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MHOFOBEKOBOM WUCTOPUM MeAULWNHbI KPYMNHbie Npeobpa-
30BaHUsA Bcerga 6biNM cBA3aHbl C yHAAMeHTanbHbIMMU
OTKPbLITUAMMN B €CTECTBO3HAHUWU, 0COOGEHHO B 6MONO-

KHura nocssweHa uToram XIV MexgyHapogHoOro reHe-
TMWYECKOro KoHrpecca, cocTosnsLueroca B Mockse B aBrycTe 19/8 r.
B Hell n3M10XeHbl COBPeMEHHble MpPeACTaB/ieHWS 0 Hacnef-

CTBEHHOCTMW M HacneACTBEHHOW MaTOoNOrMK 4YenoBeka. PaccmaT-
puBalTCcA pasHoo6pasHblie HacnefCTBeHHble 60/1e3HU, UX 3T KO-
norus n naToreHes. Bonblioe BHUMaHWE y/e/leHO MeTod4aM M3y-
YeHUs 3TUX 60Me3Hel, 06HAPYXKEHUNIO HOBbIX (DOPM, reHeT nyec-
KO reTeporeHHocTU. OTpaxeHbl YCNeXU B M3YyYeHUM Hacnej-
CTBEHHOI MpeapacnonoXeHHOCT U K 601e3HAM, B 0CHOBE KOT Opoi
NEXUT LWMNPOKNIA reHeTUYeCKMiA noanmMmopcnam uyenoseka. lMog-
po6HO 06CYyXXAaeTCA BOMPOC O FEHETMYECKOW WHAMBUAYaNbHOC-
TW YenoBeKka, ee 3HaYEHUU AN MeAULWMHCKOA MpPaKT WKW, Mpo-
6neme B3aMMOeNCTBUSA TEHOB U CPedbl B 3TMOMOTMK U NaTOreHese
0onesHell € HaCMeACTBEHHbLIM MNpeApacnofioXeHMemM, fJaeTcs
npeacTaBfieHNe 0 HOPMaibHbIX XPOMOCOMax 4YenoBeka U WX W3-
MEHEHUNAX, KOTOpPble MNPUBOAAT K PasBUTU XPOMOCOMHbIX
6onesHein. MpuBoaaTCS CBeAeHMA 0 MeTOAaX MCCNeAoBaHWUSA XPo-
MOCOM 4efioBeKa, UX CTPYKTYpe M (PYHKUMAX. OnucbiBaTCA
OCHOBHble TMUMbl XPOMOCOMHbIX W3MeHeHUU. [1oapobHO wu3na-
ralnTCcs CBeAeHUA 0 MNATON0rMYeckUX adekTax HapyLeHun
XPOMOCOM B MpeHaTanbHOM TMepuofe y YenoBeka W Mocne ero
poxpaeHnsa (XpomocomMHble 60ne3HM). PaccmaTpuBaloTCA BO-
Npocbl AMAarHOCT UKW, NeYeHUs U NpoPUNaK TUKN HacneACcTBeH-
HbIX 60ne3Heil. [logvepkmMBaeTCA HEOOXOAMMOCTb MNPUMEHEHUA
NpoceMBalLWLMX MNpPOrpamMmm, OBMOXMMMUYECKMX W MONEKYNAPHO-
OMONOTMYECKNX METO00B ANS BbISIBNEHUS U TOYHON ANATHOCT UKU
HacneAcTBEHHON MaTONOrMMn.

MpuBoanTCSA CNWMCOK HauMbonmee 4acTO BCTpevawLuxcs
HacneACTBEHHbIX 60Me3Held WM CUHAPOMOB, CrpynnMpPOBaHHbIX
no cumcremam. JlaH cnoBapb TEPMUHOB.

KHura npegHasHayeHa Ans NpakTUWUYECKUX Bpauyei.

B KkHWre 6 pucyHKoB, 2 cxembl, 21 Tabnuuya. bubnunorpa-

thna — 29 HaszBaHWiA.

r "9 (01) 3aka3Hoe wusgaHue. 4160000000

M3patensctBo «MeanunHa», MockBa, 1979

rmm. o mMepe TOro Kak MeamumHa nobexpaeT 60/E3HN
CBA3aHHble C [AeWCTBMEM BHEWHWUX NPUYUH (MHGeKLUn'
TpaBMbl MU T. M.), Ha NepBblii NMaH B CTPYKType 3ab6onesae-
MOCTW BbICTYyNnakwT Te 60/Ie3HN, B NMPOUCXOXAEHUN KOTOPbIX
3HAUYUTENIbHY, a MHOr4a U pewarwwWwyro poJsib NTparT BHYT-
peHHWe, B MNepBYH oO4yepelb HacneACTBEHHble (aKToOpbI.
H cBSi3W ¢ 3TUM B COBPEMEHHOW MeAULMHe BO3pacTaeT 3Ha-
YyeHUEe TeHeTUKMN, MN3ydaruliel ABNEHUA HacNefCTBEHHOCTU U
M3MEHUYMBOCTU >XMUBbIX OPraHU3MOB, T. €. CaMblX OCHOBHbIX
NepBUYHbLIX CBOMCTB XXWBOW MaTepun. FeHeTuMKa celyac cTa-
HOBUTCA TaKoW >e (pyHAaMeHTanbHOW ANA MeAUUUHbI Hay-
KO, KakK Mopdonorusa, dusnonornsa, 6Moxmmus.
FeHeTMKa BHOCUT CYLLeCTBEHHbIN BK/ag BO BCe pasfensbl
KNWUHNWYECKON MeAULUWHbI — WU B AUAarHOCTUKY, U B Jie4eHUe
M B npomnakTuky 60ne3Hen. B npakTuke Bpayva 1060
cneyuanbHOCTU BCTpeyarwTca 6ONbHblIe C HacneaCTBEHHON
natonoruen. Cenlyac un3BecTHO cBbiwe 2000 cphopm Hacnepg-
CTBEHHbIX 60/1€3HEN M MHOro 60ne3Heli C HacnefCTBEHHbIM
npeapacnosioXXeHUeM, cpeAn KOTOPbIX TakKue LWNPOKO pac-
npocTpaHeHHble, KakK rmnepToHnyeckas 60ne3Hb, aTepocCKie-
po3, wunsodpeHnsa, A3BeHHas 60/e3Hb, rnaykoma, ncopwuas
n ap. CtaTucTnyecknue faHHble MOKa3blBalOT BbICOKYK 3Ha-
YAMOCTb HacneACTBEHHOW natonornn B 3aboneBaemMoCcTu U
CMepPTHOCTW HaceneHusa. Hanpumep, NPUYNHON LETCKOW crie-
notoel B 70% cny4yaeB ABNAKOTCA Hac/eACTBeHHble (DAaKTOpPbI.
MpuynHaMmM HEPBHbIX N MCUXUYECKUX 3ab60/M1eBaHUN TakKxe
BO MHOIUX cny4yasax SABNAKTCA MYTaHTHble TeHbl. B uenom

cpeAu HOBOPOXAEHHbLIX fAeTeil O0KONo 5% WMewT Hacnef-
CTBEHHYI MaToNoruio.



B 6opbbe c aTUMKU cepbe3HbIMW 3ab60/1€BaHMAMWU MoMoraeT
reHetnka. Ee posb He wucyepnbiBaeTCcd TONbKO BKNagoM B
KNIVUHNYECKYD MeLULUHY.

FeHeTMKa BO BCe BO3pacTaroLlWern cTeneHW BAUSAET Ha
pa3BuUTUE HEKOTOPbIX pa3fenoB TeopeTU4eCcKo u npodunnak-
TU4YeCKOW MeauuUHbl. HecoOMHEHHO, 4TO NpakKTUYecKkue Bpa-
UM AO0/KHbI ObITb MOATOTOB/IEHbLI K BOCMPUATMIO TOFO HOBOTO,
YTO HeceT C CO6OM reHeTuka. HuKakme ee [OCTMXEHUA He
MOTyT O6blTb peann3oBaHbl B MPakKTUKY 34paBoOXpaHeHUSA
6e3 Bpayen, 6e3 MX 3HaHUA HacNefCTBEHHOW nmaTtonorum. 9T0
OA4HO U3 rNnaBHbIX YCNOBUIA fanbHeWLWero yayylweHUsa noMoLLm
60/NbHbIM, OCOGEHHO eCc/IM YYUTbIBaTb, YTO 06beKTOM Habnto-
[eHna Bpaya [OJ/HKeH OblTb He TONbKO 6O0NbHOW, HO U ero
cemMbsi. 9Ta HOBaA KOHUENUWUA fONMXKHA NPOYHO BOWTU B CTUNb
paboTbl Bpaua.

Ycnexm TreHeTUKWU W ee 3HaydYeHUe A8 MegULWHblL Oblin
npogemMoHcTpupoBaHbl Ha XIV MexagyHapogHOM TeHeTu-
YeCKOM KOHrpecce * coctoaBwemcsa B MOCKBe B aBrycrte
1978 r. n npoxogusBwemMm nojh AeBu3oMm: «eHeTuka M 6naro-
COCTOSAHMe 4YesnoBeyecTBa». KOHrpecc nokasan, 4To nporpecc
reHeTUKN CYUW,ecCTBEHHO CNOCOOCTBYeT peweHU TakKux BON-
HYHOLWWNX CerogHa MUpP BOMPOCOB, KaK MNOBblIWEHWe Npofao-
BO/IbCTBEHHOrO MOTeHLMana njiaHeTbl, OXpaHa OKpYyXatLewn
cpeabl, oXxpaHa 340po0Bbs N aen. Mpo6aembl reHETUKN 4Yeno-
BEKA N MeAULMHCKOW TFeHeTUKU 3aHANu Ha atomM KoHrpecce
O4HO M3 BeAyLW WX MEeCT, HEecMOoTpA Ha TO 4YTO MPOBOAATCA
euLe v crneymasbHble MeEXAYHapPO4HbIE KOHIPecChbl N0 reHeTUkKe
yenoBekKa.

Ona vHdopmaumm WMPOKOro Kpyra npakTUYecKMx Bpa-
yeli 0 AOCTMXXEHWUAX COBPEMEHHOW MEAULMHCKOA TeHeTUKn
Hay4HbIi coBeT no reHeTuke npu Mpesnanyme AMH CCCP
no nopyyeHmw MuHuctepctea 3apaBooxpaHeHmsa CCCP
o6obwmn wmatepuansl npowepwero KoHrpecca. MuHucrtep-
CTBO 3apaBooxpaHeHma CCCP couno Heob6xoAuMMbIM repe-
AaTb 3TU MaTepuanbl Bpayam, paboTalwmm B MNepBY ouye-
peAb B MNepBUYHOM 3BeHe 34paBoOxXxpaHeHUA (B CeNbCKUX
ne4yebHO-NPOPUNAKTUYECKNX  YUPEeXAEHUAX, NONUKIUHU-
KaxX, YUYpPeXAeHMSAX CKOPOM MeAULMHCKOM nomowun u 60nb-
Huuax), W HajeeTcsa, YTO AaHHaA MHpoOPMaLMA NMOCAYXUT BCEM

1 B panbHenLlemM M3MI0KEHUN UMEHYeTCS:
KoHrpecc— lNMpwum. pen.

BpayaM LeHHbIM moco6uem Ans ynydweHusa MnaJT,

ONAarHOCTUKWN U fledeHUs HacnencTtBeHHbIX 6 o 1 e N KM KA
MwurHuNcTepcTBo 3apaBooxpaHeHmna T TP en-

AdapHo Bpayam, koTopble npCnawT ¢ ™ ] N 6Nare’
CTaB/IEHHbIM MaTepunanam °v °T3blBbl no nPeld’

MepBbIii 3aMecTUTENb
MUHUCT pa 3apasooxpaHeHna CCCP

C, /7. BYPEHKOB



M’EHbI
N HACNEAOCTBEHHBIE
BOJIE3HU



BBEAEHWE

OCTUXXEHMNS TEHETUKM W MONEKYNSAPHON 6Guonornu
Iﬂl Mo3BOJIAKOT MNO-HOBOMY B3r/ISHYTb Ha CYWHOCTb 3BO-
mounm XunsHm Ha 3emne. OHa BO3HUKNA MUNnvappabl
neT Hasag W C Tex nMop CyuwecTByeT HEMpPepbiBHO. 3TO
O3HauyaeT, YTO BCe XWBble cyu,ecTBa Ha 3emM/ie KakK BbIMep-
wue TaK W HbIHE XWUBYyU,Me, HaxogsaTca B OO0Mblern wman
MEHbLLUEN CTeneHW 6MONOrMYecKoro poacTtea APYr C APYrom
HecmoTps Ha TO 4TO XW3Hb HenpepbiBHa KaK npouecc, OHa
nogfepXwveaeTca OTAeNlbHbIMW  0COGAMWU, MOKOMIEHUSA KO-
TOPbIX CMEHAKT APYT Apyra. HenpepbiBHOCTb XU3HU U BUO-
NornyeckKoe pPoACTBO BCEX XXUBbIX CyLLeCcTB obecrneymBaroTcs
OAHUM M3 OCHOBHbIX CBOMCTB XXW3HW — HacNe[CTBEHHOCTbIO.
Moa HacneACTBEHHOCTbID MOHMMAKT CMNOCOOGHOCTbL Opr
HM3MOB NepegasBaTb pasHooOpa3Hble NMPU3HAKW, B TOM 4Yuc/e
0ocobeHHOCTM o6MeHa BellecTB, CBOMM MoToMmkam. Hacnep-
CTBEHHbIE MPU3HAKM MOTYyT COXpPaHATbCA O4YeHb [ONT0 B
pAAy MOKOMEHMA U B Mpouecce 3BONOLUM NepexofnTb Bce
K HOBbIM W HOBbIM BMaamM. Hanpumep, o4yeHb”MHOrue opra-
HU3Mbl  MMeT ¢(epMeHT NN30UUM, KOTOpPbIA pacTBopseT
060M104YKM OaKTepuasnbHbIX K/EeTOK. OTOT (EPMEHT ecTb U
y 6akTepmodaros, ny cambiXx pasHOOO6Pa3HbIX XUBOTHbLIX WNY
yenoseka. CTpoeHMe 3TOro pepmMeHTa OYEeHb CXOAHO Yy BCeX
OpraHmM3mMoB. 3TO FOBOPUT O TOM, 4YTO f[aHHbIA MNpPU3HaK CO-
XpaHAACcAa y pasHbiX DOPM XMBbIX CYLLECTB B TeYeHUE OecCAT-
KOB MW/IZINOHOB /ieT. BTopol npumep KacaeTcsA remornobu-
HOB Y 4enioBeKa, KOPOBblI, CBUHbW W HEKOTOPbLIX APYTFUX
XMBOTHbIX OHW OYeHb MOXO0XMW. Paznmuunsa obHapy>XXmBarTCSH
TO/IbKO MO HECKO/IbKUM amMmMnHOKMcnotam mn3 150 300. !'Pd]
npumMep — 3TO0 aHTUreHbl 3puTpoyumnTos ABO u pesyc. OHM
MMEKTCA U Yy 4YenoBeKa, U y 006e3bAH, a WU3BECTHbIA Bpayvam
pe3yc-(hakTop nepBoHa4dasbHO Obl/1 OTKPbLIT Y MakKaK pe3yCcoB.
KonnyectBo nogo6HbIX UANOCTPALUA MOXHO YMHOXWUTb.
Bce oHM cBMAETenbCTBYKOT O Mepegayve OT BuAa K BUgy U
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N3 MOKONEHMA B MOKONEHME OCHOBHbIX CBOWCTB LENOro nn
raHusma. Bce 0CO6eHHOCTWM OpraHuU3MoB COXpaHAKTCA B
HenpepbIBHOM pAAy MNOKONEHUW 6Gnarogaps BaXHelwemy
I BONCTBY XWBbIX (OPM — HacNefCTBEHHOCTU. OnHsakn ]
"aJlo NblITb reHeTUKOM, 4YTOObl /IErKO y6eauTbCcd B TOM «TO
OCHOBHbIE CBOICTBA OPraHM3MOB, WM MPU3HAKKU, mo™ : ™
OXMNAaHMe MEHATbLCH, T. €. A1 XUBbIX CYLLECTB XapaKTenH4
M3MEHYNBOCTb - CBOWCTBO, MNPSMO MPOTUBOMOMNOXHO! HS
cneacTteseHHoe™. VI3MEHYMBOCTb OTHOCUTCA TakXe K nen'
MMYHbLIM CBOWNCTBaM >»XWU3HU. ep“
HacneacteeHHOCTb W HacneacTBeHHas  M3MeHUMBOe™,
nexxat B OCHOBe 3BONKWOUMW, B pe3ynbTaTe KoTopou Mnm co
XPaHEHUN HEMpPepPbLIBHOCTM 04YepeaHOCTU MNOKOJIEHWUW BO3HU'
KaloT HOBble (pOpMbl XXMUBbIX OPraHM3MoOB, Tak UTO Hbw ™ '

BYLLME OPraHU3Msbl,

ABNAACH NPAMbIMWA MOTOMKaMW MO7MK-
HHX dopwm,

BO MHOIOM pPe3KO OT/MYalTCA OT HUX

M3MeHUYMBOCTb MNPU3HAKOB MOXeT Habnwgatbcs B
BO/IbHO WNPOKNX npegenax. CyuwecTByOT MNPU3HaKWK
TMYecKn He Bapbupyloline, Takue, Hanpumep, Kak '’
Masnas KOHEYHOCTb, HEKOTOpble aHTUreHbl KPOBU U T
Apyrve npusHaku MOTyT U3MEHATbLCA C BO3PacTOM WU TOrss
roBOpPSAIT O BO3PACTHOW W3MEHYMBOCTU npusHaka MIZZ
NPU3HaKM BapbUPYKT NoA BAUSHMEM (aKTOpPOB' BHeYLULLIA
cpeabl. B aTmx cnydasx no Hacneactsy nepepgaete! cnin
co6MOCTb K M3MEHYMBOCTU MPU3HAKOB B KaKUX-To nneneg °'
MpW BO34EWCTBUI oOnpefeneHHbIX (aKToOpoB cpedbl T p
HacneaACTBEHHOM ABNSETCS HOpMa peakuMm Ha BHenw?
BO34ENCTBMUA OMpeaeseHHOro KOHEYHOro npu3Haka

Jltobom BUA XMBbIX OPraHM3MOB CYLLECTBYET He B
HeKOero cpefHero «Tuna», a npeacrtasneH MHoXxecTBoMm O f
/Tavalounxcs Apyr OT Apyra ocob6ein, KoTopble nenenato!

CroM 0COGEHHOCTU MOTOMKaM B pPas/IMUHbIX KOMGUHaLUAX
ViMeHHO 6narogaps 3ToMmy,

,,0.
reik-

| T™ '

T. €. HaIN4yuK LWNPOKOW HsAN-
NeACTBEHMOW  M3MEHYMBOCTWU, BUAbI >XWUBbIX OPraHM3MoB'
CNOCOOGHbLI MPOTUBOCTOATH W3MEHEHUSAM OKpyXatwowen 7?

Abl N 3aHUMaTb HOBble YYacTKU 06UTaHWUA, T. €. MMNUINNesr;
nuearbca K cpege. Hambonee npucnoco6MeHHbIM ¢ reH!™'
YeCKOWM TOYKW 3pPEeHUs cuuTaeTcs TakKOW OpraHm3m KOTOT/W
H [JaHHbIX YC/NOBUAX cpeAbl OCTaBUT 6ONblle MOTOMKW?
CyuwiecTBoBaHME W3MEHUYMBOCTWU, a Cc/efoBaTe/ibHO HLU
POKOT pa3Hoobpa3nss MO MHOMMM W MHOTMM rMpu3Hakam’
06bIYHO CcOMpPOBOXAAaeTCA pPa3INYHON XKM3HECMOCOOHOCTHIO
N NJ0LOBUTOCTbIO pPasHbIX OpPraHW3MoOB OA4HOr0 BMaa B OA4W-



HaKOBbIX YCNOBUAX cpeabl 06uUTaHMA. B 3ToM M cocTomT
pencTBne oT6Opa, KOTOPbI SABMSETCS ABUXKYLLENA cunou
3BO/IIOLUUN, a ee pe3yabTaT — MHOroo6pasvie COBpeMeHHbIX
XXMBbIX (QOPM: MMUKPOOPraHM3MOB, PacTeHUMN, XXUBOTHbIX W
yenopeka. Takum 06pa3om, HacneACTBEHHass  M3MeH4U-
BOCTb _ Ba)KHelillee N HEOTbEM/IEMOE CBOMNCTBO BCEX XXWU-
BbIX OPraHM3MoB, KOTOpPOE€ B MOJIHON Mepe MNpUcyLlLe U Yeno-

B nocnegHue roabl MosyyeHbl AoKa3aTeNnbCTBa, 4YTO Hac-
NneACTBEHHass W3MEHYUYMBOCTb BblpaXkeHa Yy 4esioBeKa He B
MeHbLLIEN Mepe, YeM Yy APYTMUX BUAOB OpraHM3MoB. MeHeTUKa
yefioBeka pacnosiaraeT OrpoMHbIM KOAWYecTBOM (haKTOB,
CBUAETENbLCTBYOLWMX O TOM, UTO KaXKAbl 4enoBeK YHUKaseH
Mo CBOMM OMOMOTUYECKNUM XapaKTepUcTUKam.

B pesynbTaTe pa3BUTUA 4Ye/IOBEYECKON KyNnbTypbl U 00-
uLecTBa YesIOBEK CTasl MeHee 3aBUCUM OT LLesIoro psaga dakrto-
poB BHellHel cpeabl. Bnarogaps 3TOMYy MHOrMe BapUaHThbI
NPU3HAKOB, KOTOpble B MPOLI/IOM MOMAMN CHWUXXaTb MNpuUcno-
CO6NEHHOCTb OTAE/IbHbLIX WMHAWBUAYYMOB, Tenepb He WMeT
TaKoro 3HauyeHud. VIHbIMU C/A0BaMU, BbI>XXKWBaHWE UHAWBUAY-
yMa M ero NOTOMKOB B HacTosillee Bpems SAB/AAeTCA B 3Ha-
UNTENbHOW cTeneHM (hyHKUUen obuiecTBa, a He TO/IbKO (PYHK-
une ero OMONONMNYECKOM XapaKTepUCTUKM. ITO M MNPUBO-
ONT K pacnpocTpaHeHW B COBpPEMEHHOM 4esioBe4decTBe
ropasfo 60/bLUEro KoJsinyecTBa BapmMaHTOB pa3/IMYHbIX NPU3-
HaKOB, 4YeM Mnpexxge, T. €. K YBe/IMYEHNIO padMaxa U3MeH4YU-
BOCTM [OunanekTuKa 3TOro npouecca TaKoBa, 4TO KpaW-
HMe BapuaHTbl NPM3HAKOB 4YacTo NPOABNAKOTCA KaK 60n1e3HU.
Takum o06pa3om, HacneAcTBeHHas NaTosiorug 4JesioBeka
3TO BapuaHT HacneaAcTBEHHON W3MEHUYUBOCTMU.

Hakonune B xoAe CBOe 6MOMOMMYECKO 3BOIIOLUN OTFPOM-
HYKO W3MEHYMBOCTb MNpPU3HaKoB, obecne4ymBLUY MAacTuUy-
HOCTb YenoBeKa KakK BWUAa, 4YesloBe4YeCTBO B Le/IOM npuobpe-
N0 N HexenaTeNbHbIW rpy3 Hac/neACTBEHHOW MaToA0MUN.
YMEHbLWNTbL TAXECTb 3TOrM0 rpysa WM faxxe coBceM Kn3b6a-
BUTbLCA OT HEro — 3TO W cocTaBfisdeT 3ajadvyy MeaULMHCKON

reHeTUKMN, KOTopas u3ly4yaeT 3HauyeHMe HacNeACTBEHHOCTU B
natosiormn 4yenoseka. Takum o6pasom, MeAULUHCKas reHe-
TUKa Hapsaay ¢ Apyrumu pasfgeniamm HaykKu O Hac/ieACTBEH-
HOCTM Npu3BaHa BHECTU CyLLeCTBEHHbIW BKNajg B 6/1aroco-
CTOAAHWEe dJenose4yecTBa. VMIMeHHO nNoj TakuUM [eBU3OM: «le-
HeTMKa 1 6/1arococToAHMeE YesioBeyecTBa» npoxogusa paboTta
X1V MexayHapogHOro reHeTM4yecKoro KOHTrpecca.

COBPEMEHHBbIE

NMPEACTABJIEHNA O HACJNEOCTBEHHOCTU
YEJ/IOBEKA

FeH v ero PyHKUMA. TeH — UeHTpanbHOEe MOHATME TeHeTu-
Kn. 1. MeHAenb, OTKPbIBLUWIA OCHOBHblE 3aKOHbl Hacnep-
CTBEHHOCTMW, MUCMNOJIb30BaN TepMUH «3aaTOK» Mpu3Haka Ans
0603HaYeHNA pacwensigoWnxcd B MNOTOMCTBE AUCKPETHbIX
eqUHNL, HacnencTBEHHOCTU, OT KOTOPbIX 3aBUCUT pasBuUTUE
npu3Haka. TepMUH «reH» Obln npeanoxxeH 70 neT Hasafg
MoraHceHOM A1 0603HAYeHUS 3/IEMEHTapHOW eanHUNLbI
HacneACTBEHHOCTU. L
Jonroe BpemMsA reHETUKU MNPaKTUYECKM HUYEro He 3Hanu
0 dunsnyeckon npupoge reHa. O ero ceowicTBax Cyguam no
ero (pyHKUMAaAM, NoJgo6HO TOMY KaK XMMWUK CyaUT 0 CBOMCTBAxX
MONIeKY/l U aTOMOB MO XapakKTepy WX peakuuint ¢ gpyrumm
Mosiekynamm un atomamu. LLUmMpokume BO3MOXXHOCTU TFEHETU-
7«TKOON aH?/MmM3a No3BO/INAMN 3a OYeHb KOPOTKUNA nepuos
NeT) NOMlyYnTb OFPOMHYH MHGOPMAaLUMIO O C/AOXKHOM
1lpoeHUn reHa, He npuberas K HemnocpeAcTBEHHbLIM MaHUNY-

nAunamM ¢ HUM. 1
CornacHo coBpeMeHHbIM MpeAcTaB/IEHUAM, TFeHbl — 3Jie-
MeHTapHble eANHWUUbI Hac/eACTBEHHOCTU — pPacrosiod>KeHbl B

NnHeMHOM nNopsgKe B XpPOMOCOMax K/eTouyHoro sgpa. Kax-
ObIA M3 HUX SABAAeTCS Y4YaCTKOM MOJIeKY/ibl Ae30KCUpPmn60-
HyknenHoBoin kucnotbl (AHK). MmeHHo A HK B Komnnekce
€ 0CoObIMN GenKaMmm 6yAyHU OYEHb C/AAOXKHO YMaKOBaHHON ©
cocTaBnsieT xpomocomy. Bbnarogaps cBoeMy XUMUYECKOMY
cTpoeHunto AHK o06nagaeT YyHWKalbHbIM CBOWCTBOM «BE'-
uiectBa Hac/ie4CTBEHHOCTU»: OHa cnocobHa K caMOBOCNPOU3-
BelEHUID MNyTeM TOo4YHOW pegynnnkaumm (yABOeHUSA), Tak
ILEN.WIEMOA  KOHBapWaHTHOW peaynfnkKaunm,
FeHeTUYECKME IKCMEPUMEHTbI U XUMUYECKU aHanus
nokasanu, 4to HUTb OAHK aunddepeHyumpoBaHa no gaviHe.
.>f0 03Ha4yaeT, YTO Ka>KAOMY OTpPe3Ky 3TOW HUTWN CBOWCTBEH-
HO o0co60e, HeNOBTOPUMOE CcOYeTaHMe 4depeayroLimxcsa nap
«B30 | MUHbIX OCHOBaHW (HyKneoTnaoB). Kpome y4yacTKOB C
TaKO YHWKa/bHOW NocfefoBaTelbHOCTbIO HYKNEeoTMAoB, CY -
LLecTBYHOT UM Yy4yacTKM C MOBTOPAKLWMMUCHA, OLUHAKOBbIMU
HYKNEeOTUAHbIMMN NocMefoBaTeibHOCTAMU. XMMmMyeckaa gng-
depeHumauna HUTM OHK cooTBeTcTBYeT MOPKOAOrnYecKom
N PYHKUMOHaNbHON anddepeHymnayunm no AgJINHeE XPOMOCOMBI,
MOCKOJ/IbKY TFe€Hbl PacnosioX)KeHbl B XPOMOCOME JIMHEWHO.



CamMoBOCNpPOU3BOACTBO (pegynsmkaumsa) XpoMOCOM U re-
HOB OCHOBaHO Ha pyHAameHTanbHoOM cBoirictBe AHK ©n KOH-
BapuaHTHOW pegynnmkayun. Mpu 3ToM Ha WNpefencHHOM
cTagun XM3HW KNEeTKWU pABe KomnjaemMeHTapHble uenn”gHK
pasfenslTca M OAMHOYHASA LUeNb CAYXWUT maTpuuen ans
o6pa3oBaHMA HOBOMW (KOoMNaeMeHTapHOW) uenwu. lenepsb
3TOT MNpOLEecC XOPOLWO W3YYeH.

Mpu nomowun depmeHTa AHK-nonnmmepasbl B MNPUCYT-
CTBUM ogHOUEeNnovYe4yHOM HUTKU AHK-MOHOMepHbIE HYKNeo3ng-
Tpudoctatel (UX HasblBalOT npegwecTteBeHHMKamm O HK)
COeAUHATCA MeXay co60i. DTUM [OCTUraeTcs TOYHOe BOC-
nponsBegeHnNe «MaTepUHCKOW» MaKpPOMOJIEKY/bI.

BonbwmMm coOGbITUEM B reHeTUKe SABUIIOCb OTKPbITUE «re-
HeTMyeckoro kopga». OkKasanocb, 4TO crneyudumnyeckasa nocre-
JoBaTe/IbHOCTb HYKNEOTUAO0B, XapaKTepHasa AN KaXporo
reHa HeceT B cebe MHPoOpMaLnio 0 cTpoeHUN Genka. Kaxpas
aMMHOKKMC/OTAa KOAMPYeTCcHA rpynnaMmu m3 TPex HYK/IeoTU-
A0B (TpUNNEeTHbIW Koa). _

Ha nepBbIXx 3Tanax pasBuTUA TeHEeTUKWU, Korga mccrepno-
Ba/ioCb HacnegoBaHWe CNOXHbIX KOHEYHbIX MPW3HaKOB, CY-
uecteoBaa MNpUHUUN. «O4UH TeH — oAMH Npu3Hak». llocne
TOr0 KakK TreHeTUKU MOMAYyUYMNU BO3MOXHOCTb M3yyaTb Nep-
BUYHble NMPOAYKTbl FeHOB — 6enku, 6bi1  copMynuposaH
NPUHLWN: «OAWH TFeH — oAuH 6enok». B panbHelwem oKa-
3a/0Cb 4YTO MHOTrue 6e/lKM COCTOAT U3 HECKOJIbKUX nonuvnen-
TUAHbIX Lenei, KOTOpble KOAUPYIOTCA pasHbIMMA reHamu, nos-
TOMY B HacToflwee Bpemsa 60siee TOYHbIM ABASAETCA MPUHLAM,
«OAUH TeH — OoAMH nonunenTua». 3TOT APUHUMNN HaxoawuT
CBOE OTpaXeHWe Takxe B TOM paKTe, YTO IMHEWHbI HYK/eo-
TMAHbIN Kog AHK v nocnegoBaTeNbHOCTb aMWHOKMUCNOT B
nonmnenTuae COOTBETCTBYKT APYT APYry, T\ e
apHbl. CnepoBaTtenbHO, reHbl — y4dactkm AHK co cneyndwu-
YeCKOW nocnefoBaTe/IbHOCTbID HYK/€OTUAOB KOHTPOUPYIOT
csovcTBa 6esika M B CBOK o0O4epeab CBOWCTBa opraHusma,
MOCKOJ/IbKY WMEHHO OT MocC/iefoBaTe/iIbHOCTM U cOocTaBa aMu-
HOKMCNOT 3aBUCAT cBoicTBa 6Oenka.

MepeBog «KoAa» HYKNEOTUAOB Ha «A3blK» 6enKa OCyLLecT-
BNAETCHA MO MNPUHLUMNY MAaTPUYHOro cumHTe3a. Ha matpuuye
AHK npu nomowm cneuymanbHbiXx pepmeHtos (PHK-nonu-
Mepa3) MNPOUCXOAUT CUHTe3 PUOBOHYKNEUHOBOW KWUCAOTbI
(PHK). B pesynbtaTte «nepenncbiBaHUA» Kopja Ha
PHK (TpaHckpunuymnmn) obpasyetca monekyna MPHK, co-
Jep>xauwias MHAOpMaUMio 0 CTpPOoeHUW nonuvnentuga. [fanee

14

HadyMHaeTcAa npouecc tpaHcnaAuumm, npm KOTOPOM C ydHacTmUeM

™ e, TT cnop™bIX ™ K U pubocom

15 nocnegHne roAbl CTasio M3BECTHO, YTO F'eH MMeEeT C/I0X-
Hoe- BHYTpPEeHHee CTpPOeHMe, a OTAefiIbHble ero y4dyacTkm obna-
[aloT pasHbIMU PYHKUUAMU. B reHe MOXXHO Bblfe/INTb CaMyHo
(*onBWYyl YyacTb, KOTOpas COOGCTBEHHO M onpepensetT cTpoe-
nrne nonunentmga. 3ta 4YacTb Ha3blBaeTCHA LUCTPCLLUIOM U MOXET
COCTOATbL M3 [ECATKOB ThiCAY Map HyKneotunaos. HekoTopble
reHbl cogepXxaTt B cebe HECKONIbKO LLUCTPOHOB (MONULUCTPOH
Hble TeHbl). DTO «CMbIC/IOBaA», NN CTPYKTYpPHAadA, vacTb reHa,
eHeTu4Yeckme ONbiTbl W MOJIEKYNAPHO-TEHETUYECKUE
wcnenoBaHMA nMnokasasnnm, 4YTO pasMep reHa 060/ble  Yem
pasmep nonunentuga. OTcoga O6bl1 caenaH BblBOg O TOM
TTWMN®°Me CTPYKTYPHOIA 4yacTu’ B reHe cofepxXartca HYK/eo-
rmaHble TMocnefoBaTeNbHOCTU, He B/UAKOLWME Ha CTpoe-
HUe nonmnenTupa, HO Heo6XoAMMbIe ANA MPaBUNbHOINO PYHK-
LMNOHMPOBaHNA CTPYKTYpHOW 4acTu. lMonarakwT, 4YTO 3TO —
perynatopHasa 4acTb reHa. B CcOOTBeTCTBUM C 3TUM OKasa-
Nnocb, 4To nepBoHayanbHaa PHK, cuHTesnpyemaa Ha AHK-
M.npuue, 60sble NO pasMepam, YeMm Ta, KoTopas NpuHUMaeT
yyacTme B CUHTe3e 6Genka. IOTOT MNEePBUYHbLIA TpaHCKpPUNT
Ink Ha3sbiBaeMasa Nnpo-MPHK, cogepXunT «<HEMHOPMaTUBHYHO»
YyacTb, COOTBETCTBYOLLYIO TakKoBOW reHa. OKaszanocCb TakXe
UTO MeXAy MpPoLeccoM TPaHCKPUMUUWN U TPpaHCNALUN NMEET-
CA euwe c/0XHOoe npeobpasosaHme PHK, ocyuwectBnsaemoe
cneymanbHbiMU epMeHTaMu, B pe3ysbTaTe KOTOPOro mnpo-
Ml MK, Tepsaa cBOK «HEMH(POPMATUBHYK» 4YacCTb CTaHOBUT-
nr 3penown ,,PHK (I. IN. leoprues, CCCP) > B SST Z -
L c(e o6pasyrowanacsa rmraHTckasa mosiekyna npo-mPHK npwu
MOMOLLKM cneuunanbHbIX (DEePMeHTOB «Hapes3aeTcA» Ha dpar-
MEHTbI, KOTOpble MNPWM MNOMOWWU APYTNUX (PepMeHTOB CcllIuBa-
loTCS B 3penyt Monekyny mMPHK. Buonornyeckuih cmbicn
Mol C/AIOXHOIO MnpoLecca euie He cCOBCeM fACeH, XOTA 3TOT
BOMPOC MHTEHCUBHO o06cyXxpaanca Ha KoHrpecce.
<) Ype3BblHaMHO CNOXHOM CTPOEHUMN FeHa Yy BbICLLIUX Oopra-
HMamon coo6uwanocb BO MHOTrUX pgoksagax. [eHeTuku B
HacTosdlLee BpemMsa pacrnofnarardT O4YeHb TOHKMMMW MeTOohaMwu
Mno3BondwWKUMM  M3y4dyaTb CTPOEHUe TreHoB. Hanpuwmep,’

y,\/ 4 ** 1 ganee npmBogatca amMmmnImm AOKIaAUMKOB — CM. B KH
M I Kyka) 19780*bW reHeTMyecKnini KOHrpecc. Te3ncbl A0KAa[O0B,-
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C.A. Jinmbopckaa (CCCP) Bbigenmnna n3 sapntpob61acToB 4eno-
Beka MPHK rnobunHa. 3ta oumnmuweHHasa mPHK 6bina gob6asne-
Ha K CMec KOMMOHEHTOB K/IETKN N HEKOTOPbIX (EPMEHTOB,
TaK, YTOObl MOT OCYLLECTBNATLCA CUHTE3 OeflKa (TpaHcnaumns).
Takmm o6pa3om, O6bl1I0 [f0Ka3aHO, 4YTO BblAesleHa WMEHHO
rnobnHoesad MPHK. 3arem npu nomowmn chepmeHTa ob6par-
HOW TpaHCcKpunTa3sbl 6bina nonydyeHa A HK, komnnemeHTap-
Hasa rno6buHoso MPHK, T. e. nonyyeH reH, KOHTPONUPYIO-
WM CUHTe3 TrnobuHa.

Bnarogapsa nepexogy reHeTUKWM Ha MONEKYNAPHbIA ypo-
BeHb aHa/M3a NoKa3aHO C/I0XKHOe BHYTPeHHee CTPOeHUe reHa.
OTo cnoxHoe cTpoeHue obecneymBaeT TOYHOEe (PYHKLUMOHWU-
poBaHue annapaTa Hac/neACTBEHHOCTU, copmupoBaBLleecs
B Xxo4e aBontoumn. CaMu reHbl, opraHMU3oBaHHble B XPOMOCO-
MaX, 06pa3ylT CNOXKHYI, KOOPAWHUPOBAHHO AENCTBYHOL YO
CUCTEMY, Ha3blBaeMyl TFEHOM.

Y)Xe Ha MUKPOCKOMMNYECKOM YPOBHE B XPOMOCOME MOXXHO
BUAETb y4dacTKU (/TIOKYCbl), nmetowmne cneumngpmnueckme pyHk-
umn. Tak, Heb6ONbWOW Yy4yacTOK XPOMOCOMbI, Ha3blBaeMbli
NepBUYHOM NepeTSAXKOW, WAN LEHTPOMEepOW, ABnsdeTca cne-
UMPUYECKNM JTIOKYCOM, OTBETCTBEHHbIM 3a o6pa3oBaHWe Be-
peTeHa pfeneHusa. 3OTO BeEPETEHO YynpasnseT [ABMKEHUEM
XpOMOCOM BO BpeMA [fefleHUA KNeTKWU.

PaioOH BTOPWUYHON MepeTsXKKWU, Ha3blBaeMblii AAPbILWKO-
BbIM OpraHm3aTopoM, COAEPXWUT LWUCTPOHbI, KOHTPONMPY-
lowme cMHTe3 aagpbiwkoson PHK, Heob6bxogumMon nNpwu CUHTe-
3e 6enka (oHa yuyacTByeT B o06pasoBaHUM pubocom).

B onbiTax Ha 6aKTepmaXx MOKa3aHO, YUTO HEKOTOPbIe TeHbI
cneumnannusnpyrTca Ha 0C00bIX (OYHKUMAX perynauum pes-
TENbHOCTU APYTrUX reHoB. OHM HauYMHaAKT MpoLeccbl pennu-
Hauunun, TpaHcKpunuum wn T. A.

Mofo6HO TOMY KakK B (hM3nKe mccnefoBaTenn OTKPbIBAKT
BCe HOBble YacTuubl, o6najalowme pasHbIMU CBOKWCTBAMMU,
reHeTUKM OTKpPbIBalOT HOBble y4yacTkm A HK, o6napgatwouwue
pasHbIMM  PYHKUMAMU. OTKPbITbl MWHWUMAaNAbHbIE Y4YacTKW,
C KOTOpbIX HauymHaeTca pennmkauna AOHK (pennmkoHbl),
yyacTKmM-onepaTtopbl, pPeLenTopbl, CNOCOOGHbIE CBA3bIBATbCA
C ropMoHamMu u APYrMMU COeANHEHUSAMU. VHbIMWU CNoBaMwu,
reHoM npeacTaBnsgeT CO6G0M C/IOXKHENLWY MOJIEKYNAPHYIO
cucTtemy, paboTarollyr B BbiCWIEW CTeneHM KOOPAMHWUPOBAH-
HO 1 obecne4ymBalOLLy0 pa3BUTUE OpraHmMsamMa. dTa KOoOpAwu-
HUpoBaHHaa paboTa reHOB AocTuUraeTca 3a cyeT uUx Audcpe-

peHLl,I/IaI'IbHOI\;I aKTUBHOCTMWN.
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HacneaCcTBEHHOCTb KaXAo0W KAETKW COXpaHseTcs B agpe
MNOMTHOCTbK, XOTHA OHa MOXeT (YHKLMWOHMPOBATb TOJIbKO
4YaCTUYHO W BecbMa crneyugunuHo. PaHbWwe npegnonaranu,
YTO ALPO TepsAeT HacneACTBEHHYH WHGopmauuio B npoecce
cBoen cneymnanmsaummn. OgqHaKo 3KCNepUMeHTbl C Nepecagkon
Afep W3 KNeTKWM KULWeYHWKa ronoBacTuka B LMUTONNasmMy
ALeKNneTKn (T. e. 3aMeHa ajpa euwe He cneymann3npoBaHHOM
KneTKn Ha AAPO M3 crneunanm3npoBaHHOW KAeTKW) NokKasa-
NN, 4TO N3 TaKUX PEKOHCTPYMPOBAHHbLIX K/JETOK pa3BuBa-
HMWesA HOpMasbHble >XXWBOTHble. OTclAa cnegyeT BbIBOA,
4yTO AAPO Cchneunann3npoBaHHOM KNeTKU COXpaHAeT MHOo-
XKeCTBO MOTEHUMN AN pa3BUTUA, T. €. OHO MY/IbTUNOTEHTHO.
MpeactaBNeHUs O MY/IbTUMNOTEHTHOCTU K/ETOYHOro fAgpa
O4YeHb BaXHbl ANA MNOHUMaHUA TeHeTUYeCKUX 3aKOHOMep-
HOcTel, 0COGEHHO Korfga peyb WMAET O HEKOTOpPbIX Hacnen-
CTBEHHbIX 3abo0neBaHUAX.

OnddepeHunposka npeobpasyeT KieTky (ee copmy u
MHOTOYUC/EHHbIe PYHKLNWN), HO He KacaeTcA CTPOEHUSA TeHe-
TU4YecKoM WHpopMauun. FeHbl B KaX[OW KJeTKe ocTakTcsH
no BCeX npoueccax WHAMBUAYaNIlbHOro pa3BuTua. Hanpas-
NNeHHOe B/INSAHUE Hac/eACTBEHHbIX (PaKTOpoOB Ha npouecchl
pasBnUTUA CcBA3aHO ¢ AuddepeHynanbHOM aKTUBHOCTbIO re-
HOB, BKJ/IIOYAKOWNXCA WIN BbIKNKOYAKOLWMUXCA B pasHble nepwu-
oAbl OHTOreHe3sa.

OvndpdepeHumnansHas aKTUBHOCTb [FEHOB [OCTUraeTcs B
K/eTKe pasHbIMM nNyTaMu. Tak, Npu Heob6XoAMMOCTU pes-
KOK YBe/IMYeHUs NpPon3BoAcTBa KakKoro-simbo 6enka KAeTkKu
MOTYT BbIXOAWTb W3 COCTOSAHUS «MOKOSA» W Ha4YMHAKT pas-
MOoXaTbCcA. Takume ABMNEeHWSA MNPOUCXOAAT, Hanpumep, npu
MMMYHHbIX Mpoueccax, Korga rnpu BO34eNCcTBUM Ha Membpa-
Hbl NMM@OLUTOB aHTUTeHOB BKJ/OYaeTCA GE/IOKCUHTE3UPYIO-
WHM annapaTt W KfeTkKa noayyaeT CTUMY/N K PasMHOXEHWUIO.
OfLHaKo B psAge cny4vyaeB yBe/iM4eHUe CUHTe3a 6enka [OCTU-
raetca 6e3 yBeNMYEHUS KONUYecTBa KJ/eTOK, T. e. 6e3 ux
pasMHOXeHUsa. WNHorga 3To CBSAA3aHO C YBe/IMYEHUEM TreHe-
TM4YeeKOro maTepuana B KneTkKe. KneTka MOXeT npeTtep-
nT, ewe ogUH uukKn cuHtesa AHK 6e3 geneHus. MNMpu atom
YBEIMYNTCA KOJINYECTBO XPOMOCOM (MM HUTEA XPOMOCOM)
W, cnefoBaTenlbHO, KO/IMYECTBO FeHOB, YTO NpuBedeT K yBe-
NINYEeHNI0 CcUHTe3a 6enka. Takoe aBneHue (NOAUNIOUANSA)
HabnwgaeTcs B HEKOTOPbIX BbICOKOCAEUMannU3npoBaHHbIX
KneTkax (Hanpumep, B re4vyeHn). B psape cnyyaesB yBenuym-
BaeTCs KOJINYECTBO He BCEX FeHOB, a OTAeNbHbIX. MMpn aTom
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06pa3yrTCsa MHOXECTBEHHbIe KOMWUWU TEHOB, KOTOPble MHOT-
Aa MOTYT yX0A4UTb W3 AApa B LUTOMAA3My WU TaM CAYXWUTb
MaTpuuen AN cuUHTe3a Oenka.

CornacoBaHHass u wu3bupartenbHasds aKTUBHOCTb OTAENb-
HblX TEHOB, WX BKAKYEHWE WA BbIK/OYEHNE B pasHble Mne-
puoabl OHTOreHe3a npepgcTtaBnsAwTCA ceyac Hambonee 3ara-
AOYHbIMW. NMEHHO 3TKU npo6nembl, OTHOCAWMECA K FEeHeTu-
Ke pa3BuTus, Hambonee MHTEHCUBHO pa3BMBalOTCHA cekyac
M No3TOMy MONYyYMIN LWINPOKOe ocBeweHWe Ha KoHrpecce.

OAHNUM N3 WNHTEPecHbIX W MNepPCNneKTUBHbLIX METOAO0B
M3YYEHUNSA KNETOYHbIX OCHOB KOOPAMHWPOBAHHONO [JewcT-
BMS W B3aMMOAeicTBMA TeHOB B MWHAWUBUAYaNbHOM pas-
BUTUM OpPraHU3MoOB SBNAETCA MNONYyYeHMEe U Bbipalimn-
BaHMe B Te4yYeHMe BCero aHTeHaTaNbHOro nepuoja reHe-
TNYeCcKun XUMEPHbIX  3KCMNEepMMeHTaNbHbIX >XWUBOTHBIX.
OaAvH n3 BapuaHTOB 3TOro MeToga 3akKjw4yaeTcs B TOM,
4yTo ABa paHHWUX (8 6r1acToMepoOB) FeHeTUYECKW pasnnya-
WMXCA MO KNeTOYHbIM nNpu3HakaM 3MbpuoHa 0CBOGOX-
parTca oT o6ono4vek (C NMOMOLLbIO (PEPMEHTOB) WU cpalin-
BalOTCA B OAWH XWUMEPHbIA 3MOPUOH, KOTOPbLIW BBOAUTCA
B MaTKy /I0O)XHOGepeMeHHOI caMKu, rae m npetepneBaeT
fanbHelWwee pa3BuTue. dTa TOHKasa onepaymsa Mo3BoNsAeT
MapKupoBaTb, METUTb OTAeNlbHble TPynnbl K/AeTOK, Npo-
CneXwmpaTb WX y4yacTue B TWUCTO- WU OpraHoreHese, Bbl-
ABNSATb B HWUX aKTUBHOCTb ONpeAeneHHbIX reHos (3. Mak-
napeH, Benuko6puTtaHna). B HacTosauwee BpeMSA MOAYYEHDI
He TONbKO BHYTPUBUAOBbIe (MeXAY MbIlLaMU WUAN KpbiCamMu
pPasHbIX IMHWUWK), HO U MEXBUAOBbIE N MEXPOAOBbIe (Mbllb —
KpbliCca, Kypuua — ANOHCKUIK nepenen wn Ap.) XuUMepbl.
FTMCTOIMOPUNONOTNYECKOE N3YUYEHME TAKUX TEHETUYECKNX XU -
Mep MO3BOJIN/I0O PEKOHCTPYMPOBATb KNETOYHO-K/NOHa/bHble
OCHOBblI pa3BUTUA TakKuUX TKaHeW, KaK MbllleyHasd, HepBHas,
NnoKpoBHadA. Pa3Butume 3Tux paboT 0COBEHHO BaXHO AN
M3yYeHMNHA naToreHesa BPOXAEHHbIX MOPOKOB pas3BUTUSA.

