apeitd) reHoB), YacToTa re-
HOB, OUpenenstolMX HacleICTBEHHYIO
TPEAPacoN0oXKeHHOCTb, MOXET BO3pac-
TaTh WJIK YMCHBIIATHCSA BIIOTD JIO IOTHOU
YX TMMHHALHH,

Yenexu nporpaMmsl “IcHOM 4esoBeka”,
BbLAeJIeHHe U paciiigpoBKa MOJEKysp-
HOH OpraHu3aiy NeHOB, H3y4YeHHUe npu-
YMH MX TATOJOrHH HECOMHEHHO OyayT
cnocoberBoBath paspaboTke npodmaak-
THYECKUX MEPOTIPHUATHH W BBIABJIEHHIO
TPyl J1oJeH, CKIOHHBIX K MYJIbTH(]hAKTO-
pHANBHbIM 3200/1€BAHUSM.

Bonpockl 4n8 CaMOKOHTPONS

1. Kaxosbi noaxons! K K1accubHKalpMy rensux 60-
nesHeH?

2. llouemy rennste 60/1e3HH HA3BIBAIOT GONEIHBIMU
ofMerta BentecTs MM SH3UMONATHAMU ?

3. B yem cymnocTs dernnkeronypun? BoaMoxso an
B HACTOANICE BPEMs BbUIEUMTD 60BHBIX ¢ HCHWIKETOHY-
puedi?

4. Oumunre 1acacACTBCHHbIE G0NE31TH COEMHHTE b
HOM TKaHu?

5. B uem cywnocts KraccubUKauMu XpOMOCOMHBIX
6onesneir?

6. Omnunre cunapomut [layHa, flaray, xsapaca.

7. B uem CYIHOCTb CHHAPOMOB, CBA3AHHKIX C H3MeHe-
HMM YMCJ2 OJI0BBIX XpoMocoM? JlaitTe HM XapakTepuc-
THKY.

8. Kakue renernueckne 3aKollOMCPHOCTH MOXHO Bbl-
ABUTH ¥ yARTH(HAKTOPHAILHEIX Gonesneii?

9. B yewm cyutocts curiapoma Jlexena (“kolaubero
KpHKa”)?

10. Boibepure onsH NPaBUALHBIN OTBET. YKaxuTe
npaswisHyo GOpMYNy KapuotTHna npu curapoMe Iaray:

a) 47 XX; 18+; 6) 46 XY, 13+; B) 46 XX 5p-; r) 47
XXY: n) 47 45,XO0.
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B HacTosiiee BpeMst UHCJO JeTeit ¢ TA-
)KEJILIMM ac/eCTBEHHbIMK 3a00JIcBaHH-
aMH B cTpanax 6bisitero CHT 1ipeBbiluaer
onvH MuiavoH. Ha ux neyenne pacxony-
IOTCS1 OTPOMHBIE MaTEPHANbHbIE CPEZCTBA.
B cBs3K ¢ 9THM AMATHOCTHKA, TPOQHAAK-
TUKA H JIeYeHHEe HAC/IeICTBEIIHbIX U BPOXK-
IeHHbIX 3a060JeBaHKi y aeTeit ipHobpeTa-
eT 6oJbILoe 311aYCHHE.

Haunbonee 3addexTHBubIM METOAOM
npodUNAKTHKH HACNKEACTBEHHOH NaTo/I0-
TUM SIBJIAETCS Me/IMKO-reHeTH4YCCKoe KOH~
CYJILTUPOBaHME, IJIAaBHAs Lelb KOTOPOro
COCTOMT B OTIpe/iesICHHK [IPOrHO3a poXie-
HUst GOJILHBIX JIETel B CEMbEL, a TAKKe —
KOHCYJILTHPOBaHUE MO BOIIPOCAM /IIb-
HeIIero I1aHHPOBAHUS CeMBH.

IlepBast MenuKo-reHeTHYecKass KOH-
cyabTauMs Obifia OpraHK30BaHa B KOHIE
20-x rr. B MockBe KpynHeHIUKM oTeye-
CTBEHHBIM HEBPOJOrOM M TEHETHMKOM
C.H. /laBUaeHKOBBIM 1IpU HHCTHTYTC
HepBHO-IICUXHATPHUECKOH npoduaak-
THKH,

IlepBriit KAGUHET MO MEAHKO-TeHeTHYEe-
CKOMY KOHCYJIETHPOBAaHHIO GbLI OPraHu3o-
BaH B 1941 r. /[x)x. Husnom B MuuHranckom
yuusepcurere (CILIA). B Poccun B 1932
nox pykosogactBoM C.IJleButa 6bUi co-
3JaH MellMKO-TeHeTUYCCKHM HHCTUTYT.

VnHTencnBHOE pa3BHTHE MEAKKO-TeHe-
THYecKOU NIOMOLIM B Hamieit M APYrHx
cTpaHax Havajaochk B 60-70 1. XX B., uTO
OBIJI0 CBA32HO KaK ¢ POCTOM YAENBLHOTO Be-
Cca HacJeCTBeHHbIX 3a00JIEBaAHUIA, TAK H C
HNOCTHKEHHSMHU B HM3YYEHUH XPOMOCOM-
Hoit natosiornu M GonmesHeit obMeHa se-
meere. Ho manueiM 1995 1, Ha Teppuro-
pun Poccuitckoit Menepanmn cymecTso-
Bano 70 MenuKo-reHeTHYeCKNX yupexie-
HH#, YCJIyraMH KOTODBIX TOJBb30BANMChH
0K0710 80 ThiC. ceMeil.

Uenn, 3anaum u meToabl
MeAuKo-reHeTuvecKoro
KoHcynsTHpoBaHus (MI'K)

OcuoBHas 11eJ1b MEIHKO-TEHETHYECKOr0
KOHCYJIETHPOBAaHUSI — TIpeAynpexaeHve
poxxaenust GoabHoOro pebetka. [aBHbIMH
safayamMu MTK sisastioTes:

1. YcraHoBs1eHe TOYHOrO JlarHo3a Ha-
CJIeICTBEKHOM) aTOJIOTHH.

2. TlpenaTasnbHas (ROpO/IOBast) AHArHO-
CTHKA BPOKIEHHBIX M HACNeACTBEHHBIX
3abosieBaHMit  pa3MYHBIMM METOZAMH
(YILTPa3BYKOBBIMM, LIHTOreHETHYECKHMH,
OHOXMMHYCCKUMH, MOJEKYJISAPHO-IeHeTH-
YeCKHMH).

3. Ormpeneieruce THMA HAcICAOBAHUS
3a00seBaHMs.

4. Onenka BETMYHHBE PHCKA POX(IEHUS
6071bHOrO pebeHKa W 0Ka3aHHe TIOMOIH B
TIDVIISTHH Peluexus.

5. Ilpomaranaa MeAMKO-reHeTHYECKHX
3HalMH cpe/iM Bpadel ¥ HAaCeJICHHUA.

IoBomom A MeIMKO-reHeTHYeCKOro
KOHCYJISTHPOBAHHS MOTYT OBITh:

1. PoxiteHue pe6eHka ¢ BpOXKICHHBIMU
1IOPOKaMH Da3BUTHA, YMCTBEHNIOH H (H-
3UYECKOH OTCTAIOCTHIO, CJIETIOTON M [Jiy-
XOTOH, Cy/10poTaMH H JIp.

2. CroHTaHHble a60DThI, BBIKHUABILIH,
MepPTBOPOXAEHHS.

3. BAn3KoponCcTBEHHbIE OPaKH.

4. HebnaronosyuHoe TedeHue 6epeMeH-
HOCTH.

5. Pa6ota cynpyros Ha BpeIHOM ITpe/-
TIPUATHM,

6. HecoBMeCTHMOCTD CYTIPYKECKHX nap
0 pe3yc-(haKTOpy KpOBH.

7. Boapacr »eHuluHsl cTapiue 35 jet, a
MY>KUHHBI — 40 ser.

Mennko-reHeTH4ecKass KOHCYJIBTALHA
BKJIIOYAeT 4 3Tana: Auarios, HpOTrHO3, 3a-
KJTIOYEHHeE K COBeT.
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Pabota HaunHaeTcst ¢ yTOUHeHHs Aua-
rHo3a 3abosnepanus. ToOYHbIM JUarHos —
HeoGxonuMoe yCa0BHe Ost Mo60H KOH-
cyabrauru. B HeKoTOpBIX cyyasax aua-
FHO3 HACAENCTBEHHOH NaTOMOrMH MO-
XKeT OBITh YCTaHOBJIEH BpayoM eine Ie-
pel HampaBjeHHEM B KOHCYJBTALHIO.
ITO OTHOCHTCS K XOPOIIO H3YYEHHBIM M
JOBOJIBHO 4aCTO BCTPEeYaeMbIM Hacjel-
CTBEHHBIM G0JIe3HAM, HanpuMep, 601e3-
HH JlayHa, caxapHoMmy auabety, reMogu-
JIUH, MBILIEYHOM aucTpoduH K 1p. Yaule
’Ke ZHArHo3 HesiCeH.