HekoTopble TuUNbl HacneACcTBEHHOMW NaToONOrMM CBA3aHbl
C HapyLlWeHMUAMMN BK/OYEHUNS N BbIKIOYEHNS reHoB (penpec-
cmn  wn  pepenpeccun). Tak, Hanpumep, W3BECTHO, 4YTO B
apuTpouuTax Nnoja COAEPXUTCA 0COoOblIi dpeTanbHbIA Femo-
rNo6unH, CMHTE3 KOTOPOro KOHTPO/MPYeTCA ABYMS TFeHamWu.
Mocne poxaeHua felncTBMe O4HOrN0 U3 3TUX FEHOB 3aTopMa-
XXMUBaeTCA W BKAKOYaeTcsa APYroi reH, obecneymBas Tem ca-
MbIM CUHTe3 remornobmHa A, xapaKTepHOro Ass B3pOC/Oro.
MN3BecTHO HacneACcTBEHHOE COCTOSAHMeE, NPU KOTOPOM Habnio-
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MHETCA MepcucTeHUmMsa deTasbHOro remMmornobmHa, u npum
HOM MOXeT pa3BMBaTbCsA aHeEMWUA, MOCKOJIbKY TakKOW remo-
MIOOUH MeHee cTabwusieH, 4YemM TremMornobuH A.

1M3NecTHO TaKXe, YTO MHOrMe 6eNKN U CNOXHble BeuLecTsa
vV nnoga 4enoseka o6nagatdT WMHbIMWM CBOWCTBaAMWU, 4Yem Yy
mypocabiX. Tak, TAWKOreH njaoga OT/MYaeTcsa MO LeNomy
I>i/iv cBOMCTB OT rNMKoreHa B3pocnoro. Jlaktatgerngpore-
Ma U, CMHTEe3 KOTOPOW KOHTPO/NIMPYeTCA ABYMS pasHbIMWU re-
HaMmun, /0KaaAM30BaHHbLIMM B pPasHbIX XpomocomaxX, OTAU-
yaeTca HO N30(PEPMEHTHOMY CMEKTPY B pPasHbIX TKaHAX. 3T
pa nwyuna Takxe cBs3aHbl € guddepeHuManbHOW aKTUBHO-
-nan reHoB B pasHble Mepuoabl OHTOreHesa W B pasHbIX
rkansax.

| Wwe og4NMH NpUMep OTHOCUTCA K CUHTE3y aMOPMOHAaNbHOIO
MNunka (anbga-cheTonpoTenHa) B NevYeHU. ATOT 60K mcyesa-
<1 Mocne poxageHna. OAHaKO NpuM pake NeyvyeHU, Korga Kiet-
In npnobpetaldoT sMObpUOHasbHble CBOWCTBA, FEH, KOHTPONU-
pyrwowmnin cnHTes aToro 6enkKa, He BblK/KYaeTcdA, U anbda-
d<nNpoTeMH MOXeT OblTb O06HapyXeH B KPOBU O60NbHbIX
MTACM. DTOT pakT 6bIn1 ucnonb3oBaH KO. C. TaTapMHOBbLIMYU
I W. AbeneBbiM AN paHHeW AMAarHOCTUKM paKa T[eyYeHMN.

IbAHOCTBIO MeEXaHU3Mbl peryasaunum TreHoB B KJeTKax
ye/sloBeKa elle He M3Yy4YeHbl, HO Yy)Xe TBepAO YCTAHOBJ/IEHO,
4Yro TrOPMOHbI ABAAKTCA CcNeunann3npoBaHHbIMW perynsa-
topaMn aKTUBHOCTU reHOB. B KneTkax uMewTCcsa cneymanb-
Hble 6eNKM — peuenTopbl, CBA3bIBalOLWMECA C TOPMOHaMW.
KomMmnnekc peuentop — ropMOH TpaHCNoOpTUpYyeTca B AA4pO,
|/ noT kKomnnekc B3ammopericteyetr ¢ AHK. B aTux yuyacT-
Kax HaudunHaetcd cnHTe3 PHK 1 akKTuBMpyeTcAa CUHTE3 NMOJN-
HeH rmagoB. Tak, Npu BO3AENCTBUU TNHOKOKOPTUKOUAOB Ha
KNeTKM MNeyYeHM WAM 3CTPOreHOB Ha KNEeTKU MaTKU B HUX
wpniie l'lur peskoe Bo3pacTaHMe MaTPUYHOM aKTMBHOCTU
Hiep H NMPOUCXOANT WMHTEHCUBHbLIN cnHTe3 PHK un 6enka.

O6pasoBaHVe 6eNKOB-peLenTOPOB U TOPMOHOB KOHTPO/N-
p\e H4 v*Hamwn. Hanpumep, y 4enoBeKa W3BECTHO Haclen-
<TeMHOe 3aboneBaHuUe — TeCTUKYnApHas QeMnHmn3aLns.
OKa unocb, YTO y NUL ¢ TakMm 3aboseBaHUEM OTCYTCTBYIOT
peuenTopbl K TECTOCTEPOHY, MNO3TOMY 3apoAblll MYXCKOTFO0
Mosia npuobpeTaeT 4epTbl, CBOMCTBEHHbIE >XEHCKOMY opra-
Ha wy. B cnydyae aApeHOreHUTasbHOro CcUHAPOMA W3-3a
reHeTUYECKOro KOHTPOJIA BO3HUKAaKT HapylleHns
MW CUHTe3e TOPMOHOB KOpbl HajMno4yYeyHWKa, B pe3ynbTaTte
yeT ob6pa3yeTcs MNPOMEXYTOYHbIA MPOAYKT C aHAPOreHHOWM

19

yedekTa



aKTUBHOCTbIO. B pesynbTate 3TOro TakXe HapyLwaetcs
opmMupoBaHMe nonocneyndPurUecknx MNPuU3HaKoB. TakKum
06pa3om, MOXHO CKa3aTb, YTO Y BbICLUMX OPraHW3MOB MMeeT-
CA MHTerpuposaHHaa cuUcTema YyrnpasfeHUs reHamMmu B3amMo-
3aBUCUMbIX (DYHKUMIA OpraHu3mMa: OAHW reHbl KOHTPO/IUPYIOT
CNHTE3 TOPMOHOB, Apyrmvme — CUHTE3 pPEeLEeNnToOpOB, TPeTbWU
pearMpylT Ha ropmMoHasbHble CTUMYJ/bl. Bonpocbl, CBA3aH-
Hble C perynsayuner akTUBHOCTM FEHOB ropMoOHamMu, akKTUBHO
obcyxpganncb Ha KoHrpecce B goknajax Y4YeHbiX M3 pasHbIX
CTpaH.

MoablTOXWBAA NpeacTaB/eHUA 0 CTPOEHUU N PYHKLUOHN-
poBaHUW reHoB Nno matepuanam KoHrpecca, MOXHO KOHCTa-
TUpoBaTb 60MbWIOW NpPOrpecc B MOHUMaAHUU CTPYKTYpPbl W
PYHKUMW TeHOB. DT 3HaHWA HACTOJ/IbKO 3HAYUTENIbHbI, YTO
B HacTofl,ee BPEMSA Y4YeHble MOryT MnojlyyaTb FeHbl YenoBeka
(uHCYyNuHa, comatocTaTuHa), BBOAUTbL UX B OGakKTepum U «3a-
CTaBNATb» TaM paboTaTb. OAHAKO B OTHOLIEHUU perynsayuu
PYHKULVOHNPOBAHMA TEHOB 3HAHW MNOKa MeHbLUe, HO B 3TOW
o6nacTu BeAeTCHA camblii LUMPOKMIA NMOUCK, N MOXXHO HaAeATb-
CA Ha pacllndpPOBKY 3TOW BaXKHOW CTPaHMUbl SABAEHWUA Hac-

NneACTBEHHOCTMU.
MyTauuun. MyTauvedi 06bIYHO Ha3blBAlOT MW3MEHEHUe
HacneACTBEHHOro MPU3HaKa, CTOWKO nMepejalolleecs U3

MOKONeHNsa B rMokosieHue. CnepgyeT, 0ofHaKo, OroBOpPUTbLCH,
4yTO MHOrga MyTauWOHHble W3MEHEeHUS TMpuU3Haka MOryT u
He HacnegoBaTbCAa. OTO MPOMUCXOAUT B Tex clyyasax, Korpga
M3MEHEHUNA KacalTCA XXU3HEHHO BaXXHOro rnpusHaka v obna-
faTtenb Takol mMyTauuum normbaet Ha pasHbIX CTaguAaX OHTO-
reHesa, He ocTaBndsa noTtomcTBa. Takue MyTauumu HasblBa-
lOTCA NeTalbHbIMN.

PasnnyaloT TpM YypOBHA opraHmsauum HacnefCcTBEHHOrO
annapaTta 4YenoBeKa: TFeHHbIW, XPOMOCOMHbLIA WM TEHOMHbINA.
B COOTBETCTBUU C 3TUMW YPOBHSAMU pas3imMyaroT FreHHble, Xpo-
MOCOMHbIE N FTeHOMHble MyTauuu. B atom pasgene pasbupa-
IOTCA TO/IbKO reHHble MyTaLunn, a ocTallbHble TUMNblI—B rnase 3.

Cnoxuswascsa B XoAe 3BOMIOLUM «MOJleKynsapHas Ma-
LWMHa» HacneAcTBEHHOCTUM 4efnloBeKa 061afaeT MHOXECTBOM
CBOMCTB, NpuUaarWmnX e CTPYKTYPHYI M (PYHKLNOHaNbHYO
cTabmnbHOCTb. OAHAKO B 3TOW C/IOXXHOCTM KPOKTCA U 3Ha-
YNTeNbHble BO3MOXXHOCTW HapyLleHUss 3TON CTabunbHOCTMW.
TaK, HeCMOTpPSA Ha TOYHOCTb peaynaukKauunun, cpefHAna Bepo-
ATHOCTb OWMWMOKM B Xofe 3TOro npouecca goctmraer 10"8—
1079. XoTA 3Ta BEPOATHOCTb [O0BOJSIbHO HeBeNUKa, OAHa-
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M», YyuynTbliBas pa3mepbl reHos (bl O 3nap ocHoBaHW 1 60/b-
HI), ;i Takxe 60nbwoe ux Konmyectso (10-106), cnepyet
npu WKUTb, 4YTO CyMMapHaa 4actoTa ownmboK peaynavkaumun
npu pacyete Ha O4HY MOJOBYK KAETKY M Ha OA4HO nMo-
KONleHNne MOXeT 6bliTb 3aMeTHOW, a MMEeHHO HEeCKOJ/IbKO HOBbIX
MyTaLni.

Nio6oe M3MeHeHWe B cOoCTaBe KOAUPYHOLWUX eOVHUL, WUan
VE U LLUMMNOM PacnosioKeHNN 0TPasnUTCAd Ha aMUHOKMUCIOTHOM
« lalic 6enka. N3BecTHO, YTo 6enkoBas Mosekyna (dpepmeH-
i.i nnan cTpykKTypHOro 6enka) ob6nagaeTr AO/MKHOW 6Guonoru-
Y«, KO aKTUBHOCTbI TOJ/IbKO MNPWU COXPaHHOCTU BCeEX YPOB-
111 cBOeW CTPYKTYPHOW opraHusaumun. AnmHHasa 6enkosas
MaKpOMOeKysa fo/DKHa 6biTb onpeAeneHHbIM 06pa3oM cfo-
MaM, T. e. OO/DKHa WMeTb onpefesieHHYH KOHopmauuio,
4YTOObl aKTUBHO BbIMOJIHATL CBOU (PYHKUUU WU ObiTb YCTOMYUN-
BOM K TemnepaTtype, KOHUeHTpauun BOLOPOAHbLIX WOHOB,
MOHHOW cune n Apyrum BHewHUM ¢dakTopam. Cnoco6HOCTb
e 6enKoBOW MoneKynbl K KoHGopmayuum (T. e. K o6pasoBa-
HUKO BTOPWUYHOMN, TPETUYHOW U YeTBEPTUYUHONA CTPYKTYp)
bIHNEUT OT ee MNEepPBUYHON CTPYKTYpbl, T. €. OT MNoOc/efoBa-
lenBNocTM M cocTaBa aMUHOKUCNOTHbLIX OCTaTKOB. [loaTomy
MOHATHO, 4TO JaXke ecNn WU3MeHeHWe KacaeTcd OLHOMW amu-
HOKWNCNOTbI, TO 3TO MOXeT pewwunTeNbHbIM 06pas3om oTpa-
UITbCA Ha LEeNoM psAge CBOWCTB Oenka.

113MeneHnsa, BO3HWUKLUME B TFeHeTUYeCKOM Koje, BOCMPO-
N NIOAATCA MEXaHU3MOM peninkauuu Tak XXe, Kak U1 Hopmalsb-
HbI Kog: «OWWOKM» nepepgarTca Mo Hacnefctsy. Mpu aTom
MexaHWu3M MWUTO03a, T. €. f[e/IeHUA KJ/eTOK, [eWCTBYyeT Kak
CBOEOOPA3HbI  «YCUNUTENb» — €AMHUYHOE  MYyTaLMOHHOE
Co6bITME B MOMOBOW K/eTKe, AaBweil Ha4vano HOBOMY opra-
WA WYy, CTAaHOBUTCA [AOCTOAHMEM BCeX KJ/1eTOK-MOTOMKOB.

bunoxmmunucckme cucTembl OpraHnu3amMa 4enoBeka pabortarT
ypes3BblYalMHO CMaXXeHHO, NO3TOMY WM3MEHEHWE CBOWCTB AaXe
O4HOro 6enika MOXeT pe3KO HapywuTb Uenbli pag PyHK-
unii. VMIMeHHO no3ToMy MyTauuum y yenoBeka— 3TO B 3Ha-
YTeNnbllOW Mepe natosormyeckne npusHaku. [laHHoe npa-
BUIO HENb3A MOHWUMaTb YMNPOLLEHHO, MOTOMY YTO KOHEYHbI
npu3HaK 3aBMCUT BO MHOIOM OT [eUCTBUA APYTUX TeHOB
(oT reHoTMNUYecKo cpeabl) N OT PaKTOPOB BHELLUHEW cpeabl.

CyUWHOCTb TFEeHHOW MyTauuum MOXHO paccMOoTpeTb Ha
npumepe CeprnoBUAHOKIETOYHOCTU. B pesynbTate myTtayuun
levia, kKognpyrowero ogHy M3 NONANNENTUAHBIX Lenen remoraio-
6uHa, aMMHOKMUCNOTa [AKTaMUH 3amelieHa BaJIMHOM, 4TO
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NPUBOANT K M3MEHEHWUID CBOMCTB remorsiobuHa. Ecnu Takon
reH 6yget nony4dyeH OT o6oux poguTeneii (T. e. ecnu opra-
HU3M 6yAeT FOMO3UIOTHbLIM MO 3TOMY FeHy), TO pa3BMBaeTcs
aHeMusa, T. e. B AaHHOM cfy4vae MyTayuusa NpPUBOAUT K MnaTo-
nornn. TleTepo3nroTbel (MHAWBUAYYMbI, UWMelOLWMe TObKO
OAVWH MYTUPOBAaBLIWNIN FeH) KINHUYECKU 340P0Bbl N YCTOMUYUBDI
K Mansapuun, Tak Kak MansapuiHbli nNnasMoauii He MOXeT na-
pasuTupoBaTb B 3pUTPOLUTAX C M3MEHEHHbIM FeMOr/1I06MHOM.
B MecTHOCTAX, rfge pacnpocTpaHeHa Manspus, Takon reH
noneseH.

HekoTopble MyTauun CyLLLECTBEHHO He BIMAKOT Ha nNpucno-
CO6/IeHHOCTb NOAEN U MNO3TOMY MOTYT LWWMPOKO pacnpocTpa-
HATbCA B Nonynaymnsax. Bce orpoMHOE KONMYECTBO CaMbiX pas-
HOOGpa3HbIX MPU3HAKOB 4YesiloBEKA — 3TO B KOHEYHOM cueTe
pe3ynbTaT MyTauuu reHoB. TakKOBbl BapuvaHTbl aHTUTEHOB
3puTpOUUTOB, NerMKouuToB, 6eNKOB naasMbl, (PEPMEHTOB U
T. 4. VIMEHHO MyTauMOHHas W3MEHYMBOCTb FEHOB ABNSETCH
OCHOBHbIM MCTOYHWUKOM Bapuauunm HacnefCcTBEHHbIX MPU3Ha-
KOB 4efnoBeka.

BaXXHbIM CBOMCTBOM MyTauuin sBASETCSA CcAy4darHbIN
XapaKTep WX BO3HMKHOBeHUA. He cnegyeT nyTaTb cny4daii-
HOCTb C 6ecnpUUYMHHOCTLIO. CAy4dalHbIi XapaKTep MyTauui
nposiBNseTca B TOM, 4YTO MNpPM BO3AENCTBUN MYTareHHOro
pakTOopa W3MEHSATCA pasHble TFeHbl U OTCYTCTBYeT CBA3b
MeXAy NpUpoAOA MYyTareHHOro areHTa M xapakTepom Kn3me-
HeHUA NpuU3Haka.

MyTayumum npomncxoadaT CAOHTAHHO C onpefeNnieHHOW 4ac-

TOTON. B MeAMUMHCKO TreHeTUKe pa3paboTaHbl cneymanb-
TABITVNLUA 1
YacToTa MyTauuii HEKOTOPbIX FEHOB 4enoBeka
Yncno
MYTaHT-
3aboneBaHue YacTtoTa myTauwni HbIX FameT
Ha 1 MAH.
AXxoHAponanmn 1«10~S (OdaHusA) 10
MuoToHuueckass  aucTpodmst 8= 106 (CeBepHas WUp- 8
naHgws)
PeTnHoGNacToma 8-10" ® (AHrnns, CLUA) 8
HelipodmbpomaTos MO 4 (CLUA) 100
remodomnus 3,2-10” "™ (JaHnA) 32
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TABOAWNLUA 2

YacToTa axoHjponnasuy u HeilpohubpomaTo3a
Cpean HOBOPOXAeHHbIX (gaHHble Mo CCCP)

YacTtoTa

. HoBgble CemeiiHble YacTtoTa
3iboneBaHVe HOBOPOX- MyTauyumm, cnyuvam, MYyTUpPOBaHUSA

1€ HHbIX % % B ramertax
Axomgnonasuvs 0,1 94 6 4,6- 106
1bldochmbpomaros 1,0 77 23 12,8 «10“$

LLK* MeTOAbl yyeTa 4acToTbl FeHHbIX MyTauunin. dakTmnyeckume
LIMIUC HO myTauuam HEKOTOPbIX reHOB nMnpeAcTaB/ieHbl B
T6N. | n 2. 3TN JaHHble MNOCTOAHHO MOMOJIHAKTCA.

Pa3nnuHble (hakTOpbl BHELWHEA U BHYTPEHHEW cpeAbl MO-
I\l noBblwaTe YacToTy MyTayuuin reHoB. OCO6EHHO aKTMUBHbI-
Il myTareHHbIMM dakKToOpaMMn $SBASAKOTCA MWOHU3MPYOLW,as
paguauyuns, pag XMMUYECKMX BellecTB, BUPYCbl. B xoae 3Bo-
nwoumn BblpaboTtanncb BHYTPEHHUe," reHeTU4YecKn 006YyC/oB-
NIeHHble MeXaHU3Mbl KOHTPOJIMPOBAHUA MYTauUWOHHOro npo-
uecca. lOCKONbKY MyTauun — OCHOBHOW MCTOYHWUK WU3MEH-
YMBOCTWU, OHWU [O0/IXKHbI BO3HUKAaTb Yy KaXAOro Bmga u myTa-
LULWOHHbIE WU3MEHEHUA [O0/MKHblI COXPaHATbCA B MOTOMCTBE.
110 nx He AO/MKHO BO3HUKATb CAULIKOM MHOr0, NMOTOMY 4TO
yaule BCero MyTauMm HapywarwT CA0XUBLWIMECA CUCTEMBbI
o|H NHM3ma. lNeHeTnUeckne (PakTopbl MOTYT B/INATL Ha UHTEH-
CMBHOCTb MYTaLMOHHOIO rnpouecca yepe3 PeEPMeEHTbI, yyacT-
BylOUilMe B CMHTe3e n pennukaumn AHK, a Takxe 4depe3 doep-
MEHTbI, yyacTByoUW,Me B cNeymanbHbIX MNpoyeccax penapaymmn
nospexaeHnin AHK.

Mpo6nembl, CcBA3aHHble C W3yYeHUEM MYTaLMOHHOrO
rnpouecca y 4esioBeka, LUMPOKO ocsBeuwianncb Ha KoHrpecce.
Oco6oe BHMMaHMe 6blJI0 06palleHO Ha WN3yYeHUEe MyTareH-
HbIX (pakTOpoB BHelwHel cpegbl. KoOHTponupoBaHue MyTa-
LVWOHHOIO npouecca, BbI3BAHHOT0 akTopamMy BHELUHEN
<poabl, Ba)KHelLlee Opyane B YMEHbLUEHNN TOro Bpeda, Ko-
ropbiii HeceT ¢ Cc060M Trpy3 HacneaACTBEHHOW NaTon0rnun
(I Odtepan, Hopserunsa). Ha KoHrpecce 6bl1 npepctasnenH
Oi pPOMMMMN  3KCMNEPUMEHTANIbHbLIA  MaTepuan OTHOCUTENbHO
XUMUYecknx akTopoB MYTaLMOHHOIO npotecca y 4yesnioBeka
(nekapcTtBa, NuuieBble 06aBKN, MecTULUAbI, MPOMbILIIEHHbIE
U XMMNYECKUE COeAMHEHUA) U MPOrHO3UpoOBaHUA ero agpgek-



M3 HUX o6napaldT MyTareHHbIM
penctemem Ha Knetkn denoseka (H. M. boukos, CCCP).

MosABneHMe OrpoMHOro KONM4yecTBa XUMUYECKUX coOe-
OVIHEHWIA, paHee He BCTpeyaBLUIUXCHA B npupoge, notpebosano
OT reHeTMKOB pa3paboTKM MeTO[O0B MPOBEPKM BeLLECTB Ha
MyTareHHOCTb W CUCTEM HabnwaeHUa 3a MyTauMOHHbIM
NPOLECCOM B 4YeN0BeYeCKUX MNonynaymax. 31U MeToAbl pas-
paboTaHbl, OHW BHeAPAKTCA B CaHUTAPHO-TUTUEHWUYECKYIO
npakTuUkKy. Hag wWXx CcoBepweHCTBOBaHWMEM MpPoOAO/MKaKT
pa6oTtatb reHetukm (O. Tasumma, AnoHwusa; KO. . AnTyxos,
CCCP).

Ha KoHrpecce cneynanbHOMYy pacCMOTPEHUID NoaBeprca
BOMPOC O MOJIEKY/IAPHbBIX MexaHU3Max MYTauUOHHOro npo-
uecca. bnarogaps rny60KomMy MNPOHWKHOBEHWUIO B MNpupoay
reHa B HacToslLlee BpPeEMS FeHEeTUKM MOTyT B ONpefenieHHOoM
CTeneHU ynpasAAaTb MHAYLUMPOBaHHbIM MYTauMOHHbLIM MpPO-
LecCOM Yy XO3AWCTBEHHO TMOJIE3HbIX OPraHuU3MoB, 4YTO Heo06-
XOAMMO MNPV BbIBEAEHUN HOBbIX hopM. N3 aTux paboT BUAHO
TakXe, 4YTO WMHAYUMPOBaHHble MyTauuMm — 3TO TOHKUMA WH-
CTPYMEHT MO3HaHUA CTPOEHUS TreHa.

MNHTepecHble maTepuanbl ObIIM NpeacTaB/ieHbl MO TeHe-
TUKe penapayuoHHbIX npoueccoB. CyuiecTBoBaHWe cneyu-
afbHOro pepmMeHTaTUBHOIO anraparta BOCCTaAHOB/EHUA U3Me-
HEeHHO cTpyKTypbl OHK 6bl10 M3BECTHO fAaBHO M3 3Kcre-
puUMeHTOB C¢ 6GakTepuamu. Torga >e OblIM MOSYyYeHbl faH-
Hble O TOM, 4YTO B C/iy4yae reHeTMYecKN O0OYCNOBMEHHbIX Ae-
(beKTOB penapupylownx GepMeHTOB MOBbIWIAETCS 4YacToTa
MyTauun. B nocnegHee Bpems y 4yesnioBeka O6Hapy)XeHbl Ha-
cneAcTBeHHble 3a601eBaHUSA, O4HUM M3 MPOSABAEHUN KOTOPbIX
ABNAETCA MNOBbILEHHAsA 4acToTa pa3pbiBOB XPOMOCOM, T. €.
XPOMOCOMHbIX MyTauun. OTO0 HabnwgaeTca Npu Takux 3a-
6oneBaHMAX, Kak MNUIMeHTHaa Kcepogepma, cuHapom Jlywu-
Bap, cuHapom bnyma, aHemMuss PaHKOHW. OTU 3ab60neBaHUA
NnpuBAeKNn K cebe BHUMaHWe uccrnepoBaTesield NoTomy, 4To,
Kpome crneunduyeckux KJAWMHUYECKUX TMPOABNEHWA, f[NA
HUX XapaKTepHa BbiCOKadA 4acToTa BO3HWUKHOBEHWA 3/10Ka-
YeCTBEHHbIX HOBOOOpasoBaHWW. [onnaHACKWIA wuccneposa-
Tenb [f,. bByTtcma npeactaBua  faHHble, CBUAETENIbCTBYHO-
uime o TOM, 4TO Takoe 3abosieBaHUE, KaK NMUTMeHTHas Kcepo-
Aepma, MOXeT OblTb 00YCNOBAEHO MyTauuAaAMW MO KparHewn
Mepe B 6 reHax, KOHTPONUpyHLWNX (epMeHTbl penapayuu.
MoHMMaHWe MeXaHU3MOB pernapayum MyTalLMOHHbIX MOBPEeX-
[EeHNIN NposnBaeT CBET He TOJ/IbKO Ha npupoay 3aTux 3abone-
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TOoB. OKas3anocb, uto 10%

MaHWA, MO M Ha HEKOTOpPble MexaHM3Mbl KaHLeporeHesa Wu
NMUNTUYECKOTO0 KOHTPOMA MYTauWMOHHOrO npouecca y 4eno-
NnckKa.

MoagBoasi MTOr COBPEMEHHbLIM MNpeAcTaBNeHUAM O MPUPO-
K MyTauumin y 4yenoseka, cnefyeT nogyvyepkHyYTb ABa Hambonee
Ha>XMbIX BblBOAA. BoO-nepBblX, MOHWMaHWEe MPUYUH N MeXa-
HU3MOB MYTaLMOHHOIO npouecca MO3BOMAeT cOo3f4aTb Hayu-
HO 06OCHOBaHHYI CUCTEMY KOHTPONA Haj MyTareHHbIMW
dakropamu BHellHel cpeabl. OcyulecTBieHME TaKOro KOHT-
ponsa NoMoXeT M36aBMTbLCA OT YacTU MyTauuii, ABNSAOLWMNXCA
nPMYMHaAMM MHOIFMX HacneacTBeHHbIX 3abonesaHuin (H. .
BoukoB, CCCP). Bo-BTOpbIX, MO3HaHWe pfeTane reHeTu-
UYCCKOTr0 KOHTPO/SA penapayuMoHHbIX MPOLEeccoB HECOMHEHHO
Hoauonur B 6yayliem paspaboTaTb MeTOAbl YNpaBaeHMNS CNOH-
lavHbIM MYTaLMOHHbLIM MPOLLECCOM.

HacneacTtBeHHble NpU3HaKM 4esioBeka. HecmoTpsa Ha ToO
4YTO Mbl elle ganekm OT rny6bokKoro nos3HaHWA CBOeil cobCT-
BEHHOWN OWOMIOTMYECKO nNPUpPOAbl, TEM HE MeHee YesloBeK
Kak O0OBbeKT TreHeTUKW HABNAETCA YyXe Haubosee noapo6HO
M3yyeHHbIM opraHusmMom. Ecnwm ocHoBaTenb reHetukn T.
MeHpgenb, aHanM3NpPys 3aKOHOMEPHOCTWU Hac/nefoBaHUA AUcC-
KpeTHbIX MNPWU3HAKOB Yy ropoxa, pacnonaran HeCcKO/bKUMU
Hapamu MPU3HAKOB, TO Yy 4esioBeKa 6e3 npeyBeMYeHUS W3-
HErTHbl YXe TbICAYM CcaMblX pa3HoOOOGpasHbiXx 6Guonormyec-
KX MNPWU3HAKOB W CBOWCTB, Hac/eACTBEHHble Bapuayuun Ko-
ropbix cny)aT npegMeToM ucCnefoBaHUA MegULUHCKOW re-
HETUKM W aHTPOMOreHEeTUKMN.

Fpy3 HacneAcTBEHHOW NaTosiorMm B MOMNYNAUMAX 4Yesno-
BeKa HeOoA4HOPOAEeH MO CBOEMY TMPOUCXOXKAEHU. MHorumne
HacneACTBEHHblIe aHOManuW NepeparwTCcs U3 MOKOEHUA B MO-
KO/leHne B TeYeHWe MHOIMX BeKOB. Tak, Mpu3Haku, Xxapak-
Tepusytouime CepnoBUAHOKIETOUYHYH aHemMutio (NpuU Hel Ha-

6n0falTcss HEKOTOpble M3MEHEHWUSA KOCTeW), HalaeHbl B
KOCTHbIX OCTaHKaxX HEONUTUYECKOro HaceneHns CpegnseMHO-
MOpbS.

1lekoTopble MyTauuun, BO3HUKLWIME KOrga-to y OA4HOro 4e-
N0OBeKa, pacnpocTpaHATCA B HEKOTOPbIX MNONynAaunsax B
pesynbTaTe «3pekta pofoHaydanbHuUKa». bnarogapa Tomy
UTO apUCTOKpPaTUYECKME CeMelcTBa Npuaasann 60bLIOE 3HA-
yeHVe CBOUM pPOLOC/IOBHbIM, UCTOPUSA COXpaHWNa npumepsl
ANVUTENbHOW nepefayn HEKOTOPbIX MaTONOrMYecKMxX NpusHa-
KOB W 0OCOOGEHHOCTeW B psAfy MOKOJIEHUIA: Hanpumep, Hac-
nefoBaHMe cuMm@anaHrum B OAHOM apUCTOKpPaTUUecKoM ce-



MericTBe B AHINUWM, HacnefoBaHme reModuamMmM B LapCTBYIO-
wnx cemencteax Esponbli. Cpean 6enoro HaceneHus HOAP
B HacTofAliee BpeMsa HacyuTbiBaetca okono 1000 nuy c
HacneacTBeHHbIM AedeKToM NUIMeHTHOro o6meHa — MO34-
Hell KOXHOW nopdupuein. Bce OHU ABNAKTCA MNOTOMKaMW
napbl ronnaHACKUX MMMUIPaHTOB, MoXeHwmBwwmxca B Kan-
CKOW npoBMHUMUM B 1688 r. Bce aTo npumepbl AUCKPETHbIX!
naTtoNorMYecKMX HacneACTBEHHbIX NPU3HakKoB. WX Hacne-
fOBaHMe noA4YnHAeTcsa 3akoHaM MeHpena, No3ToMy UX Ha-
3bIBAlOT MEHAEeNUPYWNMN NPU3HAKAMWU.

MyTaHTHbIE TeHbl pacNpPoOCTPaHAKTCA B MONYAALUAX B Te-
YyeHVEe ANUTeNbHOro BpemMeHW. YacTtoTa noABNeHUA 6ONb-
HbIX 3aBUCUT OT MHOTUX (PAKTOPOB: YNCNEHHOCTM nonynayuu’
KosimyecTsa nuy, obnagarowmx aTUMMU reHamm, CTerneH KpoB-
HOro poAacTBa CYynpyros, XxapakTepa HacneACTBEHHO nepe-
fgaun (N0 AOMWHAHTHOMY WU  pPeueccCUMBHOMY Tuny) u
T. 4. !

MHbIMN cnoBamMmn, nodABneHne 60NbHbLIX 00yc/noBNeHO pac
wenieHMemM WA cerperayuem reHoB B COOTBETCTBUU C 3a-}
KoHamu MeHpgena. o3ToMy 4acTb TeHeTUYecKoro rpysa,
obycnoBneHHas nepegalwWMMUCA U pacwennsrouwmMmMmnuca B
NOTOMCTBE reHamMu, Ha3blBaeTca cerperaumoHHLB M
rpysom OfHako 4acTb 60/NbHbIX WHAWBUAYYMOB [MOAB-
nAeTCcA B pe3ynbTaTe BHOBb BO3HMKAKWLWMX B KaXA0M HOBOM
NOKOMEHNN MyTauunii. MyTayumm TreHOB, BO3HWUKawUWMe 3a-
HOBO B KaXXAOM TMOKO/IEHWWN, COCTaB/AKT My TalWuOH}
Hbl rpys.

Y 4yenoBeka onmcaHbl BCe TUNbl HacnegoBaHWUSA, KOTOpble
M3BECTHbl MYy APYTUX OPraHM3mMoB, pasMHOXalLWmnxca nono}
BbIM MYyTeM,— AOMMWHAHTHbIW, PELECCUBHbIN U cLenneHHbIN 4

MONTOM. )
COoOTBETCTBEHHO ITOMYy ” HacneagCTBeHHbIE 60n1e3HU
O6yCﬂOBﬂeHbI AOMWHaAHTHbIMWN, pPeUecCUBHbIMMN W CUEMNJIEH-

HbIMW C MONIOM TreHaMmWu.

BakHeWwen 3agayveii n PyHAAMEHTOM MEAULMHCKOW re-
HETUKN SABNAETCA WHBEHTapusauusa LUCKPEeTHbIX, MeHaenu-
pyloLwmnx npusHakKoB 4venoseka. Ona Toro 4tob6bl mn3basuTE
Ye/iI0BEYECTBO OT TAXECTU TreHeTU4YeckKoro rpysa, MeaULUH-
CKas reHeTmka [OJIKHa 3HaTb BeCb 06beM 3TOro rpysa, 3a-
KOHOMEPHOCTWN ero pacrnpegesneHma no nonynaumam m ymet!
MPOrHo3nMpoBaTb ero gMHamMuky B U3MeHAlWemca mupe. E
HacTosdlWwee BpemMsa onmcaHo 0Kos0 3000 AWMCKPEeTHbLIX Hac
neAcTBeHHbIX  (MeHAenupyrLwmx) Npu3HakoB  4vesioBeka

TABOAVNMUA 3

LlunnMnka 06HapyOoHEeHUs HacneACcTBEHHbIX (MEHAENNPYHOLWNX)
NPU3HaKOB U 60Me3Hell y 4YenoBeka

Yuncno npusHakoB 1 6onesHem

I hii uncnegonallus

1958 I. 1966 r. 1968 r. 1971 r. 1975 r. 1978 T.
Ay TCOMHO-AOMUHaH- 285 837 793 943 1218 1489
Imbl N
l'IyTOE'OM HO-peLeccuB- 89 531 629 783 947 1117
HblIA
t lucurmubIzA ¢ X-xpo- 38 119 123 150 171 205
MOCOMOWM
Bcero 412 1487 1545 1876 2336 2811

MUNUTUbIK aMepUKaHCKUW TeHeTUK B. MaKKblOCUK 0Mny6-
NVKoBan KaTanor HacneAcTBeHHbIX TMPU3HAKOB 4enoBeKa-
i.0oiopbli MONONHAETCS C KaXAblM rogom (CM. CNUCOK PeKo,
McCUgyemon nuntepaTtypbl). B cBA3M C 3TUM BecbMa Mokasa-
mvii.iiu CBeLeHuNA, npueBegeHHble B Tabn. 3.

llporpecc B 3TOM 06s1acTM TeCHO CBA3aH C pasBUTUEM HO-
BbIX METOAOB W MOAXO0[0B B UCCAeAOBaHUM HacnefcTBEHHbIX
npmnsHakos. OCHOBHAas TeHAEHUMNA 3TUX NOAXOAOB COCTOUT B
IOM, 4YTOOGbl aHanNM3MpoBaTb HE CaM KOHEYHbI MNpu3HakK, a
0 Il/UmeHTapHble 6MONOrNYecKnUe cBoKicTBa, KOTOpble onpe-
AeNAKT ero pasBmMTME N HENOCPEeACTBEHHO KOHTPOMMPYOTCA
lcHamu.

Kak MOXHO Obl10 BUAETb U3 NpeablAyLWEro M3f0XeHUS,
KOHEeYHbIW NMpu3HaK ABNSeTCSA pe3ynNbTaTOM pa3BeTBEHHOM
uenu peakyuwuii, B KOTOpble BHOCAT CBOW BKAaj B3auMoaew-
«Tnne reHoB, BAUSAHMe (aKTOPOB BHeLWHeW cpegbl U T. 4.
MpepcrtaBieHNA TeHETUKOB 00 OTHOLWIEHWUAX MeXAY TeHOM
M NPU3HAKOM MEHAMNCL MO Mepe nporpecca reHeTUYeCKMX
3HAHWN: OT «O4UH TeH — OAUH NPU3HaK» A0 «OAUH LUCTPOH—
oAuH nonuvnenTug». KNMHWMYecKue nMpPosABAIeHUA NaToso-
rMYecKoro HacnegcTBEHHOro nMpusHaka SABNAKTCA MO CBOEN
npupofe ewe 60see CA0XHbIMU. Hanpumep, Takoh KAUHWU-
YeCKUN (peHOMEeH, KaK Cerncuc Mam NoBbllLEHHAas BOCAPUUM-
YUMOITb K MHMeKUNn, MoXxeT HabnwgaTbca y fetel ¢ pas-
NNYHBIMN (POopMaMM UMMYHOAEULUNTHBLIX COCTOSAHMWI. B paH-
HOM C/lyyae Cencuc Kak KAWHWUYecKOoe MPOSAB/IEHNE HE MOXET



CNYXWUTb B KayecTBe AUCKPETHOro HacnegcTBEHHOro MNpPU3-
Haka B CWU/y CBOel Hecneynm@pPmuyHOCTU M 3aBUCUMOCTU OT
MHOTMX APYTUX BHEWHUX NPpUUYMH. O4HAKO MOXHO NoKasaThb,
4YTO B PSAAE C/y4vaeB CeNcuUC CBA3aH C YeTKO OO6Hapy>XmnBaemMon
HacneACTBEHHO arammarnoby/MHeMunen, M N3y4YnUTb €e Hac-
nepoBaHue.

B coBpeMeHHOW MegMUUHCKOW TeHeTUKe YCTaHOBMUJICSA
NPUHUMN aHanms3a HacnegCcTBEHHbIX MPU3HAKOB Ha HECKO/b-
KUX YPOBHSAX.

MepBbIM YPOBHEM AB/IAETCA ONUCAHUE KIMHUYECKUX MpPOo-
ABNEHNI 60Me3HN. ITO — Ta peanbHOCTb, C KOTOPOW cTan-
KnBaeTca Bpay. OnucaHue HacnefCcTBEHHOW 60M€3HU Npb
3TOM [O0/IKHO BK/OYaTb B Ce6A TakKXe BCe JaHHble napaknu-
HUYECKNX unccnepgoBaHuii. 3agadvert aHannsa Ha 3TOM YPOBHe
ABNAETCA BblY/leHEHNE f[aHHOro 3aboneBaHUSA KaK K/AMHKU

YECKOW W HO30/I0TUYECKON eAuHULbI, OTNnun4yarowenca oT
CXOAHBIX.
MapaknMHUYecKMe MeToAbl MWCCNef0BaHUA MO3BOMSAKOT

NPOHWKHYTb B CYTb naTtoreHesa 601e3HN U NPUBNN3NTLCA
K TeM OWOXUMUNYECKUM, (PU3N0IOTNYECKUM, UMMYHONOMN-
YECKUM HapyLleHWUsM, KOTOpble fiexxaT B OCHOBE pa3BUTUSA
KNMNHWYECKOWN KapTUHbI. [eHeTnyeckKUin aHanmi rnofo6HbIX
HapyLweHNn no3sonset 60see TOYHO YCTAHOBUTbL MEHAENNPY-
oWy nNpupoay AaHHOro 3abonesaHms B cuny 6onbliein 06b
eKTUBHOCTM 3TUX MNoKasaTesnemn.

Cnepyrowum 3tanom aHanm3a Hac/eACTBEHHbIX Mpu3ma
KOB ABNAETCA MOJIEKY/IAPHO-TeHeTMYecKas XapakKTepucTuka
UX, T. €. BbIABJIEHME MEPBUYHOI0 anbTEPHATUBHOINO MPU3Ha-
Ka, MNepBUYHOro NOAUMENTUAHOINO NpoAyKTa reHa. TONbKO
pacnonarasa WHQopmaumen o 6esiKe, MOXHO TOYHO MNO3HaTb
npupoay reHeTUYecKoro M3MeHeHUA: Mpowusowsia M MyTa-
UMa B CTPYKTYPHOM TFeHe WIM B ero perynaTopHON uvacTu
BO3HUKAKOT /IN U3MEHeHNA B Oeflke 3a CYeT FeHeTUYecku fe
TEPMUHUPOBAHHbIX HapyLIeHU TpaHCKpUNuuUuM, npoleccuu
ra uwan TpaHcnayun. MimMeHHo 6narofapsa Takomy noaxoay rno-
3HaeTCca reHeTuyeckas npupoga HacnegcTBeHHbIX 60sie3HeN

Euwe B Havane XX BekKa aHrnunckmin Bpad A. lappo;
cthopmynupoBas NOHATUE O «BPOXAEHHbIX OWIMOKax meTabo
nM3Ma», un3ydas Hac/eACTBEHHOe 3abosieBaHWe askanToH
ypuito. MNpu 3Tom 3a6onesBaHn cpegn NpPoUYnX MpPuU3HaKos OT
MeyalTCA MOopaXeHWs CyCcTaBOB U TEMHbIA LUBET MOYU. XU
MWYECKUI aHanmM3 Mo4uu nokasan, 4TO B Heill B M3ObITKe CO-
LEPXWNTCA TOMOTreHTU3MHOBaA KUC/0Ta KakK NMPOMEXYTOYHbIN

28

NPoAYyKT o6bmeHa, KOTOpas B HOpPMe A0/1IXXKHa OKUCNATbLCA CO-
NrMCKTBYOWMUM hepmeHTOM. lpn 3TOM 3ab60neBaHUMN KMe-
«K H JedeKT oKcmpaasbl FOMOreHTU3MHOBOW KWUCNOTbl. Ta-
KUM 06pa3oM, KJMHMYeCcKMe NposABaeHns obycnosneHbl 6mo-
XUMUYECKUM [eheKTOM KOHKPETHOro depmeHTa.

)TO He eAWHCTBEHHbIN npumep. Mpu GEHNANNPOBUHO-
rpagnon onuroPpeHnn obHapy>XXmpaeTcsa WU3ObITOK PeHUN-
anaHMHa B MOYe U KPOBM, Ha OCHOBAHMUM KOTOPOro cTaBAT
AnarHos. Ecnu uvsydyaTb HacnefoBaHMe 3TOro 3abonesaHus
MMW.KO HO KIWHUWYECKMM MNposABAeHUAM, TOo OyaeT BecbMa
3anyraHHas KapTuHa, TMOCKONbKY pasHble KAWHUYecKue
npuv UWKN He ABNAKTCA abCoNTHO xapaKTepHbiMu. Ewue
60nee ycnewHbIM OyaeT reHeTUYeCcKUin aHanus, ecam MOXXHO
nccnefoBaTb He KOHEYHbI MPOAYKT HapyLeHHOW 6mnoxu-
MWYECKOW peakunn, a aKTUBHOCTb (pepMeHTa, OTBeyarLlero
3a MeTab0/nM3M 3TOro NPOAYKTa.

M3n0XeHHble Bblle MNPUMEPbl OTpaXakT COBPEMEHHbIN
NPUHLUMN  U3YYeHUA HacnencTBeHHbIX 6onesHen. WMeHHO
6narogaps emy B nocnefHuve rogbl Oblia packpbiTa npupoga
| pynHbl 3aboneBaHWUi, Ha3blBaeMblX MYyKOMonmcaxapupgosa-
MH, pacwudpoBaHa npupofa remoriobuHonatuii, pasgene-
Hbl 60M1€3HN yrneBoAgHOro obmeHa m T. f.

TOYHbLIA FeHeTUYeCKUM aHanm3 HacnefCcTBEeHHbIX 60/e3-
Hell C yKas3aHHbIX MeTOLUYECKUX MO3ULWUA packpbli nepeg

reHeTUKamMuy HOBOe HanpaBneHWe wuccnegoBaHUim — npo6ne-
My TeHEeTUYECKOW TreTepoOreHHOCTU HacneACTBEHHbIX 60ne3-
neit. T[IPUHUMN TEeHETUYECKOM TreTepPOreHHOCTN SABNSAETCA

BaXHehLWwmm o0606uleHNEM MegULMHCKOW reHeTukn. OH co-
CTOUT B TOM, 4YTO CXOAHble MO KAMHWUYECKUM MPOSABNEHUAM
3aboneBaHUa MOryT OblTb Bbl3BaHbl MyTauuMssMU B pPasHbIX
reHax WIM MHOXECTBEHHbIMW annensaMmun O4HOro reHa. rete-
pPOreHHOCTb HacneAcTBEeHHbIX 60ne3Heil ocHOBaHa Ha Mone-
KYNApHO-TeHeTNYeCKMX 3aKoOHOMepHOCTAX. Kak yXe yka-
3blBanocb, 6monornyeckas akKTMBHOCTb 6e/KOBOM MaKpPOMO-
NeKy/nbl B KOHEYHOM UTOre onpepensieTcsd cocrtaBoM M pacno-
NOXXEHMEM aMWUHOKUCAOTHbIX OCTaTKoB. MyTaumsa MoXxeT
TPOHYTb MpPaKTMUYeCKN by KOANPYHOLLYH eaAvHULY B
JIK, 1 310 NpuBefeT K CHMKEHUIKO UM yTpaTe aKTUBHOCTU
6enka. lNeHeTmuyeckass reTeporeHHOCTb MOXeT ObliTb 06Hapy-
KeHa Ha BCeX YMOMSHYTbIX YPOBHSAX aHasni3a HacnieaCcTBeH-
HbiX 60/1e3He, 0AHAKO TOJ/IbKO W3y4YeHUe MNepBUYHbLIX MNpPO-
AYKTOB reHa (6enKoB) gaeT TOUHYH U fAeTasnbHYK MHpoOpMa-
LU0 O HO30/10TMN 6GONE3HU C TFEHEeTUYECKOW TOUYKU 3peHuns.



HoBble MeTOoAbl WcCCefOoBaHUA BHEC/U 3HAUYUTESbHbIN
BKNag B W3ydYeHWe TreHeTUYeCcKOW reTeporeHHOCTW Hacnepg-
CTBEHHbIX 3a6oneBaHUM. OAHUM U3 TaKUX MeTOAO0B SABNAETCAHA
n3yvyeHme TreHeTMYEeCcKOW nartosiorMm Ha KJeTOYHOM YPOBHE.
[leno B TOM, 4YTO He Bcerga HacneACTBEeHHbIV AedeKT 6MoXun-
MWUYECKON Mpupoabl MOXeT OblTb 06HapyXeH B 6umonormyec-
KNUX >XWAKOCTAX — KPOBWU, Moue, /iInkBope. Hepeako nep-
BUYHbIE BUOXMMMYECKNE HapPYLUEHUS 06Hapy>XUBatOTCA TO/b-
KO B KY/bTUBUPYEMbIX KjeTKax 60sbHOro. bnarogaps wc-
NoNb30BaHUIO KY/NbTUBUPYEMbIX KNEeTOK B MNoc/iefHee Bpems
Obl/IN He TONbKO BbISAB/IEHbI MEPBUYHbIE OBUOXMMUYECKUE MO-
paXeHwus, HO N packpbiTa FeHeTUYeckKass reTeporeHHoOCTb UX.

Ang MHOrMx MeHpennpyrwmnux npusHakoB XapaKTepHbl
euie M Takme OCOBEHHOCTWU, KakK NAeroTponmMa M MU3MEeH4Un-
BOCTb B nposaABaeHun. o nneotponmein MNOHUMAKT MHO-
XXECTBEHHOCTb 3(pheKTOoB 0AHOro reHa. Ewo ob6bscHAeTCca cy-
wecTtBoBaHME TeHEeTUMUYEeCKUX CUHAPOMOB. Tak, Hanpumep,
cMHgpom MapdaHa ABAAeTCA TUMUYHBIM MEHAeNpPYyrWwmnm
3abonesaHuemMm, 00YCNOBNEHHbIM OAHWUM TreHOM. B cocTas
3TOr0 CMHApPOMA BXOAAT pa3sHoOOpasHble KIVMHUYECKUE MPU3-
HakKW: BbICOKMW POCT 3a CcYeT AJIMHHbIX KOHEe4YHOCTel, TOH-
Kue nanbubl (apaxHopakTuaAmMAa), NOABbIBUX XpyCTanunka,
NMOpoK cepfua, BbICOKNUIA YpPOBEHb KaTexo/laMMWHOB B KPOBW.
MNHorga nnenoTtponusa 06bACHAETCA TeM, 4YTO MYTaHTHbIN
reH nopaxaeTt Kakow-nmb6o 6en10K, HEO6XOAMMbIA ANA BbINO-
HEeHUs pasHbIX PYHKUW. Tak, npu cuHgpome MapdaHa no-
narakwT, 4YTO apaxHoOAaKTUNUSA, MNOPOK cepaua M NOABbIBUX
Xpyctanuka cBsi3aHbl C Ae(eKTOM COeAMHUTEe/IbHOW TKaHW.