B MenmkKo-reHeTHYeCKHX KOHCYJbTa-
UHUAX OHarHos yTtoynsieTcs Giaromaps
HCTIO/Ib30BAHMIO COBDEMEHHBIX FE€HETH-
YeCKHX, BHOXMMHYECKHX, HMMYHOT€eHe-
THYECKUX U JPYTHX METOAOB.

OnHHUM M3 OCHOBHBIX METO/IOB SIBJISI-
€TCs TeHeaJIOrM4ecKH MeTon, T.e. CO-
CTaBJIeHHe POLOCIOBHOM LIS CYNpyKe-
CKOM mapbl, 06paTHBIUEHCS B KOHCY/b-
Tauumio. B nepsylo ouepeas 9TO OTHOCHT-
csl K TOMY M3 CYIPYroB, B POLOCJIOBHOM
KOTOPOro UMesach Hac/leNCTBEHHAs ma-
tonorus. Tinatenbublit c6Op poaocios-
HOMN Jaer omnpeaeneHHyo HHPOPMALHKIO
IJ1s TIOCTAHOBKHK AHAarHo3a 60se3HH.

B Gosee CHOXKHBIX CIydasiX, HaNpH-
Mep, PN POXKAEHHH peGeHKa ¢ MHOXe-
CTBEHHBIMH 1I0POKaMH Da3BHTHs, Npa-
BHJIBHBIH JHATHO3 MOXeT 6bITh NOCTaB-
JIeH JIAOIb TPYU HCNOJIb3OBAHUM CIIENH-
aZIbHBIX METOZOB HccenoBanus. B npo-
necce AMArHOCTUKH HepesKo BO3HHUKAET
HEO6X0AMMOCTb 0GCIELOBAHNS HE TOAb-
KO nauMeHTa, HO M JPYTUX YICHOB ce-
MBH.

Iocse ycTaHOBEHMS AXarHo3a onpe-
NeJIeTCS1 MPOTHO3 IJs TIOTOMCTBA, T.e.
BeIHYHMHA IIOBTOPHOIO PHCKA POXKAEHKSA
6osbHOro pebenka. OCHOBOI A/ peuie-
HUS 9TOM 33J1a4Y¥ SIBJSIOTCA TeOpeTHYEC-
KHe pacyeThl C HCIONB3OBAHUEM METO-
JIOB T€HETHYECKOro aHaH3a K BapHalli-
OHHOM CTAaTHCTHKH MM TaGJIML 3MIH-

pHYECKOTO pHCKa. ITO BXOAHT B PYHK-
UMK Bpaya-reHeTHKA.

Ilepepaya HacneACTBEHHBIX 3a60/eBa-
HHH BO3MOXXHa HECKOJIbKMMH IYTSMH B
3aBHCHMOCTH OT OCOGeHHOCTeH nepena-
4H HacJelCcTBeHHON matosoruu. Hanpu-
Mep, ecaii y pebeHKa nMeeTcs 3a6oeBa-
HHe, KaK y OIHOTO M3 pPONUTENEH, 3TO
YKa3bIBaET HA IOMHHAHTHBLA THN HacJIe-
ZoBaHHs. B TakoM caydae IpH NOJHOIM
TIEHETPAHTHOCTH reHa OOJbHbIE YJIEHBI
ceMbH NepefaAyT 3aboieBaHie TOJIOBH-
He CBOMX JIeTel.

HacnencrBenHasi natosorus y pebexka
3JOPOBLIX POAWTENE YKa3bIBaeT Ha pe-
HECCHUBHBIH THIT HacAefoOBaHHs. Puck
poxaeHus bonabHOro pebeHka y pomure-
neit ¢ peuecCHBHBIM 3ab0JjieBaHHEM CO-
ctasister 25%. Ilo naHubM 1976 r. y uesno-
BeKa 6bUI0 H3BecTHO 789 peuneccHBHO Ha-
ceyeMbIx 3aboneBaHuit U 944, Hacnenye-
MBIX 110 JOMMHAHTHOMY THITY.

HacnencteeHHast maTosiorusi MOXeT
ObITE ClerieHa ¢ NoJoM (X-ClueneHHblit
THN HacaexoBaHus). B 3THx ycioBusix
pHCK 3a00JIEBAHVIST Y MAIBYHKOB M HOCH-
TeNbCTBA y AeBouek coctabisier 50%. Ta-
KHX 3a60/ieBaHMil B HACTOSIILIEE BPEMSA U3-
BecTHO 0koo 150,

B cayyae MyastigakTopHanbHbIX 60-
JleaHel reHeTHYecKOe KOHCYJBTHPOBa-
HHe SIBISIETCS] ZOCTATOYHO TOYHBIM. DTH
6oJsie3HN 06YCIOBIEHHl B3aHMOLEHCTBH-
€M MHOTHX IeHOB ¢ )aKTOpaM¥ BHeIIHel
cpeabl. YUCIO NAaTONOTUYECKHX TEHOB H
UX OTHOCHTENbHBIH BKJIaA B 3abosepa-
HHE B GONBLIMHCTBE CJIy4aeB HeH3BeCT-
Hbl. JI7s pacyera reHETHYeCKOro pHCKa
HCTIOJIB3YIOTCS ClieHanbHO pa3paboTaH-
Hble TaGaHIbl 3MIMPHYECKOrO PHCKA
npu MyJabTH(AKTOPHANBHBIX 3a60JI€Ba-
HuAX (cM. 1. 8 u Tabi. 8.8).

TeHetmueckuit pHck Ho 5% cumrtaercs
HU3KUM H He SIB/IETCS TPOTHBONOKAa3aHH-
eM K TIOBTOPHOMY DOXAEHHIO pebeHka B
cembe. Puck ot 6 10 2096 pHHATO CYNTATD
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CPERHUM, H B 9TOM CJIydae A JajbHel-
1Uero MIaHHPOBAHUSA CEMbH PEKOMEHIYET-
cst BcecToponHee obcienoBanye. TeHeru-
yeckHii pruck cebiie 20% NMPHUHATO OTHO-
CHTb K BEICOKOMY pucky. JanbHeiluee ne-
TOPOXEHHE B TAHHOH CeMbe HE PeKOMEH-
Iyercs1.

IIpn XpOMOCOMHBIX GOJIE3HAX BEPOSIT-
HOCTb TIOBTODHOTO POXAEHHS GOMIBHOTO
pebenka KpaifHe HH3Ka M He TIPEBBIILIAET
1% (mpu oTCyTCTBMM APYTHX (haKkTOpOB
PHCKa).

s tpancaokaluyoHHo# GopMe! 6os1es-
Hu /layHa npy BBIYHCJIEHHH PHCKa BaXKHO
ONpelentTb, KTO U3 poauTeneil HeceT cba-
NaHCUPOBaHHYIO TpaHcJokaumio. Hanpu-
Mep IpH TpaHchokaunu (14/21) sennyu-
Ha pucka paBHa 10%, ecii HocHTeseM siB-
Jserca Math, B 2,5% — ecau HocHTesb
oten. Ilpu Tpancnokaitnu 21-it xpomMoco-
MBI Ha €€ MOMOJIOT, PUCK POXeHUs GoJib-
Horo pe6enka coctasisier 100%, He3aBu-
CHMO OT TOTO, KTO 3 POANTENIEN ABISAETCS
HOCHTEJIEM TPAHC/IOKALIKH.

lna onpeneneHust prcka NOBTOPHOrO
poxaeHus1 pebeHKa C NaToJIOrueil BasKHO
YCTaHOBHTb T€TePO3HMIOTHBIX HOCHTENEH
MyTauTHOro reHa. Ocofoe 3Ha4eHKe 3TO
¥MeeT [PH ayTOCOMHO-PELICCCHBHOM TUIIE
Hac/IEROBaHUsA, IPH HACJIeOBAHUH, CLIEeN-
JIEHHOM € TIOJIOM, ¥ 6JIM3KOPO/ICTBEHHBIX
Opaxax.

B psne ciyuaeB rerepo3uroTHOE HOCH-
TEeJbCTBO YCTaHABJMBAETCA TIPH aHATH3e
POAOCTOBHOM, a TakXKe ITyTeM KJINHHYeC-
KHX ¥ GHOXMMHYECKHX aHaIn30B. Tak, ec-
JIM y OTiia UMeercsl peliecchBHoe 3abone-
BaHue, cuervieysoe ¢ X-XxpoMocoMoit (Ha-
NIpUMeD, reMopUIus ), TO C BEPOSITHOCTBIO
100% ero moue GyneTr rerepoIRroTHa Mo
JaHHOMY reHy. Hapsiny c aTiM, cHUkeHHe
aHTHreMO(MIBHOIO I/I00YANHA B ChIBO-
POTKe KPOBH Y ouepeit oTLa-reModuanka
MOJKET CJYXXHUTb BIIOJIHE YOeAUTENbHBIM
NOKA3aTeIbCTBOM T€TEPO3HIOTHOIO HOCH-
TeJIbCTBA reHa reMOMWITHH.

B HacTosiliee BpeMsi HEKOTOPBbIE Ha-
CIeACTBEHHbIE 3a00JIeBaHMsT YCTaHABIIM-
BatoTcs ¢ nomoibio [IHK-uarHocTHRH.