MHorga nNpuYnHbl NNeioTponnun yCcTaHOBUTb TPyAHON.
Tak, npu cnHapome Xonta — Opama MOTyT ObiTb TAXENbIl
BPOX/AEHHbIA MOPOK cepaua v POKOMeNnma pasInNYHOm cTe-
neHn. CeA3b MeXAay 3aTUMKU gedpekTamMm HesdcHa. Ha npumepe
3TOr0 CMHAPOMA MOXHO BUAETb U APYTY 0COBEHHOCTb MEH-
OeNVPYOLWUX CUHAPOMOB — WU3MEHUYMBOCTb  MPOAB/EHUSA.
OnwuncaHbl cembn c cuHapomom Xonta — Opama, B KOTOPbIX
y OAHOro MNOPaxXeHHOro OTMeyaeTCd HECKO/NIbKO THAXeNblX
MOPOKOB, a Yy APYIMX — He3HauuTeslbHble U3MEHEHUSA KOocC-
Tel 3anfAcTbA, 06Hapy>XXMBaeMble TO/IbKO PEHTIeHO/I0rNYeCcKMU,
N HapyleHua cepaeyHOM MpoBOAUMOCTU 6e3 KAMHUYECKUX
nposiBeHNn. Takaa M3MEHUYMBOCTb B NMPOSABIEHUN KOHEYHbIX
NMPM3HAKOB TeHEeTUYEeCKUX CUHAPOMOB MOXET 3aBUCETb Kak
OT Haanuma [ApYyrux TreHoB (OT TreHOTUMMUYECKOW cpepnbl),
TaK M OT ((PaKToOpOB BHELIHeN cpepabl.
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Ilii KoHrpecce BOMPOCbl KNMHWUYECKOMN TrEeHETUKWN, CBS-

VM.t n3yyeHnem MeHAENMNPYOWNX 60Ne3HEN, MPUBNEKIN
HIOT yyacTHUKOB. B pgoknaje W3BeCTHOro reHeTuka
I' u]rllkHuka (CLUA) 6binn npepacTaBfieHbl yoeanTeNbHble
HA . «M. M,CTa TOro 3Ha4YMTeNbHOro BKNaga, KOTOPbIA BHO-
elll KAMHUYecKass reHeTUKa B MOHWUMaHWe Hac/eACTBEHHON
HNW'.'"HH UM, BKJItlOYaa AMArHOCTUKY, JiedeHUe M npodunak-
.+ 1IKv  KoOHrpecc nokasas TakKXe, UYTO FeHeTUYeCKUi aHanus
1 VXKTKH H ero 3aboneesaHWin B HacToslee BpPeMsa A[OCTUT
K* M"OMYaMnMom TOHKOCTWU W TNYyOUHbI. BaXHellwewn 3agauden
MMUTUYECKOro aHanmsa Nwboro opraHuima sBASeTCA CO-
M.MMWU TEHETUYECKOI KapTbli XPOMOCOM 3TOrF0 OpraHusma,
| « ycTaHOB/MleHWE CBA3W MeXAay npusHakammn, reHamm wu
MoMIOXKEHNEM WX B WHAMBUAYaANbHbIX XpomMocomax. Takue
KMUp3bl CO3[aHbl reHeTUKamu AnA 6akTepuodpara, KuLeyHoMn
MWIOYKN, APO30PUNBbI, MbILLX, HEKOTOPbLIX pacTeHuin. B no-
e'legkne K) net AOCTUTHYT OrFpPOMHbIA NMpOrpecc B KapTupo-
M.HMLL XPOMOCOM 4efnioBekKa. PaHblue ObINN N3BECTHBLI TOILKO
| | pyuHbl cuenneHNs reHoB y yenoseka. Ceiyac y 4yenoseka
mtccl Mol BCe 24 rpynnbl CuenieHUsA, OTHECEeHHble KO BCEM
ypnMocomsaM, a B X-XPOMOCOMe nokanusosaHo okosio 100
HUTKU .JloKannu3oBaHO W MHOIT0O TeHOB, OTBETCTBEHHbIX 3a
pwnnumble HacneAcTBeHHble 3abosieBaHUA. OTOT MNporpecc
«M.L AOCTUTHYT 6narogaps WUCMoONb30BaHUK MeTOAOB FeHeTu-
e/ COMATUYECKUX KMEeTOoK, aHasim3ly pPOAOC/AOBHbLIX C MpuUume-
0o HOM OBM ¥ ucnonb3oBaHWIO reHeanornyeckoro aHanusa
M couyeTaHuUM C U3ydYeHMeM pacnpefesieHNsa pPasINYHbIX
npyv HAKOU MapKepoB B CeMbAX 60/IbHbIX CO CTPYKTYPHbIMU
nepecTtpoiikamu XPOMOCOM. 3HaHMUA O CLUENJEHUUN TEeHOB U
HY 'HW,.l,wnauynu B XpOMOCOMAax BeCcbMa MoJe3Hbl An4 gua-
rmo( rMkKu, B YaCTHOCTW NpeHaTa/ibHOW, HacnegCcTBEHHbIX 60-
nesHem,

MoaBoAa UTOr HawWWMM 3HAHUAM O HacnNeACTBEHHbIX MpU-
waknax 4esioBeka, HeO6X0AMMO MNOAYEPKHYTb, UTO 3TU 3Ha-
HUS ceiiyac NpPUGAMXKAKTCA K TOW TOYHOCTW, KOTOpas Ao-
MUNYTA NPU U3YYEHUU 3KCNepUMeHTaslbHbIX OPraHuU3mMoB.
<XWNOHHaA TeHAeHUWA B U3YYEHUWN HAaCMELCTBEHHbLIX NPU3Ha-
KOB 4efnoBeka, KoTopasd obecneywnsia 3Ty TOYHOCTb, COCTOMUT
N erpcMAeHNH wuccnefoBaTb He KOHEYHble MPU3HaKKM, a WX
| UybMNHBLIA BUONOTNYECKNA 6asnc — MNePBUYHbIE MPOAYKThI
reHoB.

B3anmogeiictBme reHoB. HecMoTpsi Ha TO 4YTO MPU FeHe-
r’MYecKOM aHasim3e OpraHM3M KakK Obl pacysieHAeTCcA Ha OT-
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AenbHble Npu3Haku (6e3 3TOro reHeTUYeckuUin aHanms 6bin |
6bl HEBO3MOXeH), Ha camMOM fJefie OH npeacTtasnaser co-1
601 UeNnocTHyK cucTemy, KoTopas ob6ecneymBaeTcAa B3aun-lI
mMofaeiicTBMeM reHoB. Takumm o6pa3omM, A9 MNOHUMaHUA'me-1
XaHW3MOB pa3BUTUA NPU3HAKOB, 0CO6EHHO MaTosioruyeckmnx, |
3HaHWe B3aMMOLEeNCTBUA FeHOB SABNSAETCA 0COBEHHO BaXHbIM. |

MepBbI Nepuog pasBUTUA TFeHETUKW XapaKTepusoBasncs j
M3yyeHMem HacneACTBEHHOW pJeTepMMHauuMm npusHakos no |
NPUHUUNY: «OAWH TeH — OAWH MpPU3Hak». Ha cmeHy Takomy |
CXeMaTUYeCKOMY nMpeacTaB/leHNIO MNpuWao [pyroe: «oguH |
reH — HeCKOJ/IbKO MPW3HaKoB, a OAWMH MPU3HAK — HeCKOoJb-1
KO reHos». B pa3Hoo6pa3HbIX FreHeTUYECKUX 3KcrnepumeHTax!
O6blIN HaKOMeHbl (PaKTbl, TOBOPALLME O HaINUYUMN HeCKO/b- |
Knx dopm B3ammogenctema (anuctas, moaudukayusa, KOM-
nneMeHtauusa). OHU 6blIM OBGHapyXeHbl U Yy 4YyenoBeka npwu!
HacnefoBaHMM HOPMasbHbIX MPU3HAKOB W Hac/nenCTBEHHbIX!
6onesHen. OQHaKO MpM 3TOM OCTaBasiNCb HEACHbIMWU Mexa-1
HNU3Mbl B3aMMOAencTBUSA.

CoBpeMeHHbI Nepunoj pa3BUTUA FTEHETUKN XapaKTepusy-
eTca Haya/oM NMOHMMaHWA B3aMMOLENCTBUSA TeHOB Ha ypoBHe!
NepPBUYHbIX 6e/KOBbIX MPOAYKTOB FEHOB, WIN Ha OMOXUMMW-
yeckom ypoBHe (J1. N. KopoukuH, CCCP; K. MapkepT,!
CWA). B 10 Xe BpemMA cfnefyeT OTMeTUTb, YTO B OT/IMYUNE
OT AOBONIbHO MNOJIHbIX CBEAEHUMA O CTPOEHUM U PYHKLUUN OT-
AeNbHbIX TreHoB (BMMOTb A0 WX WCKYCCTBEHHOrO CUHTe3a)
npeacTtaBieHNs O B3aUMMOAENCTBUM FTEHOB B PasBUTUU LLeNOCT-
HOro opraHu3Ma BCe elle OYeHb HeyeTKue. M3BECTHbl NULLb
HeKOTOpble 3BEHbA nMpouecca pas3BuUTUA. eH KOHTpPONUpPYyeT
pasBuTue MNpu3Haka 4yepe3 UeNbli pAg MNPOMEXYTOUYHbIX
3BEHbeB, KOTOpble B CBOI O4epelb KOHTPOJIMPYHTCA reHe-
TUyeckn. Pa3BuTme opraHusma, T. €. MOABMEHUE PaA3IUYHbBIX
NMPM3HaKoB, nOpoucxoauT 6Gnarogapa anddepeHUMnanbHOW
aKTMBHOCTM TreHoB. CorsacoBaHHaa paboTa COBOKYMHOCTM
BCeX reHoB (reHoma) NPMBOAUT K Pa3BUTUIO CMIOXKHbIX KOHeuY-
HbIX NPW3HaKoB opraHmsmMa (ero dpeHoTuna). BaxHenwunmn!
NPOMEXYTOUYHbIMW 3TanamMn paboTbl KaXAoro reHa siB/SOTA
CA TPaHCKPUMUMA W TpaHCAAUMA. STU NpoLeccbl OoCyLW,ecT-i
B/IAKOTCA C NMOMOLLbIO (PEPMEHTOB, CMHTE3 KOTOPbIX TakXe 3a-:
nporpamMMmupoBaH B Hac/leACTBEHHbIX CTPYKTypax. Yxel|
34ecCb JO/MKHO ObiTb B3aMMOAeWCcTBUE TEHOB.

Benok (TouyHee, nonuvnNenTug) ABASAETCA MEPBUYHbIM,
npusHakoMm. CTpPYKTYpHble, TpaHCMNOPTHble O6enkn un gep-
MeHTbl, B3auMogencTBya Apyr Cc ApYyrom, co3gatwT ocTallb-,
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inil , 6unee cnoXxHble NpPM3HaKM opraHmsma. Bce 3atu 6enku
. liinbl BblpabaTbiBaTbCA B ONpefesleHHOM MecTe, B orpe-
MLWINM' BpemMs U B ornpefeneHHOM Ko/simyecTse. BoT novemy
M hi MWaHbIX (opM B3aMMOLEWNCTBUA TeHOB HABNAETCHA
I" I\aBnMn fAencTBnua CTPYKTYPHbIX FeHOB. B TO Xe Bpems
M UWMUMCACTBHE MOXeT O6blTb M Ha YpPOBHE NPOAYKTOB re-
N111 naxe KOHEYHbIX MPWU3HAaKOB, KaK YMNOMWHaNochb
W.TH WMeHHO 3TN (OopMbl B3aUMOLENCTBUSA ObINN OMMUCaHBbI
mHayana y 3KCNepuMMEHTa/IbHbIX XXUBOTHbIX, a 3aTeM Yy 4eno-
Il Ha (KomnnemeHTaymnda, anucTas, MoguduKaumsa).
\ BbICIUMX OPraHM3mMOB Ba>KHbIM (PaKTOPOM, MPW MOMOLLMN
|'4ii,i MHOrokneTo4HOro opraHmamMa B3aMMOAEWNCT-
Buunu apyl c gpyrom, 6yayym npocTpaHCTBEHHO pa3obLuieHbl
a [M(nn4YHbIX KNeTKax, TKaHAX W opraHax, ABMAKTCA rop-
B KNneTKax-MULLIEHAX WNMeKTCH cneunanbHble oenkun-
" inwopbl, o6pa3oBaHME KOTOPbIX HaxoAUTCA NOL KOHTPO-
"'M ©n HOB [OPMOHbI cneundPryecKkn COELUHAKTCA C ITUMU
6egkamMmn, W KOMMJEKC TOPMOH — peuenTtop TpaHCMnopTu-
py OH B aApo, rge OH cnocobeH akKTUBUpPOBaTb (pepenpec-
npornaH.) WA YyrHertatb (penpeccupoBaTb) (PYHKLMOHUPO-
BaMHI pa HW,|X reHoB. Takum ob6pasom, 6narogaps B3ammo-
[eNCTBUIO FEHOB Ha pa3HblX YPOBHAX AOCTUraeTcAa TOYHOE WU
OCB rpor peryampoBaHue peakuMi opraHmM3aMa KakK Ha n3Me-
BHYTpPeHHeN cpefbl, TaK U Ha BHeWHUe (akKTopbl.
NMoHMMaHue MNPOLLECCOB B3aMMOLENCTBUA TEHOB OYeHb
HahiBo ANsg nNoHMMaHWA naToreHe3a HacneACTBEHHbIX 60-
4 wew, NOTOMY 4YTO HEKOTOpble FeHbl MOryT ycuamBaTb, a
npyTte ocnabnaTtb AeWCTBME OCHOBHOIMO MaTONOrM4YecKoro
Mwa Ha Hoii ocHoBe MOryT paspabaTbiBaTbCA MeTOAbl fe-
UrnBB HAacNeACTBEHHbIX 601e3HEN.

COBPEMEHHbBIE METO/bI

INMYUYEHUA HACNEACTBEHHbIX
BEOJNIE3HEN

| UWHUKA 4esioBeKa, KakK W ApYyrne Haykun, ABUXeTCA TON-
ml aMvH B LWBUCUMOCTU OT pa3paboTKM HOBbIX MeTOAO0B WM
- "rHEBHbIX YCOBEPLIEHCTBOBAHWUI yXe  UMerLWnxca

MHAT. Takue coOGbITUA B COBPEMEHHOW reHeTUKe Mpouc-
n'NMM BCe 4alle, 4YTO U AaeT OCHOBY TeM cepbe3HbIM yHpAa-
nccnefoBaHUAM, KOTOpble MpPoOBeAeHbl B re-
"<HHY 4yesnoBeka. MegunuunHcKaa reHeTMKa HaxoguUTCca B Npu-
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BUErMPOBAHHOM MOJIOXEHUW, MOTOMY 4YTO OHa MOMNONHSAET-
CA OA4HOBPEMEHHO MeTogaMM U CcYyryb6o reHeTUYeCcKUMU, U
MONEKYNAPHO-6MOOTNYECKUMU, N NapakKINHUYECKNMN.

C KOoHUa npowsoro sBeka Ao 60-x rogoe X X CcTONeTnAa B
reHeTUKe 4esloBeka WCMNONb30BanM TPU OCHOBHbIX MeT0Aa,
KNTNHUKO-TeHeanornyecknin, 61M3HeL0BbI, NONYNSALUOHHO-
ctaTucTuvyecknini. OCHOBHble 3aKOHOMEPHOCTU Hac/eACTBEH-
HOCTM 4YenoBeka ObINM N3YyYeHbl 3TUMM MeTOofaMWU. VIMEHHO C
MX MNOMOLLbI OblIN OTKPbITbI MHOFOYMUC/EHHbIE DOPMbI Hac-
neAcTBeHHbIX 60n€e3He, U3y4YeHbl UX TUMbI Hac/lefoBaHUA,
o6HapyXeHOo HacneACTB YHOe nNpeApacnosiokeHne K 6ones-
HAM. B nocnefgHue rogbl yNnoMsaHyTble TPU mMeToga Oblin A[O-
NOJIHEHbl HEKOTOPbIMM YCOBEPLWEHCTBOBAHUAMMU, KOTOpble
CYLLECTBEHHO MOBbLICUAIN WX pa3pewaroline BO3IMOXHOCTMU.
B To Xe BpeMA HapsaAy C yayylleHUeM TpaguLUOHHbIX MeTO-
AOB MegULUMHCKas reHeTuUkKa NonoJsiHANacb HOBbIMWU Mepcrek-
TUBHbIMW MeTOof4aMW. LUTOFeEHETUYECKMM, TeHeTUKM coma-
TUYECKUX KNEeTOK, MONEKYNAPHO-TEHETUYECKUMMN.

Hunxe 6yaeT onucaHa CyTb MepevYUCNeHHbIX MeTO[O0B B
COBPEMEHHOM nMpeAcTaBieHUN. LiNToreHeTUYecKUn MeToO[
onwucaH B rsase 3.

KAWHMKO-TeHeanornvyeckuin meton. dTOT MeTO[ BKAOYaeT
B ce6a aHanun3 poAOC/OBHON, T. €. NPOCMEXKUBaHNE NpU3HaKa
nnn 6one3HN B ceMbe. Bpaym faBHO M LWWMPOKO MPUMEHSANU
cb60p cBeAeHMI O POACTBEHHMKAX, MCMNONb3ya WX ANS nocTa-
HOBKW AwnarHosa, ANs MNporHosa 3aboneBaHuii. Hanuuue B
ceMbe OAWMHaKOBbIX c/ny4dyaeB 3aboseBaHMA MofAcKasbiBan
Bpadyy wucKaTb OAWHAKOBble BHYTpPeHHWe (HacnefCTBEHHble
UNN BHELWHWE MPUYUHBLI 3TOro. MpocToro paccMoTpeHUs Ha-
cnheposaHuA 34ecb 6bI1I0 HeAOCTaTOYHO, MO3TOMY ObliIM pas-
paboTaHbl MeTOAbl CNeunanbHOM CTaTUCTUUYECKOM 06paboTKy
JaHHbIX A8 [fOoKa3aTenbCcTBa HacneacTBEHHOW Mpupogbl 3a-

6oneBaHMs wn onpefeneHNs Tuna WX HacnefoBaHUsA. 3TwU
MeToAbl SABAAKTCHA a3byKol CcOBpeMEHHOW MeAULUHCKON
FreHEeTUKMN.

UTo XXe HOBOTro MOSABUIOCb B KJWUHUKO-TeHea/rlornyeckom
mMeToae? Beab C HEro Havyanocb WM3yyeHUe HacneacTBEHHOCT
yenoBekKa, U He MCYEpPNasnCb M €ro BO3MOXHOCTU? Mpexpa
BCEro Heo6XO0AMMO NOAYEPKHYTb MPaKTUYECKYH LEeHHOCT
3TOro mMetToda B TPaAMLUMOHHOM BUAe AN COBPEMEHHOTO Bpa
ya B OTHOLUEHWM AUNATHOCTUKM 6onesHeil. Bonee Toro, Knu
HWKO-TeHeaslornyeckuii MeTod MONIHOCTbID COXPaHSAEeT CBO
nosvunum u AN HayudHbiXx Uenei. OH ocTaeTcsas OAHUM U
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® Jnun.\ MeTo40B B KIMHNYECKON reHeTuke. B 60nblInHCTBE
| | enpeactaeBneHHbIXx Ha KOHrpecce, NCrnosib30Banca Kan-
"LU|" l«aHanoru4vyeckuin MeToa.
" 'a\uTeHune 3TOro meTtofa, WUAM ero cCoBepLIeHCTBOBaHWUeE,
|[in nH ©n HekoTopbiXx 60/siee COBEPLWEHHbIX CTAaTUCTUYECKUX
'a "OpHO6OTKM mMaTepuana m ocobeHHO B 60siee TOYHOM
npocnexwveBaemblX B POAOCNOBHOW NpuU3HakoB. Ecnu
"M HAW Mpaynm MOrnuM m3ydaTb TOJIbKO HacnefosaHue 3abo-
M NannuH KakK KJAMHWNYEeCKON eauUHULbI (Kap/IMKOBOCTb, Femo-
I" Tkv wm | g.), T. e. KOHEYHOro NPOAB/IEHNA HaCNeLCTBEH-
""H aHomanuun, TO Tenepb MOXHO nMpocCAeAnTb Nepepgauvy
(HAXUMNYECKNX, WMMYHOJIOTUYECKUX, 3N1eKTPOPnN3NO0/I0rn-
n APYrux npusHakos (UAM CUMNTOMOB). IOTU NPU3-
H'| N nepBnyHO oTpa)kalT U3MEHEHUS NPU Hac/ieACTBEHHbIX

1 "nx a, cnepgoBaTesibHO, 60/1ee TOYHO FOBOPAT O CYyTU
M'1lwn NWeHHOro nopaxeHua. Taknm o6pa3omM, COBPEMEH-
" JOMavHe 4JIeHOB PpPOAOC/IOBHOW BK/AOYaeT BeCb

OAHMbIM  ONA  KOHKpeTHOro 3aboneBaHMsa KOMMeKC

1" Ha HHHCMbIX napak/iMHMYEeCKUX TeCTOB, UNN MaTOreHeTUu-
«+. IH TemHeH, 6narogapsa 4yemy 60/1ee TOYHO OMNMUCHLIBAKOTCH
11 C e yeckoro nonmmopdgmama (pasmax npossre-
HUW), TONOAMNUUNEHHOCTb CUMNTOMOB, Hanbosiee BblpaKeHHble
......... Kne npusHakun, Tun HacnegosaHmsa. Hanpumep,

|I" aiiai MUCTUKM HacneACTBEHHbIX POPM OIUTOPPEHUN NPU-
M "MMn  unccnegoBaHuUe aMMHOKWUCIOT B MOYe U KPOBU
i | llpaeuyononbckasa, CCCP), a ana anddepeHUnanbHOM
M NMMYHOLEULUNTHBLIX COCTOAHWIK — XapakTe-
1 H U nammdounToB, YpoBeEHb UMMYHOT/106YNMHOB
.................. la. e,H (KO. M. NlonyxuH, P. B. lNetpos, CCCP).
O e M Mewpa. OTOT MeTo4 OCHOBaAH Ha CpPaBHEHUWU

"‘sY" yn WHI" Npu wukom y ABYX rpynn 61U3HELOB: WAEH-
""HH.X MHIOTHbIX) M HEUAEHTUYHbLIX (AU3ZUTOTHBIX).
R (17 S B N NUITMYHble G/IN3HELbLI MMEKT OAHU N Te Xe
Min IrH HHLII- XapaKTepucTuku (reHoTUNbl), MNOCKOJ/IbKY

"HM "Mpa Uiim H Ml ogHO 3MroTbl, pa3feneHHON nononam.

H"|"H HN A WwYyHeybl pasBuBarwTCad W3 ABYX OMMNO0AO-
"Y' umn MWUH KNEeTOK, H, c/iefoBaTe/ibHO, OHU KaK 6paTbd
"1 L 1 cpegHem 50% oAauMHaKOBbLIX reHoB. Ecnwn

Mpu LMK HamatuHeTca y obomx 6NU3HELLOB, TO Takas napa
""" o anmnkopAaHTHOW. W MAaeHTUYHbIE, N HEU[EHTUY-
Hr" 1e"| "" Ta MOryTt 6bITb KOWMKOPAAHTHLIMU WUAN AUCKOP-

.......... 1" neT, KOMKOpPAAHTHOCTW MO HAacAeACTBEHHO
"6V. m.macmnbeiM npusHakam OypeTt Bblwe Y WUAEHTUYHBbIX
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6nn3Heyo0B. CpaBHeHUE CTEMEHW KOHKOPAAHTHOCTU Yy ABYX
rpynn 6/7M3HeL0B Mo3BoAAeT CcyaUTb 06 OTHOCUTE/IbHOM
BK/1afle HacneACTBEHHOCTU U cpeAbl B KOHKpPeTHble (DOPMbI
naTtos0run.

B 30-x rogax ¢ nomouw,bio 6/51M3HeLOBOro Metopa 6bina]
MmokasaHa Hac/fliegcTBeEHHass MNpPeApPacno/IOXKEHHOCTb K TU-
MepToHU4YecKo 60ne3HN, A3BEHHOM 60/1e3HU, GpOHXManb-
HO acTMe u Aapyrum 3aboneBaHuaAM. DTOT MeTO4 Aasl OYeHb
MHOro AN o6ui,ero MOHWMaHMSA B3aMMOOTHOLUEHWUSA Hacsen-
CTBEHHOCTU U cpefbl. OAHAKO ceiivac OH NMpPUMeHseTcA peako,
HECMOTPSA Ha 60/blWIME BO3MOXHOCTU OMpefeneHns pas-
NNYHbIX TEeHEeTUYECKMX MapKepoB.

Ha KoHrpecce Haunbosnee MHTepecHble paboTbl ¢ MNpuMe-
HeHueM 6/71M3HEeL0BOr0 MeTo4a OTHOCU/INUCL K MUCCNef0BaHUAM
MNCUXNYECKUX PYHKLWUIA B HOpME M MaTo/iIorTnKnN, FeHeTU4YecKon
06yC/IOB/IEHHOCTM XapaKTEepPUCTUK 3/1eKTPO3HLedanorpaMmm
(M. E. BaptaHsaH, CCCP; ®. dorenb, PPIN).

B npakTu4yeckoi paboTe Bpaya 6/711M3HELOBbIA MeToA KakK
TakoBOW He npumeHdAeTcAa. OgHaKO HeobXo4MMO MOMHWUTbL C
KOHKOpPAaHTHOCTM 3ab6oneBaHuii y 671M3HeLOB, o0cobeHHa
yacTo Yy UAEHTUYHbIX. 3aboneBaHne y 04HOro U3 61KM3HeL0!
AO/HKHO HACTOPOXXUTb Bpaya B OTHOLWIEHMU BO3MOXXHOCT»
nosiB/lIeHNS 60JIE3HUN Yy APYFOro U HEeO6XOAMMOCTU aKTUBHOWM
(ancnaHcepHOro) Ha6bnwAeHNA 3a HUM, a MHOTr4a N Ha3Hade
HUA NpPOo(PNNaKTNUECKOr0 /eYEHUS.

MonynsyMoHHO-CTaTUCTUUYECKUIA  MeToA. ITOT  METO;
3aK/lo4yaeTcs B mccnefoBaHUM MNPU3HAKOB B 60NbLUUX rpyij
nax, pas/inyaruimMxca N0 HacneACTBEHHbLIM XapaKTepucTu
Kam’ (pacbl, Hauunm, 3THUYECKUEe TPyNMbl, U30NATbI) WIN YC
NoBuAM >XU3HW. Kak npaBuno, 6paku 3aksoyarmTcsa B orpa
HUYEHHbIX rpynmnax, pasfesieHHbIX APYF OT Apyra reorpa
hnyeckn wunm coymnanbHo (MX HasbIBalOT NONynALUSAMN)
3TO MPUBOAUT K TOMY, UYTO Hac/leACTBEHHbIe XapaKTepPUCTUK!
OL4HON TrpynMbl OT/INYAKOTCA OT TaKOBbIX APYroW rpynnbl.

MonynALMOHHO-CTAaTUCTUYECKUI MeToL MNO03BONIAET U3y
yaTb 3HayeHWe HacnefCTBEHHbIX (PaKTOpPOB B aHTpornoreuve
3e, 4acTOTy HacneACTBEHHbIX 60/ie3Hel, pPoOJib Hac/eACcTBEH
HOCTWU W cpefbl B pasBuUTUM 6ONe3Hel C HacnefCTBEHHbI
npeapacrnonoXeHmem, MPUUYUHBLI pPasHbIX YacToT Hacne;
CTBEHHbIX 60/1€3HeN B reorpaPmyecknx 3oHax WM B pasHbl
nonynaumax. Bce 3Ty BONPOCbI OYeHb aKTyasibHbl B COBpe
MEHHON reHeTUKe 4YefnioBeka W, KaK MokKasanum matepuan!
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pen a, BaXHbl A1 MPaKTUYeCKOro 34paBoOXpaHeHUus
(I I' Twntep ¢ coaBT., CCCP).
Hn cnoXkHocTK  NOonNynsauMOHHO-CTaTUCTUYECKOTO MeToja
M MHHUMMNOTCA B HAacTosliee BpeMsa 3a CYeT HaKoMnaeHUs
-""MO0 (paKTM4UecKOro matepuana yyYyeHbIMU pasHbIX CTpaH
1 mMeXxayHapogHON yHUUKauMM MeTo[0B, XpaHEeHUs
«MM.HIOW MHOPMaLMM 1N BO3MOXHOCTEW YyAO0OGHOro nosb30-
M "M» Y CHO C MOMOLLbIK 31EKTPOHHO-BbIYNC/IUTENIbHbBIX MalUUH.
MpumepaMmn NOAOGHbLIX PaboT MOryT OblTb PErNCTP XPOMO-
aHomanumn (4. bopraoHkap, CLUA), peructp Ha-
...... 6onesHen (A. Amepun, BenukobputaHus).
MeTnbl TreHeTUKM COMaTUUYECKUX KJ/IETOK. ITU MeToAbl
"HMM Ha TOM, 4TO reHeTM4YyecKue mMccnegoBaHmMsa BefyTcs
in Na ypoBHEe LENOCTHOro opraHM3Ma W ero NOTOMKOB a
MM \poune OTAENbHbIX KNETOK. OTO CTas0 BO3MOXXHbIM Mocne
B 'NMennu TeXHUKU KYyNbTUBUPOBAHUA KJEeTOK 4esioBeKa
Pywmnma v co3gaHnsa cCeNeKTUBHbLIX NMUTaTeNbHbIX cpes
| paHHUM NPUMEHEHUA METOAO0B TEeHEeTUKU COMaTUYeCKUX
1 ,1X 3HayeHMe W3 roga B rog pacwunparwTca. IOTO0T
panHa MN-Mepb Ha3blBalOT KNEeTOYHOW reHeTukon. Ha KoH-
"I "My OblI MOCBSILLEHbI LeNble 3acefaHuns.
I hi mMOHMMaHUA TeHeTUYeCcKNX 3aKOHOMEPHOCTEM Heo6-
"LI/HMD n3yunTb npusHakm B MOKONEHUAX, a AN 3TOro Hafo
"®m "MIHOPOAHbIV C FeHeTUYeCKOW TOUYKM 3peHNs matepuan.
1m'a riy/iyi KynbTUBMPOBATbLCA OOHOBPEMEHHO pasHble
1 ... m 11 HEeBO3MOXHO M3y4yaTb HacnefoBaHWe MPU3HAKOB.
P'MeHWUble MeTOAbl KY/bTUBUPOBAHUA KNETOK 4enoBeka
"pAWN3MH MO3BONAKT Mojay4vyaTb B HeorpaHMYeHHOM
....... MOTOMCTBO OT OAHOW KNeTKMu
| » Mbl  B30HMpOBaHUM). |akum o6pasom, wuccnegoBaTesb
1 "] miyum n. nepBnYHbIE NPOAYKTbI reHa B 60/1ee YACTOM
llopraHnsme, rge oHM cpasy B3aMMOLENCTBYIOT
m " p|M\ T MMM MHOTMX reHoB. OTO AaeT BO3MOXHOCTb M3yyaTb
"1 Hi" 'W/wm3BeHHYO 06YCNOBNEHHOCTb, B3aMMOAencTBME C
"" WTEBHAMWN, MEXaHWU3M AehcTBUSA U T.A4.

"PVI UMM

11" HbIHHe LWKOMOB HAacneACTBEHHOCTU Ha COMaTUYeCKUX
ii‘ieiiuix | \we. IBeHWO pacwmpunoce ¢ pa3paboTKo metona
" 11"Mpugwn 11pHmepHO 10 net Hasag 6bin10 06HapyXxe-
“"Marmyeckue KAeTKU B Ky/nbType 06beAUHATCA,

BO3MOXHO [A/1A KJ/IETOK pas3HbIX WHAMBUAOB Of-
* 1 OHO >Xe BMAa WAuM faxe pasHblX BUAOB. Aapa KNeTok
"'lmBmB nl N, XpOMOCOMHble Habopbl 06beauHAOTCA. Takue
MIOPUAbI COMaTUYECKMX KeToK o6nagatT cBoicTBamu 060-



MX NCXOAHbIX K/ETOK M XOPOLUO pasMHOXXalTCHa B KynbType.
CnepoBaTefnibHO, B MOAOOHbIX K/eTKax MOXHO M3yyaTb Ha-
CNeACTBEHHYIO nNepegavyy wWAM MposiBJieHNEe WUMMYHONOIN-
YEeCKUX, BUOXUMUNYECKUX, LUTONOTNYECKUX N APYTUX NPU3-
HakoB. MeTog rmbpugmsaumm okasasicd OCO6EHHO LEHHbIM
ONA TEeHEeTUKM 4YenoBeKa, MOCKOJIbKY 3KCNepUMeHTaslbHble
6paku y ntogei HeBO3MOXHbl. NMpuMeHeHMEe MeTOA0B Kre-
TOYHOW TeHeTUKU paclmMpuio COBpPeEMEHHble MpeacTaB/ieHUsA
0 NnokKanumsayumum reHoB B XpoMOcOMax 4YesioBeka, O B3aMMO-
OeNCTBMN NPOAYKTOB pasHbiX FEHOB WIN WX Bapuauuni.

MonekynsspHO-reHeTUYeCKME MeToAbl. IOTU MeToAbl MOo3-
BONAKOT OMUCbIBaTb M3MEHEHUS B CTPYKType U (YHKUUAX
HYKNEWHOBbIX KWUCNOT B HOpPMe U Npu HacneAcTBeHHbIX 60-
nesHax. Cwfda OTHOCATCHA MeTOoAbl BblAeNeHUSA U CUHTe3a re-
HOB, U3y4dyeHUe PYHKUMM TEeHOB B YCNOBMAX in vitro, BBe-
JeHne TeHOB B ApYyrue KAeTKU. 3TO pe3Ko YBESIMYN/I0 BO3ZMOX-
HOCTU W3Yy4YeHUA HacneacTBEHHOCTUM 4esioBeKa U MpuUpoabl
HacneacTBeHHbIX 60se3Heln.

C nomouwbio MOJIEKYNAPHO-TEHETUYECKUX MeTOL0B OTKPbI-
Ta uenaa rpynna HacneACTBEHHbIX 60ne3Hel, CBA3aHHbIX
C HapylleHMeM BOCCTaHOBWUTesNIbHbIX npoueccoB B [OHK
(4. Knuneep, CLUA; 4. OAxepmaH, CLUA; A. byTtcma, Hungep-
naHgbl). WX nNpuUMeHAT ANS  U3YYeHUA HeKOTOopbIX Ha-
cnepcTBeHHbIX 60/1€3HEN C HEBBLISCHEHHBLIMU XapaKTeEpPUCTU-
KaMn MepBUYHbIX MPOAYKTOB rFeHa U MX Mnocrefytowmnx npe-

BpalwleHuin. [MopobHble wnccnepoBaHusa B CCCP BepayTca ¢
TakKuMun, Hanpumep, 3aboseBaHUAMMWU, KaK Tasaccemus, re-
naTtosieHTUKYNapHas JereHepaumns (C. A. Inmbopckasd;

C. A. Heiidax, CCCP).
B 3akfoyeHne pasfena 0 COBPEMEHHbIX MeToAax W3y-
YeHUs HacneACTBEHHbIX 6o0ne3Hen cnefyetr MOAYEPKHYTh

3HayeHMe mMaTeMaTM4YeCKUX MeToAoB. B reHeTuke BbIgenstoT |
crneumanbHbI pasgen; matemMaTU4yeckyto reHeTuKy. Ha KoOH-;

rpecce 6bl10 NpeAcTaB/IeHO MHOrM0O COOOGLWEHMIA MO NPUMeEHe-
HUIO MaTemMaTMUYeCKMX MeTOAOB B pPa3HbIX 06/1aCTAX FeHeTUKH,
B TOM 4Uunc/iie B TeHeTUKe 4esioBeKa.

MaTemaTnyeckme W OCOBEHHO CTAaTUCTUYECKME METOAbI
BCerga WKUPOKO MCMOb30Banncb B reHeTuke. C UX NOMOLLbIO
6bl1N OTKPbITbl OCHOBHbIE 3aKOHbl PacnpoCTPaHeHUs TFeHOB
B Nonynaumnax, nepefavym reHos B cembsAx. Ceiyac maTtema-
TUYeCKMUe W CTaTUCTUYEeCKMe MeToAbl MPUMEHSAKTCA LwWupe B
CBA3N C HOBbIMW BO3MOXHOCTAMW 3/1EKTPOHHO-BbIYUNCINTENb-

HOM TexXHUku (d. dorenb, PPI).

j

J
j

HACNEAOCTBEHHBIE BOJIESHUA

11"po6bHO TOMYy, KaK Hac/nefcTBEHHOCTb 4esioBeKa MHOroob6-
IMnT no ceoeii opraHmsaunn, PyHKUUAM, MHOFO06pasHbl ”
*1 natonorunyeckue sapuaymun. Ymcno HacneAcTBeHHbIX 60-
M We orpomHo. [laxe wuMX KpaTKoe oOnmcaHwe 3aHUMaeT

TUrenbHble MO 06beMy KHUTKU. HacnencTtBeHHble 60/1€3HMU
npeacTtaBsieHbl BO BCeX MeAULMHCKUX crneumanbHocTax. bo-
[< TOro, HacnepctseHHas Martosiorva Mo CBOeEMY TMpofABJie-
HUIO rak MHOroo6pasHa, 4TO A1 NpPaBU/IbHOW MNOCTAHOBKM
NMMrHoya, Kak npasuno, TpebyrTca YCUNINA MHOrMMUX cne-
NNNANCTOB, U 3TUM HacNefCTBEHHble G0/IE3HU «MIOXU», €C/Nn
M"/KMNO TaK cKasaTb, N5 HbIHELWHero atana pasBuUTUSa Meau-
LUWMHCKOWM HayKu, XxapakKTepusylollencsa Bce 60nbLUein cneumna-
an Tumeinn. [axe ecnm 03HAKOMWUTb yuTaTesnieih TONMbKO C He-
CKU No onmcaHHbIMK (B mocnegHne 5—6 neT) U N3yYeHHbIMU
Nt PoacTBeHHbIMU 60/1€3HAMU, TO ANA 3TOro noTtpeboBasioch
OM npenctaBnuTe 0K0oNO 150—200 HOBbLIX HO30/IOTMYECKUX
(Jropm.

Mony4yeHHana pa3HbIMM criocobamy oOLEHKa pacnpocTpa-
HTWOCTU HacneACTBEHHbIX 60Me3Hel B nonynayunax 4yenose-
|n okasbiBaeTca BecbMa CyLW,ECTBEHHOW, cocTaBnsaa 1,5—

" TONbKO ANA MeHAenupylouen HacnefCcTBEHHO naTono-
rmu (reHHble 6o0ne3Hn). CBeeHNST O XPOMOCOMHbIX 60M1E3HAX
np! M rnefeHbl B [APYrom pasfenie HacTofAWero c6opHMKa.
| HIO 0oOnee BblpasuTeNbHass KapTUHa BbIPUCOBbLIBAETCHA MpPWU
|'v NHe KOHTWHreHTa O6O0NbHbIX KJAWHUK, OCOOGEHHO neawva-
ipimeiKHx. Tlo-engnmomy, B cpefHem pno 20% KOe4yHOro
<"ncn! 60bWKUHCTBA AETCKUX KJINHUK NPUXOANTCHA Ha 60/b-
HbI\ |’ HacneaAcTBEHHOW naTofornein. B remaTonormyeckux
| wnnkax, Hanpumep, cepbe3HYK Mpob6seMy COCTaBAAT
-(pepounTtapHble U HecepounTapHble TEMOJIMTUYECKUNE aHe-
nw, o6ycnoBfeHHble fedeKTamnm MemMbpaH 3IPUTPOLLUTOB,
/KpnuHTOM 3puUTpoLMTapPHbBIX (IEPMEHTOB, a TaKXXe MHOro-
. [ TeNHbIMN  HapyweHUssMU B CTPYKTYpe U CUHTe3e ue-
HeH lemorno6bunHa (remornobmHonaTtnum). Hepegkn Hacneg-
eTeMHble HapyLleHUsa CBepTbiBAaHUSA KPOBWU, U CPean HUX B
MepHyto odvepeab remocunna A n B, 6onesHb BunnebpaHpa.

N peTckoih Hedponormm wWwecTb OCHOBHbIX TPynn Ha-
e N MINeHHbIX 3a60n1eBaHN NOYeK POPMUPYIOT KOHTUHTFEHT
BOJIbHbIX [OETCKUX K/JUHUK. OTO MOPOKU PpPasBuUTUA MoYeK
(annatun nouyek, OETCKUMA MNOMIMKUCTO3 MOYEK W coyeTaHue

TMMNKNOrrosa noyvek ¢ ou6po3om nevyeHu, hakomaTtosbl C Mo-
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paXxeHnemM NOYeK UT. A4.); HaAc/NeACTBEHHble HehponaTum, nNpu-
BOAALLME K XPOHUYECKOW MOYEYHOW HefoCTaTOUYHOCTU (CUHA-
pombl AnbnopTta n Npoka), gpyrme tybynonatmm (noyeyHo-
KaHanbueBble aunaosbl M paj CUHAPOMOB, BKJ/IKOYALWMUX
Tybynonatmuu); HacneacTBEHHble Heponatum npu page 60-
nesHe obmeHa BewecTtBs (LMCTUHO3, OKcano3, 6onesHb Pab-
pu, nmnogucTtpoduu, TUPO3NHO3 N T. 4.); 60Nes3HN ckesneta ¢
nopaxeHuem noyek (runodgocdarasnsa, akpoocTeosn3, OCTeo-
nopo3s u T. 4.); No4vyedyHokameHHas 060/e3Hb KaK cnejcteuve
UUCTUHYPUWU, TANUUHYPUN, TUNepKanbuuypumn, ankanToH-
ypum wn T. A. Oo 50% paeTcko cnenoTbl 06YCNOBMEHO
HacneACTBEHHbIMM haKTopamMu, MPUMEPHO TaK Xe o6cTouT
OEeno ¢ AeTCKOW TNyxoTOo.

BepoATHO, HeT HeobXxogMMOCTU pfafblie MPOA0XKATb
CMMCOK HacneAcTBEHHbIX 60Me3HeN, XapaKTepPHbIX N He pefd-
KX ANA TeX UAn gpyrnx KAnHuk. M3 npumeefeHHbIX npume-
pOB XOPOLUO BMAHO, 4YTO Mpobrema HacneAcTBEHHON MaTo/o-
MM BO BCEM ee MHOroobpasmm yxe ceiiyac CTOUT BO BeCb
pocT nepeg MeAULUHON, N He TONbKO ee TEOPETUYECKMM pas-
[enom, HO U nepej NpakTUYeCKMM 34paBOOXpaHeHWeM. 3TO
nosiokeHe 6bIN0 0CO6eHHO nog4vYepkHYTO Ha KoHrpecce.

MpepcTtaBnaeTca 6osiee uyenecoobpasHbIM OCTAaHOBUTHLCA
Ha HEKOTOPbIX OCHOBHbIX MYTAX U3YYEHUA MeHAENNPYHOLLNX
HacneACTBEHHbIX  3aboneBaHui. «MeHgenupyrouwme»  Ha-
cnefAcTBEHHble 60M1€3HU OTAMYAOTCA OT APYrOA HacnencTBeEH-
HOW naTonormm (XpPOMOCOMHOM, FEHOMHOW W MynbTudakKTo-
puvanbHOW) TeM, YTO UX HacnegoBaHWe NOAYMNHAETCH 3aKOHaM
MeHpaena. 3TO O03Ha4yaeT, UTO OHU 0OYC/IOBNEHbI U3MEHEHUNEM
OLHOW 3/leMeHTapHON efUHULbI TEHETUYECKOro Matepuana

reHa, a WX 3TUONIOTUYECKUMUN haKTopaMn HABNAKTCA MY-
Taumu.

HacnefAcTBeHHbIW MaTepwuasn, WAW TeHOM, 4esioBeka, Tro
CaMbIM CKPOMHbIM nogcyetam, cofepXuT 6onee 100 OO0
pasHbIX reHoB. B HacToAuwee BpPemMA W3BECTHO MPUMEPHO

1500 reHHbIX HacneacTBeHHbIX 6o0nesHei. Laxe ecnnm wnsme-
HeHue (MyTaums) Tonbko 12 wacTu reHoB, T. e. MPUMEPHO
10 000, moXkeT o6ycnosnuBaTb pa3BUTUE HaCNeACTBEHHbIX
6one3Hen, TO /Ierko cebe NpefcTaBUTb, KaAK MHOTO eLe HYXHO
caenatb, 4TOObl HAY4YUTbCA AMArHOCTUPOBaTb, MOHMMaTb Na-
TOoreHes v paspabartbiBaTb MeTOAbl JIeYEeHUA A1 3TOr0 pasHo-
o6bpa3nsa HacneaCcTBEHHOW NaToNoOrnu.

CyuwecTBytoume Knaccupumkaumm HacneACTBEHHbIX 60-
ne3Hen HecoBepweHHbl. OHUM YUCTO MexaHU4YecKn o0b6beauHA-

no

"" 1 1'fin TNcHNbIC 60n1e3HN obmMeHa BewiecTB ¢ 60/s1ee MHO-
""" 3a601eBaHNSAMUNCUHAPOMAaMU, ANA KOTOPbIX
" 6MOXMMMYUYECKUIT AeddeKT HEeW3BECTEH Ha OCHOBa-
pHOro nopaxeHWsi OpPraHoB WX CUCTEMbl Op-
1 eemmmBl/1HO, UTO B OCHOBEe KJjaccudukauum Hacneg-
""" < MaTo/IornnN A0JIKEH fieXKaTb 6UOXUMUYECKMNIA NPUH-
, 11 1 "Il oTpa>kaeT CyU HOCTb W3MEHEHW, 0B6yCcN0OB-
'iniiB.in  npoABfieHMeM MYTaHTHOIO reHa.

Mcrogngnrnyeckom OCHOBOW WU3y4YeHWUS 3TUOMOTUKM U Na-
"| HacneacTBeHHbLIX 60/1e3HE ABNAETCA COBPEMEHHOe

"Im I |[NnnneHne o reHe U ero PYHKUMAX.

I H ObINIO MOKa3aHO Bbille, B HacTosiLLee BpeMs cxema
in nun mill perynaunn 6enKOBOro cMHTEe3a BbIrNAAUT B
" N up laTOYHO CNOXKHOMN KapTUHbI C MHOXXEeCTBOM 3Taros,

n'pegb NoafarOULUXCA TFeHeTUYeckonm perynaumn!
O4HaKO, 4TO A/ BO3HMKHOBEHUSA /1060r0
" " 1BeHHOro 3aboneBaHusa NepBOHaYanbHO AO/KHO ripo-
B MnfieHeHune (MyTaumsa) B reHe, KOTopoe OypeT nepe-
B B | MOKONEeHUA B NoKoJieHne. PYHKLUNA reHa cocTto-
......... ynpasJ/IeHNN CUHTE30M ONpefesieHHoOro dpepmMeHTa Wan
‘ a, B MyTauMoOHHOe WM3MeHeHWe B reHe npuBegeTr K Ka-
m' e[ UHOMY WM KOJINYECTBEHHOMY HapyLUeHWI0 B CUHTe3U-
| 6e/IKOBOM NpoayKTe. B OCHOBe MeEHAENUPYIOLLETO
B IBeHHOro 3aboneBaHWs Bcerga [OJIKHaA /eXaTb My-
........... U3 MHOXXecTBa reHoB 4yesioBeka, 4YTo MPUBOAUT
mBC 6enka (B 3Ha4YUTeNIbHOM 4acTun cny4daeB gep-
X s . *i0 ABNSieTCA OTMpPaBHOW TOYKOM B pPasBUTUUN A/INH-
- B pa TC LWENHON uennu cobbliTU, NPUBOAALWLUX B KO-
" o 1 K PasBUTUIO CNOXXHOMN KAWHWUYECKON KapTUHbI
jiilOiOleltailllll.
len o IniHIO nce 6onee rAybokKoro MNPOHUKHOBEHUS B

B HacnegCTBEHHOM NATONOMMM MOXHO MNPOAEMOH-

"1'™1" "in 1 HM NpuMepe HeCKONbKUX (HOPM HacneaCcTBEHHbIX

m vB ‘iiioiiiiuinmiii. M3yyeHune remornobumHa y 60/bHbLIX C

R aHemMumell MO3BONWAO AOKasaTb, 4TO
1 nunwn leiia NpuUBOANT K CUHTE3y WU3MeHeHHOro o6enka.

1'"r" pH" 11[4c1Hasag 6b1210 YCTAaHOBJ/IEHO, YTO reMoOri106mH

-HUX C CepnuwlAHOK/IeTOYHON aHemuel (S) oTnmn4yaeTtcs
# HopMasibHOro remorno6uHa (A) TONILKO TeM, 4YTO B onpe-
tnnt noxxeHun O0-uenn (remorsiobMH B3POC/bIX, WU
mmi N8HOHH A, coaep>XnT 2a-uenu n2 0-uenun) BMecTo rayra-
HIM}|O1 KUCNOTbI COAEpP>XUTCA BaJ/IMH, T. €. eANHCTBEHHbIM
B B TBMEeM MyTauum reHa, KOHTPONMPYHOLLErO0 CUHTE3
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(3-uenn remorno6buHa (146 aMMHOKWCAOT), OKasasocb 3ame-1
weHne OAHOWM aMWHOKMCAOTbI. Bcnepn 3a remorno6uHom S|
O6blIN ONMcCaHbl Agpyrme aHomasbHble reMOrno6uHbI, B TOM!
yucne remorno6mH C, D n 1. o. Ceiivac M3BEeCTHO 60NbLIOE*
KONMYeCcTBO aHOMa/ilbHbIX FeEMOrN06UMHOB C eAUHUYHbIMU 3a-|
MEWEeHNAMN aMUHOKUCIOT B a-, pP- U HEKOTOPbIX APYTrux
Luenax remorno6uHa.

CxogHbiM 06pa3oM MOTYT M3MEHATbLCA Apyrue 6enkn dep-<
MEHTAaTUBHOMN WUNN HedpepMeHTaTUBHOW npupoabl. Mpu atom!
pasHble (opMbl MOryT 06yc/noBAMBaTb WHOr4a COBEPLUEHHO:
OAVWHaKOBble MaToreHeTUYeCKMe WU3MEHEHUS f[axe Ha Mosne-1
KYNApPHOM YpPOBHEe.

N3 Bcex HacneacTBeHHbIX 60Ne3Hel TONbKO Ans remorno-1
6uHOMaTMM  yCcTaHOB/IEHbl MONEKYNApHble AedekTbl. [And]
OTHOCUTENIbHO He6OMbLIOIo YKncna 60ne3He HalgeHbl aedekT-
Hble 6eNKW, HO He BblAICHEHa elwe MONeKynsapHasa npupojaa;
pedhekta. Cpeam HacneacTBEHHO WU3MEHEHHbIX 6en1KOB, 06YycC-j
NoBNUBaKWMUX pa3BuTUe HacnegcTBEHHOW nartonorumn, Haj
MeEPBOM MecCcTe CTOAT diepMeHTbl WU KopepMeHThbl. B obuiei]
CNOXHOCTN pepMeHTaTUBHbIN fAedeKT m3ydeH ana 160— 170]
HacneACTBEHHbIX 60Me3Hel. B UX 4yncne Takme OTHOCUTESIbHO!
pacnpocTpaHeHHble HacneACTBEHHble 60/1e3HU, KakK deHun-1
KeTOHYypua (peHmMnanaHMHrngpokcmiasn), ranakrtosemma*
(ranakTto30-1 -chochaTty pugnntpanHcepasm), MyKononumcaxa-1
pungos tTnna Il (cynbchonaypoHusg cyneatniol) n 6onee pea-|
Kne HacneCcTBeHHble 60M1e3HW, HanpuMep MOYeYyHO-KaHalb-,
ueBbli aunao3 ¢ rnyxotoi (yronbHasa nHrugpasza B), 60l
Ne3Hb, CBA3aHHasA C HakKonjJeHMem wnwkKoreHa, Tun VII:
(dbochodhpyKTOKMHA3a MbIWK.), TMepemMexarowaaca aTakcud]
(nupyBaT gekapb6okcunasa).

PAap HacnencTBeHHbIX 3a60n1eBaHUM eMU3MNH € HapYLWeHUs-
MU B CTPYKTYpe U APyHKUUKN 6enkKon nedpepMenTaTUBHOMN
npupoabl. K HUM OTHOCATCA:

1) KoarynonaTtuun, Takue, Kak adoubpumnHorenemmn (paktop
| cBepTbiBaHUA KpPOBU), rinioiipoipomowk'mua (paktop Il
cBepTbiBaHMA), paecbmuyut dgaktopos V, VII, VIII (remodu-|
nua A), IX (remocbmnua B), X, XI, XlIl, cpnépunHctabunmn-1

supytoutero dpaktopa, gepununt am nrpoméuna 111w geduunt :

HefaBHO OGHaApPYXXEHHOTOo ele 0OAHOTO MKTPU CBEPTbIBAHUSA
KpoBun — dhakTtopa [llaccoBOiA;

2) HapyleHWs TPaHCMNOPTHbIX T«Mbl.B
TEMHEMUA, aHaNbbyMuUHeMNH,
aTpaHcepuHemuns,

néetnnunonpo-

remornobuHonaTumm,

42

MaKpouuTapHas

aHanbManmMnonpoTenHeEMNSA, |

aHeMmnsa (HefOCTAaTOYHOCTbL TpaHcko6anamuHa Il), nepHUUKO3-
Haa aHemMusa, 6onesHb BunbcoHa (AedeKkT uepynonnasMmmHa);

3) pedekTbl NeNTUAHbLIX TOPMOHOB, B TOM 4Yuc/le roOpMoHa
pocta U comartomenunua,

4) pedpekTbl KOonnareHa wm cBA3blBalOWUX 6en1KOB — aH-
AporeHcBsa3blBalOLLero 6enka npu CUHAPOME TECTUKYNSAPHOM
dheMnHM3aUMmM 1 6enkKa, CBA3bIBAIOLLETO NUMNOMNPOTEUHbI HWU3-
KOW MJOTHOCTM nMpwW ruvnepamnonpoTtenHemunm Ttumna |l.

B nocnegHwue roabl MHTEHCMBHO MPOBOAUANCL UCCefOBa-
HWUA HacneACTBEHHOM naTonorvm, o6YCnOBEHHOW Hapyuwe-
HUAMM Oo6MeHa XxosecTtepuHa. Cpegnm HUX Ha MepBOM MecTe
(N0 yacToTe, KAWHMUYECKOW, OGUOXUMUYECKOW W reHeTuyec-
KOM MN3YYEHHOCTWU) CTOUT CeMeilHass TruMnepxonecTepmHemuns
(cMHOHWUMbI:  runepnunonpoTenHemnsa |, runep6etannno-
MPOTEUHEMMNSA, CEMEMHbIA TUMEPXONECTEPUHEMUNYECKNIA KCaH-
ToMaTo3). Ee KNMHMYEeCKUMN MPOABEHUAMN SABNAOTCA KCaH-
TOMaTo3, B TOM 4WUC/Nle CYXOXWNbHbIW, artepomaros3, cTap-
yeckasa pyra Ha porosuue, uwemmyeckada 60/e3Hb cepaua,
obHapyXwuBawu,asaca y 60nblwINHCTBA 60/AbHbLIX B MOA0AOM
Bo3pacTe. buoxmmunuyeckm 3aboneBaHue XapaKTepusyetcs
NOBbILLEHHOM KOHLUeHTpauunen B nNnasme JUMNOMNPOTENHOB
HMW3KOM MJIOTHOCTU, B TO BPpeMs KakK Konunu4yecTBo coconmnu-
[OB N TPUTNULUEPULOB OCTaeTCcA B HOPMaJibHbIX FpaHuULax.
HacnepyeTtca cemelHas rmnepxonecTepMHeMmUs ayTOCOMHO-
AOMUWHAHTHO, 04HaKO romMO3UTroTbl MOpaxXeHbl 60/1ee TAXenNo,
YeM reTepo3uroTbl. MMHMapKT MMokapga y roMo3nroT Hepeako
nNpoucxXoauT B AEeTCKOM Bo3pacTe. MHOIMo4YMCNeHHbIMWU unccne-
AOBaHUAMM ObINO MOKa3zaHo, YTO MPUYUHON BbICOKOMN KOHLLEH-
Tpaumm NUNONPOTEMHOB HU3KOW naoTHoctu (JIHM) npwum
CeMerHOW rnnepxonecTepuHeMmMn  ABNAETCA  OTCYTCTBUE
(nonHOE MM yactnyHoe) peyenTopoB Knetok ana JIHM . ®yH-
Kuma peuyenTtopoB JIHT 3akno4vaeTca B cneynd@Puyeckom CBS-
3blBaHUM JIHT1 ”n BHeApeHUU WX B KJeTKy, rae OHU nopasep-
raloTca npeeBpaweHMAM C BbICBOOOXAEeHMEM CcBOGOAHOrIO
xonectepuHa. lMo-BUANMOMY, MOXHO TFOBOPUTb O TOM, .4TO
celyac W3BeCTHbl YyXe 3 annena reHa peuentopos JIHI.
Hanunymne ogHOro U3 HMX 06ycnoBAMBaeT MOSIHOE OTCYTCTBUE
cBA3biBaHUA JIHTT peuentopamMmn, BTOPOro — YyMeEHbLUEHUE
ceA3biBaHMA JIHI u” TpeTbero — HapylleHWe BHeapeHUA
JTHTIT B KneTkKy.

Apyrnm 3a6onesaHuem, Npu KOTOPOM HapyllaeTcs o6meH
XxonectepuHa, fABndetca 6o0ne3Hb BonbmaHa. 3T0 pepnkoe
ayTOCOMHO-peLecCUBHOE HapylleHMe KAUHUYECKU NPOABNASA-
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eTCA yXe B MNepBble HedeNn XWU3HW pPBOTON, HapyweHUem
rnoTaHmnAa, pAunapee co cTeaTtopeen, renartocnneHoMmeranu-
el ”n [BYCTOPOHHEN KanbuMduKaunem HagMnoYeyHUKOB.
O6bIYHO fdeTu norubakT A0 6-MecA4YHOro Bo3pacTta. buoxwu-
MMUYecKoe wuccnefoBaHMe rnokasano, 4To 3aboneBaHue BO3-
HMKaeT BCNeACTBUE U3OLITOYHOINO HaKOMAeHUA 3(PupoB xore-
cTepnHa B NM30COMAax [MevyeHW, cefile3eHKU, HaAMoO4YeYHWUKOB,
reMono3TUYeCKOW CUCTeMbl M TOHKOFN0 KWLWIEYHWKa, a ero
MPUYNHOW ABNSAETCA MOMHOE OTCYTCTBME aKTMBHOCTU dep-
MeHTa KWCA0W nunasbl NU30COM.

OTu [ABa npumepa C HapyweHuem obmeHa nunupos (ce-
MelHaa runepxonectepuHemms u 60ne3Hb BonbmaHa) XoO-
poOLIO MNOKa3blBalOT COBPEMEHHbIA YpPOBEHb pacwngposku
MeXaHM3MOB rMaToreHesa HacneACTBEHHbIX 60ne3Hel — OT
MEPBMUYHOINO NPoOAYyKTa AENCTBUSA FeHa A0 K/IMHUYECKOW Kap-
TUHbI 60/1E3HN, XOTA MHOTrUe 3Tanbl 3TUX MPOLLECCOB elle He
ACHBbI.

MpuHUMNbI aHanuM3a naToreHesa 060, B TOM 4YuUcne u
HeHacneACTBEHHOM, NAaTONMOMMM AO/MKHbI OyayT B Gyayliem
(a oCHOBbI MX 3aKnaAblBalOTCA yXe ceiyac) BKAKYaTb nocrne-
[0OBATENbHOCTb OMOXUMMYECKUX COObLITUI, MPOUCXOAAUWLUNX B
601bHOM OpraHmsmMme. Bce cnoXHoe gepeBo natoreHesa Bcerga
6yaeT HauMHaTbCA C OAHOW OTMPaBHOW TOUKW — aHOMasb-
HOro npoAykKTa MyTauyMOHHO W3MeHeHHOro reHa. [llonHas
KapTMHa naTtoreHesa Ha OWMOXMMUYECKOM YPOBHE MNOKa He
n3BecTHa HW [ANSA OAHOro HacneACTBEHHOro 3ab6oseBaHUA.
HepoctatoyHad W3y4YeHHOCTb MaToreHes3a HacneACTBEHHbIX
3aboneBaHMin, ecTeCTBEHHO, OrpaHU4YMBaeT BO3MOXHOCTU
naTtoreHeTUYeCKOro BMellaTesibCcTBa B pa3HooOpa3Hbie MNpo-
ABIEHNA NaTONOTrNMN.

TEETEPOTEHHOCTDb
HACNEANCTBEHHbIX BOJIE3HEN
N «<HOBbIE» POPMbI

Ycnexm GMOXUMUYECKOW N KINHWUYECKOW TFeHeTUKWU MOoCTaBWu-
N Ha peasibHYKO MNOYBY BOMPOC O HO30/IOTUMN HaCNenCcTBEH-
HblX 60ne3Hen. KoHrpecc noATBepAnsT CYLLECTBEHHOE 3Ha-
YeHMEe TeHeTUYEeCKUX wuccnefoBaHUM Ana pacwnpPoBKM re-
HETUYECKOW TreTeporeHHOCTU HacneACTBEUHbIX 6GONE3HeN.
3Ty npobnemy BnepBble chopmMynmposan BblgatoWMinca co-
BETCKUW HeBponaTtonor wm reHetnk C. 11. JaBuaeHKOB B
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1934 r., oAHaKO ee MHTeHCUBHaa pa3paboTKa BO BCEM MUpe
npoBoAnUTCA B TeyeHWe nocnegHux 10 ner.

B MOHMMaHUM CYTU TreHeTUYecKO TreTeporeHHoOCTU Cy-
WEeCTBEHHO onpefesnieHWe YPOBHA (PEHOTUNMUYECKUX Hapylue-
HWUA: MONEKYNAPHO-6MONOrM4ecKoro, 6MOXMMMYECcKoro, Kne-
TOYHOrO, OPraHM3MEeHHOro, WAN KJANHUYeCcKOoro. B obuiem
BUAE MOXHO TMPWUHATb, 4YTO 4Yem 6o0siee rNy60KUN YpPOBEHb

TABONUA 4

KNnHUYECKUe MPOSIBNEHNS MYyKOMo/imcaxapuao3os

Tun

MyKonosnmncaxapupaosa KnnHuyeckune npusHaku

I Typnep Mapronnnsm, ymcTBeHHasi OTCTa/N1I0CTb, pPaH-
Hee MOMYTHEHWe PoroBok 060/104KK, TS-
XKefible CKeNneTHble W3MeHEHUs, CMepTb
po 10 nert

| Lleite Tyronoasm>XHoOCTb CyCTaBOB, MOMYTHEHME
poroBuvubl, WHTENNEKT  HOPMasibHbINA,
aopTasibHas peryprurayus

MpomMedkyTouHass KapTuUHa MeXXay [OBYMA

doopmamm

I T'ypnep — LLleite

HA XaHTepa Fapronnivsm, [M30CTO3 C Kap/IMKOBOCTLIO,
HET NMOMYTHEHMSA POroBULLbI, YMCTBEHHAs
OTCTaNOCTb, rernaTocriyIeHoOMerasing, Kap-
auonartums

Il IB XaHTepa Bosiee cnabble doeHOTUNUYECKME MpPOsABIie-

HUa, 4Yem npu TUNe IIA, npoaos/HKu-
TeNbHOCTb >XU3HU 30—50 niet
I11A CaHdunimnno Ona Bcex Tpex OpM KIVHMKA OAMHAKO-
111B CaHdumnumnno Basi: YMCTBEHHasl OTCTa/l0CTb, CpeAHel
11 1C CaHdwmnumnno TSXKECTU TMOPadXKeHUA CKesleTa, BUCLLepoO-
Meranusd, rnoMyTHEHME POroBuLibl
Bblpa>keHHbIe CKeJIeTHble WU3MEHEHUS, TMO-
MYTHEHVE pPOroBuLbl, aopTajibHas pe-
ryprutaums, WHTeNNeKT HopMasbHbIN
VI Tsxenblid, Mapo- KnavHuyeckre NposiBNeEHNS TsSHKesble, Kak
TOo— Jlamm npy Tune | Fypnaiep, HO MHTENNEKT HOpP-
MasSIbHbIN
MposiBNeHUA Te >Ke, HO MeHee TsKefble
KOCTHble M3MeEHeHWsI U MOMYTHEHWe poro-
BUUbI BblpaKeHbl cnabo, CTeHO3 aop-
Ta/IbHOrO KJiaraHa
VIII MHOXKeCTBEHHbIN  AU30CTO3, YMCTBEHHas
OTCTasSIOCTb, renartocnsieHoMerains
VIl Kap/InKoBOCTb, MHOXECTBEHHbIN AMN30CTO3,
renarocrJsieHomMeraansa

IV Mopkwuo

VI cpenHuin
VI nerkuii
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opraHusaumMm M3yyaeTcs, TeM YXe reHeTM4yeckKasd reTeporeH-
HOCTb, W HAa060POT— Ha OPraHM3MeHHOM, WU KIVMHWUYECKOM,
YPOBHE TreHeTM4yeckas reTepoOreHHoCTb 3aboneBaHU Mak-
cumanbHas.

MprMepoM 3aBUCUMOCTU CTerneHU TeHeTUYEeCKOM reTepo-
reHHOCTU OT (PEeHOTUMUYECKOro YPOBHSA, Ha KOTOPOM M3y4a-
eTcA 3abonesaHune, SABMAKTCA NKM30COMasibHble 60n1e3HU
HaKoM/JeHusa, npexae BCEro Mykononwucaxapwuposbl. Knan-
HuU4yeckas KapTuHa 14 cdopm mMyKomnonmcaxapmpos3os, ONucaH-
HbIX K HacToslWeMy BpeMeHW, [0BOJIbHO pa3HoobpasHa
W BK/OYaeT NOopaxeHue COeAUHUTENbHOM TKaHW, KOTopoe
B O4HWX CNy4dadAx BblpaXeHO CWU/IbHEe B CKefleTe WU €ero
OTAEeNIbHbIX YacTAX, a B [APYrMx — B TMOPaxeHuUu cepaua
WA porosor 060/104KK rna3. B UenoM KJANMHUYECKWN Bce
14 dopm 06pa3ytoT HernpepbIBHbIA pPAL, B KOTOPOM 6biN10 Obl
TPYAHO pas3obpaTtbcsa 6e3 GUOXMMUYECKUX WN TeHETUYECKUX
nccnepgoBaHunm (tabn. 4).

N3yueHne xapakTepa HacnegoBaHUA MyKononmcaxapwu-
[i03a MO3BOJIN/O BbIAENNTb MEPBbIA YPOBEHb TEHETUYECKOW
reTeporeHHOCTU: BCe TWUMblI MYyKOMosnucaxapwuposa, Kpome
Il, HacnepoBanucb ayToCOMHO-peueccuBHo, a Il — cuenneH-
HO ¢ X-Xxpomocomoi. OCHOBHOWM NpoOrpecc B «BblYJIEHEHUUN»
pasHbIX TUMOB 6bl1 AOCTUTHYT, KOrga nepewnm K U3yyeHUto
bepMeHTaTUBHOIO pfedekrta, 06YyC/OBAMBAKOLLETO Hakorie-

TABAVNLUA 5
depMeHTaTUBHbIE AedPeKTbl MPWM MYKOMoancaxapugosax

Tun Mykononucaxapupaosa PepMeHTATUBHbIN AedeKT

| Typnep— Lleiie a, lVpypoHupasa
HA

XaHTepa MaypoHaTtcynbaTasa
"B
1A MenapaH-UN-cynbhaTasa
1B N-AueTun-a-rnioKosammHmngasa
11C a-I nokKosamMmnHuaasa
v ManakTo3amunH-6-cynbdatcynbdarasa
VI Tsaxenbii, cpeaHuin, Apuncynbtatasza B

nerkuii

VIl p-TnrokKypoHugasa
VIl FnokKo3aMuH-6-cynbaTcynbdartasa
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HVWe W BblgeNleHMe C MOYOM KUCAbIX MYyKOoMNosmcaxapupgos
(nepmaTaHcynbhaTta, renapaHcynbata U KepataHcynbgara)
N BCHO KNUHWUYECKYH KapTUHY nopaxeHus (tabn. b).

CpaBHeHUE AaHHbIX, NMPUBEAEHHbLIX B Tabn. 4 n 5, o4eHb
AeMoHcTpaTnBHO. OHO MokKasbiBaeT, UYTO OAMH WU TOT Xe dep-
MEHTaTUBHbI AedeKT MoXeT 06ycnoBAMBaTb pPasHYK Ku-
HUYECKYIO KapTUHY MOpaXeHus, Kak B cydyae MyKonoJsmuca-
xapnpgosa | tuna (Fypnep u LWewne) nam Il tuna (XaHTepa),
WU, HanNnpoTmB, pa3Hble pepMeHTaTUBHbIE AeeKTbl 06YyCN0BAN-
BalOT CXOAHYK K/VWHWUKY, Hanpumep TpuU pasHOBUAHOCTHU
Tnna IlI-A, B nC. 31Tn pesynbTaTbl CBUAETE/LCTBYOT O TOM,
YyTO B LENOM CXOA4Has K/AMHUYEcKas KapTuHa MopaxeHus
y 601bHbBIX MyKOMnonucaxapuposom ob6ycnosnivsBaeTca fe-
hbekTaMyu KakK MUHUMYM B 7 pasHbIX TeHax.

HecomHeHHO, Korga wuccnefoBaHUA MO HacnenCTBEHHbIM
60ne3HAM rneperayT Ha MONIEKYNAPHO-6UOOTNYECKU ypo-
BEHb YCTaHOB/EHUSA XapakKTepa W3MeEHEHWW B MYTaHTHOM
dbepmeHTE, 06HapPyXUTCA LWNPOKOe pasHoobpasne B myTa-
LMNAX FEHOB, KOHTPOJIMPYIOLWNUX CUHTE3 OTAENIbHbIX DepMeH-
TOB. VIMEHHO TaK 06CTOUT AeN0 C MYTaHTHbLIMU TeMOr/I06MnHa-
MUu. WM3BECTHO OrpoMHOe KONMYeCTBO MyTauwuih reHoB a-,
P», Y- n 6-uene rnobuHa.

Takum ob6pasom, 4deMm 6onee rnybokKo M3yyeHa npupoga
noboro HacneacTtseHHoro 3abonesaHudA, Tem 6osee pasHo-
o6pa3HbIM OKa3blBaeTCsad CMNeKTP Hac/eACTBEHHbIX W3MeHe-
HWUN, KOTopble ero obycnosnmeakwT. MNPUUUHBI 3TOro PeHo-
MeHa KpOKTCHA B C/IOKHOCTU TeHEeTUYECKOW perynsaymm nio-
60ro KJAMHMYECKOro npusHaka. B pgerpagayuu KUCAbIX MY-
KononmcaxapuaoB CcyLlwecTByeT psA4 3Tanos, KaXAbld un3
KOTOPbIX KOHTpONUpyeTcsa cneundunyecknm qepmMeHTOM.
HapyweHune nto60ro m3 aTUxX aTarnosB MOXeT Bbl3BaTb MYKOMO-
nmcaxapupaos.

CxofHass KapTuHa cyuiecTByeT U B 06MeHe N060ro A4pyro-
ro faxe OTHOCUTE/NIbHO MNPOCTOr0 BelwecTBa B OpraHuime.
Hanpumep, HacneAcTBeHHble fAedeKTbl CM H T e 3 a cTe-
pouvagoB MNpPUBOAAT K (QOPMUPOBAHUIO afpeHOreHnTasb-
HOro CUMHApPOMa, O4HOro M3 Hambosiee 4acTbiX HacneACTBEH-
HblX 3aboneBaHUn y 4yenoseka (MNO-BMAMMOMY, 4YacToTa CUH-
apoma B EBpone 6nm3ka K 1:5000. dediekT dhepmeHTa B
obmMeHe CTepowupgoB MNPUBOAUT K HaKOMIEHUIO
npeawwecTBEHHUKOB KOpTM3ona M M3bbITOYHOMY o6pasoBa-
HUIO aHApOreHoB W 6narofaps 3TOMY Bbi3blBaeT BUPUIU3a-
LUIO Y NUL, )KEHCKOrO MnoJsia U YCKOPeHHOe MoJsioBoe pas3BuTtue



y TN, MY>XXCKOro nona (gedekrt 2 1-rugpokcmnnasbl, ld-rngpo-
Kcunasbl, 3P-rugpoctepong permpgporeHasbl). [AdedekT B
CMNHTe3e aHaporedHoB (l17-rngpokcunasa, AMno-
naHas ruvnepnnasnsa KoOpbl HaAMOYEYHWKOB) MPUBOAUT K
peMuHu3aymn. HapylweHne scM HTEe3e anbpocTe-
poHa (18-rngpokcucteponp AperungporeHasbl) npuBoauUT
K M306bITOYHOW MOTepe HaTpuUa W BOAbl C OAHOBPEMEHHOW 3a-
[LEPXKO B OpraHu3Me Kanus.

Jaxe xopowo wn3BecTHaa BceM (EeHWUNKeToOHypusd, no-
BUOANMOMY, MOXET OblTb 06yC/0B/IeHAa He TONbKO AedULNTOM
peHnNnanaHUHIrnaApoKcunasbl, HO U AUTNAPONTEPUANHPEAYK-
Tasbl (BO3MOXHO, U germapodgonatrpeaykrasbl).

[JOBONBHO WHTEHCUBHbIE MCCNef0BaHUA BefyTCA celyac
B pAfde CTpaH M0 M3YYEHUID OUOXMMUYECKUX MEXAHW3MOB,
nexauwmx B OCHOBe HacNeACTBEHHbLIX CUCTEMHbIX MOpPaXeHUn
COEANHNTENIbHOW TKaHW W 00YC/OB/AUBAKOLWNX UX T[eTepo-
reHHOCTb.

OaHOM W3 HacneacTBEHHbIX 601e3He, NepcneKTUBHbLIX
AN WUccnefoBaHUSA MONEKYNSAPHOW MNpupoabl HapyllueHus
CUHTe3a KonnareHa, gasndetca |V tun cuHpgpoma dnepca —
JdaHnoca. B oTnnmyme oT Apyrmx TUNoB cuHppoma, anda IV
TUMa He XapakTepHa TrUMNeppacTsXXMMOCTb KOXW, a runep-
NOABMXHOCTb CyCTaBOB OrpaHmyeHa nanbuamu. YeTBepTblid
TUN elle HasblBaeTCA apTepuanbHbIM, UIU 3KXUMOTUYECKUM,
TaK KakK Yy O60/ibHbIX HabnwgarTcsa CNOHTaHHble pa3pbiBbl
KPYMHbIX COCYAOB U KMWEYHUKA. Y 60MbHbLIX ¢ IV Tnnom
dnepca — [aHnoca HalifeHO CHM)KeHUe YPOBHSA KoJjareHa
Il Tuna, ABndOULLEerocd OCHOBHbIM KOMMOHEHTOM COEAUHU-
Te/IbHOM TKaHW KPOBEHOCHbIX COCYA0B, KOXW W CTPOMbl He-
KOTOPbIX OpraHoB. ®ubpo6nacTbl KOXWU OGONbHbLIX CUHTE3U-
pytlT in vitro TonbkKo kosnareH | Tuna.

Mpun ppyrnx Tunax cuHpgpoma 3dnepca — [JaHnioca, B
YaCTHOCTW CLLENSIEHHOM C X-XpOMOCOMOW V Tune n ayToCOMHO-
peueccuBHbix (VI, VII), KoTopble XapaKTepusyrlTca yMme-
PEHHOW  TMUNEepPpPacTAXMMOCTbIO  KOXWU U o06pasoBaHUEM
CTPWM, TMNepPNoABUXHOCTLIO CYCTaBOB, MO-BUAMMOMY, MMeeT
MeCTO HapylleHMe TaK Ha3blBaeMOW MOCTTPaHCAALWOHHOMN
MoaAuduKauum mMonekyn konnareHa. MNpun V Tune 6uoxmmu-
YeCKNN [edheKT KacaeTca nm3aunnokcumpaasel, npu VI Tnune —
nsnnrnapokcunasbl npokonnareHa, npu VIl Tnune — nen-
Tnpasbl NpokonnareHa. Bce pedunuyntHble dpepMeHTbl, BEpPO-
ATHO, BaXXHbl A4/ HEKOTOPbIX GUOXMMUYECKUX COBbLITUN, CMo-
cobCcTBYOLWMX 0OOpasoBaHUIO MNOMEPEeYHbIX CLUMBOK MexXAay
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uensaMm KossareHa, KOTOpble BO3HMKAKT 3a CYET JIM3NHA W
r’MAPOKCUNN3NHA.

Takum 06pa3oM, faHHble 0 GUOXMMUYECKOW U MOJEKY-
NAPHO-6MONOrNYecKon npupoae HapylleHWW B CUHTE3e KOJl-
nareHa npuv pasiIMYHOW HacnefCTBEHHOW naTonornm ABNS-
IOTCA NepBbiIMW sflacToykamu B 6Gonbwown paboTe, KoTopas
MOXeT Cepbe3HO MOBAUATb Ha NpeAcTaB/ieHUSs O MexaHusme
pasBnUTUA MHOrmMx 3abonesaHuin, CONPOBOXAaKLWMXCA nopa-
XXEeHVEM COefUHUTeNIbHOW TKaHW (cepAevyHO-CcoCyaUCTbIX, MNO-
yek, CcKeneta ”n Ap.).

Apyroin copmoi HacneaACTBEHHOM NaToONOrMKM, NPU KOTO-
poi TaK>Xe UMeeTcs, N0O-BUANMOMY, HapYLUEHWE CUHTEe3a Lienen
KonnareHa, fABAAeTCA HeCOBEPLUEHHbIV ocTeoreHes. Mpegno-
naraeTcs CyuieCTBOBaHWE TeHETUYECKM pPasIMUyHbIX opMm
HeCcoOBepPLIEeHHOro octeoreHesa. Y 60/bHbIX C TsXXenon dop-
MO HecOBEpLIEeHHOro OCTeoreHesa C BbIPaXEHHOW KAUHU-
YEeCKOW KapTUHOW, T. €. MHOIOYUCNEHHbIMX Mepenomamm
OANVHHbBIX KOCTeW, pa3bonNTaHHOCTbIO CyCcTaBOB, ronybbiMu
cKnepamu u rAyxoTtown, HalfeHO HapylleHWe COOTHOLUeHUSA
konnareHos Il n | TMnoe B nonb3y KonnareHa Il Tuna.
B KOCTSAX 60/bHbIX HalAeHbl OT/IOXEHUA KonnareHa 111tuna,
XOTSA B HOpPMe 3[ecb [0/IKeH OblTb TO/IbKO KosnareH | Tuna.

MpepctaBneHne 0 TeHETUYECKOWM TeTepOreHHOCTU BaX-
HO He TOJIbKO C TEOPeTUYECKOW TOUYKWN 3peHUA, HO U ANS Npak-
TNYeCcKOoro 3gpaBooxpaHeHusa. Hanpumep, heHUNKETOHYpUS,
obycnoBneHHaa geduuyntom  deHnnanaHUHrngpoKcuiassl,
nognaeTca /fe4YeHU0 OUNETON, NULWLIEHHOW (eHunanaHMHa, a
KNMHNYecKn Ta e dopma, obycnosneHHasa geduuntom fe-
rmaponTepuHpenykTasbl, He noggaaetca. 3TO 0COOGEHHO OYe-
BUAHO B Cny4dae pa3paboTKM nNaToreHeTUYecKOW Tepanuu,
OCHOBAHHOM Ha 3aMelleHUN AedeKTHbIX 6enkoB. MNMpu KpoBoO-
TOYMBOCTU BBeAeHME aHTUreMoUNbHOro rnobysanHa onpas-
[aHO TONIbKO B c/iy4yae nedyeHusa remocomamm A. Tlpun nevyeHum
MyKOMonucaxapupgosoB, OCHOBbI KOTOPOro cekyac 3akna-
AblBalTCA, Heobxoaumo OyaeT BBOAUTbL TOT (pepMeHT, KO-
TOpbIA OedeKTeH NpPW COOTBeTCTBYHOUWEN copme, U T. 4.

N3 npuBefeHHbIX Bbllle pacCyXAeHUW cnepyert, 4yTo, C
OfHOW CTOPOHbLI, B YeNOBEYECKMX MNONynsaumax rpys Ha-
CNeACTBEHHbIX 60Me3HeN OWYyTUM U [OeWCTBUTENbHO TMpea-
cTaBnseT coboii BecbMa Cepbe3HY NpobseMy AN MpPakTu-
YeCKOro 34paBOOXpPaHeHUs, C APYrol — OH 4pe3BblyaiHO
PasHONUK: TbICAYN HO30/10TMUYECKUX (POPM, MU BKNag Kaxpgon
M3 HUX, Kak npaBuao, BecbMa He3HaumTeneH. Kaxabli rop

49



npmnbasnseT BCe HOBble U HOBble HO30/I0TMYECKUE POPMbI.
BbiaeneHne HOBbIX Hac/eACTBEHHbIX 60/1€3HEN B rnocnegHue
10 net wnpet HebblBasibIMM TemMnamMu. DTOT Nporpecc B U3y-
YEeHUU HacnefCTBEHHbIX BapuauuUii y 4YenoBeKa MOXHO CYWU-
TaTb OAHUM W3 OCHOBHbIX AOCTUMXXKEHUN MeAULMUHCKON reHe-
TUKN. OH CBUAETeNbCTBYEeT O MPUCTalbHOM BHUMaHWUW Bpa-
Yyeihi pasHbIX crneymanbHOCTEM K MOWUCKaM HacneacTBEHHON
natonormn. 3a 3TUM LO/DKHO CTOATb WU3MEHeHMe xapakTtepa
MbILLJTEHNA KNWHULUCTOB, UX OPUEHTaUUM B U3YYEHUMN NaTo-
NIOTUN He TONbKO Yy 60/bHbIX, HO N Y YNEHOB UX Ccemel. Bbl-
COKMe npocheccnoHasnbHble 3HaHUA W obpalleHue K CceMbe
ABMAKOTCA HeOOXOA4UMbIMW YCNOBUAMWU [ANSA  WN3YUYEeHUSA Ha-
CNeACTBEHHbIX Bapuauui M Ana OnNMcaHWs HOBbIX Hacneg-
CTBEHHbIX (hOpPM.

Ha KoHrpecce psag BbICTYN/NeHWI Obll MOCBAWEH Bblfe-
NIEHUI0 HOBbIX HO30/1I0TUYECKUX (OOPM Hac/eACTBEHHbIX 60-
nesHein (A. Mepeu-Komac, AyspTo-Puko, C. B. Xogoxes-
ckafa, CCCP; C. MakcnmunamnaH ¢ coasT., PymbiHua, M. Xe-
HeBa ¢ coaBT., bonrapusa). Heobxogumo crneunanbHO MNOA-
YEepPKHYTb 3HayeHue K/WHWKO-TeHeaNornyeckoro adasnamsa
KakK ocHoBoOMosiaratouiero B paboTe Mo «UHBEHTapusauum»
HacnencTBeHHbIX 60sie3Heil yenoBeka. BONbBWMHCTBO UCTUH-
HbIX HacneACTBEHHbIX 3a60/1eBaHN ABNAETCA peaKUMU COCTO-
aHuamMmun. NoaTomy fasieko He Bcerga yhaeTcsd WMCMNO/b30BaTh
MeTOoAbl K/JacCUYeCKOM TreHeTUKWU, T. e. CcerperaymoHHbIN
aHanwus, ANnA pokasaTesnibCTBa OMpefenieHHOro Tuna Hacre-
JoBaHMA 3aboneBaHuUA.

HacnepctBeHHble 60/1€3HM 4YesioOBEKA CTPOro MOAYUHAIOT-
CA MeHJe/ieBCKMM 3aKoHaM HacsefOBaHWA, WU YCTaHOBJ/IEHUE
HacneacTBEHHOW NPUPOAbI TOFO UAM MHOTFO 3aboneBaHUA MO-
XeT OblTb B NepBOM MPUOGAMXEHUW CcheNnaHO Ha OCHOBaHUWU
M3y4YeHNs poJoCc/IOBHON ceMbU. OAHAKO HYXHO Y4UYWUTbIBaTh,
YTO OTAefibHble POLOC/IOBHbIe MOFYT TMO3BO/INTb TOJMIbKO
npeanosioXKNTb O HaIUYUU HacneACcTBeHHOro 3aboneesaHUsA B
cembe. Tpu OTHOCUTENBHO He6ONMbWOM 4Yucae O60JIbHbLIX B
CemMbe, ec/in, KpOoMe TOoro, BCe OHW MYXXCKOro nona, TPYyAHO
pewnTb, UMEEM NN Mbl [eN0 C ayTOCOMHO-PeLecCUBHbIM WA
C peueccuBHbIM, CLUEMNEHHbIM C X-XpOMOCOMOI 3aboneBa-
HueMm. CxoAHbIM 06pa3oM AOMMHaHTHOe X-CuenjeHHoe 3a-
6oneBaHMe Nerko cnyTtaTtb C ayTOCOMHO-AOMWHAHTHBLIM, €cnun
onupaTbCs TOMIbKO Ha faHHble POAOC/IOBHOW, B KOTOPOW OT-
Me4yaeTca HebonbLwwoe 4mncno 60NbHBLIX. He Bcerga npocTo no
POAOCAOBHbIM PasNNUYNTb CcuUeneHHoe C X-XpPOMOCOMOW OT
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AOMWHAHTHOrO, OrpaHW4YeHHOro nosnom 3aboneBaHus. 3Ha-
YNTENIbHbLIM MOACMOPbLEM B YCTAHOB/IEHUW TUMa Hacsef0BaHUSA
B HEKOTOPbIX C/AyYasaX 0Ka3blBalOTCA MeToAbl NabopaTopHOro,
06bIYHO OUOXMMUYECKOTO UCCNeAOBaHMA. YCTaHOB/EHUE
OTCYTCTBUA oOnpegeneHHoro 6enka, O0ObIYHO hepmeHTa, Y
60NbHOI0 U YaCcTUYHOTO geuunta TOro e epmeHTa y ero
poauTenein NO3BONASAET CcUMTaTb AOKas3aHHbIM ayTOCOMHO-pe-
LecCMBHOe HacnefoBaHue 3aboneBaHuUSA.

MNHorpa HabnwopgaeTca N0XHOe COOTBETCTBME pacnpeje-
NeHnsa 60/bHbIX B POAOC/IOBHOW C OonpegeneHHbIM TUMOM Ha-
cnefoBaHuA. 3Ta TakK Ha3blBaeMas CUMYNSAUUA MeHAennsma
MOXeT 6bITb 06yCNOBAeHA pPas/INYHbIMU NMpUYnHamMmn. Hanbo-
nee 4acTo U3 HUX ABNAeTcAa Hebonbwowr o06bem Habnwge-
HUI, Korga 3aboneBaHME CO CNOXHOW TEeHEeTUYEeCKOW OCHO-
BOW B OTAENbHbIX POAOCNOBHbLIX BefeT ceb6s KaK MPOCTO Ha-
cnegyrowmimcs npmsHak. MoXXHO npuBecT MHOTO NMPUMepoB
HenpasW/IbHOIO0 YCTaHOB/MIEHUA HacNefCcTBEHHOW npupoabl
TaKUX OTHOCUTENIbHO YacTbIX 3a60N1eBaHUN, KaK NemMmmnyeckas
60ne3Hb cepfAua, fA3BeHHaa 60/1e3Hb Xenyaka W ABeHajua-
TUNEPCTHOM KWLWIKMW, caxapHoro pauabeta u Aap.

HeckosbKO 60/IbHbIX CMGCOB, T. €. 6paTbeB U CECTEP, MO-
ryT NoABUTLCA BCNEeACTBME TOro, YTO OHU HacnepyrT U30bI-
TOK WIN HeJOCTaTOK XPOMOCOMHOrO matepuana, ecnm KTo-TO
n3 poauTeneil HeceT cb6anaHCUpPOBaAHHYIO XPOMOCOMHYH rMe-
pecTponky, M Torga rMpPUYNHOIK 3ab6oneBaHUA SBNSAETCS He
reHHasi, a XpoMocoMHas myTtaumsa. CUMynaumsa MeHgenmsma
MOXeT 6bITb 06ycnoBneHa Aaxe WMHMEKUNOHHbIMKM 3ab60neBa-
HUAMW MaTepu, OCOOGEHHO Korga WHQEKLUMNOHHbIA areHT,
Hanpumep BUPYC KpPaCHYXWU, Bbl3blBaeT MOpaXeHWue, BHELIHe
CXO4HOEe C W3BECTHbIMU Hac/eACTBEHHbIMW aHOMaInsIMU.

Bce aTW CNOXHOCTWU, BO3HMKalLULMe B XO4e aHanusa po-
[OCNOBHbIX, Hafo MMeTb B BUAY, HO cliefyeT euwe pas noa-
YEPKHYTb, YTO K/AWHWUKO-TeHEeanornyeckuin aHanns MpuHec
OWYyTUMble N0AblI B W3YYEHUWN HaCNeACTBEHHOW nNpuUpoabl
MHOrux 3aboneBaHunin y 4esnoseka. Hwuxe npueoauTCHA He-
60/1bLLIOE 4YMCAO MPUMEPOB HOBOW HaCNeACTBEHHOW MNaTono-
rmn, o6Hapy>XeHHOW B nocriefHMe HECKONbKO NeT nyTeM Npwu-
MeHeHMNA aHanms3a pPOLOCNOBHbLIX OTAENbHbIX CEMEN.

BonesHn ¢ ycTaHOB/IEHHbLIM XapaKTepoM OGMOXMMUYECKOro
HapylleHunsa. VccnefoBaHMAMUM HECKONIbKUX 60MbHbIX cMOCOB
B CEMbe C ayTOCOMHO-peL,ecCUBHbIM 3ab0neBaHMeM rmnepnpo-
nvHemunen |1, conpoBoXxpgawowmmca pasHOo6pa3HOW HeBPO-
NOTNYECKOW CUMMNTOMATUKOW, ypanocb  MNokKasaTb, 4TO
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depmMeHTaTUBHbIV AedeKT KacaeTca germaporeHasbl O-1-nup-
PONMNH-5-YTONbHOM KWUCNOTbl. MHOMMM W3BECTHO TakKoe ayTo-
COMHO-peLeccuBHoe 3aboneBaHme, Kak roMmoOLNCTUHYPUSA, NpU
KOTOPOM MOXEeT nopaxaTbCA WHTe/NeKT, HabnwpawTca
XapakTepHble W3MEHEeHUs CcKefleTa, 3KTONUA XpycTanmka.
JedekT thepmeHTa Kacancsa LUCTAaTUOHUHCUHTeTa3bl. OAQHAKO
HefaBHO oOMucaHa CeMbS C TUMNUYHbIMUA KAWHUYECKUMU TMpPO-
ABIEHUAMWN TOMOLUCTUHYPUU, HO Y OGONIbHbIX pPe3Ko Oblina
CHMXeHa aKTMBHOCTb gpyroro cdepmeHta — N (5, 10)-meTu-
neHTeTparngpodgonarpesykrassl.

[ o nocnegHero BpemMeHU pasBuTUe nofarpbl B HEKOTOPbIX
CeMbsAX CBSA3bIBANN C HEAOCTATOYHOCTbLIO (epMeHTa FTMMOKCaH-
TUH-dpochopmnbosnnTpaHcdepasbl, ydyacTBylLlUlero B KaTtabo-
nM3Me NYPUHOB A0 MOYeBOM KucNoTbl. HepaBHO onwucaHa
cembsl, B KOTOpPOW nogarpa natoreHeTn4yeckm 6blna cBsizaHa C
AedmunToM Apyroro dgepmeHTa NypuHOBOro obmeHa — doc-
gopubosmnnupodocdarcmHTeTasbl. B oTHOwWEHMN psaga Ha-
CnefACTBEHHbIX 60Me3Hel ycTaHOB/MIEH XapaKTep HakKannuBsa-
OWNMXCA MPOAYKTOB 0OMeHa, HO elle He BbIACHEH hbepMeHTa-
TUBHbIV gedeKT. ITO OTHOCUTCHA, Hanpumep, K WN3YYEHHbIM
ceMbAM C 60/IbHbIMW, Y KOTOPbIX Gbl1a CMMMNTOMaTUKa Henpo-
JereHepaTuUBHOrNo rMOpPaxeHUs C a-MeTunayeToOyKCYyCHOWM
aunagypven v rnyTaposov auungemMuen.

Ha ocHOBaHMW TWLATENbHOIO0 W3Yy4YeHUS He TOJIbKO KJ/lun-
HWYECKON KapTWUHbI, HO U BUOXNMUNYECKNX CLBUTOB B KPOBU U
MoYe y 13 60/IbHbIX C YMCTBEHHOW OTCTanoCTbi M3 8 cemeid,
NpoXmneBarwLWmMx Ha cesepe PUHAAHANWN, NPEANONOXEHO CY-
LecTBOBaHME HOBOW /M30COManbHON 60NE3HN HaAKOMAeHUS,
XapaKTepu3yrwLwenca yBeMYEeHHON 3KCKpeuuewn CcuanoBbiX
KMCNOoT. TakXe K 60/Ie3HAM HaKOMJ/IeHUA OTHOCUTCA HOBbIN
BapuaHT MYyKONMNUAO03a, HaWAEHHbIW Yy CMOCOB C TSXKENbIMU
CKEeNeTHbIMW  U3MEHEHUAMMW, KOHTPaKTypamMm BO MHOMMUX
cyctaBax, MOMYTHEHWEM pPOroBuLbl, YMEPEeHHOW YMCTBEH-
HOM OTCTaNoCTbi. DKCKPELMa C MOYOM MyKoMmonmcaxapuios
Yy 3TuUX 60NbHbIX OblNa HOPMasbHOW, XOTSA WX COOTHOLUEHME
6bI10 M3MEHEHO, a aKTUBHOCTb psga /M3ocoManbHbIX dep-
MeHTOB nosBbilweHa B 10— 100 pas.

HacneactBeHHble 60M1€3HU COEANHUTENBHOM TKaHU U CKe-
neta. B aToW rpynne HacneacTBEHHbIX aHOMasiMiA onucaHo
Hanbosiblee YNCNO HOBbIX POPM, 4YaCTb M3 KOTOPbIX MPUBE-
AeHa Huxe.

Mpn ayToCOMHO-AOMWHAHTHOM HECOBEPLUEHHOM 3marse-
reHese ¢ TaypoLOHTU3MOM HabnwpgaeTcs rmnonnactuyeckuii
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TUN, NPX KOTOPOM  3ajepXuBaeTcAa cO3peBaHMEe 3Manu
MOCTOAHHbLIX 3y6O0B.

AYTOCOMHO-4OMUHAHTHaA KaMnTobpaxmgakTunmsa npo-
ABNAETCHA YKOpPOYeHMEM MNafbLeB Ha pykKax W Horax c Wux
crmbaTtenbHOW KOHTPaAKTYpPOIA.

AYTOCOMHO-AOMMWHAHTHasA KOHTpaKTypHasa apaxHopjak-
TUNNS BHELWHe cxofHa C cuHApomMoM MapdgaHa MU HecoBep-
LWWEHHbIM OCTEOreHe3oM OAHOBPEMEHHO.

Y 60/bHbIX OTMeYalTCAa TAXeNblii KUAPOCKOINO03, FeHe-
pann3oBaHHass OCTeONeHWsl, crubaTefibHble KOHTPAaKTypbl
nanbLes.

CuensieHHasa ¢ X-XpOMOCOMOW cKeneTHaa gucnnaasmsa npo-
ABNSAETCA HU3KMM pPOCTOM, CAUAHUEM LIENHbIX MO3BOHKOB,
yKOpoyeHneM cpefHUX anaHr nanbues, runonnasuemn
KpecTua WM COMpPOBOXAaeTcsA YMCTBEHHOW OTCTasocTbi. 3a-
6oneBaHMe HalgeHO y 4 OBOKOPOAHbLIX GpaTbeB.

Ha ocHoBaHWW oONUcaHUA OTAe/IbHbIX CeMel BblAesneHbl
HOBble TUMbl Kap/IMKOBOCTU, B YaCTHOCTU, ayTOCOMHO-A4OMMW-
HaHTHbIW |l TMN MeTaTPOMHOWM Kap/IMKOBOCTU M ayTOCOMHO-
peueccMBHaa akKpoMe3oOMe/NM4yeckas Kap/IMKOBOCTb, Npwu
KOTOpOW HabnwpgaeTca 3aMeTHOe TOPMOXeHMe pocTa cKefe-
Ta, TaK 4YTO POCT B3POC/AbIX 6OJIbHbIX OObIYMHO He MpeBblLlan
120 cwm.

AyTOCOMHO-peLeccMBHOe HacnegoBaHMe npegnosaraet-
cA ONnA ocTeoneTpo3a C MOYeYHO-KaHas/bLEeBbIM aLunao30M,
npu KOTOPOM HabnwpaeTca reHepann3oBaHHOe MNOpPaXeHwUe
ONMVNHHBIX TpybuaTblX KOCTEMN.

HacnepnctBeHHble CMHAPOMBI. BbigeneHne HOBbIX, 0ObIYHO
04YeHb peaKUX, HacnefCTBEHHbIX CUHAPOMOB, KaK MnpasBusio,
CTPOUTCS Ha ONMUCAHUWM OTAeNbHbIX POAOCNOBHbLIX. Tak, 06-
Hapy>XeHne 2 MNOpPaXeHHbIX CUOCOB C YKOPOUYEHUEM KOHeu-
HOCTEN, (PNIEKCOPHLIMW KOHTpPaKTypamu, paclwenneHnem ry-
6bl U Heba u pafom 6osiee MesIKUX aHOManMi B CeMbe, rae
poauTenn O6blIN  POACTBEHHWKAMW, MO3BOJIUAO MpPeanoso-
XWUTb CyWwecTBOBaHME CaMOCTOATENbHON0 ayTOCOMHO-pe-
LLEeCCMBHOIO CUHAPOMA.