TereposuroTHeIM HOCHTeNsIM JedexT-
HBIX TeHOB cieyeT u3beratb GIM3KOPOL-
CTBeHHBIX GPaKOB, 3aMETHO YBEJIMYHBAIO-
KX PHCK POXIAEHUA HeTeit ¢ HacJeNICT-
BEHHOM naTonorueit.

3akmoueHre MeRNKO-TeHeTHYeCKOro
KOHCY/ILTHPOBAHMSI M COBETBI DOIMTE/SIM
(ZBa MOCJIEAHHX ITANa) MOTYT ObITH 06be-
JvineHsl. B pe3yssrate npoBeleHHbIX Te-
HETHNECKUX HCC/IENOBAaHHM Bpay-reHeTHK
Haer 3aKiioyeHue o6 uMeroieics 6oes-
HH, 3HAKOMUT C BEPOSITHOCTBIO BO3HHKHO-
BeHHA 60s1e3HH B OynylueM, ZaeT CoOTBeT-
CTByOLIHe pekoMeHaalny, [IpH atoM yyu-
TBIBAETCS HE TOJIBKO BEJMYMHA PHCKA TO-
aBennst 60JbHOro pebenKa, HO ¥ THXECTb
HaCJIEACTBEHHOTO MK BPOXKAEHHOTO 3260-
JIEBAHMS, BO3MOXKHOCTHM IMPEHATAIbHON
NHMArHOCTHKH ¥ 3(p(PEKTHBHOCTH J1eUeHHs.
BMecTe ¢ TeM, Bce pellleHUs IO JaJbHEH-
1IeMY TIIAHHPOBAHUIO CEMbH NPHHHAMAIOT-
Cs1 TOJIBKO CYTNPYTaMH.

CoBpemeHHbie METOABI
NpeHaTanbHoO! ANaTHOCTUKH
HacnepcTBeHHbX 3abonesanuit

I PexTHBHOCT MEAHKO-TEHETHYECKO-
IO KOHCYJBTHPOBAHHS 3HAUMTENBHO BO3-
pactaer 6Jarofapsi HCIONb3OBAHHIO CO-
BPEMEHHBIX METOLOB NpeHaTa’bHOU (J10-
ponoBoi) auarHocTHKU. OHA NO3BOJAET
3aJI0/Ir0 10 POXJIEHMs pebeHKa onpene-
JuTh 3a6071€BaHHE H, €CIH HeoOX0oanMo,
npepBath GepeMeHHOCTb. Takas cuTyauus
BO3HHKA€ET B C/Ty4ae HACJEACTBEHHBIX 3a-
GoneBanyii, leyeHWe KOTOPHIX B HACTOS-
1jee BpeMs He [IaeT HY>KHBIX PE3yJIETaToB.

OCHOBHBIMH TIOKA3aTe/ISIMH K TIPOBEZe-
HHIO JOPOAOBO#t AMATHOCTUKH SIBJISTIOTCS:

1). Hannumne B ceMbe TOYHO YCTaHOB-
JIEHHOTO HAaC/IEACTBEHHOro 3aboIeBarms.

2). Hannune B cembe 3aboJieBaHus,
CUEMIEHHOTO C OJIOM.
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3). Bospacrt Gynyiueit matepu ot 35 aer,
a otua — ot 40 ser.

4). TeTeposurotTHocTs 060KX poaKTeeit
110 OZHOH Tape aneneii MpH ayTOCOMHO-
peLecCHBHOM 3a601€BAaHHH

5). Hannuwe CTPYKTYPHBIX NepecTpoeK
XxpoMocoM (0COBEHHO TpaHCAOKauuH u
HHBEPCHIt) Yy OJIHOTO U3 POAMTeIeiL.

6). Hamune B aHaMHe3e GepeMeHHOI,
IUINTEIBHOMN paboThl Ha BpeaHbIX AJist 3710~
pOBbS! IPOM3BOACTBAX, POKKBAHHKE B 30~
HaX C MOBBILIEHHBIM PAAVIAKOHHBIM (o-
HOM H .

K 0CHOBHBIM MeTomaM INpeHATaILHOM
AVATHOCTHKH OTHOCSITCAL:

1. Onpenenenne anvga-PeTonporeHHa.

2. ¥apTpasByKoBOE KCCJieIOBaHHe ILIO-
aa (Y3N).

3. Buoncus XopHOHA U TIALIEHTHL.

4. AMHHMOUEHTe3 (T1POKOJI ILTOAHOrO ITy-
3bIPs1 ANl TIOJIyYeHHs OKOJIOTJIORHOI
KHIKOCTH ).

5. KopznouenTes (B3sTre KpOBH M3 Ny-
1IOBHUHEI).

6. Detockomusa (BBEAEHME 30HAA K OC-
MOTP ILIOAA).

Onpeaenenne ambda-deTonporenna
(ADIT) B KPOBH U aAMHHOTHYECKOM XKHI-
KOoCTH 6GepeMeHHOH TOAyynno Gosbiioe
pacnipoctpatenue. ADIT — ato Gesok, Bb-
pabaTbiBaeMblii KJIeTKaMH TIeYeHH ILI0fI.
OnTHManbHBIM CPOKOM IS €T0 OTIpezieie-
HHsl B CHIBOPOTKe KPOBH MaTepH sIBJSIeTCsl
15-16-s1 Henesnss GepeMEHHOCTH. YCTaHOB-
JieHo, 4to xonueHtpauus AMII B kpoBn
GepeMeHHOH MOXeT CYUWICCTBEHHO TOBbL-
IIATHCS TIPH HEKOTOPBIX aHOMAIHSAX TUIO-
113, HalpyMep, CIIMHOMO3rOBOM IDBIXE,
BPOXJIeHHOM Hedpo3se, /iedekTax HepBHOH
TpyOKkH M 6prolIHOIA cTeHkH. B cayvae
YTOUHEHMST AMArHO32 AaHOMAJIMH HEPBHOH
TPYOKH NPOBOAMTCS AETANBHOE YJbTpa-
3ByKOBOe 00C/eoBaHKe IUIONA K Couep-
*anue DesKa B aMHHOTHYECKOH >KHAKOC-
TH. C/lefyeT OTMETHTB, YTO KOHUCHTPays

ADII B kpoBH 6epeMeHHBIX MOXET GbiTh
[IOBbIIIEHA W TIpH APYTHX 3a60jeBaHyUsIX
MaTepH: OIYXOJb TIeYEHH, XPOHUYECKHH
TeNaTUT, LUPPO3 H AP.

B xposH eHIIHH, BBIHAIIWBAIOILUX
TIIOA € XPOMOCOMHBIMH 2aHOMAaNHIMH
(cungpom [layna, dxeapiaca U Ip.) ypo-
BeHb ADII cHmxken. EciH KOHUEHTpauus
A®DII Mana, Ha3HAYaAeTCS LMTOrEHETNYEC-
KHI aHaH3 KWIeTOK TIoZa.

VnbrpassykoBoe
uccaeaosatue (Y3H)

Merton wucnonbayercsi riapHbiM ofpa-
30M /LI BBIABJIEHUS BPOXKJIEHHBIX NOPO-
KOB Pa3BHTUS ¥ OCHOBaH Ha CHOCOBHOCTH
Y/BTPa3BYKOBOI BOJIHBE OTPaXaThCs OT
TIOBEPXHOCTH [BYX Cpell C Pa3JH4HOI
[JIOTHOCTBIO. JTO [103BOJISIET TONY4YUTh
H3obpakenye Ha 9KpaHe MOHUTOPA.

OnTuMa/sbHbie CPOKH  INIPOBEAEHHS
Y3U — 17-23 nenenu 6epemennoctu. Oxn-
HaKO ITpY ONpe/ieIEeHHRIX TOKa3aHUAX (pe-
DYKLUS KOHEYHOCTEH, 3a/IepKKa POCTa aM-
6proHa wim wiona) ¥ 3U nposonst B 60-
Jiee paHHHe CPOKH.

C noMoIubIo y/IBTPa3BYKOBOTO Hcclie-
JIOBAHKHS MOXKHO HCCIENOBaTh CTPOEHHC
TI0Za (€ro roJIOBKH, TYJIOBHILA, KOHEYHO-
CTeH, (I0/IOBbIX OPraHOB), BBIABUTH 110Pa-
JeHHe TOJICBHOIO MO3ra, TIOPOKH pa3BH-
THSL KOCTeHl ckejieTa U BHYTPEHHHUX Opra-
HOB, 3aIEPXKKY pocTa 3M6pHOHA WM TLIO-
Ja ¥ Ap. HakonneHHble AaHHbIE IOKA3bIBa-
10T, uT0 Y 31 He npuHoCHT Bpesa pa3BUBa-
IomemMycst 1UI0fy. B HEKOTODBbIX CTpaHax
aTy (IPOLENYPY TPOBORAT BeeM OepeMeH-
HBIM, YTO TIO3BOJISIET NIpeXYNpPEeANTh POK-
JeHye feteii ¢ Topokamy paseutus. Ilepe-
4YeHb BPOXKIEHHBIX Ae(eKTOB pa3BHUTHA,
AMArHOCTHpYeMBIX ¢ nomoubo Y 3U, no-
CTaTOYHO MKPOK (Tab. 9.1).