CxofHbIM 06pa3om BbigeneH ayTOCOMHO-PEeL,EeCCUBHbIN CUH-
OPOM, XapaKTepusyrUIUNcaS OHUXOTpUxXogucnaiasmen, XxXpo-
HWYECKOW HEeMTporneHMeil N YMCTBEHHOM OTCTanoOCTblO: 3a-
6oneBaHMe 6bIN0 HaWfeHO y 2 cecTep, POAUTENN KOTOPbIX
OblMN 340pPOBbI, HO COCTOSSIN B POACTBE.

Y 3 cnbcoB HaligeH CUMHAPOM, B KOTOPOM co4deTasiuCb MW-
Kpoueganus, XopuopeTuHonaTus U MPaMOPHOCTb KOXMW.
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Ha ocHoBaHMW pPOAOC/MOBHOW MpPeAnosioXXeH ayTOCOMHO-
peLecCuUBHbIM TUN HacnegoBaHusa. HOBbIN ayTOCOMHO-pe-
LEeCCUBHbIN CUHAPOM MUKpouedannm n KatapakTbl Obln Bbl-
feneH Ha TOM OCHOBaHWUMW, 4YTO B ceMbe Y 4 U3 7 geTteil OblIn
06Hapy>XXeHbl CXOAHble MOPaXeHUsA, BKAKYaKLMe MUKpOUe-
danuio, KUPockonmos, BbIBUX 6bedep, ABYCTOPOHHKIOK Ka-
TapakTy, OTCYTCTBME WIW Hefopa3BUTMe psga CTPYKTYp
Mo3ra.

3TOT CNUCOK, KaK Mbl y)Xe YyKa3blBasi, MOXHO 6blf10 6bl
NnpoAo/KaTb BCe HOBbIMW W HOBbIMW (pOpMamMm HacnefcTBEH-
HOM NaToNoOrnn: rNnasHom, HEBPOJIOTUYECKOW, KOXHOW, CKe-
NEeTHOW, MbllweyHoONn u T. 4. OAHaKO NpPUBEAEHHbIX oOnuca-
HWIA [JOCTaTOYHO [ANA TOro, 4tobbl NoOKasaTb, 4YTO BKapg
B BblJefleHMEe HOBbIX Hac/eACTBEHHbIX 00/sie3He BHOCAT BCe
cneumnanunucTbl, B3BLUME HAa BOOPYXEHUE KIUHWUKO-reHeasnoru-
YEeCKNU MeTOog wuccnefoBaHUA U LUMPOKO €ero nNpuMeHsto-
ume nNo OTHOLWEHMID K HeOoObIMHO MposBAAlOLWeENca naTo-
norunu.

Kpome TOro, cnegyer OTMETUTb MOCTOAHHOE YyCueHue
TeHAeHUUN TNy60KOro n3yyeHuUa Hac/eACTBEHHOW naTonorunm
C MOMbITKOM BbIABNIEHNS MNEPBUYHOIO 3BeHa Ha GUOXMMUYeC-
KOM WM MONEKYAPHO-6MOOTNYECKOM YPOBHE.

UACTOTA UV FTEOFPA®UNYECKOE
PACMPOCTPAHEHWE HACNEACTBEHHbBIX
BONE3HEWN

YacTtoTa HacneAcTBEHHbIX 60Me3Hell paeT npeacTtaBieHue
0 TOM, KakK 4acTo BpayaM NPUXOAUTCA CTanKmMBaTbCA C Ha-
cneacTBEHHbIMM 60ME3HAMMU, KakKOW [AO0JIXKeH O6biTb npuMep-
Hblli 006bEM MEAUUMHCKOW MOMOLWMN TaKUM OGONbHbIM.

ONna oueHKM 3TOro nokasaTens WMCMNONb3YKTCHA [Ba OC-
HOBHbIX noaxopa. MepBbliii M3 HUX MOXHO OblN0 6bl Ha3BaTb
0630pHbLIM. Ero CcyTb CBOAWUTCS K WUCMNOMb30BAHUIO TEX WUAN
WHbIX MeTOAO0B perncrpaumm BCeX HacneacTBeHHbIX 60s1e3-
Hel. 3TO MOXeT O6biTb AOCTUTHYTO OpraHusaluen TakK Hasbl-
BaeMblX pPermcTtposB, Kypfa cobuparTca B 06a3aTe/ibHOM
nopsagke gaHHble 0 BCcex 60NMbHbLIX C Hac/efCTBEHHOW naTo-
norven (pogunbHble Aoma, AETCKME NevyebHble yupexaeHus,
neyvebHble yuypexpaeHuUa AN B3POCAOro HaceneHud). Mpwu
3TOM CYMMUPYITCH CBEAEHMA O HaceNeHUn, NPOXMBAKLLEM
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Ha onpefesieHHOW reorpadnyeckon TeppuTopun. BapmaHToMm
MeToga O0630pHOro uccnefoBaHUA ABMAKTCA  «MOMNEBblE»
o6cnefoBaHNA, B KOTOPbIX O4HOMOMEHTHO BbISABASAKTCA BCe
60/NbHblIE C HACNEeACTBEHHOW MnaTtonormeil, Npoxwuearouwme Ha
onpeAeneHHOW TeppuTopun. 3TN BapuaHTbl MOXHO 06beaun-
HUTb, WCNONb3ys MpeuMyuiecTsa KaXgoro u3 HUX.

B nocnegHune rogbl co3faHbl M PYHKUWOHUPYOT Perucr-
pbl HacneacTBeHHbIX 60ne3Hen B KaHage, BenukobputaHuu,
BeHrpuu, a maccoBble MoJsieBble UCCef0BaHUA MPOBOAUINCH
B CCCP. PesynbTaTbl 3TUX uUccnegoBaHMin 6bIIM npeacTas-
neHbl Ha KoHrpecce (A. E. 3Omepu, BenukobputaHus;
E. K. TuHTep, CCCP).

BTopoi noaxop 3aknto4vaeTca B 06beAMHEHNN AaHHbIX, MO-
NIYYEHHbIX pas3HbIMM aBToOpamMu, W3y4dYaBWMMKM pacnpocTpa-
HeHne OTAe/IbHbIX HO30/I0TUYECKUX OpM Hac/eLCTBEHHOM
natonornmm. TakMm cnocob6oM MOXHO OTHOCUTE/IbHO MNPOCTO
NOMYy4YnUTb CBEAEHUSA O pacnpocTpaHeHMU HEKOTOpPbIX Ha-
cneAcTBEHHbIX 60ne3Helr obMeHa BelLecTB, MOCKO/bKY B Le-
NloM page cTpaH paspaboTaHbl M peann3yroTca MporpaMmmbl
MaccoBOro o6cnefoBaHNA HOBOPOXAEHHbLIX ANS BblABEHUS
Takmx 3abosieBaHNM, KakK (PEHUNKETOHYPUSA, ranakto3emus,
rTMCTUAVHEMUSA, UUCTUHYPUA, 60Me3Hb XapTHyna w Ap.
Kpome TOro, nepnogmnyeckm nosasnAaTcsa paboTbl, B KOTOPbIX
NPUBOAATCA CBEAEHUA O pacrnpocTpaHeHWUU OTAeNlbHbIX Ha-
CNeACTBEHHbIX 60Ne3Hen, A[NA KOTOPbIX OGUOXMMMYECKas
npupoga HesCcHa, HO OHM 4YeTKO AUddepeHUUPYTCAa KIn-
HUYECKMU.

He ocTtaHaBnuBasacb 6onee Nogpo6GHO Ha HejocTaTkax U
npevmMmyuiectsax o060MX MOAXOAOB, pPacCMOTPUM 4acToTy
HacnegCcTBEHHbIX 60Me3He, KoTopas OueHeHa C MOMOLLbIO
3TUX NogxofoB. [laHHble MO OCHOBHbLIM TFpynnam' HacneacT-
BEHHbIX 60Ne3He, T. e. ayTOCOMHO-AOMWHAaHTHbIX, ayTo-
COMHO-PELLECCUBHBLIX U CLEM/IEHHbLIX C X-XPOMOCOMOW peLec-
CUBHbIX, ObIIN HefaBHO 0606LWEHbl M3BECTHbLIM aHTNNCKUM
MeanUMHCKUM reHeTukom C. O. Kaptepom. PacnpocTpa-
HEHHOCTb HEKOTOPbIX OTHOCUTENbHO YacCTblIX AOMMHAHTHbIX
3aboneBaHMin nNpueegeHa B Tab6bn. 6.

MpuBeaeHHbIe B Tabn. 6 gaHHble CBUAETENbCTBYOT MPeX-
[e BCero 06 oTHOCUTENIbHO 4YacTOW CyMMapHOIA BCTpe4YaemMocTu
ayTOCOMHO-AOMWHAHTHbIX 3abosieBaHUM B NONYyNAUUAX 4de-
noBekKa: 7 60NbHbIX B pacyeTe Ha 1000 HOBOPOXAEHHbIX. OHU
TakXXe CBUAETEeNbCTBYHOT O TOM, 4YTO OOHapy>XeHue HOBbIX
HacnegcTBEHHbIX 3ab60/1eBaHU MOXET CyuU,ecCTBEHHbIM o06pa-
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TABNWLUA 6

PacnpocTpaHeHHOCTbL AOMWHAHTHbLIX 3aboneBaHuii B EBpone
(Ha 1000 »XWBOPOX[AEHHbIX)

Yac- Yac-
bonesHb ToTa BonesHb ToTa
Xopea TeHTUHITOHA 0,5 Tyb6epo3Hblii CKIepos 0,01
HelipodmnbpomaTos 0,4 bBas3unsapHble BhaBneHUs 0,03
MwunoTtoHnyeckaa pguctpo- 0,2 TaHatodopmHasas kKapamko- 0,08
domsa BOCTb
MHOXeCTBEHHbIA nonuno3 0,8 CwuHapom MapdaHa 0,04
KULWEeYHNKa AXoHAaponnasnsa 0,02
Annasna anadusos 0,5 CwuHgpom Onepca— AdaH- 0,01
JomunHaHTHaa dopma cne- 0,1 noca
noThbl OcTeoneTpos 0,01
JOMMHaHTHbIA  oTockne- 1,0 PeTuHo6nactoma 0,03
po3 (Tun B3POC/bIX) PacwenneHune ry6éel n(nnu) 0,01
I MnepxonectepnHemms 2,0 Heba CO CNU3UCTbIMU AM-
MOHOTreHHas Kamu y ryb6
HecoBeplleHHbIA  geHTU- 0,1 [Nopdwupun 0,02
HoreHes HecoBepuweHHbI ocTeore- 0,02
BpoxaeHHbIN cepountos 0,2 He3
Monnkuctos noyek (tun 1,0
B3POCNbIX)

30M MeHATb Hawu npeacTaB/ieHUsAs O YacToTax HacneACTBeEH-
HOW nartosiornn. B npusegeHHOM cnucke npumepHo 1§ Bceli
4acTOTbl MPUXOANTCA Ha AOMWUHAHTHYK TUMEPXOSIeCTePUH-
eMuto. 3To co6CTBEHHO He 3aboneBaHWe, a HacnefCTBEHHbIN
npu3HakK, npegpacnonaralWwmin K UWEMUYECKON 60ONE3HU
cepaua. Y O6ONbLWIKMHCTBA /ML, C 3TUM NPU3HAKOM MepBble
MPUCTynbl cTeHoKapanwu passmsarTca A0 30-neTHero BO3-
pacTa, nwemmnyeckas 60ne3Hb cepgua — K 50 rogam m 0KoJso
NMoJIOBUHbI 60MbHLIX norubaet K 60 rogam.

Cepbe3Hylo nNpobsemy 418 MeLUUWMHbI COCTaBNAT TakxXe
Takme ayTOCOMHO-AOMWHaHTHble 3ab6oneBaHWUA, KaK MONU-
KMCTO3 MNOYEeK B3POC/bIX U MHOXECTBEHHbI MOMNMO3 KU-
We4YHMKa, OnacHbIM UCXOL0M B 3/10Ka4eCTBEHHOE MNMepepoxpe-
HWe MOAMNMOB, KOTOpPoe HabntogaetTca npakTmyeckm B 100%
cnydaeB. Moutu 10-KpaTHble pas3nnuma B 4dacToTax 3abone-
BaHUW OOBACHAKTCA TeEM, YTO 60/Ie3HN MO-pasHOMY BAMSIOT
Ha PenpoAyKTMBHYI (YHKUUIO W, CrefoBaTesibHO, Ha BO3-
MOXHOCTb OCTaBWTb MOTOMCTBO, 4YaCTb KOTOpOro 6yneTr HO-
cuTesieM MYTaHTHOro TreHa.
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CpaBHeHMe pe3ynbTaToB, MOJIYYEHHbIX C MOMOLLbIO pe-
rnmcTpa, nokasbiBaeT, YTO 4yacToTa AOMUHAHTHBLIX COCTOSAHWUN
okKaszanacb paBHO 0,8 Ha 1000 HOBOPOXAEHHbIX, T. €. B 10
C NMWHNM pa3 MeHble. 3TO 06bACHAETCA TEM, YTO B PerncTp
BK/1H0YAKOTCA CBEJEHMA B OCHOBHOM O BPOXAEHHbIX 601e3HAX
M HacneACTBEHHOW NaTtonorvn, NPOABNAKOLLENCA B LETCKOM
BO3pacTe.

C OUEHKOW 4acToThl PeLLeCCMBHbIX 60Ne3Hel aeno o6¢TouT
HECKOJIbKO CJ/IOXXHee, TakK Kak, MNo-BUAMMOMY, [ANA pasHbIX
nonynaumin - U fgaxe pasHbIX CTPaH MOXET ObiTb pasHbIM
CNEeKTP ayTOCOMHO-peLecCUBHbIX 0601e3He, MOryT 3Hauyu-
TeNbHO KosebaTbCA 4YacToOTbl OTAE/NbHbIX (hopm. DTO cBA3a-
HO C TeM, 4YTO pacnpocTpPaHeHHOCTb ayTOCOMHO-PeLeCcCUBHbIX
60/1e3HEN OKa3blBaeTCA TECHO CBA3aHHOW C MONYNALUOHHON
AVHaAMUKOW: C xapaKTepoM cTaHoBneHuA nonynsaumm (60nb-
wee WIN MeHbLUee 4YUCNO NOAe coCTaBNANO UCXOLHYH MNoO-
Nynsyuunio), WUCTOPUYECKUMU WN3IMEHEHUAMU CTPYKTYpbl [O-
nynayuu (npetepnesasa /M OHa 3HauYuUTesIbHble COKpaLie-
HUSA B YNCNEHHOCTU, OblN1 1N B NOCNeAYHOWeEM ee YCKOPEHHbI
pOCT, HAaCKO/IbKO MHTEHCUMBHO OHa CMewmMBanacb C OKpyxXa-
oWuMn  nonynauuaMmm m 1. 4.).

MOXHO HalTU MHOXeCTBO MPUMepoB, Korga Ans OTAeNb-
HbIX MNOMNYNAUUKA N UenbiX 3THUYECKUX TPYynn XapakTepHa

TABAWNLUA 7

PacnpocTpaHeHHOCTb ay TOCOMHO-PeLeCcCUBHbIX 3aboneBaHni
B EBpone (Ha 1000 >XMBOPOXEHHbIX)

Yac- Yac-
BonesHsb ToTa BonesHb ToTa
MykoBucunaos 0,5 bonesHb Tesa — Cakca 0,04
®eHNNKEeTOHYpKUA Knaccu- 0,1 Mykononmcaxapupos 0,02
yeckas Tmn |
HeliporeHHble MbllIeYHbIE 0,1 Mykononncaxapmngos 0,01
aTpocthmn ™mn |l
CepnosungHoOK/IeTOUYHasA 0,1 MeTaxpomaTnyeckaa nei- 0,02
aHemus KoauctTpodums
MMnepnnasuna Hagnodey- 0,1 [anakTo3emus 0,02
HNKOB FroMmouncTUHypunsa 0,01
FnyxoTa BpOXAeHHas 0,2 UmnctuHypus 0,06,
CnenorTa, peueccumBHble 0,2 LKCTUHO3 0,01
dhopmbl CuHgpom Cmuta—Jlem- 0,01
YMcTBeHHasa  oTcTtanoctb 0,5 nn—onunTtuya

Hecneunduyeckas



BbICOKasA 4acToTa OTAe/IbHbIX ayTOCOMHO-peLecCUBHbIX 3a60-*
nesaHuin. C y4yeTOoM CKa3aHHOro crepyeT paccMaTpuBaTb
OLLeHKY 4acTOT ayTOCOMHO-peL,eCcCUBHbIX 3aboneBaHuin, nony!
YeHHbIX NYTeM 06beAMHEHUA AaHHbIX psAga aBTopos (Taén. 7).|

CymmapHas 4yacTtoTa ayTOCOMHO-peueccuMBHbIX 3abone-
BaHMUI no dopmam, npusefeHHbIM B cnucke C. Kaptepa, co!
ctaBnaet2,0 Ha 1000 HOBOPOXAEHHbLIX. ABTOp noJsiaraet, 4yTo!
ee MOXHO yBenm4unTb o 2,5 Ha 1000, Tak KaK M3BEeCTHbI cny-1
yan 3aboneBaHuA euwe npuMepHo 100 ayTocoMHO-peLeccus- |
HbIMM dpopmMamMu.

YactoTa ayTOCOMHO-peueccuBHbIX 60ne3Hell, nony4yeH!
Haa no maTtepuanam KaHafjCcKoOro permcrpa, okasanacb paB!
HOMi 1 Ha 1600 HOBOPOXAEHHbIX. Paznnuma B yactoTax ayTtof
COMHO-peLecCuUBHbIX 3aboneBaHUN, MNONYYEHHbIX pas3Hble
MW MeTogamMW, He CTO/Ib 3HaYUTe/NbHbl, KakK A9 ayTOCOMHO-
AOMUHAHTHBIX opM. TPUYUYUNHBI pas3iIninNini He TONIbKO MOTYyT»

KPbITbCA B METOAUYECKMX OCOO6EHHOCTAX NOoAX0[0B, HO Wuj
NMMeTb OGWOOTNYECKME OCHOBBI.
Hanb6onee 4acTbiIMM ayTOCOMHO-peLeccuBHbIMKU 3abone-1

BaHMAMU A1 AHIIUN N, BEPOATHO, 6ONbLIMHCTBA cTpaH]|
EBponbl ABNAKTCA MYKOBUCLUMAO03 W Hecneyuduyeckas, |
T. €. He BXojfduias B COCTaB CUMHAPOMOB WANW MHOrMMX Ha-1
CNeACTBEeHHbIX 60ne3Helr o6meHa BewecTB, YMcTBeHHas!
OTCTasNIoCTb.

CuenneHHble ¢ X-XpPOMOCOMOW peLeccuBHble 3abonesa!
HUA BCTpeyarlTCA pexe, YeM ayTOCOMHO-AOMMWHaHTHble UMW

ayTOCOMHO-peueccnBHble. 3TO MOHATHO, TaK KakK Yy uyenoseka] |

nmeeTca 22 napbl ayTOCOM W TOJQIbKO ogHa napa MnosoBbliX]

XpOMOCOM. MOXHO faXe cKasaTb, UYTO AaHHble O Yuc/e 3a- |

60neBaHNi, CUENAEHHbIX C X-XPOMOCOMO, nNpaAMO cBuae-1
TENbCTBYKOT O TOM, YTO MHOIMe ayTOCOMHble 60/1e3HUN eug?
HensBecTHbl. Hambonee 4acTble peueccUBHbIE, CLENNeHHbIe
c X-Xxpomocomoi, 3abonesaHnsa B EBpone cneaywouine (B ne-1
pecyeTte Ha 1000 HOBOPOXAEHHbLIX MasibMMKOB): MblleyHas!
anctpopua AroweHHa — 0,2, remodpmnma A — 0,1, wuxtul,
03 — 0,1, Hecneuyudunueckad ymcTBeHHaa otcTtanocte — 0,15

C yvactoTtoii mexay 0,1 u 0,01, BeposiTHO, BCTpeyaeTcs-
eute pag 3abonesaHWin, B TOM 4vucie remodunana B, rnyxoTal
cuenneHHas ¢ X-XpOMOCOMOW, anbOUHWU3M, HUCTArm, ru-
norammarnobynmHemusa Tumna Bruton, runodgocharemnye!
CKUW paxuT, aHrungpoTmyeckas aKTogepmanbHaa pgucnna-1
3UA, CTeHO3 CU/IbBUMEBa BOAOMPOBOAA, HECOBEPLUEHHbI 3ma-|
nereHes. o C. KapTepy, yactoTta BCeX OCHOBHbIX X-cuenseH!
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MbIX pPeuecCUBHbLIX 3abonesaHui coctasnset 0,4 Ha 1000
HOBOPOX[AeHHbIX. Takaa Xe oueHKa nosyyeHa u B KaHapg-
CKOM pernuctpe HacnegcTBeHHbIX 00/1e3HEN.

MeguumnHCKaa TreHeTUKa He OrpaHuM4mBaeTCcA TOJIbKO
KOHCTaTaume 4acToT HacneacTBeHHbIX 6one3Her. He meHee
BaXHO MOHATb MPUYUHBLI UX pacnpocTpaHeHUs, a ANA 3TOro
Heo6x04AMM KOMMEKCHbIA nogxon. o nocnegHero BpemMeHU
KNIVHUYecKass reHeTUKa M aNnMAeMUoNorma Hacse4cTBEeHHbIX
3abosieBaHUn pa3BuBasNCb B 3HAUYUTE/IbHOW Mepe camMoCTONA-
TeNbHO. TONbKO B MocfefHWe rofbl NOABUAUCH pPaboThbl, B
KOTOPbIX KAUHUYECKUA N OBUOXUMUYECKUIM Nonnmopgusm
HacneACTBEHHOW NaToNoruu cBA3bIBasCA C MNOMNYNALUOHHO-
reHeTUYEeCKMMN 3aKOHOMepHOCTAMU. OHU MO3BOIUAN 06bBAC-
HUTb CBAA3b FEHETUYECKO reTeporeHHOCTU HacneCTBEHHbIX
60ne3Helt ¢ 0COOEHHOCTAMU UX pacnpocTpaHeHUs, HepaBHO-
MEPHYI0 BCTpeyaemMOoCTb MHOIMMX HacneAcTBEHHbIX 60sie3Hel.

B pes3ynbTaTte LWMPOKOro MU3y4YeHUs HacneACTBEHHbIX 60-
ne3HeW HakannmBaeTcs Bce 60NblUe CBeAeHWUM 06 Mx Heoau-
HaKoOBOW pacnpoCTpaHeHHOCTU B pasHbiX MONyNnsayunsx.
B nepByl ouyepenb 3TO KacaeTCcsa peLecCcUBHbLIX 3abosiesa-
HUA U CUHAPOMOB. [JOMWHAHTHbIE U CLEMJIEHHble C X-XpO-
MOCOMOI peueccuBHble 3aboneBaHUA, pPe3KO CHUXawLime
NPUCNOCcCOB6NEHHOCTb UX HOCUTeslell, NPaKTUYECKN He UMerT
LWAaHCOB WKMPOKO pacnpocTpaHMTbesa B nonynaymax. CkasaH-
HOe, KOHEYHO, He WCKJ/IlI0YaeT BO3MOXHOCTU OOHapy>XeHUA
pasininin B CMeKTpe AOMMHAHTHbLIX W CUENJIeHHbIX ¢ X-
XPOMOCOMOW MyTauuii B pasHbiX MNONYAALMSAX 4esioBeKa.

Hanbonee wunpokme wuccnefoBaHUA pacnpocTpaHeHusd
HacneacTBEHHbIX 3ab0sieBaHUM  KacalTcAa Hacne4CTBEHHbIX
remMorno6mHonaTnin. 3To cBA3aHO C OTHOCUTE/IbHOM NPOCTOTOW
MeTO40B, MO3BONIAKWNX BbIABAATL reMornoébuHonatum c
BbICOKMMM 4acToTamMn 3aboneBaHUi B HEKOTOPbIX pernoHax
3emMnun, HakoHey, C TeMU MNpemMmyLLecTBaMmn, KOTOpble faeT
nccnegosaHme reMmornobuHonatuii B M3yvYeHUU psga Kap-
AVNHaNbHbIX BONPOCOB MOJIEKY/IAPHOW GUOMOTNN N TEHETUKMU.

UacToTa pas/IMyHbIX MYTAHTHbIX BapWaHTOB TreMoOro-
6MHa B pas3HbIX 3THUYECKUX Fpynnax Konebnetca B WUMPOKMX
npegenax.

Femorno6bmH S Hawmbonee pacnpocTpaHeH B TPOMUYECKOW
Adpuke, B OTAe/IbHbIX paloHax KOTOPOW OH BCTpeyaeTcs
npumepHo y 40% >xutenei. F'emorno6mH C 6onee yact B 3a-
nagHom Adpuke. Apean pacnpocTpaHeHUsa remorfo6bmHa E —m
3To cTpaHbl KOro-BoctouHoin Asunm (Bnpma, Kamnyuus, Jlaoc,

59



TannaHp). Femorno6uH 6 ¢ Hambonblel 4acToTOW O6GHapy-
Xnpaetca B MHoUM u lNakuctaHe, HO HepeaoK U B JlaTUH-
CKoi AmepuKe M Ha BbnuxHem BocToKe.

Femorno6buHonaTUM BKAKYAKT He TOJNIbKO aHOMasbHble
remMornobmMHbl, HO W HacneACTBEHHbIe COCTOSAHUA, KOTOpble
MPOABNAKTCA HapPYWEHUAMU CKOPOCTU CUHTEe3a OTAeNbHbIX
uene rnobuHa — Tanaccemuu. B 3aBUCMMOCTM OT TOTO,
CMHTE3 KaKoW uenm cTpajaeT B [MepBYK oyepenb, cekyac
pasnuyawT (5-Tanaccemnio (aHemutw Kynu), a-tanaccemuio,
fkj-Ttanaccemmnio ©n HacneacTBeHHYIO nepcucrteHuuno  de-
TalbHOro remMmorso6uHa.

leTepo3urotHaa (5-tTanaccemma okKasanacb pacnpocTpa-
HEeHHON B cTpaHaXx CpeAn3eMHOMOpPbLSA, B eBPONENCKUX CTpa-
Hax (bonrapwusa, PymbiHnAa), B CCCP (B pecnybnumkax 3a-
kaBka3ba un CpegHeir Asnu), B KOro-BoctouyHoii As3unu. le-
Tepo3nUroTHasa a-TanacceMmsa — 4YacTbliii NMPU3HaK B CTpaHax
FOro-BoctouHow A3nn u KwuTae.

MouTn TakK e WMPOKO, KaK N Hac/eACTBEeHHble remorno-
6uHoNaTnn, B MMUpe pacnpocTpaHeHa ewe ogHa Hac/neACTBEH-
Hasa Bapuauuna — pgedekt obmeHa 3puUTpoyMTOB, 0OYCNOB-
NEHHbIN HEeJOCTAaTOYHOCTLIO FNIOKO30-6-pochaTaerngporeHassbl
(r-6-oAr). Mo nocnegHm nogcyetam, YNCAO HocuTenem my-
TaHTHOro reHa cocTaBnfAetr B Mupe okKono 300 MAH. ye-
/T0BEeK.

HepocTtaTtoyHocTb -6-® AT npossnsaercs 3aboneBaHUeMm
(yawie BCero nocsie NpuemMa HeKOTOPbIX pacnpocTpaHeHHbIX
NeKapCcTBEHHbIX MpenapaTtoB mnm 60608 Vicia fava B nuuy)
B BUAE reMO/IMTUYECKNX Kpu3os. WNHorga oHa cama no cebe
MOXeT faBaTb XPOHWUYECKYH HecepouuTapHy aHemMmuio.

B uenom apean pacnpocTpaHeHWUs He[OCTAaTOYHOCTWU
M-6-®& 40 611M30K nnn gaxe copnafgaet ¢ apeasoMm pacnpo-
CTpaHeHUsa remorno6buHonatuii. Hepegko y nuy OQHOM Ha-
LMOHANbHOCTM C AOCTATOYHO BbICOKOI 4acTOTOW BCTpevarTcsA
ob6a npu3Haka. OcobeHHOCTM pacnpocTpaHeHUA HaCNeACT-
BEHHbIX Tremorno6buHonaTtuin wmn HepgocTaToyHocTn [-6-d AT
CBA3bIBAOTCA OOJILLUIMHCTBOM aBTOPOB C pacnpocTpaHeHMeMm
Manspun, npexpae BCero TPOMNMUYECKOM, U C TeM 06CTOATENb-
CTBOM, 4YTO FeTepo3nUroTbl MO COOTBETCTBYHLWNM MYTaHTHbIM
reHam o6nafalT B YC/NOBMAX pacnpocTpPpaHEeHHOW Mansapumn
60MblIe BbIXXMBAEMOCTbKD MO CPaBHEHUK C HOCUTENSAMWU
«HOpPManbHbIX» TEeHOB.

OfgHUM N3 Hanbosiee pacnpPoCTPaHEHHbIX HacneACTBEHHbIX
3a60neBaHMM BO MHOIMMX MNONYNASAUMAX YenoBeKa SABAAETCH
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MYyKOBUCLMAO03. [MposBneHUs MyKOBMCLUMAO3a PasHO06-
pasHbl: MEKOHManbHbIW WUAeyC HOBOPOXAEHHbIX, KuLWeYyHas
dopma ¢ gunapeein, cteaTopeei, neroyHasa dopma, gNa KOTO-
poi XapaKTepHbl XPOHWYECKUE OPOHXOMHEBMOHUWU. [lpwu
MYKOBUCLMAO3e MOTryT HabnwpgaTbCca LUPPO3 MNeyYeHU, Je-
royHoe cepfue U MHOrve Apyrue OC/IOKHEHUS, KOTOpble [0
HefaBHero BpemMeHW pgenananm 3abonesaHme B abCOMKOTHOM
60MbWMHCTBE CAyYaeB fieTallbHbIM Y>XXe B MepBble FoAbl XXU3HWU
pebeHKa.

MyKoBMUCLUMA03 BCTpedyaeTcss BO MHOTMUX 3THUYECKUX
rpynnax c Bbicoko 4yactoTtow (1 : 1000-M OO0 HOBOPOXAEH-
HbIX), XOTA B APYFMUX rpynnax, B 4aCTHOCTW CpeAn HErpos
N BOCTOYHbIX HApOAOB, €ro 4yacToTa 3HAYUTe/IbHO MeHbLUe.
OOBACHMUTL WMPOKOE pacnpocTpaHeHMe reHa MyKoOBUcumMao3a
npu ero netasbHOCTU B TFOMO3UFOTHOM COCTOAHUU MOXHO,
BEPOATHO, KaK N ANA pacnpocTpaHeHHbIX reMoriobmHonaTtum,
3a CYeT npemmyLiecTtsa reTepo3nUror.

Wnpokoe pacnpocTpaHeHWe HEKOTOPbIX MYTaHTHbIX TEHOB
B MNOMNyNsauMsaX 4YenoBeKa BaXHO AN MpPaKTUYecKonW megw-
UWHbI He TONbKO C TOYKM 3peHUA HeobXOoA4MMOCTU BblsiB/ie-
HMA W nedvyeHUs 60AbHbIX C MaTosornein, o06GYCNOBAEHHOW
3TUMU MYTAHTHbIMW TeHaMW, HO eulle U NOTOMY, YTO Uccneno-
BaHWMe naToreHe3a COOTBETCTBYKLWUX 3ab0neBaHUN OTKPbI-
BaeT 6Guonoruvyeckn Hawmbonee s3P@PeKTUBHbIE NYTU 3aLLUTHI
OT [elcTBUA BpeAHbIX (PakTOpOB cpefbl Ha MaTto/loOrnyeckue
reHbl.

Oco6bli MHTepec NPeACTaBAAKT pe3ynbTaTbl M3YyUYeHUS
4yacTOT HacneACTBEHHbIX 60se3Held obmeHa Beuw,ecTB, MoOA-
falOLWKUXCA NeYeHND, TakKux, Hanpumep, KakK (eHUIKeToH-
ypusa, ranakTo3eMus M HeKOTOpble Apyrue. 3TOT WHTepec
onpeaenseTca Npexpae BCEero 4YMCTO NPaKTUYECKON Heob6Xo-
ANMOCTbIO MNaHWpPOBaHUA MeAMUMHCKOW MNOMOLN 60NbHbIM
C cooTBeTcTBylOUWeNn natonorvein. Lnpokue puarHocTuye-
CKue nporpamMmMbl B HEKOTOPbIX CTpaHax OXBaTbiBalT Mpak-
TUYECKU BCEX HOBOPOXAEHHbIX. Takue wmuccnefoBaHUs Mo3-
BONAKT MNONYYUTb npefctaBneHne M 06 3THUYECKUX OCOBEH-
HOCTAX pacnpocTpaHeHUA HEKOTOPbIX HacneacTBEHHbIX 60-
nesHenm.

B Tabn. 8 npuBedeHbl faHHble 0 YacToTaX (IEHWUKETOH-
ypun (®KY) B pasHbIX CcTpaHax.

CpaBHeHUe 4acToT PEHUSIKETOHYPUMN B pasHbIX cTpaHax
nmnokKasbliBaeT, 4To vacTtoTa ® KY Bbille B CNaBAHCKUX, YEM B
repMaHCKMUX M B pOMaHCKUX Hapogax. B ckaHgMHaBCKUX No-
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TABNUNLA 8

YacToTa (heHUNKeTOHYPUU B pasHbiX CTpaHax

Yuncno obcnepo- YacToTa

CtpaHa BaHHBIX PeHUNKETOHYPUM
HOBOPOXA€eHHbIX

MHP 894 891 1:7 782
ycce 132 392 1:6618
rap 886 287 1:9 329
ABCTpuA 666 383 1:12 340
LUselinapus 699 089 1:16 644
dpaHLMA 1892 734 1:13715
P 359 875 1:10 935
OaHuns 285 535 1:11 898
Lseuuns 907 746 1:43 226
dPNHNAHANA 71 111 1:71 111
AHTNNA 112 362 1:10215
NpnaHpusa:

3anagHas 325 935 1:5 343

BOCTOYHas 206 011 1:7 924
CWA 1408 425 1:13 630
KaHaga 277 769 1:39 681
HoBaa 3enaHgus 381 536 1:18 168
ABCTpanusa 353 458 1:9818
AnoHuA 210851 1:210851
N3panne:

eBpen allkKeHasu 180 000 1:180 000

Apyrue espen n apabbl 320 000 1:8 649

nynaunax, ocob6eHHO DPUHNAHAMK, 4dacToTa PKY KpaitHe
Huskaga. Kpome ®PuMHAAHAUKN, OTMeyaeTCcd HU3KaA 4YacTtoTa
OKY B ANOHWMWU, eANHCTBEHHOW W3 cTpaH [OanbHero Bo-
CTOKa, B KOTOpPOM MNPOBOAW/INCL MacCcOBble UCCAefOBaHUSA
n 'y espeeB awkeHasn B N3paune. B CLWA yvactota P KY Ta-
Kas e, KakKk B OONbLWIMHCTBE eBPOMNeNCKUX cTpaH. B TO Xe
BpeMsa BO (ppaHuy3ckoM yacTn KaHagbl yactoTa @ KY 3Ha-
YnTenbHO Bbiwe, 4yem B CLWA mn dpaHyuunwn.

CyLwecTByOoT pasnunuma B yactote ®KY MBHYTPU APYTUx
cTpaH. Tak, B NpnaHgun un LWoTnaHgum yactoTa ee, BEpPOAT-
HOo, BABOe Bbiwe (1 : 4000), yem B AHIINMN.

Kpome TOro, aHanus npoucxoxaeHunsa cnydaes P®KY B
IOro-BOCTOYHOM AHININUM MnokKasan, 4YTo NpeaKM MHOrMX ce-
Meii 60NbHbIX ABNAKTCA BbIxoguamwu n3 UpnaHgum un LWoT-
naHanu.

BecbMa BbIpaXeHHble pas3Nnuuna B pasHbIX NOoNynAaunmax
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TABOAWNLA 9
YacToTa ranakrTosemMmum B pas3HbIX CTpaHax
Ywncno

CTpaHa o6cnepoBaHHbIX
HOBOPOX/JEHHbIX

YacTtoTa
ranakTo3emMmumu

MHP 307 947 1 12317
Yyccre 132 392 144 130
ABCTPUA 664 966 1 39 116
LlBetinapus 520 456 165 057
Benbrus 106 511 1 106511
DPT:

CeBepHble 06nacTu 119 024 129 756

3anafHble obnacTtu 300 355 142893
LLiBeyuns 907 746 1 49 000
NpnaHgusa 144 843 148218
CWA 732911 1 104 701
KaHapga 148 872 1 148872
HoBas 3enaHgus 292 626 132514

OGHapy>XeHbl ANA ranakTto3eMmun, OOYCNOBNEHHOM HeaocTa-
TOYHOCTbBIO TpaHcepasbl (Tabn. 9).

[JaHHble 0 4acToTe rasakTo3eMmm He CTOJIb TOYHbI, Kak
ANA PeHUNKeTOHYPUWU, HO A0CTaTOYHO YBEPEHHO MOXXHO rOo-
BOPUTb O TOM, 4TO B cTpaHax HoBoro CeeTa u4actoTa ranak-
TO3eMuKn, 06YCNOBMEHHOW HEeAOCTAaTOUHOCTbK TpaHcdepassbl,
noytu B 2 pasa MeHblle, 4YeM B €BPOMEMCKUX CcTpaHax.

UunctuHypmnsa — 60n1e3Hb obmeHa Bew,ecTtB, 00YC/NOBJIEH-
Has npexge BCero HapyleHuem peabcopbumm HEKOTOPbIX
aMUHOKMCNOT B rMo4ykax. YacToTa ee B pasHbIX cTpaHax
(1 : 5000— 1: 20 000) pocTaTOYHO BbICOKA, HO pasnUyuns
AN pasHbIX 3THUYECKUX TPYMMn MnoKa He OYEeBUAHbI.

MpumepHO Takas e KapTuUHa pacnpocTpaHeHWUs B pas-
HbIX cTpaHax rumctngnHemmm (ot 1: 15000 go 1 : 50 000).

Pegknm 3ab6onesaHuMem ans 60MAbLINHCTBA CTPaH ABNSA-
eTcsa neiynHo3 (60se3Hb, NpPUY KOTOPOWM MOYa MMeeT 3anax
K/IeHOBOro cupona).

Mo gaHHbIM 60MbLWIMHCTBA LEHTPOB nabopaTtopHOW Auna-
FTHOCTUKMU HacneaCcTBEeHHbIX 60ne3He KakK B €BpPOMeMCcKuXx
cTpaHax, Tak u B CLUA, KaHage, Hosol 3enaHgum n Asctpa-
NN, YyacToTa nenynHo3a U roMOLUCTUHYPUN OKasasacb 3Ha-
ynTenbHo MeHble (1 : 100 000). Tonbko B LUBeKUapuM Ha
663 287 HOBOPOXAEHHbIX BbIAB/EHO 8 c/iy4vyaesB JieLMHO3a
(yacToTa 1 : 82 910). TaknmMmn e peakMMm Ansg 60NbLUMHCT-
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Ba CTpaH SABAAKTCA TUPO3UHO3 N aprMHUHOLW,aBenesas auuna-
ypus.

HepaBHOMEpPHOCTbL pacnpocTpaHeHUs B pasHbIX nony-
NAUNAX 4YesloBEKA MEpPeyYUC/ieHHbIX Bblle Hac/ieACTBEHHbIX
60/1e3Hen ABNAeTCA, TakK cKaszaTb, MNOOOYHbLIM BbIXOAOM W3
WUPOKUX rMporpaMm MeAMKO-TeHETUYEeCKUX unccnegoBaHuin,
HarnpaB/eHHbIX Ha MNPOPUNAKTUKY HacneACTBEHHbIX 605e3-
Hel. B xofe 3TUX WcCNefOBaHUW BbIABNAKTCA He TOJIbKO
60NbHbIE, KOTOpPble nognexart crneynanbHOW Tepanuun, HO
N CEMbWU, ANSA KOTOPbIX BbICOK MOBTOPHbLIA PUCK MOSABAEHUSA
60MbHbIX AeTeil ¢ TakoW e nartonorumein. Cembn 6epyTcsa Ha
cneumanbHbIM y4yeT U 3a HUMKM BegeTcss HabnwgeHme. O6Ha-
py>XeHune BbICOKOW 4acTOTbl TOr0 WAM MHOro 3aboneBaHUSA
CTaBUT TaKXXe BOMNPOC O MOUCKax WAM NPUMEHEHUU [PYTUNX
Mep nNpPoOMUIaKTUKN HacNeACTBEHHOM NaTonorum, TaKux,
Hanpumep, KakK BbliBIeHWE TeTepOo3UroTHbIX HOcuUTenen
onpegeneHHbIX MyTauWui, nNpeHaTanbHas AuWarHocTUKa 3a-
6onesaHMM U T. A. (cM. rnasy 4). Takum o6pa3om, LWLINPOKUeE
nccneaoBaHnUA 0cobeHHOCTeW pacnpocTpaHeHWs HacneacT-
BEHHbIX 60Ne3Hel MMeKT B MepBYH ouyepelb NPaKTUYeECKYHO
HanpasfeHHOCTb, a UX LUefb 3aK/4vaeTca B CHMXXEHUU 4a-
CTOTbl 3TUX 3abonesaHW.

Bbille yXe yKa3biBa/sioCb Ha TO, 4YTO MpeAcTaBneHUA 06
3THUYECKUX Ppas3inymax B 4acToTe HacnefCTBEHHbIX 60nes-
Hel cKnagblBalOTCA U3 OTAeNIbHbIX paboT Mo 3aToi npobneme
B OTAeNbHbIX cTpaHaxXx. Oco6eHHYI LEeHHOCTb Takue uccne-
[lOBaHUA npuobpeTaldT B TOM c/yyae, Korga OHW [OMNOJSHSA-
OTCA NONYNALNOHHO-TEHETUYECKUMU faHHbIMW. TaKoe KOM-
NNeKCHOe W3y4YeHue MOo3BOJIAeT OTBETUTb MNPeAnosIOKNTE b-
HO Ha BOMNPOCbI O MPUYMHAX PacnpoOCTPaHEHHOCTU WU, Ha-
NPOTUB, OTCYTCTBMUA TeEX WIN UHbIX (POPM Hac/eACTBEHHOMN
naTonornn.

Hanb6onee MHTEPECHbIM W3 BbIMOJIHEHHbIX A0 HACTOSAWEro
BPEMEHUN MOXXHO, BEPOATHO, CYNTaTb MeAUKO- U NONYNALNOH-
HO-TeHeTn4YecKoe nlydyeHume HaceneHna GuHAAHANN. Meanko-
reHeTU4YecKne wuccnegoBaHnas B PUHNAHAUW OKazanucCb Yyc-
newHbIMMU NO KpamHel Mepe Mo TPeM OCHOBHbIM MNPUYUHAM:
1) yHuMKanbHas nonynsayuoHHas CTPYKTypa; 2) BbICOKWIA
YPOBEHb MeAUUMUHBI; 3) COXPaHHOCTb perucTpayuin poxge-
HWUW, cmepTen, 6pakoB AnA nocnegHMx 10 NOKONEHUA.

N3 peaknx HacneAcTBeHHbIX 60ne3Hell BcTpeyvarTCs
NPENMYLLECTBEHHO B PUHNAHAMM He meHee 20 chopm. Mpu-
UMHbI HaKOMJEeHWS HacneAcTBEHHbIX 06one3Hen, npexae

64

BCEro ayTOCOMHO-peLecCuBHbIX ¢OpM, B PUHNAHAUMN KPO-
lOTCA B NOMNYNALUOHHO-NCTOPUYECKUX OCOBEHHOCTAX 3THO-
reHesa aTow cTpaHbl. NMonynaunsa ®PUHAAHAUM OTHOCUTENBHO
Monoja, MO3TOMY B KaudeCcTBe peajibHbiX (PakKTOpOB, OTBET-
CTBEHHbIX 3a HaKOMJeHMe peaKUX PeLEeCcCMBHbIX TEHOB, U
3a pasnuuua B 4YacToTax 3TUX FeHOB MeXAay nonynaynamm
BHYTPW CTpaHbl MOI/IMN BbICTyNaTb Takme paKTopbl MonNyns-
LMOHHOW AMHaAMUKK, KaK 3dekT BbIGOpKKU. [Monynsaunu,
BO3HMKalLMe 3a CYeT OTHOCUTENIbHO HebONbLWOro yucna
OCHOBaTesie-nocesieHUeB, O6yayT pasnnmyatbca Mexay Co-
60 No Habopam reHoOB B CUAY pasNNyuii B reHoTMnax 3TuX
noceneHueB W Aperipa reHoB, KOTOPbI BblpaXkaeTcd B CNy-
YyaliHOM WM3MEHEeHUM 4acTOT FeHOB MpU nepexoge K Kaxaomy
HOBOMY TMOKOJIEHUID. Pasznnuua mexagy nonynaumamuy ®uH-
NAHAWM B XapaKTepe pacnpocTPpaHeHHbIX B HWUX HacneacT-
BEHHbIX 60Nne3Heln onpeaensiincb 3aMKHYTOCTbH, M30/ANPO-
BAaHHOCTbIK CyLLeCTBOBAHUSA OTAENbHbIX MNONyNAUWiA, KOTO-
pble B OCHOBHOM 3aHMWMaNNCb CEIbCKMM XO3AWCTBOM Ha Mpw-
rogHbIX A8 3TOro 3eMAsX, MO3aM4yHO pas3bpocaHHbIX rOo
BCE CTpaHe.

Kak u cnegyeT npegnonaratb, MCXo4a W3 MONYyNAALUOH-
HOM CTPYKTYpbl HacefeHUA PUHNAHOANW, B 3TO CTpaHe Ha-
pAfy C HakKonJeHMeM OAHMUX HacneacTBEHHbIX 3aboneBaHWU
NOYTU MNONHOCTbID OTCYTCTBYHT Apyrue 060n1e3HW, pacnpo-
CTpaHeHHble B cocefHUX cTpaHax. K Takum dopmam, KOTO-
pble KpaHe pefku B PUHAAHAUN, MOXXHO OTHECTU ranakrtos-
eMN0, TNINKOTeHO03, UWUCTUHO3, JEeWLNHO3, TUCTULUHEMUIO,
MYKOBUCLWNAO03, TOMOLUCTUHYPUIO, (PEHUNKETOHYpUo n 60-
nesHn Tesa— Cakca, lowe, XapTHyna, ®abpwu.

YcTaHOB/IEHHbIe (daKTOpbl MNONYNSALUOHHON AMHAMUKW
(PMHHOB XOPOLIO OOBACHAKT Ha KayeCTBEHHOM, onwucaTesb-
HOM YpOBHEe BbIfiBIeHHble B ®PUHAAHAMM pa3Hoob6pasune
HacneACcTBEHHOM NaTo/IorMM U ee JI0KaJlbHO BbICOKME 4a-
cTOTbl. OQHaKO OKOHYaTe/lbHble BbIBOAbI O MPaBUIbHOCTHU
BbICKa3aHHbIX MpPeAnonoXeHUA 06 OCHOBHbIX MexaHWU3Max
pacnpocTpaHeHMa HacneAcTBEeHHbIX 605e3Hel B PUHNAAH-
AN MOXHO 6ypeT caenatb, Korga 6yayT nogpo6bHO M3yYeHbl
B OTHOWEHMN Hac/eACTBEHHOW MaTonorMm n gpyrve Hapogabl
PUHHO-YropCcKOM Trpynnbl, N MNpPeXae BCEro 3CTOHLbI.

Kpome dwuHHOB, nogpobHo o6cnegoBanucb Ha pacnpo-
CTpaHeHMe Hac/eACTBEHHbIX 60Ne3Her eBpen. Y HUX Takxe
BbISIB/IEHO HakonaeHue psaga 3abonesaHuin, pegknx Unm npak-
TUYECKM He BCTpeyaruwmnxcs B APYrux 3THUYECKMX rpynnax.
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B Haubonbwein no pasmepam
(oHa cocTaBnsieT okKono 80%
HaKoMnjieHWe 4YeTbipex ayTOCOMHO-peLecCUBHbIX 60ne3HeN j
(nx uvactoTta kKoneb6netrca ot 1: 10000 pmo 3: 10 000): I
3CcCeHUManbHOM neHTO3ypuun, 6onesHn rlowe (chopma B3poOC-
nblx), 6onesHn Tes— Cakca W CeMeMHOW [ANCAaBTOHOMUMN.
OTn 3ab60neBaHUSA B APYIUX €BPEMCKUX N HEeeBpPeMCKUX IT-
HUYECKNX Trpynnax BCTpeyarkwTCcsas 3HaAUYUTE/IbHO pexe. He—\
o6Xxoo4MMO, KpOMe TOro, MNOAYEPKHYTb,
N APYIrnUxX TakK Ha3blBaeMblXx 60/1e3HEN allkeHa3n BapbupyeTt
B 3aBMCUMOCTU OT reorpadpmMyeckoin nopgpasgeneHnoctn rpyn-1
Nbl awkKeHa3n. TakK, ©6one3Hb Tea— Cakca Hanbonee
yacTa cpeaun eBpeeB 60/iee KHOXXKHbIX pPaiOHOB BOCTOYHOW EB-
ponbl. C MeHbLIEeN 4YacTOTOMN, HO BCe XXe 3HAYUTEe/IbHO 4alle,
Yem cpean APYTUX 3THUYECKUX Tpynn, y alwkKeHasnm HaxopaTt

rpynne esppees — allKeHa3wn

BCEX €BpeeB) HalgeHO peakoe j

4YTO 4YacToTa C-)TI/IXj

1

]

6onesHb HumaHHa — Tunka (COUHIOMUENMHOBLIA Nununaos), 1

HeJocTaTO4YHOCTbL (pakTopa XI| cBepTbiIBaHUA KPOBWU, CMOH-
FTMO3HYK fJereHepayunto UeHTpPasibHOW HEPBHOW CUCTEMBbI,
cuHapom bnyma (KapnuMkoBocTb € QoTogepmaTo3oM) WU
TOPCUOHHYIO [UCTOHWUIO.