Buonchs xopHoHa H IWIALEHTh
K uucny nepcmekTHBHBIX METOAOB
IIPEHATANBHON AMArHOCTUKH OTHOCHTCA
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Tabnuua 9. 1. BpoxaeHHbie NOPoKik passuTus,
AVarHocTUpyembie ¢ NnoMouso Y3

Cucrema wam opral

[Topoku

OHC
Koueunocts
Cepnue

Tloukn
HKenyroyHC-KHUICYHBIH TPaKT

Tpy6sie NOpokH MO3Td, YePEeNHO- H CITHHHOMO3roBble
IPLDKH, HE/I0PA3BUTHE NEPEANUX OT/IENOB MO3Ta U .

PenyKuHOHHBIE IOPOKH, TsKeible HOPMbE
KapAMKOBOCTH C YKOPOUEHHEM KOHEYHOCTCH,
JIOMKOCTb KOCTeH M AD.

Taxesnli NOPOK cepaua
JNedekrnt pasBUTHs 110YeK, HOAUKHCTO3 HOYEK

ABOMATHM PA3BUTHH JBEHAAUATHIIEPCTHON KHUIKH,
nedexTnl nepejiHet 6PIOIIHOM CTeHKH

6uolcHs 1LI10Aa U TtaueHThl. OHa npoBo-
nvtcs Ha GoJee panHux, yeM Y3U, cpo-
Kax GepemeHHoctu (7-9 menenn). Bop-
CHHKH XOpHOHA 6epyT 0COBLIM 1LIIPHLIOM
C TOMOIWIbID THOKOro Karterepa uepes
weiky matku (puc. 9.1, 9.2). 3areM ux
nozBepraioT 1abopaTopPHOi AMArHocTUKe
C LIOMOMUIBIO LIUTONIOTMYECKHX, BHOXUMH-
YeCKHX, MOJIeKY ISPHO-TeleTHUECKHX Me-
Tonos. B ciiyyae BLISABJIEHHS I1IaCAEHCT-
BeHHbIX 3abojieBaHuil y nyona 6epeMen-
HOCTb HpephiBaloT. OOHUM U3 OcloXie-
1Ml XODUOHBHONCHH ABISETCS OTHOCH-
TeJbHO BBICOKAsT YAacTOTA CIIOHTAHHLIX
abopros (BeKMAbiLIEH). O6une noTepH
ILI04A TIOCAE XOPUOHOHOINCHH B CPEIHEM

cocTassioT 2,5-3%, a B HEKOTOPBIX CJIy-
YasAX M Bbille, YTO OrPAHHYMBAET PHMe-
Hedue atoro Metona. Kaknx-anbo Hapy-
WeHUH MIAleIITh, POCTa NJ10/3, NOosiBIe-
HHM{ [IOPDOKOB Pa3BHUTHSI H yBEJIMYEHHS
NepUHATAILHOH CMEPTHOCTH MOoCJie XO-
pyuoHGKHONCHU He oTMevaercsi. OXHaKo,
CYIIECTBYIOT JaHHble, YTO PAHHSA XOpPH-
OHOHOIICHS MOJXET BLI3bIBATH IIOIEPEY-
Hble BPOX/IEHHbIE ANIMYTallHH KOHEYHOC-
Tel (pedykumoHtbie nopoku). Ilo atoit
TIPHYHKHE B NOCJIeNHee BPeMsi XOPHOHOM-
OTICHIO He DEKOMEeHIyeTCsl [TPOBOJIMTD Pa-
Hee 8-ii He/enH, a MIALEHTOOHOINICHIO —
12-it negenu 6epeMEHHOCTH.

Puc. 9.1. Mnhauextobuoncusa

L—
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Puc. 9.2. Xopuonbuoncua

AMHHoOuEHTES

ITO — NPOKOJI INIOXHOTO NY3bIPA A1
B3sTHSA 8-10 MJI OKOJIOTIIOLHO# X HAKO-
CTH C HAXOAALUIUMHCS B HEHl CTyIieHHBI-
MM KJIeTKaMH aMHHOHAa K njoxza. Io-
cleqHHe ABIAIOTCA OCHOBHBIM CYOCTpa-
TOM AJI1 L{HTOJOTHYECKUX B OHOXUMH-
YeCKUX MCCAeNOBaHUH. ITOT METON AB-
nsetcsa HanboJiee pacNpOCTPaHEHHbIM H
poctynHbiM. IIpoBoxmtcss Ha 15-18-it
Hegene GepemeHHOCTH. PHCK ocnoxHe-
HUS ee Teyenus HeaHayHTeneH (0,2%).

AMHKOLIEHTE3 AeNA0T YPE3BPIOLINHHO
nox KoHtpojaeM Y3, utobn He mospe-
IUTH TAaueHTy (puc. 9.3). Upesnnara-
JUIHBIA aMHHOLIEHTe3 TpUMeHseTcCs
PelKo.

C nOMOIIBIO 3TOI0 METOAA AUATHOCTH-
PYIOT MHOTHE XPOMOCOMHBIE HAPYRICHUS,
6one3HH, CLENJIEHHDIE C TI0I0M, 60/1e3HH
obmena peumlecte (6osesnr Tes-Cakca,
MYKOMOJHCAXapHAO3hl, IJIMKOTeHO3bl,
heHNNIKEeTOHYPHS U ID.).

Puc. 9.3. AMHnouentes
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Puc. 9.4. Xoppouentea

Kopaouenrea

B 3TOoM ciyyae GepyTcsd o6pasum
KpOBH (JIeliIKOLHTbI) U3 NYNOBUHHBIX
COCYZOB TJI0fa, ISl HNTOreHeTHYeCKOo~
ro, MOJIEKYJISIDHO-T€HETHYECKOrO 1 GH-
OXHMHYECKOT0 aHANK30B KpoBH. KpOBb
6osee yrobHa IJIsi HCCIELOBaHKs, YeM
KJIETKH aMHHOTHYECKOH XHAKOCTH, T.K.
auMGpouHuTH 6GLICTPEE M HajgeXXHee
KYJILTHBHDPYIOTCS.

KopaoueHTe3 NMPOBOANTCS MOJ KOH-
tposiem Y3U Ha 18-22-it Henene Gepe-
MeHHocTH (puc. 9.4). Ero ucnonpayior
1151 THAarHOCTHKH XPOMOCOMHBiX 60J1e3-
Hel, TaKHX, KakK: reMOrJoO0MHOMaTHH,
9H3MMONATUH, Pa3NNYHBIE HMMYHOMe-
dHuNTHDIE aHOMANHH, CHHIAPOM ¢pa-
THAbHOH (J0MKOiT) X-XpPOMOCOMBE ¥ ZD.

Qerockonus

JlanHBI METOR OCHOBaH Ha NPSIMOM
PacCMOTPEHHH TIJIONA Yepe3 ClelHalb-
HEIH npubop — derockon (TOHKHIL 371a-
CTHYHBHT 30HL CO CIElHaJbHOI ONTH-
yecKoi cucTeMoi). 30HL BBOAMTCS B
HJIOCKOCTb aMHHOHA 4epe3 GpIOLIHYIO
cucteMy. [lpoBoauTtes Ha 18-23-it nene-
ne GepemeHHocTH. DetocKkomus Hc-
TOJIb3YETCA PelKO H TOJABKO MPH 0CO-
ObIX NOKa3aHMsX, MOCKOJABKY BXOXIE-
HHe 30H/Ja B AMHHOTHYECKYIO XKHAKOCTh
MOXeT BbI3BaTb OCJOXKHEeHHe GepeMeH-

HOCTH. Bolkuapiy oTMedaTcs B 7-8%
cnydaeB ¢ertockonnu. Ipowe u 6eso-
HacHee Mcioab30oBaTh Y 33U, cnocobroe
BBISIBUTb GOJIbIIHHCTBO IOPOKOB Pa3BH-
TS,

MeToabl npeHaTasbHO# AHArHOCTH-
KM TOCTOSIHHO COBEPIUEHCTBYIOTCH H
BCe [iMpe NPUMEHSIOTCS B MPOQHIIAK-
THKE HACJIEACTBeHHBIX 3aGoJeBaHMHA.
JanbHelilllee coOBEPIIEHCTBOBaHHE H
pacilHpeHre NPHMEHEHHS 3THX METO-
JIOB — OXHA M3 3aJaY COBPEMEHHOU Me-
IUTIMHCKOM TeHeTUKH.

Bonpocht gis camokonTpons

1. OcHoBHast uesb ¥ 3a0a4YM MEIMKO~TEHeTHYECKOro
KoHcynstuposanua (MIK).

2. Tlepeuucnure nokadzalus NS HANPaBENKs Ha Mc-
IMKO-TEHETUMECKOE KOHCY/BTHPOBaHKE; OCHOBHLIE 3Ta-
s MIK.

3. Yro TaKoe nporHna noToMCTBa?

4. Yto uMeercs B BUIY NONL TEDMUHOM “NIPeHaTaIbHAN
nMardocTura”? HasoBute ocitopHele Mokasareny ans
NPOBCACHHS NPEHATANLHON AHATHOCTHKA,

5. lTepeuncanre Baxueiilme MeToAB OPOAOBOI fHa-
FHOCTHKH.