Y allKeHa3n, Tak Xe KakK ny (bUMHHOB, HapA[y ¢ pacnpo-
CTPpaHeHMeM OAHUX HacNeacTBEHHbIX 60Me3Hel gpyrve oTcyT-
CTBYIOT UAN KpakHe peakn. K Takum B NepBYyl ovepenb ene-
AyeT OTHeCcTU (eHUNKeTOHYpUto. He TONbKO Yy eBpeeB U
(PUHHOB, HO U B APYIUX 3THUYECKUX Trpyrnnax OO6Hapy>XeHbl
NoKanbHble MOBbIWEHMA YacTOT MYTaHTHbIX FeHOB, OCOG6EHHO
Bbl3blBalOLWMX ayTOCOMHO-peLeccCuBHble 3aboneBaHusa. Ha-
npuMep, BCTPe4YaeMOCTb JieTa/lbHOro HacneACTBEHHOro 6yn-
ne3Horo anugepmonuisa (ayToCOMHO-peuLeccuBHasA neTasb)
coctaBuna B CesepHow LWeBeunn 17«10~5, 4TO BbilWe, 4YeM
B KOXxHow LWBeynmn n Hopsermun. FeHeanornvyeckme mccneno-
BaHMA Mokasajin, 4YTOo OGONbLIMHCTBO 60NbHbLIX UMeeT 06UWNX
npeakos 12— 15 nNOKONeHWW Hasah, MPOUCXOAUBLINX U3
ogHoro okpyra Ha Cesepe LUseynn.

Bbilwe yXe yKa3blBanocb Ha OTHOCUTENIbHYIO pacnpocTpa-
LEeHHOCTb TUPO3UHEMUWN Yy KaHajueB (ppaHLYy3CKOro npowuc-
XoxpageHunda. W3ydyeHue reorpauyeckoro pacnpegeneHums
60NbHbLIX MO MPOBMHUUN KBebGEeK BbISSBM/IO PalioH C YpPe3Bbl-
YaiHO BbICOKOW KOHUeHTpaymumen 6onbHbIX (14,6 Ha 1000
HOBOPOXXAEHHbIX; CpeAHAs 4acToTa BO BCEM MPOBUHLUU
0,8 Ha 10 000 HOBOPOXAEHHbIX). MONYNALNOHHbLIA aHanuns
MPUUYUHBLI HaKOMN/EHNA TUPO3IUHEMUU MNoOKasan, 4YTO0 OHO MO-
XeT OblTb CBA3aHO C 3dpheKTOM poJoOHa4vYanbHUKaA.
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Cpean 3CKMMOCOB 3HAUYUTENbHO Yalle, YeM Yy APYIUX Ha-
poaoB, BCTpedyaeTca afpenoreHUTanbHbIM CcUHAPOM (C 4a-
ctotoii 1:400), HO 0c0OBGEHHO BbICOKA BCTPEYaeMOCTb 3TOrO0
cMHApoMa cpegn O4HOTO M3 POAOB aNACKMHCKUX 3CKUMOCOB
(1 : 150).

3HayeHne akKToOpoB WU30AALMUU WU, BO3MOXHO, ppenda
reHoB ObI/1I0 MPOAEMOHCTPUPOBAHO ANA (DOPMUPOBAHUA N0-
Ka/lbHO BbICOKWUX 4acTOT pPas3/IMYHOW HacneaCcTBEHHOM naTo-
NOTUM B pasHbIX CTpaHax: uepebpomMakynsapHOW pfereHepa-
umn B KBebeke v HbrodayHaneHae; 4eTCKOro U4MUCTMHO3a BO
dpaHunmn; ankantToHypum B HCCP; 10BEHN/IbHOW MeTaxpoma-
TUyeckon nevkoguctpodum B CesepHoin LUBeynn. Hanbonee
M3BECTHbIM MpuMepom 3dppekTa pogoHayvarbHUKA SABNAeTCA
pacrnpocTpaHeHWe O4HOrNo U3 TUNOB nopupun cpean 6enbix
MMMUTpaHTOB B HKOXHOW Adpuke.

N3yuyeHne ocobeHHOCTeW pacnpocTpaHeHUs HacneACTBEH-
HbIX 60Ne3Hel B CBSA3M C MNONYNALWUOHHOW CTPYKTYpOi Ha-
CeNnleHMA BaXHO A9 TOro, 4YTo6bl BbIAICHUTHL, Kakue 3abone-
BaHMSA 4YacTbl B onpefeneHHOM 3THUYECKOW rpynne M Kaknmwu
NONYyNAULNOHHO-TEHETUYECKUMU MeXxaHU3MaMWU BbI3BAHO Ha-
KOMJaeHne MYTaHTHbIX TreHOB. TaKue wunccnefoBaHus pJarkwoT
TaK>Xe BO3MOXHOCTb MPOrHO3MpPOBaTh MNOBEAEHUNE MYTaHTHbIX
reHoB B nMocnegywWuUXx MNOKoNeHUax. Tak, Hanpumep, B
PUHAAHAUM NpefnonaraeTcd, 4YTO YacToTbl 6OMbWMHCTBA
HacneACTBEHHbIX 3aboneBaHU NO KpallHeW Mepe B crefyto-
lWem MOKO/IeHMW OCTaHYTCHA Ha MNpexHeM YpOBHe, TakK Kak
NPoOAO/HKAKT o0cTaBaTbCA B CWU/le OCHOBHble (dakKTopbl Tro-
NYNAULUOHHON AWHaMUKW, CMNOCOOGCTBYlOWME MOALEPXAHMUIO
M3 UMM nonynsaunmin.

B kauecTBe ocob6oro nogxogna B M3YYEHUU CBA3U Mexay
NONYyNAUUOHHOW CTPYKTYpPOW HaceneHuUsa v pacnpocTtpaHe-
HWeM HacneACTBEHHOW naToNornun cnepyet HasBaTb MegUKO-
reHeTU4YeckKoe M3y4vyeHue MN301ATOB. VccnepoBaHne U30NATOB
oKa3aniocb MNAOAOTBOPHbLIM ANA BbIABIEHUA «HOBbIX» QOPM
HacneacTBeHHbIX 60ne3Hel, a TakXe AN AeTalbHOro aHa-
nmsa n AOMONHEHUNS KINHUYECKOW KapTUHbI NMOpaxeHUsA npwu
yXXe, Kasanocb Obl, W3BECTHbIX 3abo/sieBaHUAX.

Hanb6onee 3HauyuTeNbHbIM O6bl10 KUCCAeAOBaHME aMULLEN
(penurnosHbln  KU3004T), nNpoBoguMMoe B. MaKKbHCUKOM
(CLLUA) u ero coTpygHmkamm ¢ 1960 r. go HacToAuwlero Bpe-
MeHN. CeKTa amuwein Bo3HUKNa B 1963 r. B bepHe (LUBenuya-
pusa). [lepBble noceneHubl amuwein npumbbinn B CLUA B
1720 r., n ummMmurpayma npogoskanacb o 1850r. B HacTo4a-
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wee Bpems B CLLUA HacuuTbiBaeTca 0Kosio 70 OO0 amuwlei.
Bonee 80% wux npoxwueaeT B wTaTax NeHcunbBaHusa, Orano
n JiynsmaHa. Co BpeMeHU wumMMmurpauymm B TeyeHme 150— |
200 neT cyuwecTBeHHOro npuTtoka B cdopmMuposaswwmecs!
KO/IOHUWN He Npouncxonuno,

MonynAyunoHHasaA CTPYKTypa amMuller npeacTtaBnsieT Cco-
601 He eAuHbIV 60MbLIOKW M30MAT, a psaf OTAeNbHbIX cyb6mn3o-1
natoe. O6MeH reHamMm MeXxay cybusonsaTamm B 3HAYUTESb-
HOM Mepe OrpaHUWYeH,

B TO >Xe BpemMsa TONbKO 3a noc-1
negHve 70 neT MX YNCNEHHOCTb BO3poc/sa NpumMepHo B 8 pas.l

4HUTO nNoATBEP>XAEHO I/ICTOpI/I6I7I nMmMun-,1

rpaunun, pacnpegeneHvem amuanii N rpynn KPoBU B pasHbIX*
KOJTOHUSIX N peaKUX peueccUBHbIX reHoB. Tak, cuHApoMm 9n-1

nnca — BaH-KpeBenbga (HenponopuunoHasabHas

Kapnunko-1

BOCTb, MOAMAAKTUNUSA PYK W HOT, AedpeKT mexknpeacepaHoi 1

neperopoakun) 6bl1 06GHapy>XeH ¢ 60/bLUOK YacToToW cpeawn

!

amumwelnn rpadcTtea JlaHkactep (MeHcnmnbBaHWMA), HO He Han-1

OEH B APYIrMX KOJOHUAX amuweinn. B rpadpcrse MwudnumH
(MeHcnnbBaHMA) HakigeHa BbICOKas 4yacToTa aHemMuu, cBS-|
3aHHOM C HeAoCTAaTOYHOCTbIO MUPYBATKUHAa3bl, HO 3TO 3a60-
NleBaHMe He BCTPETU/IOCL cpean amuwen wTtatoB Oraiio,
nnn NHgmaHa. CxogHbIM 06pa3oM cpean amuwlein rpadgcrtsa
Xenm (Oraio) uyacta remodmnua B, a rpadpcts Agamc u
AnneH — MbllWe4vyHas AUCTpodunsa MNOosSACOB KOHEUHOCTEN.
MonHoTa reHeanornyeckux cBefeHWUM oKasasacb KpainHe!

BaXKHOW ANA MOMbITKM 06GbACHUTbL PacnpPoOCTPaHEHHOCTb He- |

KOTOpPbIX HacneagcTBeHHbIX 3abonesaHunii B oTAeNbHbLIX KOMO-

HUAX amuweid. MNpu NonHoM y4yeTe y amuiieli rpadpcTea Jl1aH- |

Kactep Oblo HangeHo 40 cemMel, B KOTOPbIX Obin XOTA Obl
OAWH 6GOoNnbHOW ¢ cumHApomMoM 3Jnnuca — BaH-Kpesenbpa.l
Mcnonb3ya 3anucu pPoOAOC/OBHbLIX, YyAanocb nNpocneguTb!
obuwee npowucxoxageHune 80 poauTeneM ¢ CUMHAPOMOM OT Of-

HOW POAWNTENbCKOW Mapbl, MMMUrpupoBaBlleir B 40-x ropgax]

XV 11l Beka. CxogHbiM o06pa3om YycTaHOBNeHa nNapa pojo-

HayallbHNUKOB, KaXAblii M3 KOTOPbIX WUAKM o0b6a MOrnm ObiTb re- j

TeposnrotamMm no reHy HeaoCTatoO4YHOCTWN nNMUPyBaTKUHAa3bI,
Bbl3bIBa}OLLI,eI7I B FTOMO3UTOTHOM COCTOAHUNWN TAXENYHK TeEMO-
NMNTNYECKYHO aHeMUIO.

Meanko-reHeTU4YecKoe uccregosaHue aMmuLLEe oKasanochb ;

KpaHe N0A4O0TBOPHbLIM ANA OO6HAapPY>XeHUSA MHOMMX «HOBbIX»
peLeccuBHbIX 3aboneBaHun. WNx «cocpefoTouyeHME» B OAHOW
rpynne nwoogei o6ycnoBneHO BbICOKOW 4yacToToi 6/1M3Kopoa-
CTBEHHbIX 6pPaKOB M3 MOKOJIEHUSA B MOKO/NIEHUE U [0CTaTOYHO
60/1bLLUINM CPegHUM pa3MepoM CEMbMU.
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SAK/TOYHEHWME

Mporpecc B NOHMMaHUW HacneacTBeHHbIX 60/e3Hell OCHOBbI-
BaeTCA Ha (PyHAaMeHTaNlbHbIX TeHEeTUYeCKUX uccnefoBaHu-

fX. Bbllle 6blNa nokasaHa AWHAMUKA OTKPbITUS  HOBbIX
hopM UM pgaHa paclwundpoBKka MaToreHesa HacneACTBEH-
HbIX 60/€e3HE N0 Mepe PasBUTUS TeHeTUKU YesnoBse-

Ka. Y u4uTaTtens MOXeT CNOXWUTbCA BredatneHme o bec-
NPepbIBHOM pPOCTE HACNeACTBEHHbIX 60Me3HeN, KakK npa-
BU/IO, TSAXENbIX MO MPOABMEHMIO N (paTanbHbIX MO MUcxXony.
OpHako 3TO He Tak. OnuMcaHHbie M MHOrMe elle He onucaH-
Hble 60Ne3HN CcyuW,ecTBOBaNM TbicAYeNeTUA, COMPOBOXAAA
Yes/iOBEYECTBO Ha ero nyTu coumanbHOro nporpecca. ToT
hakT, 4TO Ternepb MOXHO BbIAENSATb «HOBble» HO30/10rMYe-
CKne ¢OpMbl Hac/eACTBEHHOMW NaTo/ioruun, CBUAeTeNbCTBYeET
0 KO/0CCa/lbHOM nMporpecce MeAUUMUHbI, CyMeBLUE cnpa-
BUTbCA C LWWPOKO pacnpocTpaHeHHbIMN 3aboneBaHUAMMU,
YHOCMBLUMMUN XepTBbl 6eCKOHeYHO 6o0/sbWIve, 4YeM BCe Ha-
cneAcTBeHHble 3a60neBaHUSA, BMeCTe B3SATble, M CKpblBaBLIUE
HacneAcTBeHHble 60M1€3HM. [LOocTaTOYHO Yyb6eauTeNnbHbIM Npu-
Mep 3TOMYy — Tponuyeckasas manapusa. B Adpuke un Hro-
BocTouHO A3um exerogHo OT 3TOro 3aboseBaHus normbann
[EeCATKN MWJINOHOB NOAEN, B TO Xe Bpems faxe npm 3—
5% wyacToTe reHoB P-Tanaccemmm wn remornobuHa S OT re-
MOMIUTUYECKNX aHEeMUIn, 06YCNOBMNEHHbIX FOMO3UTOTHOCTbIO
HO 3TUM reHam, normbaeTr 1 pebeHok n3 10 000.

BblgeneHne «HOBbIX» HacneAcTBEHHbIX 605e3Her cTano
BO3MOXHbIM TaKXe 6narogaps AOCTUXEHUAM o060Len meaun-
LUWHCKOM TeHeTUKM W CMEXHbIX C HUMW AUCUUNANH. 3a no-
cnegHue 10 neT poCT uucna BNepBble BblAeNeHHbIX Hacneg-
CTBEHHbIX 60M€3HEeN wWen oYeHb ObICTPbIMMA TEMNAMU W CTO/b
XXe ObICTPO u3yyasnacb 6GMoxmmuyeckas npupoga-aTux 3a-
6onesaHuin. bnarogapsa ycnexam OMOXMMWUYECKOM FEHETUKU
CTaM MNOHATHblI MeXaHW3Mbl pPa3BUTUA HacneCTBEHHbIX
60ne3Hen, N BO MHOTMUX Cny4vasix 3TO Aano B PYKW uccreno-
BaTene KN4 K MOMCKaM naToreHeTU4Yeckoil Tepanuun, me-
TOAOB MNpeHaTa/lbHOW [UAarHOCTUKW, BbISABIEHUA TeTepo3n-
FOTHbIX HOCUTENEM MHOTMX MYTAHTHbIX TFEHOB.

HeT HUWKaKMX COMHEHWIA B TOM, 4UYTO BbISIB/IEHUE HOBbIX
HacneAcTBEHHbLIX 60Ne3Hel OyAeT MPOAO/MKATLCA CTO/Mb XKe
ObICTPbIMM TEMNAMU W BNOpeAb; NapannenbHoO, a MOXeT
O6bITb, Aaxe 60/ee OGbICTPbIMW TemMnamu, 6yaeT MPOUCXOAUTb
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paclwmn@poBKa HacnefCTBEHHbLIX fAeeKToB Ha 6uoxmmunye-
CKOM W MONEKYSAPHO-6MONOrMYECKOM YpPOBHE. i

Y 4enoBeka o0nMcaHO MHOrO0 HacneACcTBEHHbIX MOPOKOB!
pasBUTUA, UYTO MOXeT OblTb MUCNONb30BaHO AN aHanm3sal
npo6nembl FeHeTUYeCKOW perynsauum rnpoLeccoB pasBuTuUA.
Kpome Toro, paspaboTaHbl 3KCNepUMeEHTaNbHble MOAXOAbI
M nmeetca 60NbLIOE YUCAO HacNeACTBEHHbIX Aed)eKTOB pas-
BUTUSA Yy NabopaTOpPHbIX XXMBOTHbIX, YTO MO3BOASAET MOAOWTU
K natoreHesy HacneAcTBEHHbIX 60Me3He ¢ pa3HbIX CTOPOH.
BeposaTHO, B 6/1MKalwee BpeMsA pacliMpuUTCca u3ydeHue pas-1
Hoob6pa3nsa W 0COGEHHOCTEeM pacnpocTpaHEeHHOCTW Hacneq-i
CTBEHHbIX 00M€3Her, 4YTO BHECET CYLIEeCTBEHHbIV BKaja B
pelleHmne CNOPHbIX BOMPOCOB MEAMLIMHCKOW M NonynsaymoH-1
HOM TEeHEeTUKMN.

Nr’EHbl N CPEAA.
BOJIESHN C HACNEACTBEHHbIM

npegpacnosio> eHuewm



BBEAEHWE

Ce XXWBble OpPraHM3Mbl XapaKTepusyrTca Npucrnocoo!

NIEHHOCTbK K CaMblM pas/IMyHbIM (pakTopam BHeLUHel

cpefbl. Cpean HMX ecTb Takue, KOTOpble AehCTBYIOT
Ha OpraHuU3Mbl Ha MNPOTSAXKEHUU MHOTUX TFe0I0TNYECKUX
anox (cuna TATOTEHUA, CMeHa AHA W HOYM W T. 4.), U Takue,
KOTOpble AeMCTBYIOT TO/IbKO KOPOTKOE BPeMss U CTPOro Jio-
KafbHO (HepocTaToK nNuWM, oxnaxgeHve v T. n.). [Ans;
TOro 4tobbl 6bITb MPUCNOCOG/IEHHbLIM, OPraHwW3M [OJKeH
obnagatb Hapagy co cTabuNbHbIMU MPU3HAKaMWU, He MEHSH0-
WMMUCA B TeYeHMe XU3HWN, BapbupywWUMU Mpu3Hakamu B
3aBUCMMOCTN OT (PAaKTOPOB BHeLWIHel cpeAbl. B ocobeHHOCTM
3TO KacaeTCsi 4esioBeKa, KOTOpPbIA B X04e CBOero ucropuye-
CKOro pasButua npeobpasyeT OoKpyXawuykw cpedy. Y BbiC-
WNX OPraHM3mMoB, B YacTHOCTU Yy 4esloBeKa, BbICOKUWA Yypo-
BeHb ajanTtaumm K OKpyXxakliel cpefe pocturaerca tem!
YTO reHbl OMpefensatT He TOJIbKO KOHEeYHbIW npu3Hak, Ho
M npegesnbl Bapuayuu npusHakoB B 3aBUCUMOCTU OT onpeje-
NNEHHbIX PaKTOPOB BHeLWIHeW cpeAbl. OTUM [OCTUTaeTcAa MeHb-
was 3aBUCUMOCTb OpraHmsmMa OT OKpyXXawuielh cpepgbl, Ho!
MOBbILWAETCHA C/IOXKHOCTb CTPOEHUA TeHeTM4YecKOoro annaparta]
M C/IOXKHOCTb KOHTPONA pasBUTUA MPU3HAKOB.

No60oi npusHak >XUBOro opraHusMa SBNSAETCA pe3y/b-;
TaToM B3aMMOAEeNCTBUA HAcNeaCTBEHHOCTU U cpefbl. STOYH-1
JaMeHTasibHOe MOJIOXKEeHMEe TeHeTUKM MO03BONSEeT MnpaBubHa]
oueHMBaTb pas3Hoe MNposABAeHWEe OAHOr0 W TOrO >Xe reHa B
3aBUCUMOCTM OT BHYTPEHHEN WNM BHelWHen cpeabl. BmecTe!
C TeM, KakK Oblf10 nokasaHO B npeablayLweii rnase, Bapuaumnm]
B MPOSAB/EHUN reHa He MOryT ObiTb GecnpefenbHbiMU. OHWK!
orpaHMYmMBarTCA  BO3MOXHOCTAMWU  MaTepuasbHOro cyp-1
cTpaTa Hac/eACTBEHHbIX CTPYKTYp, KOTOpble HaxoAATcsa B
onpefeneHHbIX rpaHuMuax. 3T0 WX CBOWCTBO Ha3biBaeTcs!
HacnegcTBeHHO OOYC/IOB/IEHHOW HOPMOW peakuun OopraHms-

12

mMa. OHa onpegensetr romeoctas opraHmaMa B MeHSHOLWMUXCA
YCNOBUSAX Cpeabl.

B 3KcnepuMeHTanbHOW M MeAULMHCKOW TeHEeTUKe YyxKe
[aBHO ObINN WN3BECTHbI (paKTbl HEMPOSBNEHUSA AEWCTBUA TFeHa
WIN pa3HOW CTeneHW BblPa)XeHHOCTU HacneACTBEHHOrO MPU3-
Haka Yy pasHblX WHAWBUAOB WM B pasHbiX Yycnosumax. [Me-
TanbHbIW aHann3 nofo6HbLIX (OakKTOB MNO3BONUA CPOPMYN-
poBaTb MOHATUA «MNEHETPAHTHOCTb» W «3KCMPECCUBHOCTb»
M C WX MOMOLLb KO/IMYECTBEHHO OLEHMBATb 3aBMCMMOCTb
NPOSABNEHNA MPU3HAKOB OT BHYTPEHHelh (reHOTUNNYEeCcKoN)
WIN BHELWHeN cpegbl.

Mop NeHeTPaHTHOCTbID MOHMMAKT 4YacToTy MNPOSBAEHUS
reHa WAM TeHHOW KombuHauuu B nMpu3Hakax HocuTensa. OHa
3aBUCUT OT reHOTMNa OopraHusMa W cpefbl, B KOTOPOW OH
pasBmBancsa. [leHeTPaHTHOCTb CcYUTaeTCcA HEMNOSIHOWN, ecnu
Yy NUL, HEeCcyuwmXx KakKon-nnbo AOMWUHAHTHbLIA FeH Unnm SABNA-
OLLNXCA FOMO3UTOTHBIMM MO PeLUeccCUBHOMY reHy, He MpPosAB-
naeTcA NPU3HaK, onpeaensembii 3TUM TFEeHOM.

OKCMNPecCUBHOCTb — 3TO CTeMeHb PEHOTUNUYECKOTO (Kn-
HMWYeCKOro) MNpPosBNEHUA reHa OT cfaboil OO CUNbHO Bblpa-
XeHHON. OHa MOXeT BblpaXaTbCs B KOJIMYECTBEHHbLIX WIN
Ka4yeCTBEHHbIX pas3INnvnsax.

daKTOpbl BHELIHEN cpeabl peaKo AEeMCTBYOT Ha OpraHm3m
M30/IMPOBAHHO, Yalle OHM npeAacTaBNeHbl B BUAE KOMMNIeK-
coB. COOTBETCTBEHHO 3TOMY OpraHW3M [JOJ/DKEH O0OTBeyaTb
Ha WX [OeWcTBME CKOOPAMHWUPOBAHHbLIMM aganTUBHbIMU pe-
akunamu. B OCHOBe TaKuUX CKOOPAWHWUPOBAHHbIX KOMIMJEK-
CHbIX peakuuin nexkat ABa rNaBHbIX FTEHETUYECKMX MeXaHWU3-
Ma— NAeNOTPONHbIA 3PEKT FTeHOB N Hannyme TaK HasblBae-
MbIX KOafanTUPOBaHHbIX CUCTEM TreHOB. BO3HWKHOBEHUE
nocrefHMX B XoAe 3BOMOLUUMN 00YC/NOBNEHO TEM, YTO MHOrue
NPU3HaKN SABAAKTCA Ha caMOM fefle MHOFOKOMMOHEHTHbIMU
KOMMJieKcamMmu, coCTosaAWwMuMM u3 60nee 3NeMeHTapHbIX MPU3-
HakoB. [eHbl, OTBeyawwMe 3a pPa3BUTUE MHOTOKOMMOHEHT-
HOro npu3Haka, 3BOMOLUMOHUPOBANMN BMeCcTe, TaK KaK B
NMPOTMBHOM Cc/lyyae OH He BO3HUK 6Obl (4. K. Benaes, CCCP;
Ox. LWahp, BenukobputaHus).

MockoNbKYy HacnefcTBeHHass 00YC/NIOBNEeHHOCTb MpPU3Ha-
KOB He siBNseTcs abCOMOTHOMW, MOXXHO BMelUMBaTbCA B MPO-
Lecc pasBuTUA MpusHaka U U3MeHATb gelcTBue reHos. Kak
nokasanu Matepuanbl KoHrpecca, MNOHWUMaHUe BbICOKON
NNacTUYHOCTU reHoTMNa pJaeT 6onbliMe BO3MOXHOCTU ANA
pa3paboTKM TMPUHLWUMNOB /eYyeHUA HacneacTBEHHbIX 60nes-
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Hell. [leno B TOM, YTO YeM C/I0XKHee OpraHuiam, Tem 6onblue
reHeTUYeCKNX CTyneHel B POPMMPOBAHUW MNpPU3HaKa, a cre-
foBaTeNnbHO, 60/MblUe BO3MOXHOCTEM Ha TOM WM WMHOM 3Tane
BMelLlaTbCA B 3TOT MpoLecc.

Cpepa okasbiBaeT B/AIUAHUE He TOJ/IbKO Ha pa3BUTUE KOH-
KPeTHOro WHAMBMAYYMa WA BCeX /04eA OAHOro mnokosne-
HMA. B3ammopericTBue reHos M cpefbl GOpPMMpPOBaNo B Mpo-
uecce 3BOMOLUM M3 MNOKOMEHUSA B MOKOJeHWE HacnefCcTBeH-
Hble XapaKTepUCTUKW LeNblX rpynn HaceneHns. Bce 370
npy HaM4YMM MNOCTOAHHOrNo0 MYTaLMOHHOrO npouecca NPUBO-
AVWN0 K COXPaHEHWK W YBeJIMYEHMIO OFPOMHOr0 Hac/eacT-
BEHHOro pasHoobpa3nsa u4esnoBeuvecTBa.

PesynbTaToM [ANNTENBHOIO U CNOXHOIO rpouecca 3BO-
NOUNN  YesioBeka SABUICA He0bO03pUMbIA  HacnefCTBEHHbIN
NOMMOPAU3M YeslOBEYEeCKUX MONYyNAUUn. OTO ABMEHUE WN3Y-
YaeTcA BO MHOrMX cTpaHax, 4To 6blI/1I0 NMPOAEMOHCTPUPOBAHO
Ha MHoOrux 3acegaHumax KoHrpecca. O pasmepax Hacneact-
BEHHOro NOAMMOPdM3Ma B YeNNOBEYECKUX NONYAALNAX MOXHO
y3HaTb B c/egylolwemM pasfefnie HacTosWewn rnaebl, a 0 ero
3HaYeHUN B NAaToONOrMN — B 3aKAKUYUTENbHOW 4acTu npwu
M3N0XEeHNUN BOrMpoca 0 60Me3HAX C Hac/NeACTBEHHbIM Mpesa-
pacnonoXeHueM.

HACNEACTBEHHOE PA3HOOBPA3UME
nonynaumin YENOBEKA

C camoro Ha4asna CTaHOBNEHUS TeHETUKW YenoBeKa OAHON U3
K/H0UYeBbIX ee Mpob6nem 6blla NPUYNHA UHAUBUAYANTbHbIX W
rpynnoBbIX pasnnyunii mexay nwabmMnm. HecxoacTsBo Mmexay
nabMmn, gaxe 6NU3KMMU POACTBEHHUKAMM, OYEBUAHO KaX-
gomy. OHM pas3nuyatroTca No pocTy, Macce Tena, LBeTy BOOC
M KOXMW, MO CKNOHHOCTU K TEM WUAWN ApYrumM 3aboneBaHUAM.
Cnncok 3TOT MOXHO NPOAOMXWTb Ha aHTUFeHHOM W MoOne-
KYNAPHOM YPOBHAX: TFPYMNMbl KPOBW, TWUNbl reMornobuHOB,
n3ohepMeHTHblE pa3nnumsa ”n 1. A. o coBpeMeHHbIM npeg-
CTaBNeHUAM, B OCHOBE OMONOTNYECKUX pasnunii mexay
NoabMN nexaT NM60 KavyecTBEHHbIe OCOOBEHHOCTU OGENKOBbIX
MONeKYy/s, NM60 pasnnuunsa B CKOPOCTAX WUX CUHTe3a, M60 u
TO, N Apyroe BMecCTe.

Fpynnbl 6ENKOBbIX MOMEKY/N, BbIMONHSALWMWUX OAMHAKO-
BYIO OCHOBHYK OMOMOrMYecKy (PYHKLMKO, MOXHO Ha3BaTb
6e7KOM OAHOro onpegeneHHoro Buga. Monekynbl, NpuHag-
nexauime K Takomy BuAy, MOryT ObiTb MNPOAYKTOM pasHbIX
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reHoB WAW pasHbiX annenein ogHoro reHa (nokyca). Kpome
TOro, OHWU MOrYT OblITb BTOPUYHO M3MEHEHHbLIMW MNPOAYKTaMU
O4HOro annens. Bce 3TO M ecTb NPUYMHBLI MONEKYNAPHOIA
reTeporeHHOCTM 6eNKOB, pa3Max KOTOPO MOXET ObiTb OYeHb
6onbwnm. MocnegHAA M3 YNOMAHYTbIX MPUYUH MONEKYNAP-
HOro pasHoo6pasna CAYXWUT WNHOrga WUCTOYHMKOM OLIMBOK
B UAEHTUMPUKALUN TEHETUYECKMX CUCTEM KOHTPOAA CUHTe3a
pasnuyHbiXx TUnoB 6enkoB (/1. Knanpgxwuesa n N. KpemeH-
ckn, bonrapwunsa; . Oruta, K. Amamypa, AnoHns).

OBOMIIOUMNOHHO AONYCTUMbI padmax MONEKYNAPHOW re-
TEPOreHHOCTU KaXxpaoro Bupa 6enka onpegensetrcs BenNyu-
HOW TOW 4YacTW ero MOJMEKY/bl, KOTOpas cama HemnocpeacT-
BEHHO He y4yacTBYyeT B Katanusmpyemown peakumm (gna dep-
MEHTHbIX 6enKOB), W BCAeACTBME 3TOr0 He nNpenaTcTByeT
HOpPManbHOM XWU3HefesaTeNbHOCTU. M03TOMy NOAOGHbLIE U3Me-
HEHNS TakK WIN MHaye HakKannusakwTcA B nonynauyumu. Tak,
H. A. KonyaHoe n B. b. boxoHoB (CCCP) meTogom marte-
MaTM4YecKOoro MoAesiMpoBaHUA MokKa3ain OTHOCUTENbHO BbICO-
KYH YCTOMYMBOCTb BTOPWUYUHbLIX CTPYKTYp 6€/1KOBOW Mone-
Kynbl K aMWHOKWUCAOTHbLIM 3aMeHaM.

Ecnn myTauMOHHbIV BapuaHT HEKOero 6enka BCTpeyaeTcs
B MONynsumu ¢ 3aMeTHOW 4acToTol (He MeHee 1% uyneHoB
nonynaunn ob6nagardT TakKMM BapuaHTOM), TO MPUHATO ro-
BOPUTb O nosmmopdusme aToro 6enkKa B gaHHOW MONynsAunn.
bonee pacnpocTpaHeHHble MOJIeKYNsApHble (OpMbl 6e1KOB
Ha3blBalOT «OOWMMU», MeHee pacnpocTpaHeHHble — «UANO-
MOP(HbLIMUY, pPeaKUMU WUAN MYTaHTHbIMWU. [locnegHwnin Tep-
MWH 4aule ynoTtpebnseTcsa Mo OTHOWEHWUO K 6GesikaM C Ha-
pyweHHON MeTabonuyeckon yHKuUMen, npusoasawein K 60-
nesHn wunu rmbenn opraHmsma. Hanpumep, Ha KoHrpecce
O6bl1M NpuBeAeHbl AaHHble 00 UAEHTUMKALUM HOBOro aTu-
MUUYHOr0O BapuMaHTa XONMHICTepasbl CbIBOPOTKU KpoBu. Z OT
BapuaHT npepgcTaBnseT ocobbIi MHTepec B CBA3WN C AINTENb-
HOM OCTaHOBKOW AblXaHMS MocCne MNPUMEHEHUS MblLLUEYHbIX
penakcaHToB (cykcamMeTOHU n Ap.). 3a nocnegHue 3 ropga
onucaHo 11 HOBbIX peaKMX MONEKYNSAPHbIX BapuaHTOB hep-
MeHTa T[/1l0K030-6-pochaTaerngporeHasol (K. [A. KpacHo-
nosnbckada, T. J1. Warckaa, CCCP). 3Tn BapumaHTbl Bbl3bl-
BalOT NGO reMoIMTUYECKUI KPU3 Mnocse npuema HeKOTOPbIX
pacnpocTpaHeHHbIX JieKapcTB, MO0 XPOHWUYECKYto Hecde-
POLUTAPHYK TFEMO/IMTUYECKYIO aHEMUK Y HOCUTENEN.

Co0TBeTCTBEHHO 6€/KOBbIM MOJIEKY/1aM pas3nuyarwT 06-
wue n pegkme annenn CTPYKTYPHbIX FTEHOB. BMoxmmuyeckunii
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nonMopu3M 4enoBeKka B KOHEYHOM CYeTe npeacTasBnser
cobo MONeKyNnApHbIA nonumMopdusM, paccMmaTpuBaeMbii
Ha YpPOBHe nNoNynsuunn.

PasnuuHble mMoneKkynsapHble opMbl 6en1KOB C (PepMeHT-
HbIMU (PYHKUNAMU NPUHATO 0603HadyaTb KakK M303UMbl, MN30-
3H3UMBbI, WN30PEPMEHTHI.

B KaXAoM K13 4yeTblpex KaaccoB qPepMeHTOB— OKcupgope-
AyKTasbl, TpaHcdepasbl, rmagponasbl, nnpasbl, ANA KOTOPbIX
nccnepoBaHo no KparviHen mepe 10 NOKycoB, OOGHapyXeHO
ABNeHUe nonammopduima. Ang XxXapakKTepUCTUKU OGUOXUMMU-
YeCKOro nonmMmopdguima nNonynsAumim None3HOM BeMYNHOWN
ABNSAETCA TeTepoO3UTrOTHOCTb Ha uUccnegyemblii NOKycC, KO-
Topas onpefenser NPoOMoOpuuo reTeposuroT (T. e. HoOcCUTe-
nev ABYX pasHbIX annene nogaHHOMY JIOKYyCY) B Monyns-
umn. CpefHAsA TreTepo3UroTHOCTb ANA BCeX MNpoaHaln3nmpo-
BaHHbIX NIOKYCOB B nonynauymax Ces. EBpoOnbl cocTaBnfder
0,066. Takum o6pas3om, cpegHUn WUHAMBWUA [OMXKEH ObITb
reTeposMroTeH He MeHee yem Mo 6% CBOWUX JIOKYCOB.

Ha ocHoBaHuUW wccnefoBaHUsA OGUOXMMUYECKOTO MNOMU-
Mopdusma 70 ddepmMeHTOB, KoaupyeMbiXx 104 TreHHbIMMU
NoKycamun, 6blJ1I0 BbIABMEHO ABa CllaraeMblX 3TOr0 ABNEHUNSA:
MHOXEeCTBEHHble JIOKYCbl W MHOXeCTBeHHble annenu. OKa-
3a10Cb, 4TO He MeHee 1/3 M3yyeHHbIX (PEPMEHTOB KOAMpY-
eTca 6osee yem Og4HMUM (ABYMSA, TPEMSA, MHOrga— 4YeTblpbMA)
NOKyCaMun, BO3HUKLIMMUWN, BEPOATHO, BC/IeACTBME MeXaHU3Ma
reHHoOW pynnukayumu. benkosble NPOAYKTbI, KOAUPYeEMble
pasHbIMW NOKYyCcamMmn, HO BbINONHAKWME OAHY OUOXUMMU-
YeCKY (QYHKUMWI, OT/iMyarwTca ApYr OT Apyra no CBOUM
cBoiicTBaMm, T. K. MOJIeKynapHasa 3BONKOLUA OLHOUMEHHbIX
NIOKYyCOB nocse aybnukaymm ocyu,ectenasacb He3aBUCUMO.
24 wn3 104 npoaHanuU3npoBaHHbLIX SIOKYCOB OKas3a/iuCcb MNO-
NNMOPMPHBLIMN. JDKCTpanonmpysa 3TU faHHble Ha TeHOM B
LesoM, MOXHO CYMUTaTb, YTO MPUMEPHO /2 NOKYCOB 4eno-
BEKa npepcrtasneHa obwumu annenamun. Mcxopa wm3 Hesa-
BUCMMOTO XapakKTepa HacnefoOBaHWA ansenev no Kaxaomy
NOKYCY, NoACYUTAHO, C KaKOW 4YacTOTOW B eBpPOMeongHON
nonynaymm MoOryT BCTPeTUTbCA [ABa WHAMBMAA C OAWHAa-
KOBOW KOMOGWHauwuewn obwmx annenein no 12 nokycam, Koau-
pylowum 9 cdepmMeHTOB. 3Ta 4yacToTa oOKa3ajlacb pPaBHOMN
1:600. OuyeBMAHO, 4YTO 3Ta YacToTa pPe3KO CHU3IUTCHA npu
yBE/IMYEHUWN KONMYecTBa aHanusmpyemMmbliX NOKYycoB. YTo
KacaeTcsa pegkux annenei, To UX BKAag B 6MOXUMMYECKNIA
NoONMMOPAPU3M YeNOBEeYECKMX MNONYNAAULUNA KONUYECTBEHHO
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OueHnNTb TpyAHee. Tllo-Bnagumomy, peagkume annennv MoOryT
6bITb HalgeHbl Mo NWOOMY NOKycy, €Cnu aHaamnsnpyetcs
[OCTaTO4YHO 60nbWwas BblbOpKa M3 NonNynauum. Ons MHOTUX
NOKYCOB HalgeHO HeCKONbKO peaKUXx anneneii: B cpegHem
2,6 annena pana 43 nNpoaHanM3aMpoBaHHbIX Ha 60MAbWUX
BblbOpKax NnoKycoB. Npu 3ToM cpefHAA reTepo3nroTHOCTb
(no peakmm annendam) Ha Nnokyc Ha 1000 vHAUBUALOB CO-
ctaBuna 1,76. Takum ob6pasom, Ansa nL60ro egUHUYHOrO
nokyca oguH — aBa mHaueuga Ha 1000 Tectupyembix 6yayT
reTepPO3NTroTHbLIMU  HOCUTENAMMWN pefkoro annend. Ecnwu
nccneposatb OYeHb O6ONbLUIOE YUCAO CTPYKTYPHbIX TFEHOB,
TO NPakKTUYECKU KaxXablh WHAUBULA OyaeT WMMeTb 3Hauun-
Te/lbHOE 4YnUCNo pepkux annenein. Na ocHoOBaHUW pe3y/b-
TaToOB 3TUX uUccnegosaHMin 6asupyeTca BbIBOL O TOM, 4TO
KaXablh mHaoneng (KpomMe MOHO3UTOTHbLIX 6/1M3HELL0B) UMEET
YHUKA/IbHY TEeHHYH U OUOXUMUYECKYH KOHCTUTYLMUIO.
Mo-engnmMomy, MONeKynapHasa TreTeporeHHocTb nonyna-
uuiM MHoro 6onblWle TOW, KOTOopas wu3BecTHa. EXxerogHo
OTKPbIBAOTCA HOBble NONNMOPHBLIE CUCTEMbI WU HOBble pef-
KNe BapuaHTbl Y>Xe€& W3BEeCTHbIX FEHETUYECKUX cuctem (nak-
TaTaerngporeHasa nnaueHTbl, a-aHTUTPUNCUH M 4p.). Ceepe-
HNUA O HUX MOXHO MOJYYUTb U3 PerynsapHoO nepensgaBaemoro
KaTtanora B. Makkblocunka «HacnencteeHHbIe MPU3HaKU 4Yeno-
Beka» (CM. «CMMCOK PEKOMEHAYEMOW NuTepaTypbi»);

OCHOBHbIM MeTOAOM BbIIBNEHUSA Pa3/INUHbIX MONEKYyNnap-
HbIX BapuaHTOB 6€/IKOB CNYXWUT 3neKTpodope3 B Kpaxmalb-
HOM WMNM MoJiMakpunammgHom rene. Pexe gna aToro npume-
HAKT Apyrve HocuTenm (araposa, CuamMkKarenb, auetaTyen-
nwonosa). CyTb mMeTofa CBOAUTCHA K BbISABIEHUID pPas3inyuni
B MOABMXXHOCTU 6GE/IKOBbIX MOJIEKY/T B 3/IEKTPUYECKOM Mone.

dnekTpodopeTnyeckas MNOABUXXHOCTb MOJIEKY/T 3aBUCUT
OT BeNNYMHbLI WNX 3NeKTpuUyeckoro 3apapga. [aneko He Bce
3aMeleHna aMUHOKUCNOT B MOJieKy/le 6esika MOTyT NMPUBECTM
K W3MeHeHU ee 3apdApa. PacyeTbl MokKasblBalT, UYTO Takue
n3MeHeHNA MOryT uUmeTb MecTo B 30% BCcex BO3MOXHbIX 3a-
MELeHNA aMWUHOKUNCAOT.

Ecnn conocTaBuTb 3TOT pacyeT C OLEHKOW cpefHEN
reTepo3nUroTHOCTM NO NOJIMMOPMPHBLIM STOKycam, TO Yy cpef-
Hero mHauemMpga cnepyeTt oxupatb npumepHo 20% reTtepo-
3UTOTHbLIX JTOKYCOB.

Ana BblABNeHUA MOJIEKYNAPHbIX BapuaHTOB B nocnepg-
HWe roAbl U3y4yakwT Apyrne napameTpbl: OTHOCUTENbHYH MO-
NeKyNnApHYy Maccy, KOHCTaHTy Mwuxasanuca, CKOPOCTb YTU-
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nM3aunmn HeKOTOPbIX aHasoros cybcTpaToB, TeMnepaTypHYIO
YYBCTBUTE/NIbHOCTb )epMEHTA W 3aBUCUMOCTb peakumm OT
pH cpeabl. LWWpoOKO NPUMEHATCA UWMMYHOXUMWUYECKUE
pagnoun3oTonHble MeToabl. Hanpumep, nokasaHo, 4YTo Mpume-
HeHMe WMN3031eKTPUYECKOTo (OKycupoBaHuUa (OAUMH W3 YycC-
NOXXHEHHbIX BUAOB 3neKTpodopesa) MO3BOSINIO0 OOHAPYXUTb
yeTblpe MOJIEKYNAPHbIX BapuaHTa dpocdornokKomMyTasbl, TOr-
Ja KaK paHee Obl/1I0 M3BECTHO TO/NIbKO ABa. OKa3anocb, 4TO
KaXAbli N3 ABYX paHee M3BECTHbIX ee TUMOB B CBOK o4yepenb
COCTOUT M3 [ABYX BapmaHToB. KomnnekcHoe npuMeHeHWe
BCEX YKa3aHHbIX MeTO[O0B 3HAYUTENIbHO pacwupseT BO3MOX-
HOCTU BbIABNEHUA U AuddepeHUMaLnnM MONEKYNAPHbIX Ba-
pnaHTos (M. KiwoHA, B. WnwunemaH, ®PI).

K HacTodwemMy BpemMeHU M3BeCTHO okosio 100 nonumopd-
HbIX JIOKYCOB, BbISABAISEMbIX C MNOMOLbLID OGUOXMMUNYECKNX
NI UMMYHOJIOTUYECKUX MeToAUnK. VIX nepeyuncriieHne 3aHAN0
O6bl CAMWKOM MHOro mecrta. HekoTopble Heobxoaunmble ANns
AanbHENLWero N3noXeHUsa reHeTUYecKne CUCTEMbl NMPUBEAEHDI
B Ta6n. 10.

B Tta6bn. 10 npuBeneHbl cpefHUE 3HAYEHUA TEeHHbIX 4YacToT
ONA OTAeNIbHbIX CTPaH UM HapoAoB. BmecTe ¢ TeM M3BECTHO,
YTO NOKYC, NOAUMOP(HLIA B OAHOM PErnmoHe, MOXeT OblTb
npeactasfeH NUWb OAHUM ansiefleM B APYTUX pernoHax 3em-
HOro wapa. Npumepom 3TOMY CNYXWUT JIOKYC Naktatherug-
poreHasbl B, 06bI4HO He NOAMMOPMHbLIA, HO B HEKOTOPbIX
nonynaymax WMHamm BapuaHT «KanbKyTTa» BCTpevaeTcs
C 4yactoTom pgo 4%.

Ona Toro 4rto6bl MMeTb O6LLee npeacTaB/eHMe O pacrnpe-
AeneHun annenein TOW WA UHOW CUCTEMbI MO CTpaHaMm CBeTa,
COCTaB/ifAeTCA KapTa pacrnpefesieHUa TeHHbIX 4acTtoT. Ha-
npumep, oTMeyaeTCcA 3aKOHOMepHOe yOblBaHMe YacToThl asne-
na B ¢ Boctoka Ha 3anag. TakoW XxapakTep pacnpepgerne-
HUS TeHHbIX 4acTOT HOCUT Ha3BaHWe K/WHa/IbHOW W3MEeH4YUn-
BOCTMW.

Y KANHaNbHOW WU3MEHUYMBOCTU CYLLECTBYHOT MO KpanHel
Mepe ABe NMPUUYMHbI. Bo-nepBbliX, OHa MOXeT OblTb OTpaxe-
HWEM CMeLleHua ABYX COCeAHMX HapoAOB WM pac, UCXOLHO
pasnuyarwmxca no yacrtoram reHos. Ecnu oauH Hapop w3
LeHTpa CBOero obwuTaHUA B TeyeHWe [JINTE/IbHOT0 BPEMEHU
nocTeneHHO NMPOHWKaeT B MecTa paccesieHuUa cocefen U cme-
LWIMBAETCA C HUMW, TO YeM Janblue MPOABUHETCA TaKoe pac-
ceneHne OT LeHTpa o6uTaHUA, TeM MeHbllue 6yneT 4yacToTa
XapaKTepHOro AN MUTPUPYHOLWEro Hapoga asnasens B HOBOM
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Hapoge, npowusowegwem OT ABYX NpeaLlecCTBEHHWUKOB. JTOT
npoLecc MHTepeceH 60/bLIe A9 NCTOPUKOB, YeM A1 Bpayen,
X0TA U ANA MeAWKOB OH NpeacTaBniseT Hemasblii UHTepec.
deno B TOM, 4TO MUCXOAHble MpPefKOBble MNONyNAuUM MOTYT
pasnuyaTtbCAa He TONIbKO MO 4acTOTe reHOB, He CBA3aHHbIX
HEenocpeACcTBEHHO C COCTOAHMEM 340POBbLA, HO U MO YacToTam
Wan No Tvnam HacneACTBEHHbIX 60ne3Her. Torga usyydeHue
Tako KNAWHaNbHOW WM3MEHYMBOCTU MOXET MOMOYb OpraHusa-
UMUAM, nNAaHUpPYWMM NpPoUANPOBAHHYIO MeAMLUHCKYHO
MoMOLWb HacCesIeHU.