6. BriGepHTe Ba IPABIABHBIX OTBETA.

CocToAHMs, AMArHOCTHPYEMbIE Y U103 € TIOMOLBIO
Y3H: 1) curpom Mapdana; 2) peayxuyoliible NOPorH
KOHeuHocTed; 3) deinikeToHYpHST; 4) HapyIlleHus B pas-
BMTHY MO3Ta.

7. KaKoll U3 YKa3saHHbIX MCTOAOB AaeT HanGonbunmt
[POUEHT OCNOXHeRHH: a) beTockous; 6) xopHorbuon-
cusi; B) KopaxoueHtes; r) Y 3.
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OnHo u3 TsKeneitiux 3a6oseBaHmyii ye-
JIOBEKa M JKVBOTHBIX — paK — 3aHMMaeT
BTOpOE MECTO TIOCJIE CePAeYHOCOCYIHCThIX
3a6071eBaHMi CpeN MPHYMH CMEPTHOCTH
HaceneHnst Jemnu. B pa3BuTHIX cTpaHax oT
Hero ymupaeT Kaxablit nareiif. VlaBecTHO
fosee cTa BHAOB PakoBbIX 3aboseBaHMIA,
AJS KDKAOrO0 H3 KOTOPOIO XapaKTepHbI
cBou ocoberHocTH. Hanbonee pacnpocrpa-
HEHHBIMM SIBSIIOTCS NATH BULOB paKa —
JIETKHUX, MOJIOYHOH >KeJIe3bl, TOJICTOH KHII-
KH, mpocTathl ¥ MaTki. VIM cooTBeTcTBYyeT
6onee 50% ciyyaes Bcex NepPBHYHBIX OHKO-
JIOTYECKHMX AHATHO30B.

HriHe n04 TEPMHHOM paK OOBEAUHSIIOT
IPYNTy POACTBEHHBIX 3a00/ieBaHUH, B OC-
HOBE KOTODBIX JIeXAT HapyuieHust QyHaa-
MEHTAIbHBIX 3aKOLOB MIOBCAEHHS KIIETOK B
MHOMOK/IETOYHOM opraHusMe. B mpouecce
pOCTa PaKoBOit OMYXOAM OTAe/bHblE KAeT-
KH, 6ECKOHTDOJ/IbHO [eJACh, CTPEMSTCA K
COOCTBEHHOMY TIPOUBETAHUIO B Yiepb co-
CEAM, HO B KOHIIE KOHLIOB Pa3pyHialoT Bce
KJIETOYHOE cOOBUIECTBO K IOrMGA0T BMeC-
Te ¢ HUM. Ot 80 0 90% omyxoeil yesose-
Ka pasBHBAE€TCsl B TeX OplaHaX M TKaHsX,
I/l COCTaB KJIETOK MOCTOSIHHO OGHOBNsAET-
CA, ¥ KJICTKH, COOTBETCTBEHHO, HAXOAATCS B
MUTOTHYECKOM IHKJIE.

HecMotps Ha Gosbluoe pasHOOGpasme
paKkoBHIX 3a60/1€BaHHIA, KIETKH, BCEX PAKO-
BBIX ONyXoJei uMeroT ofliue CBOHCTBA U
3HAYMTEJIBHO OTJIMYAIOTCS OT 3J0POBHIX.

OnHO U3 I7IABHBIX HX OTVIMYHH — CIO-
COOHOCT K GeckonedtioMy nenenuo. Mase-
CTHO, 4TO B KaX</IOM Opralii3me KJIeTKH MO-
IYT IEAUTHCS JUILE ONPeJeNeHHoe YHCIIOo
pas.

HarnpuMep, U1 OIIHOrO M3 BUAOB HEMa-
TOL YCTaHOBJICHO, YTO OHJIOJOTBOPEHHOE
A0 MOKET COBCPUIMTD CTOJIBKO JIeIeHHIA,
YTO y B3POCHOH OCOOH B COMATHYECKHX
KIeTKaX B CyMME HACUMTBIBACTCH TOJNBKO
959 sizep. Obuiee KOANYECTRO siaep B KIeT-

Kax 4yesioBeKa 1oACUYNTaTh HEBO3MOXKHO, HO
CYIIECTBYIOT APYrle METOLbI, MO3BOJSIO-
ILlVie Y4HTHIBAThL CIOCOBHOCTD KJIETOK K Jie-
JIEHHIO, B YaCTHOCTH, METOJ KJIETOUHBIX
KYJBTYP.

B HCKyCCTBEHHBIX YCNOBHSX KyJIBTHBH-
POBaHHsI KJIETKH YeJOBEKA TPHKPEILISIOT-
€Sl K TIOBEPXHOCTH COCYJa € NHTATCIBHON
CPelOM M HAYHHAIOT AKTHBHO [EJHTHCS.
HopmasneHbie k1eTKH, NoTy4eHHble H3 Pas-
HBIX TUTIOB TKaHe#, ZeATCs IO TeX Hop, Mo~
Ka He HOKDPOIOT HOBEPXHOCTb cocyaa Mo
HOCTBIO ¥ 11€ HAUHYT KOHTAaKTHPOBATh MeX-
Ay coboit. To ecTb HOpManLHbIE KJIETKH 06-
Pa3yioT OJHOCAOMNbIe KyABTYphl. Onyxo-
JieBbiE JKe KETKH TpeoJoJeBaoT Gapsep
KOHTAKTHONO TOPMOXKEHUsI K MOTYT obpa-
30BBIBaTh MHOTOCJIOHHbIE KYABTYPBIL.

Yro6k1 nepecesTh KJIETOYHbIE KYABTYPBI
13 0THOTO (IAKOHA B HECKOJIBKO COCYIOB,
MX CHUMAIOT CO CTeK/Ia ¥ TIepeHOCAT B MH-
TaTeNbHYIO CPeIy B HECKOJBKO YHMCTBIX
(pJIaKOHOB, IIC KJIETKH BHOBb NIPHKPEILIs-
I0TCA K CTEKJIY ¥ HAUHHAIOT JeNThCS, HO-
KphbiBasi BCIO NOBepXHOCTb. HopmasbHbie
KJIETKH MOIYT BHIJEDXaTh HECKOJIbKO Ta-
KHX TTACCaXeH, a OMYXO/1€BbIC, B CUILY CIO-
coBHOCTH K GEeCKOHEYHOMY IeJeHHIO, CO-
XPaHsIIOT YCTOHYHBOCTD K IIEpeceBy OueHb
AnutesnbHoe Bpems. CyluecTBYIOT NepeBH-
BaeMbIC KJIeTOYHBIE OIfYXOJIEBHIC JHHHH
YeJIOBEKa, Io/1ydeHHbIe B cepentHe 50-X IT.
XX B, M yCnelHO KyJTHBHpyeMbe [0
CHX 10p.

HecMoTpst Ha npHOGPETEeHHYO cnocob-
HOCTb K 6eCKOHEYHOMY [JIeJICHHIO, OllyXoste-
Bble KJIETKM YaCTUYHO COXPaHSIOT CBOIO
CTEUMATH3AIHIO, T.€. OCTAIOTCA YaCTUYHO
mnd¢epeHurposanimMu.  Hanpumep,
KJIETKM MEJIAHOMBE CUHTE3UDYIOT FPaHy/Ibl
[UIMEHTa, KIEeTKHM KapLUMHOMBI YaCTHHHO
COXPAHSIIOT CUHTE3 IIPOMCXKYTOUHRIX (iia-
MEHTOB LMTOCKeeTa andepeHLHpoBan-
HbIX KJIETOK-TIPEAIIECTBCHHHKOB.
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Yacto Mopdonornieckue M3MeHeHHd
OMYXOJ/IEBBIX KJICTOK BBIDQKEHbI HE YETKO.
OpnHo 13 HauboTee XapaKTePHBIX [N BCEX
OITyX0JIeBbIX KJIETOK MOPGOAOTHYECKOE OT-
KJOHEHNe — H3MeHenue OpMbl AApa U
yicna siaep. Hepeaxo taioke B JeNsSBIMXCS
OIMyXOJIeBEIX KJIETKAX M3MeHCHbl YMCHO H
cTpykTypa  xpomocoM. Tak, ans
XPOHHYECKOTr0 MHENOHAHOTO JielKo3a Xa-
paxTepHa OmpeleieHHas TPaHCJIOKAUMsi B
KAeTKaX MHEeJIOMAHOro pajga: liepeHoc
¢parmenTa JuMHHOrO IWIeYa 22-i Xpomo-
COMBI Ha JIHHHOE TLJIedo 9- XpOMOCOMBI.
Hepeako B OIyXoneBBIX KJETKaX IPHCYT-
CTBYIOT HeGoJIbliie J06aBOYHBIE XPOMOCO-
Mbl, oOpasyiolmecs 3a CyeT aMmrLnduKa-
LMK KAKOro-Mb0 y4yacTKa OLHOM U3 Xpo-
mocoM. Eine onHO pacripocTpaneHHOe Ha-
pyiueHMe — H3MEHeHHas IUIOHHOCTD 1ep.

B nociiennye roapt Gonbinoe BHHMaHHe
YAEAAETCS U3Y4EHHIO LIUTOCKCAETa OIIVXO-
JeBrIX KieTok. [ToxasaHo, 4To B Oryxose-
BbIX KJIETaX CTEeKTP CHHTe3a I(MTOCKeJeT-
HBIX 0E/IKOB U3MEHAETCH, C YeM CBSI3BIBAIOT
6O/IBILYIO OABHXXHOCTD ONYXOJIEBHIX KJie-
TOK H HapylleHHe HX KOHTAKTOB C COCE;THH-
MU KJIeTKaMu U CyGCTpaToM.

Bce pakoBbie ONyX0J/tH MOAPa3AENKIOT Ha
ape 6onblINe KaTeropuu: 106pOKAYeCTBEH-
HbIE 1 3NI0KAYeCTBeHHBle. PaCCMOTPEHHBIC
BbIlIE CBOWCTBA ONYXOJIEBbIX KJIETOK Xa-
paKkTepHbl [Uisi 0benx kateropuil. OxHaxo
KJIETKH 370Ka4eCTBeHHBIX OMyxoJieid 00a-
HJAIOT JIOTIOJIHHTEIBHBIMM  CBOHCTBaMM.
OHH crocoOHBI OCBOGOX/IATHCH OT MeX-
KJIETOYHBIX KOHTaKTOB C APYTHMH KJIETKa-
M, [TepeMeiaThcsi ¥ MPOXOOUTh TIyTh A0
KPOBEHOCHOTO MM JMM(aTHYECKOTO COCY-
Jia, IPOHMKATD Yepe3 HazaibHyI0 MeMOpaHy
KPOBEHOCHOTO COCyJAa M CJOH 3HAOTENIH-
IbHBIX KJIETOK, IIONagas B IPOCBET COCYAA
H, TYTEeLieCTBYS 110 HeMy, NPOXOAUTH
CKBO3b CTEHKY COCy/a B OOpPaTHOM HAIIPaB-
JIeHHH, OOOCHOBBIBATLCSI HA HOBOM MecTe,
Pa3MHOXarTbCA M JAaBaTh Hauyalo HOBOIk
OITYXOJIM — METACTa3y.

Ucropus sonpoca

B xonue XIX B. O6pu12 BbiCKa3aHa uiest
O TOM, YTO HapylIeHHUs B siipe KNEeTKH Ur-
PaIOT [JIaBHYIO POJIb B IpoLlecce KaHUEepo-
reHe3a. Msyuyas mnporekadue MHUTO3a,
XanceMaH! MPeATOMOXU, YTO HOPMATb-
Hbie KJIETKH TPUOOPETAIOT CITOCOBHOCTD K
3/I0Ka4eCTBEHHOMY POCTY U3-3a HapyLue-
HUH CTPYKTYphl XpoMmaTHHa. B Hauane
XX B. OCHOBOTOJOXHHK MYTallMOHHOroO
ydeHus Iyro ge ®pus BeCKa3an MHeHHe,
YTO paK Pa3BUBAETCS B pe3yJbTaTe COMa-
tuyecknx mytaunih. K 30-M rr. ¢ pasBuTi-
€M TeODHHM MHAYI{MPOBAHHOIrO0 MyTareHe-
3a GOpMHUPYETCS rMIIOTE3a O TOM, YTO paK —
370 MPOM3BOAHOE TOYKOBHIX COMATHUYCC-
KHAX MyTallyil, BO3HMKAIOUIMX HA TeHHOM
yPpOBHe.

B 50-¢ rT. oftHOBpeMeHHO ¢ obuIei Teo-
pHeil MYTaIMOHHOTO IpOIlecca pa3BUBaeT-
€S ¥ MYTallMOHHasl TEOpUsi PaKOBBIX 3a60-
JeBaHui. Poxpaercs uzes, 4TO B OCHOBe
3/I0KAaYECTBEHHOCTH JIEXHT He OJHOMO-
MeHTHOe MosiBJleHye OTAENbHOM MyTaluH,
a 6o7ee CIIOXHBIH 1IPOIleCe, HanpuMep, 1o-
C/1el0BaTeILHBIE MYTALIMH PSAAA TEHOB B O/1-
110i1 K/ieTKe. B yacTHocTH, ObLIO IOKa32aHO,
YTO BO3IIWKHOBEHWE pPETHHOOJIAaCTOMBI B
a3y YeJIOBEKA SARJISIETCS ABYXCTYJleHYa-
ThIM n1polteccom. IIpenpacnonoxeHHOCTDb K
3ToM hopMe paKa 3aBUCHT OT O/HOTO U3 re-
HOB, MepealolUXCcs MO HaciejcTsy. Pas-
BUTHE Xe OMYXOJH CBS3aHO C JOIOJHM-
TCNLHON COMaTMYECKOH MyTauueli B Apy-
rom HesaBUcHMOM reHe. KieTka, Hecyiuas
ABOIHYI0 MyTanuio, TpaHchopmupyercs,
nprodpeTast CocOGHOCTD K 370KaYeCTBEH-
HOMY DOCTY.

B 80- . uaesd o MHOroCTYHEHUAaTOCTH
MyTareHe3a, JieXallero B OCHOBe 3/10Kave-
CTBEHHOTO TEPEepOXKACHHS KIETOK, PAa3BH-
Baercs jlaibite. DopMUpyeTcst TIpeACTaB-
JIeH’e O TOM, YTO KaHLEPOIeHe3 CBA3aH C
MYTaUMSAMH JIOCTATOYHO Y3KOM [PYIIIBI re-
HOB, OTBeYawIUMX 3a IUddepeHUUpOBKY
KJIETOK.
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ITapannensHo ¢ pa3BUTHEM MYTAIlHOH-
HOM TeOpuH KaHLepOreHe3a LU0 HayyeHue
KaHLEePOreHOB XHMUYeCKOH 1 (PHanvecKon
TPHUPORHI.

K ¢usmyecknm xaHileporeHaM OTHOCST
PeHTTeHOBCKOE, FraMMa- ¥ yiisTpaduoseTo-
BOe U3my4yeHus. OHM OKA3BIBAIOT KaK Npsi-
MOE, MyTareHHO€ M KaHIepOreHHoe AeiCT-
Bue Ha cTpykTypy JAHK, Tak u Henpamoe,
BBI3BaHHOE MOBPexAeHHeM KIETOYHbIX Ma-
KpOMOJieKyJl CBOGOXHO-paAuKaibHBIMH
dopmaMu KHCIOPOAa, KOTOpBIE 00pa3yioT-
€Sl B TKAHAX (0] ReHCTBUEM OOJIyYeHHS.
VmenHo nyuepoii xaHneporeHes GbLN riiaB-
HO# OMaCHOCTBIO VIS MepPBbIX PAAMOJIOrOB
M PEHTI'eHOJIOroB, paboTaBIIKX C paaueM U
Sy4aMH peHTTeHa 0e3 3ammThsl oT obiyye-
Hus. Vi3-3a Hero y MHOTHX M3 HHX DasBH-
Bajics pak koxu. Ilpu obiem 061yyeHHH
OpraHM3Ma yaile BCero Pa3BHBAIOTCA Jieit-
KO3BJ, peXxKe — OIIYXOJIH KOCTeil H3-3a Ha-
KOIUIEHHA! B HYX PaIMOAKTHBHOIO CTPOH-
LM, SIBMSAIOLIETOCS AHAJIOTOM XaJbLUsA, U
paK LIMTOBUAHOI >Kejie3bl, NPOBOLMpYeE-
MBbIH HaKOIUIeHeM B HeH PaHOaKTHBHOIO
fona. /lnA mwaxrepoB ypaHOBBIX PYAHHKOB,
BIABIXAIOLIMX PaZMOAKTUBHYIO IIbUIb, Xa-
paKTepeH paK Jerkux.

Xumuyeckre KaHIIEPOTeHbl 0GbeavHA-
IOT LIMPOKMI KPYT BeLIeCTB. OT HPOCTDIX,
TaKMX, KaK YeTHIPEXXNIOPUCTHIH YT/IEpOf,
JI0 BECBMA CJIOXHBIX MOMHLMKINYECKHX H
FeTepoOLMKIMUECKUX cOeMieHHi. XuMu-
YecKHe KaHIepOTeHbI BBI3BIBAOT CXOAHBIE
6nonormyeckue 3¢dexTbl, KOTOpbie BhIpa-
XKAOTCA B CTUMYJIAALIMM HeOTPaHMYEHHOIo
Pa3MHOXEHNA KIETOK-TIPEALIECTBEHHHKOB
OITYXOJIH.