Bo-BTOpPbIX, KNNHbI MOTyT BO3HWKaTb B pe3ynbTaTe fAein-
CTBMSA €CTeCTBEHHOro otbopa, MHTEHCUBHOCTbL KOTOPOro MO-
XXEeT MEeHATbCA B 3aBUCUMOCTU OT U3MEHEHMI naHpgwadTHO-
3KOMOTMYECKNX YCNOBUW UAMN ObiTb CBA3aHHOW C 30HOW pac-
MPOCTPaHEHUA HEKOTOPbIX TSXeNblX anuaemuii. B nocneg-
Hem cnyyae (paKTOpPOM ecTecTBEHHOro oTtbopa fABnsAeTcA uya-
cToTa WM TAXECTb WHMeKyunoHHoro 3abonesaHunda. Tak,
M. Maspyguesa u coaBT. (bonrapusa) npeactasmnm Ha KoH-
rpecce faHHble O 3aBUCMMOCTU pacnpoCcTpaHeHUs reHa He-
pgocrtatoyHoctn -6-d AT OT BbICOTbI MECTHOCTM Haj YpOB-
HEM MOpPS, YTO NOATBEPXAAaeT rMMNoTe3y O CeNIeKTUBHOMN ponu
Mansapun B 3aKpenjeHUM HacnefCcTBEHHOro pedekra 3ToOro
hepmeHTa B nonynayun.

Bbliwe 6bIM MOKa3aHbl MeTOAMYECKME OCHOBbI permcrpa-
UMM HacnefCTBEHHbIX pasinyuii mexay nonynayuamu. MNpo-
NCXOXKAEHME WAN NPUYUHbI pPasNyYMii B YacToTax Hacnepg-
CTBEHHbIX Bapuayuin (annenen) B pasHbIX rpynnax Hacene-
HUSA CBA3aHO KakK C MoBefeHWeM BO3HUKLUE myTauuun (Bpeg-
HOe WUAM MPUCNOCO6UTeNbHOE 3HaYeHUe), TakK U C reHeTmye-
CKOW CTPYKTYypoOn nonynaynn. [leno B TOM, UYTO IKOAN XUBYT
rpynnaMmu pasnnyHOro pasmepa, BHYTPU KOTOPbIX CYynpyru
HaxoAAaT Apyr gpyra. Kaxpas Takaa rpynna 3aMKHyTa B
6payHOM OTHOWEHWUWU, XOTA U He abconTHO. A6GCONOTHas
6pavyHas M30/MPOBAHHOCTb FPYMNN Yy 4esloBEKa BCTpeyaeTcs
peako. Ha npakTuke 3TO O3Ha4daeT 6ONbLWIYH BEPOATHOCTb
ONA XKEeHMXa N HeBeCTbl HaAWTWU APYT Apyra BHYTpPW rpynnsbl,
yem BHe ee. TaK KakK 3TO cnpaBef/IMBO He TOMIbKO A1 HbIHELW -
Hero, Ho ”n Ana psaga nNpeawwecTBYOWUX MOKOEHUN, TO
60MbLWKVMHCTBO NNL, TakKOW TPYNMNbl CBA3aHbl TOW WAN WHOW
CTENeHb KPOBHOIO popjcTaa.

BecKOHe4YHO 60sbWIME MONYAALUN, B KOTOPbIX POAUTENb-
CKue rameTbl, (hopmupylowime 3UroTbl cAegyrowero nokosne-
HUA, BCTpPeYarwTCA CTAaTUCTUYECKU CcAy4daliHO, Ha3bliBakTCA
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HasBaHue 6enka,
obpa3ylLlWwero cucTemy

NakTatpernpgporeHasa

ApunarngpokapboHo-
Bas ruapokcuiasa

Kucnasa docdartasa

CynepokcuggncmyTa-
3a-l
p-vunonpoTtens

LepynonnasmuH

NHrméutop npoTeasbl
(ai-aHrnMTpPUNCUH)

I pynnocneyncunye-
CKNA 6GenoK KpoBU
(Gc-npoTeunH)

FanTornob6uHsbl

Octepasza D
KasenH monoka
nokyca

KaszeuH mosioka
NOKyc p

LLenouHaa docdpatasa
NNaueHThbI

YacToTa anneneii B HEKOTOpPbIX

Monynsauusa, cTpaHa

Mapcbl (MHAWA)

EBponeongbl (CLUA)

Herpbl (CeHeran)
Hemubl (PPIN)
Nonapwn (LUseywns)

LLseabl
Herpobl (Hurepuns)
NHaenubl

31nnuna)
Mapcel (NHAKA)

yesano (bpa-

Fanuncuiiubl  (McnaHus)

NHpoHesuniybl  (Cymart-
pa)

AHpanys3ubl (McnaHus)

Accamun (Accam)

Herpobl (Hurepusa)

HopBsexubl

Herpbl (Oakap)

Nupgniigbl (LWpn JlaHka)

EBponeiiubl
Nuguiiubl (MHans)

NTanbsaHkn (UNtanus)

To xe

EBponeriybl
Herpbl
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Yucno
obcnepno-
BaHHbIX

418

161

742
210

1710

426

184

368

129
167

191
75
428

1000
398
291

705
176

49

49

1428
322

TABTN

pa
0,2594
0,3595
0,507

P\{
0,623
0,869

HA 10

NoAMMOPMHbLIX cUcTeMax GeNKoB YenoBeka

LDHn
0,982
AHH3
0,717

pb
0,7380
0,6048
0,462
SOD-1
0,9754
Agx
0,1079
CpA
0,04

0,0193
PiM

0,8488

0,9729

Gecl
0,6204
0,7600
0,9626

Hpl
0,363
0,690
0,09

EsD1
0,902
0,773

a-A

0,908

o~ K
o o®

PI*
0,277
0,069

YacTtoTa anneneii

pc
0,0000
0,0357
0,031
CpB
0,96
0,9793
Pis
0,1473
0,0271
PI*
0,083
0,050
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LDH Calcutta-1
0,018
AHHDb
0,283

Penkune
0,0026

SOD-2
0,0246
AgY
0,8921

Cpc (NH)

0,0014
Pi2

08050

Gc2
0,3796
0,2400
0,0374

Hp2
0,637
0,310
0,91

EsD2
0,098
0,227

a-B
0,092

P-D
0,322

Pepkue

0,017
0,012



HasBaHue 6enka,
obpa3sywuero cuctemy

docchornrokomyTasa-3
(nnaueHTbI)

["nyTamat-okcanave-
TaT TpaHcamuHasa
MUTOXOHApPUaIbHas
(nnaueHTbI)

BoraThbii NPOSINHOM
6en10K C/OHbI OKO-
NOYLLHOI >Xenesbl

CucTeMbl  3pUTPOLIU-
TapHbIX  aHTUreHoB
A B, 0

Pe3yc-aHTureH

Cuctema
«Jlbronc»
LUnTbI)

aHTUTreHoB
(apuTpo-

Cuctema aHTWUIeHOoB
«JlloTepaH»  (3puUT-
poLmnTbI)

MaHMNKCUNBIMW.

OpgHako

Ywucno
Monynauuns, cTpaHa o6cnepo-
BaHHbIX
ABCTpanuiiybl 6enble 205
Manyacbl Hosoli [BU- 191
Heun
Herpbl (Hurepwus) 525
Hemupbl (PPI) 204
Benble 120
Kutaiybl (CLUA) 40
Pycckue —
BypAaThbl —
NHpeiiupl
(ApreHTunHa)
AHIInYaHe —
Hemubl
Kutarigybl (KHP, x-
Hble 06nacTin)
Herpbl 6aHTYy
AHrn4yaHe 1000
Herpbl (3anagHas Ad- 125
puKa)
JdatuaHe 220
Nonapwn (LUseuusn) 193
6ecKOHeYyHO 6onblwne

cde
0,378

0,214

nonyns-

umMnm — BCEro b MatTemMaTtun4yeckasd a6CTpaKLI,I/IH, I'IOSTOM)
nportmeonocTtaeseHne naHMUKCUN N N30TNPOBAaHHOCTU YC-

JTIOBHO.

CTeneHb M30/IMPOBAHHOCTU (€€ MEPOM CAYXXUT TaK Hasbl-
BaeMblii cpegHU KO3IPPMLUMEHT pPoAcTBa) M KonebaHMa yuc-
NIEHHOCTU MOonynAuun MOryT CYLeCTBEHHO B/IMATbL Ha pac-
NpocTpaHeHMe TFeHHbIX 4acTOT B HeW, T. €. Ha HacneLCTBEH-

Hoe pasHooGpasue.

OCHOBHOI MPUYMHOIA, NpUBMeKaloLLleli BHUMaHWe TeHeTU-
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MpogomkeHre Tabn. 10

YacTtoTa annenen

PGM I PGM? PGM?
0,78 0,22 0,0
0,51 0,48 0,01
got; GOT» GO0Tm
0,925 0,09 0,066
0,9927 0,0073 0,0
Pb1l Pb2
0,73 0,27
0,84 0,16
A B 0
0,249 0,189 0,562
0,165 0,277 0,558
0,008 0 0,992
0,251 0,050 0,699
cdE c De ¢ DE Cde CDe CDE
0,10 0,026 0,137 0,006 0,439 0,004
0 0,041 0,195 0 0,759 0,005
0 0,596 0,085 0,058 0,047 0,021
Lea Leb
0,82 0,18
0,32 0,68
Lua Lub
0,0465 0,9535
0 1,000

KOB K M3YYEHUID ManbiXx NONynsiynii, ABNSAETCA MHTEHCUBHO
npoTeKawLWMn B HUX nNpouecc Aapeidpa reHos. Noa Agpen-
oM reHOB MOHMMAKT CNy4alHble, HeHanpaB/feHHble Wu3Me-
HEHUS TeHHbIX YacTOT OT MOKO/IEHUA K MOKONEHMUIO B Pe3y/ib-
Tate CTaTUCTUYECKOM OWMNOKU KOHEYHOM BbIOOPKU ramer,
NMOMOXMBLLUMX Hayano HEKOTOPOMY MOKOMIEHUIO M3 6ecko-
HEYHOM reHepasibHOMW COBOKYMHOCTU BO3MOXHbIX rameTt
poAuUTENbLCKOro MokoneHus. OTcioga SICHO, YTO YeM MEHbLLUe
pasmep nonynsyum, TeM WHTEHCUBHEE MPOTEKAeT B HUX
npouecc apeiicha. ATOT Npouecc NMPUBOAUT K CHUXEHUIO TeH-
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HOM 4acToTbl WM fJaXxe K MNOMHOW yTpate M3 nonynsauumm
OLHUX ansefiel HEKOTOPOro NI0Kyca U YBE/IMYEHUIO 4YacTOoThl
apyrux. CnefyeT nog4vYepKHYTb, 4YTO Apeiidp cnydaeH no oT-
HOLWIEHNIO K XapaKTepucTuke «apendyrowmx» annenei. Mo-
3TOMY MHOrga MOXeT BO3pacTaTb 4YacToTa BpeAHbIX annenen.
370 0Cc06eHHO XapaKTepHO ANA PpPeueccUBHbLIX annesnemn,
KOTOpble MPOABAAKT CBOW 3PAEKT TO/ILKO B FOMO3UTOTHOM
cocTossHMN. bonblwas 4yacToTa KPOBHOPOACTBEHHbIX 6pakoB,
XapakTepHbIX A8 W30N14TOB, YBe/M4YMBaeT BEPOATHOCTb
BCTpeUn ABYX TaKuUX annenen B ofgHOW 3urote. VIHbIMU crio-
BaMW, B M30/1ATaX MOXEeT OblTb MOBbILLEHA YacToTa Hacnepg-
CTBEHHbIX 6051e3Hel. OTUM U OO6BACHAETCA MNPUCTaNbHbIN
WHTEpec Bpayer M TreHeTUKOB K W30/IMPOBAHHbLIM MNOMNYyNsa-
LUSAM.

MpununHbl NnonumopdmniMa y 4YesioBeka, XOTS OHU LLUMPOKO
ob6CcyXaalTca U MHTEHCUBHO WCCAEAYHTCA Ha NPOTAXEHUN
nocnegHux 20 neT, BCe e eule faneko He AcHbl. Ha KoH-
rpecce NpuMBeLEeHO MHOIo NMPUMEPOB NonMMopusma B pas-
HbIX MONyNAaunax 6e3 ykKaszaHWUsA CeNIeKTUBHbIX MPEenMYLLECTB
Toro vnn gpyroro annensa (A. Mépanmoe 1 M. Mnppaxmmos,
CCCP; A. NaHXeHW c coaBT., ®PpaHuUg).

Bo MHOruMx coobulieHUAX NPUBOAUNUCL AaHHble O pacnpe-
AeNTeHNN TeHHbIX 4acToT MO HECKONbKUM MOAMMOPMHbLIM CUC-
TemMaM B KPYMHbIX nonynauuax. NMpogomkawTca paboTbl Mo
OTKPbITUIO U OMNUCAHUIO HOBbLIX MOJMMOPMHBLIX CUCTEM W as-
nenev y 4enoseka. B nocnegHuve rogbl K HacnegCcTBEHHbIM
nonumopdguniMam ctasm OTHOCUTb U TMPU3HAKU C HaIU4YMEM
afbTepHaTUBHbIX (PEHOTUMOB, TFEHETUYECKUIN KOHTPOJIb KO-
TOpbIX euwle He ycTaHoBNeH. K HWM OTHOCUTCHA, Hanpumep,
TUN MOYKMU yXa, PUCYHOK KOXHbIX CKAaAOK NafjoOHHbIX MNO-
BEPXHOCTeW, 0CO6eHHOCTM npukyca W T. 4. B maTepumanax
KoHrpecca wumeeTca psag coobuieHWA O pacnpegeneHun B
nonynayunax 4yenoseka M 3TUX MNPU3HAKOB.

Knaccndpumkayuma nonmmMopHbIX FreHeTUYecKNnX cucTtem o
UX npeanonaraeMon NMpupoe BKAOYaeT B ceba Tpu rpynnb
NnoMMOPMU3MOB: TPaH3UTOPHbIA, HeWTpanbHbIW, 6anaHcu-
pPOBaHHbIN.

TpPaH3NTOPHbIA NONMNMOP(PU3IM 06bACHAETCA CMEHOW reHe-
TMYEeCcKOro coctasa nonynsuuu no paccMaTpuBaeMoMmy Jio-
Kycy. OauH annenb (Ha30BEM ero «MUCXOAHbIM») B W3MEHWUB-
LWNXCA YC/OBUAX Ccpefbl CTaHOBUTCA MeHee BbITOAHbIM, a
Apyroin (Ha3oBeM ero «HOBbIM», XOTSl OH MOr C Masioi ua-
CTOTOM CyL,ecTBOBaTb TaK >Xe [0JIr0, KakK «WUCXOAHbIN») cTa-
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nontca 60nee BbIFTOAHLIM W 3aMeHSIeT «UCXOAHbIV». Takoi
noIMMoOpIn3M  He MOXeT ObITb CTabWIbHbIM TMOTOMY, 4TO
MMnuogaps ecTecTBEHHOMY OT60pPY pPaHO WAM MO3[4HO  «UC-
XOAHbIA» annenb O6yAeT BbITECHEH «HOBbIM», W MONYNALUA
r.yaeT MOHOMOPCHOM MO «HOBOMY» annento. CKOpocTb npo-
wnMTa Tako 3amMeHbl 3aBUCUT OT CPaBHUTENIbHOW CeNneKTUB-
HOM LIEHHOCTU «MUCXOAHOro» W «HOBOTO» asnesnei, HO HUKoraa
He OblBaeT HACTO/IbKO 6O0/bLIOW, YTOObI €e MOXHO Obl/i0 3a-
METUTb MPAMbIMU  HabNOAEHUAMU Ha MNPOTHKEHUU XKU3HWU
O4HOro MOKOJIeHUS.

B cnyvyae HeWTpanbHOW npupoabl nonammopduMa OH
0653aH CBOMM CYyLLeCTBOBaHMEM CTOXaCTUYECKMUM Tnpouec-
caM, KOTOpble MOryT pasbifrpblBaTbCA B MONYASAUUAX Orpa-
HWYEHHOro pasmepa (Apend reHoB, 3PPeKT poAoHaYanbHU-
Ka). Takoi nonumopdmnaM TaKXXe AO0/HKeH OyaeT paHO Wnn
NO34HO MCYE3HYTb B paccMaTpuBaeMoii nonynsaumm, Tak Kak
npouecc cnyyamHbIX W3MEHEHWU TeHHbIX 4YacTOT «HOBOroO»
N «MCXOAHOro» annenen 6yaet uATM A0 TeX Mop, NokKa OAuH
M3 HWUX He 3anNoNHUT Bced nonynsauuu (dpukcumpyetcs), a
APYro yTpaTuTCcs, 4TO W paccMaTpuBaeTcAa KaK KOHeu-
Hbli pe3ynbTaT gperida reHoB. CKOpoCTb hukcauum B 3TOM
c/aly4yae 3aBUCUT OT pasMepa nonynayumn, a BepoATHOCTb (PUK-
cauMn «HOBOTO» W/IN «UCXOL4HOrO» assiens 3aBUCUT TOJIbKO
OT UX Ha4ya/bHbIX KOHLEHTpauuMil U He 3aBUCUT OT UX CeeK-
TUBHOM LEHHOCTU, TakK KaK nocnefHAas NpUHMMaeTcss paBHOMN
H ANS OA4HOro, v AN Apyroro annena. B cuny 3toro B of4-
HUX MNONYNAUNAX Cny4vYaiiHO PUKCUpyeTca OAUH anfefb, a B
ApYyrnx — [pPYrow; BWMA >Xe, COCTOAWMKA U3 MHOTMX rnony-
NAUWA, No-NpeXHemMy oCTaHeTCs MNOMMMOPMHBLIM, YTO BbITOA-
HO CKa)XKeTCcA Ha COXpPaHeHWW ero 3BOJILMOHHOW naacTuy-
HOCTW. Ecnm >e ycnoBusa cpefbl U3MEHATCA B MOJb3Y «HO-
BOro» annensa, To obnagarouwias HM Nonynsaums nocTteneHHo
3aN0/IHNT BeCb apean 00UTaHUS BUAa W HeWTpPasbHbIA MoO-
nuMmopdunsmM cHayvana npeBpaTtuUTCA B TPaH3UTOPHbLIA, a 3a-
TeEM WCYe3HeT BCAKWUIK NOAUMopguUsMm.

He pasbupas AMCKYyCcCUU MO BOMPOCY HEMTpanbHOro rno-
nmumopdgmnima, OoTMeTUM, 4TOo Ha KoOHrpecce 6bIIM npepcTas-
NeHbl faHHble N0 BO3HWKHOBEHMIO pas3IMyuuii B afganTUBHO-
MHONMPepeHTHbIX NMpM3HaKax, KakK, Hanpumep, npupocLuas
unn ceobofHas Mouka yxa. VI3MeHeHUSA TeHHbIX 4acToT Mo
3TUM Mpu3HakaM OCYLULeCTBAAKTCA MO0 MexaHU3My ppeinda
reHoB, YeM M 0ODBACHAETCA HeWTpanbHbIA TUN UX 3BONOLNN.
M3BeCTHbI cny4yau, Korga WHTEHCMBHOCTb FeHHOro pgpenda,
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Bbl3BaHHaA MaJ/ilbIM pa3MePOM " CUNbHOI 3aMKHYTOCTbIO [I0O-
nynaumnm  mnn  shpgeKTom pogoHadvanbHUKaA, TaK BeJsIMKM,
4YTO YacToTa BPeAHOro annesns, ocobeHHO ¢ peueccMBHbIM MPO-
AB/IEHNEM, MOXXET BO3pacTaTb MPOTUB AaBJ/iIeEHNA ecTecTBeH*
Horo ot6opa. PasymeeTcs, nMpoLecc 3TOT CTPOro SIOKasibHbIM,
HO OH MNPMBOAUT K pasHoobpasuto N 06MANK0 HacnencTBEH-
HblX 60Ne3Helr B HEKOTOPbIX M30a49Tax.

Kak y)e yrnomuHasnocb paHee, NOMUMO MOJANMOP(PU3IMOB,
HecTabunbHbLIX MO Mpupoge, cyu,ecTByeT OAWMH TuUn ctabuip*
HOro nonuMopduiMa — 6anaHCUPOBaHHbI  NONNMOPAU3M,
nmerLwmnn 0cobo BaxXHOe OTHOLIeHWe K nartonormn. banaH-
CMPOBaHHbLIM €r0 HasblBalOT MOTOMY, YTO CBOMM MpPOUCXOXae*
HUeM OH 0643aH CNOXHOMY 6anaHcy Mexay oTéopom npo-
TMB 06eMxX TFOMO3UIOT B MOMb3y reTepo3nroTbl. Takoi no-
nMMopgusM BO3HMKaeT BO BCex Tex cnyvasax, kKorga rete!
PO3UTOTHbLIA (PEHOTUM WMeeT CeNeKTUBHble NpPenMyLLecTBa
NPOTMB 060UX TOMO3UTOTHbLIX (IEHOTUNOB (HOPManbHOro wn
natosnormyeckoro). Cwuna pgenctema oTbopa MAPOTUB 3TUM
nocsefHUX MNOYTU HUKOrga He OblBaeT paBHON: 06bIYHO pe-|
LLeCCUBHbIN reHOTUN nogsBepraeTca 6o0siee CUNbHOW 3IMMUHA-
Lnn, 4yeM OOMUHAHTHbIA. Pasnnumnsa B CKOPOCTU 3/IMMUHALNN
ABYX 3TUX FeHOTMNOB MNOAAEPXUBAKT MOCTOAHHOe, cTabuib!
HOoe paBHOBECHOE CcyllecTBOBaHMe B nonynsuum obemx anM
nenewi ¢ co6CTBEHHOM ANSA KaXAOro 4actoTol. ATUM M 06bAC-1
HAeTCcA CTabWUNbHOCTb TakKoro noanmopgunamMa.

Hanb6onee NOMNHO W3y4deHbl CUCTEMbl GaslaHCUPOBAHHOTIO!
nonmMmopdunima, cefas3aHHble ¢ oT6OopomM no manapuun. B page*
MansapuinHbIX paiioHOB 3eMHOr0 wWapa HahgeHa NoBblWeHHas!
yacToTa aHoOMaNnbHbIX TEHOB TremMorno6mHoB (ocobeHHO S)M
Tanaceemun (ocobeHHO (5-popmbl), He[OCTATOYHOCTU 3APUTH
pounTapHoOro epmeHTa Tr/1HOK030-6-dbocdaTaernaporeHassbl.Ly,
FOMO3UTOTHbIE HOCUTENN aHOMasibHbIX anneneM nnMbo Taxe-1
no 60NbHbI, MIN60 yMUpalT B paHHeM [feTCTBe, HO reTepo-1
3UTOTbl OKa3blBalOTCA CYLLeCTBEHHO 60/iee yCTOMUMBBLIMU K]
Mansapumn, 4em HOpMalbHbie FTOMO3UTOTbl. OTUM U 06BACHA-A
eTcA Hainume B ObIBLUMX MansapuiHbIX 30Hax, B TOM 4yucne!
B pecnybnunkax CpegHeir As3nmm n 3akaBKadbs, 60nbworo!
ymcna HoOcUTeNne aHoMasibHbIX remornobmHos, Tanacce-1
MU KU HegocTatouyHocTn [M-6-d A, CTabunbHOCTb 3TUX MO -!
ANMOPIUN3MOB MCHe3aeT B HacTosLWee BpemMs B CBA3U C ycne-1
XaMMU B WCKOPEHEHUU Mansapun, M 6anaHCMpoOBaHHbLIA No-1
nmMmopdnsm rnpespauiaeTca B TPaH3UTOpPHbIM. OaHako ans |
CYW,ECTBEHHOI0 CHUXXEHMS TeHHbIX 4acToT Tenepb y)e non- 1
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LOCTbIO MNAaToNOrnyeckux reHoB (MOCKOJIbKY HET HY>XAbl B
UwnTe 0T Mansapumn) [O/KHO MNPOMTU, KaK MoKa3biBaloT
NpM6N3NTENbHbIE PacHeTbl, HECKO/IbKO AeCATKOB MOKO/EHUA.

MeaunuuHCcKMe acnekKTbl BUOXMMUYECKOTO M MMMYHOJIOTU-
Yeckoro mnoammopgumnsmMa cBdA3aHbl C TeEM, YTO 4acToOTbl HEKO-
OpbIX annesei NONMMOPHbLIX SIOKYCOB, pPAL KOTOPbIX Mpwu-
rncaeH B taén. 10, Bbiwe y 60/1bHbIX C LUMPOKO pacnpocTpa-
HeHHbIMU 3ab6oneBaHMsMU. CnefyeT cpa3y >e 0roBOpPUThCH,
uTo, BO-MEPBbIX, CBA3b 3Ta, 3a pPeAKUM UCKIYEHUNEM, He
6blBaeT CMULIKOM CUNbHON, BO-BTOPbIX, MOYTU HWUYEro [A0-
CTOBEPHO He M3BECTHO 0 Npupofe NPUYUUHHO-CMIeACTBEHHbIX
3aBUCUMOCTEN B 3TUX cliydasax. TeM He MeHee YyXe C cepe-
OvHbl 40-X roAoB pAAOM uccregoBaTeneli oTmMedanocb, YTO
y 60/1bHbLIX onpegesieHHbIMW 60M1e3HAMU, U MNpM 3TOM AocTa-
TOYHO pacnpocTpaHeHHbIMUW, HEKOTOPble BapwaHTbl rpynn
KpPOBU, a 3aTeM W BapuaHTbl OGUOXMMUYECKUX MNPU3HAKOB
BCTpeyalrTCcA 4Yaule, 4YeM Yy OocTasbHbIX Aw0aei.

B 1953 r. Diipg v coTp. MOKasasiM AOCTOBEPHOE W 3Ha-
UnTeNbHOE MNpeBbILLEHMNE YacTOTbl rpynnbl KpoBn 0 y 60/b-
HbIX A3BOWM >Xenypaka, MeHee 3HauYUTe/IbHOe, HO BbICOKOAOCTO-
BEpHOE MpeBbllLUeHME 3TOM rpynnbl KPOBU 6bII0 HaWgeHo Yy
60/IbHbIX S3BO ABeHaALaTUMNEPCTHOM KUWKU. B HeKoTopbIX
cny4yasax Takume Koppensaumm obHapy>XmsBasincb OAHUMU aB-
TopamMmn, HO He MoATBepXAanucb ApyrmMmu. Tak, BO MHOIUX
paboTax Oblsla 06Hapy)eHa naTosiornyeckas Koppenaumsa
Mexkay rantorno6uHom Hp I— 1 v ocTpbiM NnMG0n1eiKo3oMm,
MO B HECKOJ/IbKUX paboTax Hanmume TakKol CBA3U OTPULLAMOCH.
CBefeHMa TakKoro pofja npeacTaBnAlOT [ABOAKUNA UHTepec,
MB0 3TN MapKepbl MOXXHO MUCMOJ/Ib30BaTh KakK (PaKTopbl pUCKa,
no3BosifAloLLMe 3apaHee OTHeCTU HocuTeneil 3aTUX reHeTUYe-
CKMX MapKepoB B rpynny fvy, Hy>Xaakouwunxca B cneymnanmnsn-
poBaHHOM peryaapHoOM MeAMLMHCKOM KOHTpO/se, W, Kpome
TOro, B HEKOTOPbIX CNy4dYassX MOXHO HafeATbCA pPackpbliTb C UX
NnoMoLLbI0 MNaToreHeTU4YeckMe MexaHU3Mbl 3aboneBaHMin, ac-
COLNUNPOBAHHbLIX C OMpeAenieHHON TrpynnoW KpoBu, 6e/KOB
MT. 0. O4HAKO Hanuyme y 4YenoBeKa TakKoro Mmapkepa He crie-
AyeT paccMmaTpuBaTb KakK [AMAarHOCTUYECKUIA CUMMOTOM, Tak
KaK, C OAHOW CTOPOHbI, 3T MPU3HaKW BCTpPeYyakwTCcd Yy MHO-
rMx 340pOBbIX NIOLEN, a ¢ APYron — paneko He y Bcex 60/b-
HbIX. IMEHHO 3TO 06CTOATENbLCTBO ABNSAETCS MPUYUUHONW MNpo-
TMBOpeUYnin B pe3ysbTaTax, MOJIYYEHHbIX pasHbIMW aBTopa-
MU. OTa npobnemMa HaxoAUTcA B CTaAMWU WHTEHCUBHOW pas-
paboTku, m Ha KoHrpecce el 6b1710 NOCBALWLEHO HECKOJ/IbLKO

87



poknapos (K. lMapTtanora ¢ coaBT.; B. Tumochees, CCCP, un
ap.). OcobeHHO MHOro paboT No cBA3WM 60Ne3Hel ¢ HeTpanb
HbIMXW MapKepaMu HaKOMWA0Cb B MNOCMefHEee BPeEMS B CBA3U
C W3yyYeHMEM CcuUcTeMbl TKaHeBOW coBmecTumocTn (HLA),
HeCMOTpA Ha TO, YTO 3TO BecbMa C/IOXXHas B popMasibHO-re*
HeTUYEeCKOM OTHOLIEHWW W BecbMa TpyAoeMKasa ANs onpeje
neHuna cucteMma. B Hell HacuuTbiBaeTCca 0KONO 80 pasMUHbIX
aHTuUreHos. Wx wnaeHTUdMKaumsa npeacTaBnseT C/AO0XHYHO
3ajayvy, oTnnMYaacb 4pesBblvaiiHbIM NOAUMOP(MIMOM: Y UL,
KaBKa3CKOW pacbl YMUCN0 BO3MOXXHbIX COYeTaHWW cocTaBiisieT
HECKOJIbKO MW/IINOHOB.

MN3yyeHne cucTemMbl TKaHeBOWM COBMECTUMOCTU  UMeET
60NblLLIOEe 3HAYeHWe ANA KAWHUYECKOW MegununHbl. AHTUre-
Hbl TKaHeBOW COBMeCTMMOCTM obecneymBaldT nNpUXMBae-
MOCTb TKaHei npu TpaHcnaaHTauumu, T. €. OT CcoBNageHuun
WA HecoBNafeHUA WUX Yy peyunueHtTa M [OHOpa 3aBUCUT
ycnex TpaHcnaaHTaymm. 3Ta cCUcTemMa BbINOJIHAET (PYHKUUN,
CBSi3aHHble C perynsaymeil MMMYHHOro oTBeTa W CUHTe30L
HEKOTOPbIX KOMIMOHEHTOB KOMMNJeMeHTa. HakoHeL, 3Ha4yun-
MOCTb TKaHeBOW COBMECTMMOCTM OCOGEHHO BO3poOc/sa Mnochne,
TOro, Kak OblIM yCTaHOBJ/IEHbl accoumaunm OTAEe/IbHbIX aHTU-
reHOB 3TOM CUCTEMbl C XPOHMYECKUMU 3aboneBaHUAMU pas-
HOoOGpa3HO npupodbl. B HacToslllee BPeMs YXe W3BECTHel
29 Takmx 6onesHei. B page cnydyaeB ypanocb YyCTaHOBUTB!
natoreHeTU4Yeckue OCHOBbI HalfeHHbIX accoumayuin. K HuM
OTHOCATCA clefylowune CcBOWCTBA TrEHOB 3TOW CUCTEMbI»
a) KOHTPO/Jib CUHTE3a KJ/eTOYHbIX MeMOpaHHbIX peuenTopos!
OANA UHPEKUMOHHbLIX areHToB; 6) CXOACTBO HEKOTOPbIX aHTW!
reHOB MO CTPYKType C aHTUreHamm MuUKpoopraHusmos —I
BO3O6yauTene 6onesHew, BCNeACTBME TaKOro cxoactea opJ
raHM3M He OTBepraeT 3TU aHTUTEHbl KaK 4dyXxepoaHble (Mone-1
KynsapHas MUMUKPKUA); B) CUHTE3 pacTBOPUMbIX MPOAYKTOB,!
B3aMMOLENCTBYHOLWNX C O6ONE3HETBOPHLIMU areHTamu.

K 3aboneBaHuAM, A/ KOTOPbIX yCTaHOB/eHa Hawubonee
yeTKaa CBA3b C ONpeAesieHHbIMWU aHTUreHaMu TKaHeBOW coB-1
MEeCTUMOCTU, OTHOCATCA aHKWU/I03NPYIOLWUKA CNOHAUANT, toBe-1
MUNbHBLIA  apTPUT, CUANKO3, MNcopuas, MHOXECTBEHHbIW*
CK/1epo03, NMO/IMOMMUENNT, IOBEHUbHbLIA AnabeT, ocTPbI Nnnmdo-1
nenikos n 1. A. NpueBeAeHHbIN nepeyveHb 3aboneBaHU, pasy-
MeeTCH, [aneKo He WCcYepnbiBalOWMA, MOCTOAHHO MOMNOJHA-
eTcsa, NOTOMY 4YTO MUCCefoBaHMUA B 3TOW 06/1aCTU UHTEHCUBHO;
passuBatoTca. Ha KoHrpecce 6bi1n npeacTaB/fieHbl CBeAEHUS:
06 3TON reHeTMYeCKOW CUCTeMe B CBA3M CO CANMHHOMOS3rO-'
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HbIM/ TpPbDKaMW, TUNOMNJacTUYeckKom aHemmein, GPOHXMalb-
HoW acTmoi, gmabetom (A. Mutpxwmk, MHP; B. Wa6anuH,
Nn. Cepos, CCCP).

Kak nokasblBaeT aHanu3 maTtepuanoB KoHrpecca, npo-
6nemMe HacnegcTBEHHOro pasHoob6pa3ns YesiloBeyeCKUX MNony-
NAUM 6bIN0 yAeneHo 3HayuTeNbHOe BHMMaHWe. HakonseH-
Hble K CerogHsAWHeMy AHIO CBEeAEHUNS MO3BONAKT cPOpMyu-
poBaTb crefylouwue 0606WeHNA: B NONYyNAUUAX 4YenoBeka
Cylw,ecTByeT OrpOMHOE KO/IMYECTBO CTPYKTYPHO pas/iInyHbIX
dopM (PePMEHTOB N HEPEPMEHTHbLIX O€/IKOB, MHOIMMe N3 HUX
BCTpeYalTCcs C OLLYTUMOMN 4acTOTON. B page cnyyaes Hanmuue
MHOXeCTBEHHbIX JOPM OAHOro M TOro e 6enka (depmeHTa)
MOXXHO OOBACHUTbL MexaHW3MOM 6anaHCUPOBAHHOIO MO/U-
Mopdusma, B APYrux cnydyaax (Takux 60/bWIKMHCTBO) 06bAC-
HEHWA noKa HeT.

Bonbwoe 4YMCNO OTKPbITbIX K HacTosAwemMy BpeMeHU Mo-
NUMOPMHbIX CUCTEM CO 3HAYUTENbHbLIM YUC/IOM annenem B
HEKOTOPbIX W3 HWUX MPUBOAUT K TOMY, 4YTO MpPaKTUYeCKU
KaXAblAi 4YesioBeK (3a WCKIOYEHUWEM MOHO3UTOTHBLIX 6/113-
HeLoB) o6najaeT B BbICLUEW CTeNMeHU YHWUKaNbHbIM, TOJIbKO
AN Hero xapakTepHbIM HabopoM reHOB. OTO MO3BONSAET rO-
BOPUTb O GMOXMMUYECKON M MMMYHONOTMYECKON WHAUBUAY-
albHOCTM NUYHOCTWU. [peAcTaB/ieHNA O FreHeTUYeCcKO HenoB-
TOPUMOCTU UHAUBMAYYMA LUMPOKO UCMNONb3YHTCA B CyaebHO-
MeAULUWHCKOW npakTuke, AN MeLUKO-TEHETUYECKOro KOH-
CYNbTUPOBaHUA, [N OLEHKU MNporHosa TeyeHUs 3abonesBa-
HUSA, UHANBNAYANbHOIO NneyYyeHUss 60M1e3HU U T. 4. ITO UMeeT
60NblIOe 3HauYeHMe B MeAULMHCKOW npaKTUKe.

Buoxmmuyeckas U MMMYHONOrmM4yeckas WwWHAMBUAYalb-
HOCTb OnpepjenseT COOTBETCTBYHLULME Mepbl B TpaHcniaHTa-
LUWOHHOW XUpyprun wmn TpaHchysnonornm. brnoxmmmuyeckas
MHOAMBMAYaANbHOCTb 4YesloBeKa MposBAsAeTca U B OCOGEHHO-
CTAX MeTabonm3amMa NneKapCcTBEHHbIX Bew,ecTB. MHAUBMAyanb-
Hass 4YyBCTBUTENbHOCTb K J/leKapCTBEHHbIM MNpenapartam Ha-
CTONIbKO BeJINKa, 4YTO YyXe [aBHO B reHeTUKe 4YesioBeKa Bbl-
fenunace apmMakoreHeTuka, wsydarouiasa Hac/eACTBEHHbIe
ocobeHHOCTN MeTabonmM3ma JieKapcTB.

BOJIEBHN C HACNEACTBEHHbLIM
MNMPEAPACITONOXEHWVEM

YunTbiBas @akT 3HAYUTENbHOro HacneACcTBEHHOro MOJIMMOP-
hnsma 4yenoBeka, MOXHO MPeAnosoXWUTb, UYTO B HaceseHUU
CYLecTBYOT Fpynnbl MHAUBUAOB C Pa3HOW CTeneHbl YCTOM-
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UMBOCTU K MaToreHHbIM hakTopam cpefgbl. Ewe B 30-X rogax
CTano SACHO, YTO HacneacTBeHHble PAKTOPbl UrparwT cyuLecT-
BEHHYIO pO/ib B MnaToreHe3e MHOMMX XPOHUYECKUX HeUHEK-
UMOHHbIX 3aboneBaHui. Takume QOpMbl MaTONOTMU MPUHATO
HasblBaTb 601 e3HAMM € HacAnefCTBEHHbBIM
npegpacnonoxXeHuew.

O6LWupHblE K/AMHUKO-TeHeasl0Tnyecknue U 6/IM3HeL0Bble
MaTepuasnbl MO3BOSINAN NOJAYUYUTbL 06UWMe npeacTaBleHUs o
XapakKTepe HacneACTBEHHbIX MeXaHW3MOB, Mpepgpacnosarato-
WUX K pasBUTUIO CepAeYvHHO-COCYAUCTbIX, HEpPBHO-MCUXUYe-
CKUX, XXeNnyAo4YHO-KULUEYHbIX U opYyrux saboneBaHuin. OgHa-
KO KOHKpeTusauuna ponun OTAefIbHbIX FeHeTU4YecKmnx u cpepo-
BbIX (DaKTOPOB B UX B3aMMOAEMCTBUM OKaszanacb TpyaHOpas-
pelunmoii 3afadvein. B cBA3WM ¢ 3TUM Mnpobriembl reHeTUKM 6o-
nesHeil ¢ HacneACTBEHHbIM MpenpacnonioXXeHMeM ocTarTcA
HanmmMmeHee pa3paboTaHHbIMW B MeAULMHCKONA reHeTuKe. Y Ka-
3aHHOe 06CTOATE/IbCTBO BbI3bIBAET 0COOYHD 03a60YEHHOCTb,
MOTOMY 4YTO WMMEHHO 3Ta rpynna 6osie3Helr (aTepockiepos u
rmneptoHmyeckas 60/1e3Hb, MLemMnyeckasa 60/1e3Hb ceppaua,
peBMaTn3M, A3BeHHasA 060/1e3Hb, caxapHblii auabeTt, LWK30g-
peHVUs W T.[.) BHOCUT OCHOBHOW BKag B 3ab60/1eBaeMocTb
HaceneHUs XPOHUYECKUMU HeUHPEKUUOHHbIMMN 60/1e3HAMMN,
cocTaBnAda 60n1ee90% Tex Popm MaTonornu, B pasBuTUN KOTO-
pbIX HacneAcTBEHHbIE (PAKTOPbl UTPaKOT 3HAUYUNTENIbHYIO POJib.

OfHOW W13 rfaBHbIX MPUYUH He[OoCTaTOYHOW paspaboTaH-
HOCTU 3TOM Npobnembl ABMAETCA CNOXHasA MHoOrodakTopHas
(Tak HasblBaeMas MynbTudaKTOpuanbHas) npupoga 3TUO-
NnorMm n MexaHMU3MoB pPasBUTUSA 60sie3Helr ¢ HacneAcTBEHHbLIM
npegpacnonoXxXeHmem (HasblBaeMbIX TakKXXe MY/NbTUGaKTOpU-
anbHbIMK). B cBA3KM ¢ 3TUM pa3paboTaHHble B NPOLUIOM Tpa-
OVUVOHHbIE MeToAbl FeHeTU4YecKoro aHanusa 60ne3Hell 4e-
NnoBekKa, paccymTaHHble Ha OTHOCUTENIbHO NPOCTble DOPMbI Ha-
CNeACTBEHHOM nMaTonoruun, okKasafincb He BMOJIHE ajekBaT-
HbIMU A719 MN3YYeHUA MY/bTUdakKTopunasbHbIX 3abosneBaHWiA.
Inwb B nocnegHue rogbl YCUIUAMMW Lesioro psaga mccneposa-
TENbCKMX KOJI/IEKTUBOB B Hallel cTpaHe W 3a py6e>kom Ha-
Yana cKnajbiBaTbcA obuw,aa Teopus U MeTOAO/IOTUA TeHeTU-
YecKOro wuccriefoBaHMA 60Me3Hel ¢ HacneAcTBEHHbIM npen-
pacrnonoXxeHnem wun 6blnn paspaboTaHbl [OCTAaTOYHO 3ddek-
TUBHblE MeTOoAbl WX aHanmnsa.

Ba>KHOCTb WM3YyUYeHUS TeHEeTUKU MybTUdakTopmanbHbIX
3aboneBaHWMii, KakK TMokKa3sblBalOT MaTepuanbl KoHrpecca,
CBAA3aHa CO 3HAYMMOCTbIO UX AR MPaKTUYECKOro 34paBooX-
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Puc. 1. PacnpegeneHne 60/bHbIX M0 BbIPaXXEHHOCT MU
KNUHWUYECKUX MPOABNEHUA TUMNUYHLIX MaHUQECT HbIX

thopm 3a6oneBaHus.

/ __ nerkne (fo6pOKa4yeCTBEHHbIE) KAMHUYECKME
hopMbl, 2- NPOMEXYTOYHbIE U CMeELIaHHbIe
KANHWYECKMNEe BapuMaHT bl; 3—T sXXenble (3N10KaYeCT BEH-
Hble) KnuHu4yeckne opmbl. Ocb abcumcc--  ycnoBHas
WKana TSAXECTU KANHUYECKUX MPOSIBNIEHUIA, OCb OPAU-
HaT - MPOUEHT 6ONbHbIX.

paHeHUsA 1 ANda TeopeTnyeckoil MeauumnHbl (KJIMHUKO-HO30-
norunyeckas knaccudumkauua — 6onesHer, WHAUBUAYANbLHO
OpUeHTMPOBaHHas Tepannsa M ob6oCHOBaHHas npoumnakTnka
nT. 4.

fpynna mMynbTUgakTopuanbHbiX 3aboneBaHUn MNpU BCEM
X pasHoobpasnm XxapakKTepusyeTcsd HEeKOTOPbIMU O6LMMKN
yepTamu, OTNNYAKOLWKMMU ee OT rpynnbl peaKUX Hac/neACcTBEH-
HbIX 60Me3Hel 4enoBeka, Hac/eAylOWNXCA B COOTBETCTBUU C
KNacCUYeCKUMN MeH[AeNneBCKUMU rnpasuiamn. OCHOBHble U3
3TUX 00 MNX XapaKTEPUCTUK cnegyroLme.

1) BbicOKass 4acToTa pacnpocTtpaHeHUs B nonynsaumm
He3aBUCMMO OT reorpaduyeckmx, 3THUYECKUX WU couUnasb-
HbiX hakTopoB (06bI4YHO OT 0,1% W” BblLWe);

2) Ha/mume KAMHUYECKNX hopmM, 06pasyromx KANHUYe-
CKUI KOHTUHYYM, KOTOPbI pacnpocTpaHseTcs KakK Ha Bblpa-
XKeHHble (MaHUMECTHbIE), TaK N Ha CTepTble (CYOK/TMHUNYECKMNE)
nposB/eHns,;
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Puc. 2. PacnpegeneHve HaceneHus no
MOABEPXXEHHOCT N K NPOSABNEHUIO
MynbT U aKkTopnansHoro sabonesaHmns.

1 - 3p0poBble (NOABEPXEHHOCTb K 3aboneBaHuto
HU3kaa)\ 2 - KpaliHue BapMaHT bl HOPMbI, NOTPaHUYHbIE
C NaToNOrMYeCKUMU OTKNOHEHMAMU; 3 — CcTepThle
(cy6knuHnueckue) copmbl 3a6onesanHns; 4 - TUNUYHbIE
MaHudecTHble OpMbl 3aboneBaHnA, camoCTOATeNbHOe
pacnpejeneHve KOTOpblIX nokasaHo Ha puc. 1. Ocb
abcumce - ycnoBHaa LW Kana 3Ha4YeHW MOABEPXKEHHOCT U
3aboneTb, 0Cb OPAMHAT - MNPOUEHT WHANBUAYYMOB

n3 obwen nonynsayuumn.

%

3) Bapbupylouwnii BO3pacT nNposBneHUs (Hayana) 3ab6o-
neBaHMA M 4acTto 60/iee paHHee Hayano N HEKOTOPOe yTsaXe-
NeHne KINHUYECKUX MPOABAEHNA B HUCXOAAWMUX MNOKose-
HUAX CEMEeMHbIX CNy4aes;

4) 3HauuTesnbHble MNOJIOBbleE WM BO3pPaCTHble pasINyna B
nonynauyMoOHHOM YacToTe OTAEe/IbHbIX KAUHUYECKUX dopm;

5) OTHOCUTENbHO HWU3KUA YPOBEHb KOHKOPAAHTHOCTU
(coBnageHnsa) no mMaHUeCcTHbIM MPOSABAEHUAM 3ab0s1eBaHMNS
cpean  MNAEHTUYHbIX (MOHO3UTOTHbLIX) 6nKM3Hel0B (06bIYHO
60% wn HWxe);

6) HecoOTBeTCTBME 3aKOHOMEPHOCTEW HacnegoBaHUA Npo-
CTbIM MeHJeNeBCKUM Mpasuiam.

BaxHOM 0COGEHHOCTbIO MYyNbTUdaAKTOPUanbHbIX 3abone-
BaHUN ABNSAETCHA BblPaXeHHbIN XapakTep KJAWHWUYECKOro no-
nmMmopguimMa  CUMMTOMATUKW, CUHAPOMOSIOTMU  BapUaHTOB
pa3BuTmna 607e3HN. ITOT nonmmopdusm unmMeeT cBoeobpas-
HbIi XapakTep W onpegensaetcsa ABYMSA OCHOBHbIMW Tunamu
CBOEro BbipakeHus. lepBbiii U3 HUX (CM. puc. 1) KacaeTcs
6onbWOro pasHoobpasna nepexofHbIX (MPOMEXYTOUHbIX,
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CMeLWaHHbIX) KIWUHUYECKMX BapuaHTOB, 6narogaps KOTOPbIM
OCHOBHble K/IMHN4YecKue hopmbl B npegenax faHHOW HO30/10-
FMYECKOW rpynnbl OKa3blBalOTCHA CBSA3AHHbLIMW €4WHbLIM He-
NpepbIBHbIM CNEKTPOM QopM MposiBeHUA 6onesHU. BTopon
™N nonumopdunimMma MynbTUaKTOpMalbHbIX 3ab0neBaHUN
(puc. 2) onpefenseTcsa He MEHbLUMM pa3Hoo6pasnemM Mnepexon-
HbIX CYOK/IMHUYECKUX (opm B p[uanasoHe Mexay CcocTof-
HMeM 340pP0BbA W MaHUMECTHbLIMU MNPOABNEHUAMUN OGONE3HMU.

FeHeTUYeCKMMU MeToAamMMm MOJIly4YeHO MHOro pakTos, MNof-
TBEPXAaWKMUX CYLLeCTBEHHYI pOJib (PaKTOpOB HacneacT-
BEHHOCTM B pa3sBUTUM 6OMe3HeN C HacneACTBEHHbIM npegpac-
nonoXeHmem. YacTb M3 HUX npuBedeHa B Tab6bn. 11.

O6wwnii BbIBOA U3 NpeAcTaBNeHHbIX AaHHbIX He Bbi3blBaeT
COMHEHUN WU COCTOUT B TOM, 4YTO TreHeTU4Yeckue akTopbl
UrparT BaXKHYI pPONb B PasBUTUM YyKa3aHHbIX 3ab60/eBaHUN.
O6 aToM CBUAETENbCTBYET CYLLeCTBEHHOE HaKOoMjeHue ro-
BTOPHbIX CNy4yaeB TOW >Xe naTosiormm cpeav pPoACTBEHHWUKOB
60/IbHbIX, 3HAYUTENILHO MpeBbILatoLLee NONYNALNOHHYIO Yac-
TOTY KaXpgoro 3aboneeaHus. O6 3TOM >Xe CBUAETENbCTBYET
3HauynTeNlbHOe MpeBbllleHME MNoOKa3aTesield KOHKOPAAHTHOCTWU
(coBnageHna no guarHosy) B napax WAEHTUYHbIX (MOHO3U-
FOTHbIX) 61M3HEL0B MO CPAaBHEHMIO C TEMM XXe MoKasaTensimm
B napax HeWAeHTUYHbIX (AU3NTOTHbIX) 6/71M3HEL0B.