XpecroMaTUiiHEIMH TIpUMEpaMH GOpPM
paKa, MHAYUMPOBAHHBIX XUMHYECKHMH
KaH[IepOreHaMH, SBJIAIOTCA IUIOCKOKIETOY-
Hast KAPUMHOMA JIeFKUX, Pa3BHBAIOWIAsACH Y
KypWIbHIMKOB, ME30TEAHOMA I11EBPBI, CTH-
MYJHpOBaHHas acGecTOBOM NbLIBIO, PaK
MOULIOHKH Y TPYOOUMCTOB, paK MOY€EBOTO
TIy3bips Y pabOTHUKOB XHMHYECKOTO Npe-

Tnasa 10. NPOBNEMb! KAHUEPOTEHE3A

HPHATHSA, KOHTAKTHPYIOMHUX ¢ 2-Hadrivia-
MMHOM,

[1o Mepe pasBuTHS TEOPHK MYTaLIMOHHO-
ro NporIecca CTano NOHATHO, YTO BCE XUMHM-
yeckHe U (pusHyeckue KaHueporeHs o0a-
JAloT OBLIAM CBOMCTBOM: OHHM SBJIIIOTCS
myTareriaMu. Takum 06pasoM, XMMUYECKHIi
¥ (PH3HYeCKHil MyTareHe3 JIeKUT B OCHOBe
OIyX0JeBolt TpaHCHOPMaLNH KJIETOK.

Hapsay ¢ MyTaunoHHoit TeopHeit Kaile-
poreHe3a, 10JITHe TOABl CYIECTBOBA/IA TaK-
e M BUPYCHasl Teopusl, HOCKOJBKY 3KClie-
PHMEHTANBHO GBUIO JOKa3aHO, YTO OIYXO-
Jii MOTYT MHAyuMpoBatbesi Kak JAHK-, Tak
u PHK-conepxamumucst Bupycamn. Hau-
Bonee nsydernl JAHK-cogepxawuit Bupyc
SV40, BoinesieHHblii W3 KJIEeTOK 00€3bsiHbY, K
BHpYC capkoMml Payca — KypHHBIil peTpo-
BHPYC, 4aCTO NPHBOAAILIMH K Pa3sBHTHIO pa-
KOBBIX OIyXOJeit MBOTHBIX. OJHAKO Cpe-
IV MHOXECTBAa MPHYHMH, TIPUBOAAIIMX
MPaKTHYECKH KO BCeM H3BECTHBIM BHMAAM
PaKkOBHIX 3a00/IeBaHMi YeJ0BeKa, BUPYCHI
He (urypupyior. Bo3MOXHO, MMMYHHas
CHCTEMa 4YeJIOBeKa paspylaeT KiieTKH, MH-
(pHuMpOBaHHEBIE BUPYCOM, H 3alllLIaeT JI10-
Jeli OT BOSHMKHOBEHUS PAKOBbIX OITyX0J1el
BUPYCHOI1 TIDHPOZBL

O606uieHe JaHHBIX O NIOBEEHHH BHPY-
COB B KJIETKAX XO35iMHa HO3BOJIWIIO YCTaHO-
BHTb, YTO, BO3JEHCTBYS HA KJIETKY, OHH CTH-~
MYJIHPYIOT €€ K BCTYIUIEHUIO B S-¢hasy Kie-
TOYHOIO (MK/a ¥ 3aCTABJAIT MMPOXOAUTH
MUTOTHUYECKUI LMIUT CHOBa U cHoBa. OzHa
U3 IPUYHMH TaKOrO BO3AeHCTBUS — Hanuyne
B BUPYCHOM [€HOMe OHKOTeHOB, CIIOCOOHbBIX
peryJInpoBaTh MUTOTUYECKH IIMKJ KJIETKH
Xo3siuHa. [ pyrast Ipy4KHHA COCTOUT B Hapy-
IIeHHN KOHTPOJISt SKCITPECCHHN BCTPOEHHBIX
B '€HOM KJIETKH XO351MHA BUPYCHBIX TEHOB,
perynupytowmx perumkauuio JHK, u 3a
CYET TOTO, YTO MPH BCTPAUBAHUU B XPOMO-
COMY XO391Ha B peayJibraTe CJIy4aiHoro co-
OBITHS BHPYCHBI TeHOM OKa3biBaeTcsl B
HHOM OKpyxeHuu. Takum obpasom, mocTe-
NEHHO BHPYCHas TeOPHS OMYX0JleBOMH
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TpaHcdopMaliuM NTPEeBpaTUIacCh B BUPYCO-
TeHEeTHYECKYI0, B OCHOBE KOTOpoit — u3me-
HeH¥e paGOThl [E€HOB, PErYNPYIOLIHX MH-
TOTHYECKUH LUK KIEeTOK.

B xoHite 90-x IT. MyTallMOHHAs ¥ BUDY-
CO-TeHeTHYeCKasi TEOPHH Pa3BUTHA OHYXO-
Jeit o6venuHmIHCh B ofHy. TlokasaHo, yTo
TpancdopMans HOPMAJbHOH IJIETKU B
ONYXONEBYIO COIPOBOXKAAETCS CHOMHBIM
MYTALUMOHHBIM MpPOUECCOM, KOTOPHIH 3a-
TparuBaer HecKoJbKo (OTr 3 A0 7) r€HOB,
KOHTPOJHPYIOWNX NMpoH(ePaTHBHYIO aK-
THBHOCTB KJIE€TOK. MyTaliu B KXKI0M reHe
TIPOMCXOAT HE3aBUCHMO, H KKIAA U3 My-
Talliii MMeeT OYeHb HH3KYIO BepOATHOCTb
BO3HMKHOBeHMA. IIpHdHHbI XKe MyTauMOH-
HOTO MPOLIECCAa MOIYT ObITh Pa3/IMUHBL: KaK
(usmyeckuit ¥ XMMHUUYECKMH MYTareHes,
TaK M MyTarese3 BUPYCHO! Npuponbl, On-
HOBDEMEHHO HEJIb3S He YYWTHIBATL BO3-
MOXHOCTb CIIOHTAHHOTO MyTareHesa.

3a aBa nocnegHue NeCATUNETHS BbISAB-
JIEHO 3HAYUTEJIbHOE YHCJIO TEHOB, obecre-
YHBAIOWMX TPaHCPOPMaALUIO HOPMATBHBIX
KJIETOK B OIYXO/eBhI€. YCJIOBHO UX MOXHO
TIOApa3e/IuTh Ha HeckKoJIbko rpymin. K nep-
BOH OTHOCSATCH TPOTOOHKOTEHH!, aKTHB-
HOCTb KOTOpHIX IIPOBOLMpYET Npoaudepa-
umio kretok. Ko Bropoii rpynne otHocaTcs
TeHBI-CYTIPECCOPH, AKTHBHOCTh KOTOPHIX
nojaejiser KIeTOUHble AeeHUA. B Tpersio
TPYIHTY MOXHO OO BeIHHHTD BbIAEJIEHHEIE B
nocsienHee BpeMsl HECKOJIBKO FeHOB, obec-
NeYHBAONMX CTabWIM3AUMIO CTPYKTYPBI,
pa3MepOB M YTIOPSAA04EHHOCTh BTOPHYHOI
crpyxrypel JHK. K aroii rpynne orsocsr-
CSi PeHBI TEJIOMEPA3HOIo KOMILTEKCA U CUC-
teMmpl pertapaumn JAHK. Hapyenune wx
(GYHKUMOHANIBHON AKTHBHOCTH HIpaeT
BAXHYIO POJIb B BOSBHNKHOBEHHH M DasBU-
THH OIYXOJIeH.

®axvopsl, cnocobereyiowme
BOSHUKHOBEHHUIO ONyXonu
3aboneBaeMocTh 6ONBIIHHCTBOM BUAOB
PaKa pe3KO YBENMYMBAETCA C BO3PACTOM.

Hanpumep, CMepTHOCTb OT paKa TOJICTOro
KMIIEYHHKa CPeAM ABAaAUATHAECTHMX He
TMpeBBIIIAET AECATH YeNoBeK Ha 1 MJIH Ha-
ceJieHUsi 33 TOfi, CPeAM LeCTUaecaTHIer-
HMX — OKOJIO CTa YeJIOBEK, a CPeiH BOChMH-
JECATHAETHUX 3Ta UM pa NpHbIIKaeTCS K
400. IoBbineHue BepOATHOCTH PAKOBOIO
3ab0ieBaHUsl C BO3PACTOM TeM, 4TO B Teye-
HMe XHM3HH 4ejI0BEK MHOTOKPATHO KOHTAK-~
THPYET C MyTareHaM# pa3HO¥ NPHPOXABL

3BeCTHO, 4TO CTUMYMPYIOT MYTAllH-
OHHBIIl fIpoutece AMMTENBHOCTh BO3AEHCT-
BHS ¥ CU/1a MyTareHa. 1ak, yacToTa BO3-
HUKHOBEHMS paKa JIerKoro pe3ko Bospac-
taeT Aumb nocite 10-20 et kypeHus, a My-
TareHOM B 3TOM CJIy4ae SiBASeTCs HGeHsnu-
PEH-KOMIIOHEHT YTOJIbHOM CMOIH! M Tabay-
HOro JeiMa. YacTora BOSHHKHOBEHHS Jieii-
ko3a B Xupocume ¥ Haracaku ocTaBaiach
HM3KO# B IlepBble 5 JIET 110CJ€ aTOMHOI
60MOAPAMPOBKM M KOCTHI/IA TIHKA TOJIBKO
yepe3 8 Jiet 1Mocne Hee.

Poas comyTtcTBymollero ¢dakropa, ycko-
pAIOLIEro pa3BUTHE OMyXOJeBBIX 3a6oJe-
BaHHii, UrpaeT paHeBoii nporecc. Xopowo
M3BECTHO, UTO BCTe]l 32 0Opa30BaHHeM pa-
HBI HAaCTYNaeT 1epHOJ ee 3KUBJIEHUSA, KO-
TOpBIf BCETAa CBSI3aH C JieJieHHeM KIETOK.
HnTeHCcHBHOE AeNeHME KNeTok Moboi Tka-
HM COMPOBOMKIAETCS U3MEHEHNEM DeryJisi-
UMM KJETOYHOrO ILMKAA, 3HAYMTEeNbHAS
YacTh HAXOASALIMXCH BHE MHTOTHYECKOTO
LMKJIA KJETOK J0JDKHA BHOBL BOWTH B (ha-
3y Gy, yTobr! NpoitTH CHNTETHYECKHI Tle-
puoz, cBasaHHbIi ¢ yasoernem JHK, noa-
TOTOBHTBCS K MHTO3Y M MOAEINTLCA. Takas
$yHKUMOHANLHAS TePeCTPOiika CBA3ala ¢
H3MEHEHHEM aKTUBHOCTH FeHOB, peryju-
PYIOILMX KNETO4YHBIN UMK B Xoge nepecr-
POMKH KJIETOYHOM AKTUBHOCTM B paboTy
BKJIIOYAIOTCS HOBBle ['€HBI, KOTOpble 10
3TOI0 MOMEHTA RJIWTENBHOE BpeMs He
¢yHkuMuOHNpoBaiN. HekoTopble TreHbl,
YYaCTBYIOIHEe B PeryjsilHH KJI€TOYHOIO
IMKJIA COMAaTHYECKHX KJIETOK, MOTYT OKa-
3arbCa AedeXTHBIMM M 3TaNl X BKIOYeHHS



236

crmocobeH CTaTh IMYCKOBHIM MOMEHTOM B
Pa3sBHTHH OMYX0JIeBOrO NepepoOXKIEHHS.

Kax roBopwioch Beillle, BHPYCHBIE MH-
dexunn He ABASIOTCS IPHYNHOI Pa3BUTHA
paKoBbIX 3a60J1eBaHHi1 y 4€JI0BEKa, OJIHAKO
HeKOTOpble 3 HUX CTUMYJIMPYIOT pas3BH-
THE OIyX0su. Tak, BUpYC renatira B code-
TaHMH C ApYTHMH (PaKTOpaMH pucka, TaKu-
MH, KaK aJIKOr0Jib, KypeHHe, yroTpebiieHHne
HHIEBBIX MPOAYKTOB, 3apaKeHHHIX IpHO-
KaMH, MOXeT CTUMY/IHpOBaTh pasBHTHe
paka neyeHu. Bupyc vMMyHOAMPHIHTA
yenopexa (HIV-1) B ycioBusix HMMYHHOIA
HeOCTaTOYHOCTH WK 3apaxkeHus APYIH-
MU BHPYCaMH MOXKeT CTHMYJINPOBaTh pas-
BUTHe capxombl Kamnomm, paka smuTenu-
AJBHBIX KJIETOK KPOBEHOCHBIX COCYOB.
TTpu4HHBI TAKOM CTUMYIALMU AO KOHLIA HE
BhisiCHeHBL. [Ipeanosaraercs, 4T0 CaMu BH-
pychl MOTYT MyTHpOBaTh M CTAHOBHTHCS
OHKOTreHHBIMH, MJIH H3MEHSeTCS aKTHB-
HOCTB 'eHOB BHPYCa, BCTDOEHHOTO B TeHOM
KJIETKM XO3SMHA, M3-32 M3MeHeHUS MHpH-
BBIYHOIO OKPY)KEHHS reHOB.

[IpeanonaraeTcsi, YTO 3HAYUTEIBHYIO
pO/ib B pery/isiMu paboTbl reHOB, SABJISIO-
IIMXCA HPHYMHO OnyX0JeBOit TpaHCcdOp-
MalMH KJIETOK, HIPaeT OKPyXalolrast cpe-
na. Mi3BecTHO, 4TO 1I0YTH B KAX/0ii CTpaHe
€CTb MECTHOCTH, T'Zle O4CHb HU30K YPOBEHb
3ab0sieBaHUA TeM WIM MHBIM BHAOM paKa.
To ecrtb 0Opa3 xu3HM JIOKeH CMOCOOEH
HpeNOTBpallaTh Pa3BUTHE TOTO MJIM HHOTO
BHJa WK (popmet paka. HanpuMep, y Xu-
Teseit oxpectHocteit bombes (Uuausa) B
200 pa3 Hike, ueM B APYTHX MeCTax, ypo-
BeHb 3a60sIeBaHus pakoM koxu. B Hure-
pun B 300 pas Huxe ypoBeHb 3a60JieBa-
HHS paKoM NHILEeBOAa, B Auraun — B 100
pa3 HiKe YpOBeHb 3ab0/eBaHUA PAKOM
THeyeHH,

Taxum o6pasoM, paHeBo¥ mporlecc, BU-
pycHble MHGpEKIMH 1 06pa3 XHU3HH OKa3bl-
BAIOTCS BOXHBIMM (aKTOpamMy, BIAHSIOLIN-
MH Ha BEPOSTHOCTh PA3BHTHS PaKOBBIX
ornyxoneu.

Tnasa 10. NPOBMEMb! KAHLEPOTEHE3A

Pa3sutue paxoBoi onyxonu

B Hacrosee BpeMsl CYMTAETCS, YTO OIy-
XOJIb pa3BHBAETCS M3 OHOI eAMHCTBEHHOH
KJIeTKH, HECKOJIbKO MYTaHTHBIX T€HOB KO-
TOpOIi HApYUIAIOT PETY/IALKI0 KJIETOUHOro
nenenus. Ilockosbky 3Ta MyTHpOBaBLIas
KJIETKa HeceT HaCJIeICTBEHHbIE H3MEHEHU,
BCe ee [IOTOMKHM GYAyT UMETh aHa/IOTHYHbIE
myTaiuu. K MoMeHTy ofHapyXeHus Omy-
XO0JIH (KOr/Ia OHA BBISB/ISIETCS] HA PEHTIEeHO-
rpaMMe) B ee COCTaBe HaCYMTHIBAeTCH A0
108 poncTBenHbIX KI€eTOK. /InaMeTp omyxo-
JIX B 3T0 BpeMs cocTapiteT jmmb 1 MM, K
MOMEHTY IF/IbIIMPOBaHUA OIyX0Jib pa3pac-
taercs A0 10 MM B I1aMeTpe, a KOJIHYECTBO
xierok pocruraer 10°. JletanbHerii HCXOR
npubmukaercss npu AOCTHXKEHHH OIYXO-
Jpko inaMerpa 10 cM, KoryeCTBO KIETOK B
Heit Iy aToM ocTHraer 1012,

Bce onyxoneBbie KI€TKH HeCcyT Hacsel-
CTBeHIIble M3MEHEHUS TeHOB COLMATILHOTO
KOHTpOJMSL. B Hux Habmofaercs YacTHYHasA
yTpaTa 4epT KIeTouHOH AnddepeHnpos-
ku. Kpome TOro, 3/10xauecTBEHHOE Iiepe-
pOXAeHHe ONyX0JeBbIX KJIETOK COMPOBOX-
JIAeTCA CeKpenycH B OKPYXAIOIYIO Cpexy
NIPOTEOIMTHYECKHX (ePMEHTOB, YTO CHO-
co6ecTByeT 00pasOBaHHIO METACTa30B.

Pa3putHe pakoBOii OIMyXOsH CBs3aHO C
PAAOM 001X TIPO1IECCOB, 3AKOHOMEPHOCTH
KOTOPHIX CXOAHB! 1 BCeX BUAOB U (opm
paKa, XOTs Ka)KAast KOHKpeTHas dopma 3To-
ro 3afosieBaiiis uMeeT COOCTBEHHYIO Clie-
IMPUKY.

Bonpocs! AnA CaMOKOHTPONA

1. HasoB#Te OTIMYHTCIIbHbIE CBOHCTBA IUIETOK PaKo-
BEIX OnyXxoJeit.

2. OranyuTe/ibHbie 0COBEHHOCTH A00pOKaYeCTBEH-
HbIX H 310KAYECTBEHHBX OlIyXoJieit.

3. Kax rossMarh naeio 0 MHOrOCTYNeHUaTOCTH MyTa-
resa?

4. B uem B3aMMOCBA3b MYTAUHOHHONA U BUPYCHO! Te-
pMH KaHileporenesa?

5. HazoBure paxropsl, cnocoSCTBYIONIHE BOSHHKIO-
BEHHIO ONYXOJIH.
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