TABOIWNUA 11

YacToTa MOBTOPHLIX CNyyaeB My/nbTMWU(aKTopuanbHbiX 3a601eBaHW
CPEeAN POACTBEHHWMKOB 1-iA CTemneHW POACTBA U 6IM3HEL,OB

KOHKOPAAHTHOCTb

YactoTa, %
6nun3HeyoB, %

BonesHn
cpeam

B Hacene- poacT- MOHO3M- AN3NTOT-
HUn BEHHUKOB roTumblie Hble
Niwemnyeckas 60ne3Hb 19 30—60 67 43
cepgua (My>4mHbl 40—
60 neT)
PesmaTtnim 2 10 37 7
CaxapHblii gnabet (Mono- 0,6 10 42 12
e 50 ner)
f3BeHHana 6o0ne3Hb (nBe- 0,6 8 50 14
HagLUaTUNEPCTHOM KUL-
K1)
LLnsodcpeHmns 1 14 67 18
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Heobxognmo oOTMeTUTb, 4YTO MNpeAcTaB/ieHHble [AOKasa-
TenbCTBa HacNeACTBEHHOW NPUPOAbl MPeapacnosioXKeHnsa K
MyNnbTUgaKTOpUaibHbIM 3ab60n1eBaHUAM BMOJIHE afeKBaTHbI
Ana 3aboneBaHWUii coMaTUYecKoi cipepbl. B criydae >ke ncu-
XWMYECKOW MaTtosiorum v aHomanmii nosefeHUs NoAo6Hble ap-
rYMEHTbl He BCEMU Hay4HbIMU LUKONaMW MPUHUMaOTCA 6e3-
OroBOpPOYHO. B ¢BA3U C 3TUM 06CTOATENILCTBOM OblIM paspa-
60TaHbl HOBble MeTOAUYECKME MOAXOAbl, KOTOpble MO3BONSAIOT
OfHO3HAYHO WMUTENPeTUpPOBaTb MOoJlyyaemMble Ha WX OCHOBe
(pakTbl. Peyb MAaeT 0 cpaBHUTE/IbHOM WcCNegoBaHUM 3abone-
BaeMocTu cpean 61MON0rnMYecKUX M MPUEMHbIX POACTBEHHUKOB
60/1bHbIX. Ha ocHOBe yKa3aHHOro metoga OblLIM MONYyYeHbl
Ba>KHble fJaHHble MO LN30(PPEHNYECKNM MCUX03aM U asiKoro-
nnsmy. BbiI/I0 NOKaszaHO, 4TO, XOTHA CpefoBble (PAKTOPbl He-
COMHEHHO BOBJIEYEHbI B [JAeTEPMUHALUIO Pa3INUUiA - MeXXDy
60MbHLIMA U 340POBbIMWU, OHAKO Beayllas posb B pasBUTUU
3aboneBaHnNs NPUHALIEXUT  FeHeTUYECKUM  (hakTopam.
B Tabn. 12 npeactaBfieHbl 0006LWEHHbIE MaTepuanbl Ans
LWIN30OPEHNN U aNKOrosindma, U3 KOTOPbIX MOXXHO BUAETh,
uTto cpegn 6GUONOTNYEcKUX pPOACTBEHHUKOB (poguTenein u
cnbcoB) YacToTa LUM3OMPEHUN M aNKOrosiu3amMma MHOrO BblLLE,
yeM cpegu MNpPUEMHbIX POACTBEHHWKOB. OTO 03HayaeT, 4To
BOCMNNTaHME B MNPUEMHON CeMbe He MOr/1I0 ObITb MPUYUHON
nocnegyrowero 3aboneBaHNA MNPUEMHbIX AeTer 3TMMKM 3a60-
neBaHMAMN.

Taknm obpa3om, Kak criegyeT 13 matepuasioB KoHrpecca,
B HacTosiLLee BPeMS MOJaBSIOLLLEE YNCTIO CMEeLLMasincToB Npu-
X04AT K 06LeMy COrlacMi0 OTHOCUTESIbHO BaXKHOCTU y4acTus
HacneaAcTBEHHOCTM B 3TUOMIOTUM W natoreHese 6o0nesHen
C HacneACTBEHHbIM npegpacnosiokeHeMm. OfAHaKO CTeneHb

TABNVLUA 12

YacToTa WW30(PEHNM W ankoronmama Ccpegn nuL, sIBASIBLUMXCS
GMONOTMYECKUMU U TIPUEMHBIMU POACT BEHHWKAMU BONbHbBIX
W K30 PEHMEN AN anKoroNn3Mom (CyMMapHble TMTepaTypHble JaHHbIE)

3aboneswne pPoAcTBEHHUKN, %

MpuemMHble aeTu

6unonornyeckue NnPUeMHble
340poBble 1,9 3.6
BO/bHble  LUM30PEHMel 8,7 2.7
» a/IKorosin3aMom 19,3 9,3
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3TOr0 y4yacTus Npu KaXKAoM 3ab60/11eBaHUN N KOHKPETHbIe
reHeTUYeCKMe MexaHM3Mbl, MNpegpacnoniaralolime K ux pas-
BUTUIO, OCTAKOTCA [aNeKo eule He BbISACHEHHbIMU U TPebyloT
fanbHewmnx uccnegosaHnin (M. E. BapTaHsaH, CCCP;
&d. dorens, PPIr; Y. bogmep, BennkobputaHus).

LleHTpa/lbHOE MecTO B COBPEMEHHOM W3YUYEHUWN TFEHETUKU
60/1e3HEN C HacneACTBEHHbIM MNpeapacrnosioXKeHMeM 3aHUMaeT
BOMPOC 06 OA4HO3HAYHbIX KPUTEPUAX TFEHOTUMNYECKOM OfHO-
pogHOCTU B mpefenax TPagULMOHHbIX HO3010rMYecKmnx hopm
3TnX 3aboneBaHWn C MX OFPOMHLIM K/IMHUYECKUM Pas3Ho06-
pa3memM. OCHOBHOW BOMPOC ANS peLueHUss — CKOJIbKO U Ka-
KUX KOHKPETHO WMMeeTCd CaMOCTOATEe/IbHbIX KJ/IMHUKO-HO30-
NOTNYecKNX eVHUL, B mpefesiax KaXKAoro m3 MynbTUgaKTo-
pranbHbIX 3a60neBaHUn. OTBET Ha HEro UMeET CyLLecTBEHHOe
npakTM4YecKoe 3Ha4deHue, MOCKOSIbKY OH SB/ISeTCA HeobXo-
OMMOI NpeAnocbINIKO 060CHOBaHHbLIX pekoMeHJauWii opra-
HaMm 30paBOOXPaHEHUS W OTAe/IbHbIM CEMbSM MPU MeAMKO-
reHeTUYEeCKOM KOHCy/bTaumnn.

B cBA3M ¢ oTcyTcTBMEM 3PPEKTUBHBLIX labopaTOpHbIX
TecToB guddepeHUMaIbHOM ANArHOCTUKM  MYyAbTUdAKTOPU-
anbHbIX 3abosieBaHUIA onpegenalWMMM  npu  paspaboTke
KPUTEPUEB FEHOTMUMNMNYECKO OAHOPOAHOCTU MPOAO/IKAKT OC-
TaBaTbCA K/IMHUYECKME XapaKTepucTuku. Mo 3Toin npuumHe
TPaANLMOHHbIE MNPUHLUUMbI FTeHEeTUYEeCKOro aHanmsa CTalKu-
BalOTCA C CEPbE3HbIMU TPYLHOCTAMMWN.

C thopMasibHO K/IMHMYECKOW TOYKU 3PEHUS POACTBEHHUKUA
60NbHOr0 Tak>Xe MOryT ObITb pasfefieHbl Ha ABe rpynnbl —
onpegesieHHO 6O/bHbIE W oMpefenieHHO  HernopadKeHHbIe
(T. e. 340poBble WM 06OMbHblE UWHbLIMKU 60ne3HAMU). Kak
rnokasann HeogHOKpaTHble MOMbITKXA OCYLLECTB/IEHUA TaKoro
noaxona, 3aKOHOMEPHOCTW HacnefoBaHUS B ceMbaAX (He3a-
BMCMMO OT TOro, paccmMaTtpmBaloTcs Nn 60/bHble KaK o6Liad
rpynna winm noapasfenstoTcd Ha OTAeflbHble K/AVMHUYECKME
¢hopMbl) He cornacytoTcs ¢ MPOCTbIMU MeEHAENEBCKUMU 3aKo-
HaMn. HekoTopasi WAN3UA corjaacust AocTuraetcs 0ObIYHO
NIMWb Ha OCHOBE NpPeanosioXKeHUST «O HEMOJSIHOM MeHeTpaHT-
MocTU» MYTaHTHOro reHotuna (T. e. B MPEANONOXKEHUN,
4yTO He BCe HOCUTEeNM reHoTuna 3abonesaroT). DTN Npessio-
YKEHMSA HEOOGOCHOBAHHbI, W COOTBETCTBYHOLLME AOMNYLLEHUS O
HEMNoOSIHOM MPOSABNEHNUN MYTAHTHOINO reHOTUNa, AeTepMUHWU-
pytoLlero Te Man UWHble 601e3HU C HacneAcTBEHHbIM npeapa-
CMosioXKeHMeM, CONPOBOXKAATCA 0O0bIYHO BeCbMa MPOU3BOJib-
HbIMN C TEHETUKO-MaTeMaTUYECKO TOYKWM 3peHUSA pacHeTaMu.
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Mo mepe pasBUTUA UCCNefOBaHUW CTaHOBWUIOCL BCe 6osee
ACHBbIM, YTO HebopMasbHbIN KNAWHUYECKUIA aHaNn3 KakK caMunx
60/bHbLIX C MynbTUaKTOpManbHbIMM 3ab0neBaHUAMU, Tak
N onpefeneHHOW 4yacTm WX pPOACTBEHHWUKOB CTaBUT BOMpOC
0 CyLWecTBOBaHUM B paMKax uccnefyemblX PeHOTUNOB TaKUX
BapMaHTOB, KOTOpble He MOryT ObliTb AOCTOBEPHO OTHECEHbI
HN K Tpynne «onpefeneHHO MNOPaXeHHbIX», HW K rpynne
«0npefeneHHO 340POBbIX». OTO 06CTOATENLCTBO CTAaBU/IO MNOA
COMHEHME MNPaBOMOYHOCTb CaMOM KOHUEeNuuUnM anbTepHaTUB-
HOro MPOSIBIEHUSA MNpPM3HaKa W UCNONb30BaHUA ANSA TEHETU-
4yecKOro aHanusa MynbTUgaKToOpuanbHbIX 601e3He cerpe-
raMoOHHbLIX MOAeNen.

B reHeTMKe MNONIMTEHHbIX KOMIMYECTBEHHbLIX MNPU3HAKOB
C HenpepbIBHbIM pacnpegeneHnem uUefneeBas  ycTaHOBKaA
COCTOUT B pasfloXXeHUn obuen peHOTUNUYECKOW Aucnepcun

TABTNLUA 13

KOMMNOHeHTHOe pas3fioXXeHne 06W el (DEHOTUNUYECKOW aucrepcuin
MoNUrenHOro npusHaka

O6uwas Aaucnepcus — nokasaTesb pasHoo6pasvs  3HAYEHWA Npu3-
Haka B HaceneHuwu:

roe M — cpegHee 3HauveHWe Ans Bcero HaceneHus, X{— 3HauyeHue
npusHaka y oTaenbHoro uHamsmga, N— uumcno o6cnefoBaHHbIX.
KOMMOHeHTbl agucnepcuu:

Vp= Va-\-\Vd ~\~V/\-{-Vpc \ VEw

roe V4 —agantmeHas (nuHeiHas) reHotunudeckas, {Vd ~\~V[) —
OAOMUHaHTHaa (HeNMHellHaa) reHoTunuuyeckas, Vic— cucrtematumye-
ckas (o6uwecemeliHas)) cpepoBasi, V  — cnydaliHas cpepoBas.
KoahhnymeHTbl reHeTUYecKom pgetepMmHauum n CPefoBO  M3MEH-
YNBOCTMU:

Ca= VA/Vp= 2rop\
Gd={VD+ Vi)IVp=*(rms-r Sb- r op)I2\
Ec=Vtc/Vp=(4rsb—2r0p—rmz)I3;
Ew=V Pw/Vp= 1 G = Ga-\-Gd,
roe G (unm M) — oTHOCUTENbHBLIW BKAag TFeHeTU4Yeckmx pakTopos
B M3MEHYMBOCTb MNpusHaka, E — oTHocuTenbHbIli BKAag cpenoBbIX
(bakKTOpOB B M3MEHYMBOCTb MpPU3Haka, ropy rSh, rmz— koadpduuu-

eHTbl KOppenauuu Mo M3ydyaemMomy MpU3HaKy B napax poaguTenn —
feTn, 6paTbsa— cecTpbl, MOHO3UTOTHble 6/M3HELbl COOTBETCTBEHHO.
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(pa3HoOGpasnsa 3HauyeHM) Npu3HakKa Ha OCHOBHbIE TFEHOTWU-
nMYecknue N cpefoBble KOMMOHEHTHLI C nocsegywowmm onpege-
HUEM OTHOCUTENbHbIX MNOKasaTenei «reHOTUNMMYEeCKOro pas-
HooGpa3nsa» u «CpefOBON WN3MEHUYMBOCTU» KONIMYECTBEHHOrO
npu3Haka. AHa/IMTUYECKUM MHCTPYMEHTOM ANA 3TOro sABNAA-
eTCcA COBMECTHOE pelleHue CUCTEM YpaBHEHUW OTHOCUTENIbHO
KOIP(PULMEHTOB BHYTPUNAPHOW KOPPensauum Mexnay poacT-
BEHHUKaMW, NpuHagnexawmmMmm K pasIMy4HbIM TFeHEeTUYECKUM
knaccam (B. M. TuHgunuc u pgp., CCCP).

B T1a6n. 13 npuBeaeHbl HEKOTOPble hopMynbl, NNNOCTPU-
pytoume cteneHb CAOXHOCTU MUCMOJIb3YEeMbIX B 3TUX CAy4dasx
MeTOA0B aHanusa.

MpUMeHNTENbHO K MynbTUaKTOpuMasibHbIM 60JIE3HAM
npeactaBneHme 0 PeHOTUNMUYECKOM KOHTMHYyMe (T. €. O He-
NPEPLIBHOCTU BbipaXeHMA NpPU3HakKa) C KJIMHUYECKOW TOUKU
3peHnsA, KaK YyKasblBasiocb Bbllle, CTaHOBUTCA Bce 6osee
npuvemnemMmblMm. OAHaKO OCHOBHas TPYAHOCTb COCTOUT B TOM,
YTO MNOKa OTCYTCTBYHT ajeKBaTHO pa3paboTaHHble CUCTEMbI
M WKanbl KOJIMYECTBEHHOr0 U3MEPEHUA pasINUYHbIX KJAUHW-
YeCKUX NposiBNeHUW 601e3HM B Npefenax ykKaszaHHOro KOH-
TUHYYMa.

Mpun 60Nne3HAX C HacneACTBEHHbIM MNPeapacrnoioXXeHNEM
peub mnaet o6 0cob6oM rpynne MNPU3HaAaKOB, XapaKTepusyl-
WMXcA CPOACTBOM OAHOBPEMEHHO K MOHOFeHHbIM W MOoAun-
reHHbIM Npu3Hakam. OTO cBoeob6pasme MONYYUIO crneymanb-
HOe HauMeHOBaHWe — «KBa3uanbTepHaTUBHOE TMPOSAB/EHUE
npusHaka», B CBA3M C YeM My/nbTUdakTopuanbHble 3abone-
BaHUA 4acTo 0603HayalwT KaK MPU3HAKU C «KBa3WHeNpepbIB-
HbiM» pacnpegeneHnemM. OPQEKTUBHBLIA reHeTUUYECKUIA aHanns
TaKUX KBa3MHeNpepbiBHbIX MPU3HAaKOB [AOJIKEH MUCNONb30-
BaTb OAHOBPEMEHHO MoKa3aTenu cerperayMoHHOro aHasnamsa
MOHOFeHHbIX MPU3HAKOB U KOMMNOHEHTHOE pa3foXeHne PeHo-
TUMMNYECKON AUCMEePCUN NOJIMTEHHOINO Npu3Haka. Jlormyeckue
OCHOBbI YKa3aHHOro peweHuUss O6blIN CBSA3aHbl C BBeAEHWEM
HOBbIX MOHATUN — «noAaBepXeHHoCcTb» (liability) n «nopor»
(thrishold) npodaBneHna npusHaka. 3TU TMOHATUA WUrpakwT
B COBPEMEHHOW reHeTuke MynbTuUdakTopuanbHbliX 3abonesa-
HUW TaKylo XXe LEeHTpasbHY pPO/b, KakK NMOHATUA O «pacLien-
NeHNN npusHaka B CeMbsiX» B CerperayMoHHOM aHanus3e MO-
HOTeHHbIX MPU3HAKOB U O «KOMMOHEHTax (OeHOTUNUYECKON
ancnepcun» B reHeTMKe MONIUTEeHHbIX MPU3HAaKOB.

MoaBep>XeHHOCTb OTpaXaeT CyMMapHbIN 3(EKT MHOTIUX
FreEHOTUMUYECKNX N CPefoBbIX MPUYUH, COBMECTHOE AecTBUE
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KOTOPbIX onpeaenseT NposiBieHMe NnpusHaka. NMpn aTom Bepo-
ATHOCTb NPOSABNAEHUS MNPU3HAKa Y KOHKPETHOro uHAausmpaa
3aBMCUT OT 3HA4YeHUA ero nogsepxeHHocTn. Korga cymmap-
HbIl 3dPIEKT FEHOTUNUNYECKUX (PAKTOPOB (HOCUTENEM KOTOPbIX
ABNSAETCA WHAMBUA) W BO3A4EWCTBME BHELWHWUX (aKToOpoBs,
BANAKOWMX Ha peanmsauunio reHotmna pAaHHOro uHAMBUAA,
npesbllaeT HEKOTOpPOe MO P OT O0OBOE 3HadyeHWe noasep-
XEHHOCTW, MpPU3HaK NposABAseTCH, T. e. CTaHOBUTCA Habnio-
faeMmblm. CornacHo 3ToMy noapasgeneHnto BCe UHANUBUAYYMbI,
Yy KOTOpPbIX NpPU3HaK NposBuacs (T. e. BCe «MOPaXKEHHbIEY),
pacrnonoXeHbl Ha LWKasne NOABEPXEHHOCTU Bbllle MOPOroBoro
3HayeHusa, o6pasyss TaK Ha3blBaeMblii XBOCT MONYASALMOH-
HOro pacnpegeneHus. Bce ocTanbHble WMHAUBUAYYMbI, NOA-
BEPXXEHHOCTb KOTOPbIX AaHHOMY 3ab0n1eBaHUIO MeHblUe Mo-
pora, He ABAAKTCSA MOPaAXEHHbIMW fAaHHbIM 3ab60/M1eBaHMEM.
Kak nokasanm wmaTepuanbl KoHrpecca, 3dpdeKTUBHOCTb
nccnepoBaHMm No reHeTnkKe 60s1e3HEN ¢ HacNeCTBEHHbIM Npes-
pacnosiodeHWemM CyUL,eCTBEHHO 3aBUCUT OT penpes3eHTaTUB-
HOCTU KNWHUKO-TEHETUYECKNUX MaTepuasnoB, WUX afeKBaTHOM
MepBUYHON permcTpaynum mn BblbOpa KOPPEKTHbIX creunanb-
HblIX aHalIUTMYEeCKNUX MeToAoB. TpagUuLMNOHHbIE TFeHeanorun-
yeckue N 61U3HEL0Bble MUCCNef0BaHUS, OCHOBAHHbIE Ha Bbl-
60POYHOM M HecTaHAapTU30BaHHOM KIMHWUYECKOM MaTepuane
C (oparMeHTapHbIM O0XBaTOM TreHeTU4YeCKM WHGOPMATUBHbIX
nokasaTenen, yXe wucyepnaam CBOU BO3MOXHOCTMU.
MNMeHHO No3TOMYy COBpPEMeHHOe reHeTuU4yeckoe umccrefoBa-
HUe MynbTUdaKkTopmnanbHbiXx 3aboneBaHW [O0/MKHO OblTb
OPUEHTUPOBAHO B 3 MU AEMUONTOTNYECKOM Ha-
npaBfEHNN U OCHOBAHO Ha KAMHUYECKUX mMaTepuanax, B BbiC-
e cTeneHW CTaHOApPTM30BaHHbLIX U AOMYCKAUWNUX BOCNPO-
n3BefeHne AMarHOCTUYECKMX OLEHOK B pasHbiX uccnegoBa-
TENbCKUX TPynmnax M Ha OCHOBE Pas/IMYHbIX KANHUYECKUX
NPUHLUNNOB. TONIbLKO B 3TOM C/ly4ae NOsABASAETCS BO3MOXHOCTb
nony4vyatb CTaTUCTUYECKU YCTOWYUBbIE 3HAYEHUS 6GONbLUOTO
ymcna reHeTnyeckn WMHGOPMATMBHbLIX MoOKasaTesen, KOHCT-
pyupoBaTb 3(eKTUBHbIE CUCTEMbI YypaBHEHWI W cpaenaTtb
[eACTBUTeNbHO OAHO3HAYHbIVM BbIGOP KaKoW-1M6o OoAHOWN
Cpean HEeCKONbKMX pas3/IMyHbIX Mogene HacsefoBaHUs MNpu-
3HaKa, HauayyYwmnm o06pa3oM COOTBETCTBYHOLLE BCeM COBO-
KYMNHOCTU 3MMMPUYECKUX [daHHbIX. Heobxoanmo B CBA3WU
C 3TUM NOAYEePKHYTb, YUTO COBPEMEHHbIE BO3MOXHOCTU MarTe-
MaTUUeCKOW FeHeTUKN YesloBeEKa A0CTAaTOYHbI ANA TOro, 4To6bI
NpU6aMN3NTLCA K MOJIHOMY pPELUEHUIO BOMpoca O 3aKOHOMep-
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HOCTAX HacnegCTBeHHOro npegpacnosioxXeHnd K 3abonesa-
HUAM.

CoBpeMeHHasa MeTOAO0/10TnUA TeHeTUYEeCKNUX uccnegoBaHwU
MynbTUaKTopuanbHbiX 3aboneBaHuii npeacTaBfeHa B BUfAe
CXeMbl. B Heli M3n0XeHbl B HECKO/bKO YMpOWEeHHOM Buae
OCHOBHble MPUHUWMNbLI aHann3a KANMHUYECKUX [aHHbIX.

Y npouweHHas cxema FeHeTUUYeCKOro aHanmsa My/nbTudakTopuanbHbIX
3aboneBaHnii MO KAMHWYECKUM [AaHHbIM

PervcTpaumsa NepBUYHbIX KIAWHUYECKUX AaHHbIX
(ctaTyc ”n gnHammka)

dopmMann3oBaHHOE OMUCaHUE KIAMHUYECKUX
NposiBeHN A N KBaHTU(UKALUSA AaHHbIX

1
MHOroMepHbIi CTaTUCTUYECKNIA aHann3 [aHHbIX

N npeaBapuTenbHOe BblAefneHNe OTAENbHbIX — «-----
KNNHUYeCKUX dopm 3aboneBaHus

CerperayuoHHbI aHanuns u petue-
HMe NpPOo6G/eMbl HEMoNMHOW neHeT-
pPaHTHOCTM B pamKax MpoCTbIX
aNbTEPHATUBHbLIX  MEHAENEBCKMX

OnpegeneHne HacnegyemocTu
N TeHeTU4YecKol Koppensuum
MeXay OoTAeNbHbIMU hopMamMu
B pamMKax HemnpepbIBHbIX MOPO-

Mogeneri roBbIX Mogenei MoABEpPXEH-
HOCTW
|
BblgeneHne YCTOMUYUBBIX *-------- > 13yuyeHne GMOOTNYECKUX
KNNHUYECKnX copm  * *  MapKepoB nartoreHesa
3abonesaHus ,
1 N

PeweHwne ﬂpOﬁl’IEMbl reHeTUYEeCKOW CcuUcTeMaTmKmn
KININMHWNKO-HO30/1I0TMYECKUX eaunHnL,

BaXHbIM npeaBapuTesibHbIM 3TarnoM reHEeTUYecKoro aHa-
nn3a KOHKPETHOro MybTuUakTopmnanbHoOro 3abosieBaHuA
ABNSAETCA YyCTaHOBNEHME CTENEHU N XapaKTepa reHeTU4YecKomn
JeTepMMHaLMN ero Kak KBasUMHENpPepbIBHOro npuisHaka, T. e.
npoeBefeHne KOMMOHEHTHOr0 pas3fioXeHMsa obuwein peHOTUNU-
YeCKOW Aucnepcum 3TOoro npusHaka. B Ta6n. 11 npuBefeHbl
JaHHble 0 HaKoMJeHMW MNOBTOPHbLIX Cc/lyvyaeB NaTtonornuv
cpean pPOACTBEHHWKOB, a TaKXe TMokKasaTe/lm KOHKOpPAAaHT-
HOCTW B 6/IN3HELLOBbIX Mapax Mno CpaBHEHWUIO C NONMYNALMNOH-
HOM 4acTOTOW NMpPW pasNUYHbIX MYyNnbTU(aKTOpUanbHbIX 3a60-
neBaHMAX. 3TU faHHble MOXXHO MCNOMb30BaTb ANA Mosyde-
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TABNIWNLUA 14

KOMMNOHeHTHOe pa3noXkeHne (PeHOTUNUYECKON Aucrnepcun npusHaka —
3aboneBaHua AN pasnnyHbIX 60Mie3Heil ¢ HacneaCcTBEHHbIM
npespacnofioXXeHMemMm nNo CyMMapHbIM UTepaTypPHbIM AaHHbIM
(n3 Tabn. 11)

OTHOCUTeNnbHbIN BKNapg (B %) npu
pPas3s/INYHbIX MYNbTUdaKTOPUaNbHbBIX
3aboneBaHunax

i1 Za
K MMNOHeHTHb o06wel gucnepcun Sy ZE s ':§ ®
<8 s ©Z3 :
o ™ © s )
; = E - 3 gx _g
25 E 8 Itz S
= @ o O
R 2 s 238 3
AQANTUBHAS TFeHOTUNUYeECKas:
VIV p—Ga 58 70 80 76 87
JoMMHaHTHas reHoTUnNMue-
cKas:
Mo+ Vi)/Vp=Gd 4 5 0 0 4
CuctemaTtmyeckasa cpeposas:
Vtc/Vp—Ec 20 0 4 13 3
CnyvaliHaa cpepoBas:
Vv.wNp = Ew 18 25 16 un 6
CyMmapHasa reHoTUNMYecKas:
Ga-J-Gd= Q 62 75 80 76 91
CymmapHaa cpeposas:
Ec-\-£n00= E 38 25 20 24 9

HWUA COOTBETCTBYHOLWUX KOIPPULMEHTOB KOPPENALUN MexXay
POACTBEHHMKaMM MO paccMaTpuBaeMblM TMpPU3HaAKaMm W 0OCy-
WeCcTBUTb pasfioXkeHne obwer gucnepcum Ha OCHOBHbIE FEHO-
TUMNNYECKNE W CPefoBble KOMMOHEHTbI, KaK YKa3aHOo B
Tabn. 13.

PesynbTaTbl Takoro aHanusa npeactasfieHbl B Tabn. 14,
M3 KOTOPOW MOXHO BUAETb, UTO AN BCEX M3YUEHHbIX TakKuUM
obpaszoMm MynbTUaKToOpUanbHbIX 3aboneBaHU BK/afd FeHo-
TUMMNYECKNX (aKTOPOB B [AeTEPMUHALMIO pPas/Inumin  Mexay
60/IbHBIMW W 340POBbIMW OKa3blBaeTCA 3HAUYUTE/IbHbIM, CY-
LWeCTBEHHO npeBbiWas nNo KpahHeii mepe 50%. He MeHee
BaXHO, OAHaKO, 4YTO W cpefoBble (PaKTOPbl KakK cUCTeEMaTU-
yeckoro obuiecemeMHOro xapakTtepa, TakK W CcAy4danlHON
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npMpoabl TaKXe O0Ka3blBaldTCSA BOBJIEYEHHbIMW B 006Uy
CUCTEMY MPUYUH, BAUAKOLWNX Ha 3ab60/1eBaemMOCTb.

FeHEeTUYECKO-KOPPEeNALVNOHHbIM aHann3 pas/IMYyHbIX Kun-
HUYeCcKMX popm B npefenax HEKOTOPOro KOHKPETHOro pac-
cMaTpuBaeMoro MysnbTUakTopmanbHoro 3abonesaHuns Hau-
60nee o060CHOBaHHO 6bln npeacTtaBneH Ha KoHrpecce Ha
npuMmepe LWUPOKOro cnektpa QYHKUMOHaNbHbIX MNCUX030B
(B. M. TvHgnnuc ¢ coasT., CCCP).

OAHOM M3 rnaBHbIX 3afay MNPV pPacCMOTPEHUM 3TOW Npo6-
NleMbl  ABNSAETCA BOMPOC O CYLW,ECTBOBAHUM TEeHEeTUYECKUX
pasnnunuini AN TeHOTMNMNYECKOro CXOACTBA MeXAY pasnuny-
HbIMW K/IMHWUYECKUMU opmMaMn YyKa3aHHbIX MCUX030B. Pe-
lWeHMe 3TOW 3afjavyn MOXeT OblTb AOCTUTHYTO Ha OCHOBE
MCNOMb30BaHUA pas/INUYHbIX TFeHeTUYeCcKuXx mogenein. B opf-
HOM c/iy4yae MOXHO MPOBEPUTb FTMNOTE3y O TOM, YTO pasmy-
Hble OpPMbl PYHKUMOHaNbHbIX NMCUX030B (LUM30PEHNYECKNE,
wunzoadphekTUBHbIE U adpPEKTUBHLIE TMCUXO03bl) ABAAKOTCA re-

TABNINLUA 15

Koap(pnUneHTbl reHeTUUYeCcKOn aeTepMuUHaUUM U TeHeTUYecKoi
KOppensuun Ans pasiuyHbiX KAMHUYECKUX (hopM
(pYHKLUMOHAbHBIX MCUX030B

MpucTtyno-
Henpe- 06pasHoO-
KnuHunyeckmne gopmbl PbIBHO- nporpeau- Lnsoaddek- Addek-
3HAOrNeHHbIX TeKyuwasn eHTHas TUBHbIE TUBHbIE
NcCUxo30B wunsodpe- wusodpe- NCUXo3bl NCUXO03bl
HUA HUusa
HenpepbiBHOTEKY- A= 50 rg= 0,46 rg= 0,17 re= 0
wasa wusopeHns He3Haynmo
MpucTy noo6pasHo- A=74 /~= 0,37 J/£= 0,33
nporpegneHTHasn
wmn3ogpeHns
LLInzoadpheKTnBHbIE A= 56 /£= 0,82
ncrxossl
AddeKTnBHbIE NCU- A =61
XO03bl

MpumeyvaHue. A — KOIPPUUNEHT HacrefyemMoCTU [N KaX-
[0 13 KAUHUYEeCKMX ¢opM (B mpoueHTax); rg —KoahduumeHT reHe-
TUYECKOW KOoppenauum mMexay HUMWN.
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HeTUYeCKU He3aBUCUMbIMM 6G0Ne3HAMW. Bo BTOpPOM chnyudae,
HanpoTuB, MOXHO TMNPOBEPUTb TUMOTeE3y O TOM, 4TO BCe
yKaszaHHble (DOpPMbl CNy>XXaT MPOABJEHNEM eAUHOI0 TeHeTu-
YeCKOro KOHTUHYyMa U OT/INYalTCA NNWb MO CTENEHWN MNOA-
BEPXXEHHOCTW.

B Tabn. 15 npepcrtaBnieHbl pe3ynbTaTbl FeHEeTUKO-KOppe-
NAUVOHHOIO aHanms3a pasNNYHbIX KIUHUYEeCKUX (PopM (PyHK-
LMWOHa/bHbIX MCUX030B, CUCTEMATU3NPOBAHHbLIX B COOTBET-
CTBMN C MNpuUHATO B UNHcTUTyTe ncuxmatpunm AMH CCCP
KNMHU4Yyecko KoHuenuuen (A. B. CHEeXHeBCKWU).

MOXHO BWUAeTb, 4TO HAacAefyeMoCTb BCeX YKa3aHHbIX
dpopm [oCTaToO4YHO BbicOKas — B npegenax 50—75%, uyTto
CBUAETENbCTBYET O CYL,ECTBEHHOM BK/afe TeHOTUMNMUYECKUX
baKTOpOB B pa3BUTUE KaXaow ¢opmbl ncuxosa. Ho camoe
BaHOe COCTOUT B TOM, 4TO TeHeTM4yecKas Koppenayus
MeXAy OTAes/ibHbIMU opmaMn (PYHKLMOHAIbHbIX MCUX030B,
KaK 0Ka3asiocb, 3HauuTeNbHO BapbupyeT. pu 3TOM TreHe-
Tuyeckas O6WHOCTbL Haubosiee TAXeNbIX QOPM LWN30PPEHNN
N nerknx ¢opm wns3oadeKTUBHbLIX MCUX030B 6/1M3Ka K MU-
HumanbHOW (rg=0,17 1 npakTUYECKN He OTAMYaeTca OT
Hynd). 3TO O3Ha4yaeT, 4YTO reHeTUYeckume QaKTopbl, AeTep-
MUHMPYHOLWWME YKa3aHHble QOpPMbl TMCUX030B, pPas/INYHbI.
B TO e Bpems reHetmyeckas OO6LLHOCTb MaHMaKalbHO-4eMN-
PEeCCUBHOIO0 MCUX03a U PEeKYPPEeHTHOW Lwun3ohpeHnn 61mM3Ka
K MakcummanbHoOM (rg=0,82), 4TO A[O/MKHO WHTEpPNpeTUpo-
BaTbCA KaK HaJanyue noyTv MOJIHOTO FeHOTUNUYECKOro CX0A-
CTBa paccMaTpuBaemblX ABYX (OPM (PYHKLMOHANbHbLIX MNCU-
X030B. [lpuBeAeHHble TeHEeTUYeCKne KOppensaunmm cnyxart
aprymMeHToOM B MO0/b3y CYU,eCTBOBAHUA KOHTUHYyMma pas-
NINYHBbIX POPM (PYHKLMOHabHbIX MCUXO30B.

dyHOaMeHTalbHbIM acrekToM B UCC/efoBaHUAX 60nes-
Hell ¢ HacneACTBEHHbLIM MNpeApacnoiOXeHUEM SABNSAETCA U3Y-
yeHVe OGMONIOTNYECKNX MapKepoB MNpefpacnosioXXeHUs K 3a-
60n1eBaHUO, KOTOpble MOFYT HenocpeacTBEHHbIM 06pa3om
oTpa)xaTb naToreHes 60s1e3HN (TakKk Ha3blBaeMble rMaToreHe-
TUYECKUEe MapKepbl) NAW, B APYTUX CAy4daax, ABNATbLCH /INLWb
BTOPMYHbLIMWN ee NposABAeHUAMN. [pexae BCcero A8 reHeTu-
4yecKOro aHanwmsa nofoO6GHbIX MapkKepoB Heob6xoaMmmo pacno-
naratb OOGLWIMPHBLIMW OAaHHBLIMW He TOJIbKO 0 6O0/MbHbLIX U WX
pPOACTBEHHUKAX, HO U O 340POBbLIX NMLax U3 06Wen nonyns-
UMN N nx poacTBeHHMKax. OCHOBHble MPUHLMUMNbLI FeHeTu4Ye-
CKOro wmccnefoBaHusa 6MONIOTUYECKUX MapKepoB Mnpeppacrno-
NIOXXEHUA OTpaxXeHbl Ha cxeme.
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fipouieHHass cxema FeHeTWYeckoro aHanmsa (6MoN0rMYecKnX
MapKepoB MpeApacnonoXKeHns) K 3a60neBaHuio

OaHomepHble MapKepbl MHoOromMepHble MapKepbl

1 | |
MpocTble reHeTnYe-  OTAeNbHble He3aBu- COBOKYMHOCTU B3a
ckne (MeHaennpy- cuMMble 6umonorunde- WMHOKOppennpyto-
tolme) MapKepsbl CKMe nokasaTtenu WMX MnoKasaTenen

| I
YcTaHOB/IeHUE acco- ®aKTOPHbIl LINCKPUMUHAHTHBbITA

unaumnm mMapkepa C aHanums aHanuns
noaBepP>XeHHOCTbH K YcTaHoOBeHMe YcTaHOB/NEHME Mak-
3abonesaHuto He3aBUCUMbIX CUManbHbIX pasnn-
MHTerpanbHbIX unin mexagy 60nb-

XapaKTepUcTuK HbBIMWU U 3[0POBLIMU
natoreHesa

| |
OnpefgeneHve HacnegyemocTV MapKepa
KOMMOHEHTHOE pa3snoXxeHue
heHOTMNMYECKOM auncnepcun

1
OnpegeneHne reHeTUYECKON
M CpefoBOli KoOppensaumu
MeXay MapKepamu

OnpepeneHne reHeTu4veckom
Koppenauuu Mapkepa ¢ nog-
BEPXXEHHOCTbO K 3a60/1eBaHUIO
(VNN c OTAENbHBLIMU KAUHUYeE-
cCKnmun dhopmamm 3aboneBaHus)

1
V YCcTaHOB/IeHWE CTPYKTYPbl HacneiCcTBEHHOro

npeaopacnonoXxeHmsa K 3aboneBaHunO

MOXHO BblI4e/IUTb [Be OCHOBHble TPYMMbl MapKepoB:
oTAeNbHble AMAarHOCTMYECKMe nokasatennm (04HOMepPHble Map-
Kepbl) M COBOKYMHOCTb M3 HECKOJIbKUX CJ/IOXHbIM 06pa3om
KOppenmpyrowmnx nokasartenen (Tak HasblBaeMble MHOromep-
Hble Mapkepbl). OAHaKO ANna TexX WU APYTMX HeobXo4uMbIM
ABNAeTCA onpejeneHne HacnegyemMocTUM camMoro Mapkepa Wu
CTENeHN TeHeTUYeCKO KOoppensunn ero ¢ noABepXeHHOCTbIO
K M3ydyaemoMy 3ab60neBaHWUIO, a TakXXe YCTaHOB/eHWe reHe-
TUYECKOM (U CcpenoBoOi) KOppenauun wmexagy oTAeNbHbIMU
Mapkepamun. TakoW noAaxof MO3BONAET BblIAENNTb B KOHeY-
HOM c4eTe cpeau 60NbLWIOro pasHoobpa3na 6UONOTrNYEeCcKUX
nokasartenen 3abonesaHnsa (UM NpeLpacrnosiOKEHUA K HeMy)
WMEHHO Te, KOTOpble Hanbonee TECHO CBSI3aHbl C OCHOBHbIMU
reHeTUYeCKUMN [JeTepMMHaHTaMn 60/1e3HU N KOTOpble Npu-
HATO HasblBaTb MaTOreHeTUYEeCKUMWU MapKepamu rnpegpacno-
noxenunsa (M. E. BaprtaHsaH, CCCP).
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TABNVNUA 16

Koppensiuusa MOBbILUEHHOTO YPOBHA  XONMeCTepMHa W TPUTNULEPUAOB
nnasmbl KPOBM C MOABEPXKEHHOCTbIO K WMLIEMUYECKO 60Me3HN cepalia

FeHeTnyeckasn

Mapkepbl M NMokKasaTenb WX FeHeTUYeCKOW
Koppenauuna mapkepos ¢ MBC

neTepMUuHaLuUm

Oo6wmnin xonectepuH

Ga— 82% fg—o0,54
Tpurnnuepunasbl
Ga= 46% rg= 0,03

B KauecTBe XOpoler WNAKCTpauun M3N0XEeHHbIX MoA-
XO0L0B MOXHO TMpPWUBECTU pe3ynbTaTbl UcCCAefoBaHWUA, [0/10-
XeHHble Ha KOHrpecce M Kacaklowmecsa YCTaHOB/IEHUA TreHe-
TUUYECKOW KOppensaunmm HEeKOTOPbIX OWMONOTMYECcCKUX rnoka-
3aTenei C MNOABEPXEHHOCTbID K UWeMUYecKor 60n1e3HU
cepgua — UBC (B. A. KoweuyknH u gp., CCCP). ABTOpSLI
nokasanu, 4YTO reHeTuyeckas Koppenaums nokasaTtenen cCbl-
BOPOTOYHOIr0O XOJIECTEPUHA N TPUTNNLEPUNLOB C MOABEPXKEH-
HocTblo K WMBC cywecTtBeHHO pasnnyaetca. N3 Tabn. 16
BMAHO, 4TO, €CNN MNOBbIWEHHbLIA YPOBEHb XONecTepuHa A[0cC-
TaTOYHO CU/IBHO KoppenupyeT (3a CYeT OOLHOCTU TreHeTu-
yeCKMX (pakTopoB) C NoaBep>keHHoCcTbo K MBC (rg=0,54), 10
MOBbILEHHbIN YPOBEHb TPUTULEPUAOB, €CIM U OBHapPYXWU-
BaeT Koppenduuio ¢ nogsepxeHHocTbio K UMBC, TO He 3a
cyeT OOWHOCTU TreHeTUYeCcKUxX (akTopoB (MOCKONbKY rg=
=0,03), a cKOpee BCero 3a CcYeT OOLIHOCTM KaKWUX-TO cpe-
OOBbIX [OeTepMUHaHT. 3TW pe3ynbTaTbl MNpPeAcTaBAKTCSA
AOCTAaTOYHO BaXXHbIMU, MOCKOJIbKY MO3BOJIAKT YETKO Bblusie-
HUTb POJib TEHOTUMMNYECKUX W CPefOoBbiX (PakKTOpPOB Ha YypOB-
He He nNPOCTbIX KOJIMYECTBEHHbLIX OLEHOK HacnedyemMoCcTu
OCHOBHbIX K/IMHUYECKUX MNPOSABMEHUN 60/Me3HU, a KOHKpeT-
HblX OMONOrMYecKMX MoKasaTenen, OoTpaxarwwmnux pasiny-
Hble 3BeHbA MNnartoreHesa 3aboneBaHUS.

MHTepecHO OTMeTUTb, YTO 3TN pe3ynbTaTbl XOPOLWO corna-
CYlTCHA C paHee onNy6MKOBaAHHbIMU AaHHbIMUW, KacalLwumMmmcs
MomckKa reHeTUYecKUX MapKepoB MNpeapacrnonoXeHwua K aTe-
pocksiepo3y. 3TU TMOUCKW TMPUBESIN, KaK W3BECTHO, K
0O6Hapy>XXeHUI0 Tpex TraBHbIX TEeHOB, AeTePMUHUPYHOLLNX
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NOBbILLIEHHbIA YPOBEHb HEKOTOPbIX CbIBOPOTOUYHbIX UMNUAOB.
OAVH W13 3TUX TeHOB BbI3biBAET MOBbILLEHME YPOBHA XO0ecTe-
puvHa (ceMelHaa ruMnNepxonecTepnHeMns), BTOPOWM— MNOBbI-
WeHMe KOHUEeHTpauuu B CbIBOPOTKeE TpUTrAMuepuaos (cemeit-
Has Tpurauuyepunaemus), TPeTUW — MNOBbiWEHNE YPOBHSA
060uX NUNUAOB (KOMOMHUpPOBaHHAaA runepaunnagemms). boino
TakXe YCTaHOBJ/IEHO, 4TO [Ba BapuaHTa, B OCOGEHHOCTU
nepBblA, accoLUUPYKTCA C pPaHHUM aTepoCcKepo30M KOpo-
HapHbIX cocynoB. B 3atom cnydae 3aboneBaHuMe BO3HUKAaO
B cpeaHeM o0kKono 50 net (cpaBHWUTb C TpPynmnoi 60/bHbIX
HOPMONUNUAEMMEN, B KOTOPOM CpeaHWi BoO3pacT Havana
60ne3HM cocTtaBun okono 60 net). PAg ydyeHbIX npegnona-
raltoT, 4YTO yKasaHHble MapKepbl B KOMOMHauUW Cc ApYyrumu
6nonornyeckUMm aktopamuy co3farT MexaHW3M npegpac-
MONOXEHNSA K aTepoCK/Nepo3y U pasBUTUIO UHGapKTa MUO-
Kapga.

MNpuBeAeHHble Bbile MNPUMeEPbI UCCefA0BaHUA O6UOIOrU-
YeCKUX MapKepoB MpeapacrnonoXeHUa K pasndHbiM 3a60-
NeBaHMAM He WCYepnbiBalOT BCEro MHOroo6pasms C/I0XHbIX
B3aMMOCBS3E MeXAY OTAe/IbHbIMU TEeHEeTUYECKU AeTepMu-
HWPOBaHHbIMW MapkepamMu 1 natoreHesom 3abonesaHusa. Ans
HEeKOTOpbIX 6ONe3Heil onwucaH UeNbl pag accouymaynin ¢
NPOCTbIMU TeHEeTUYECKUMU MapKepamu Tuna 3putpouunTap-
HbIX W30aHTUTEHOB WM CbIBOPOTOYHbIX 6enkoB. Knaccuue-
CKUM MpUMepoM TaKWUX accoumnauuii asnsfetcsa akT MOBbl-
LWEHHOW 4YacToTbl MPOSABNAEHUA A3Bbl ABeHaALAaTUMEPCTHOM
KUWKW Yy nuy ¢ | rpynno KpoBWU.

B pa3suTme 3TOro Hanpas/ieHMs 3a NocnegHue roabl
6blN  NOMIYYEeHbl MHOro4YucsieHHble akTbl MNOA0OHBLIX acco-
unaynm v ans Apyrux 3aboneBaHumint. MOXHO nNpUBECTU
pe3ynbTaTbl O6LWIMPHbLIX UcciefoBaHUN, NPOBeAEHHbIX B UH-
cTuTyTe pesmatnsma AMH CCCP (/1. 1. beHeBOosleHCKaa ¢
coTtp., CCCP), cBmnaeTenbcTBytowme 0 HECOMHEHHOM acco-
unmaLmMm HEeKOTOPbIX TMPOCTbIX TFeHEeTUYEeCKUX MapKepoB C
peBmMaTonAHbIM apTtputom (Tabn. 17). MOXHO BUAETH,
4yTo cpegn 60/IbHBIX 3TUM 3abo0neBaHMEM OMnpeeneHHO 4Yalle
BCTpeyalwTCA uMua ¢ OTCYTCTBUMEM CeKpeunnm aHTUTEeHOB CU-
cteMbl ABO ” aHTureHa P, 1, ¢ ApYrov CTOPOHbI, ONpeaeneH-
HO peXe BcTpe4akwTcAa HocuTenn deHoTuna |I— 1 Mo cbliBO-
poTOYHOMY ranTtorno6mHy. CoBepLWeHHO SCHO, YTO KaXAbli
M3 3TUX MapKepoB B OTAENIbHOCTU He SABNSAETCHA [J/1aBHbIM
3BEHOM B MaToreHese peBMaTOUAHOrO apTpuTa u Tem 60nee
He MOXeT OblTb MCMNOMb30BaH B Ka4decTBe AMArHOCTUYECKOro
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TecTa 3abonesaHuA. OQHaKo B3sTble B COKOBOKYMHOCTU BCe
nofobHble accoumaymum MOryT BHOCWUTb CBOW Mainblid, HO
BMOJIHE peaNibHbI BKag B 00OWYH CUCTEMY HacneacTBeH-
HOro npeapacnonioXXeHNa K pasBUTUKD PEBMAaTOUAHOro apT-
puTa, KOTOpOe peasn3yeTcs BO B3aUMOLEUCTBUU 3ITUX W
APYTnX TeHeTUYeCcKUX W CpefoBbiX (PakTopoB.
AHanornyHble paHHble (Tabn. 18) OblAIM  [OSIOXKEHDI
Ha KoOHrpecce B OTHOLUEHUW A3BEHHON 60N1e3HUN pABeHajua-
TunepctHo knwkn (B. A. AnbTwynep, CCCP).

TABAUNULUA 17

Accoumauuy HeKOTOpPbIX FeHeTUUYECKMX MapKepoB
C peBMaTOUAHbLIM apTpPUTOM

YacTtoTa, %

3Ha4YMMOCTb

Mapkep pesmaTomns- pasnunynii
KOHTpONb Hblli apTpuT
«HecekpeTop» 15,3 29,6 < ,01
FanTorno6uH
1— 1 19,2 6,5 < ,01
Pr aHTureH 25,4 38,1 < ,01

TABNNLUA 18

Accoumaunmn HeKOTOpPbIX FEHETMUYECKMX MapKepoB
C AyojeHanbHOl $3BOW

KoapdpununmeHt 3HaynMocTb
Mapkep accoumaumu X2 pasnuunii
O (D-aHTUreH 1,32 5,0 = ,025
«HecekpeTop» 2,12 25,9 < ,0001
Kom6uHaumsa 0 (1) 2,62 33,5 < ,0001
N «HeceKpeTop»
Lea +-aHTUreHbl 1,94 18,3 < ,0001
106

Ha KoHrpecce o6cy»paanca BONpoc 0 reHeTUYECKOW NHTep-
npetaumm M3BECTHOro oeHoMeHa «aHTuuMnauum» (ynpexae-
HWS), KOTOPbIA COCTOMT B TOM, YTO «BO3pacT Hadana 3abo-
neBaHUs y [eTelr MO CPaBHEHUID C POAUTENAMU CHUXaeTcs
B pAAYy nocnepoBaTeflbHbIX MOKONEHUM». XOPOLUO W3BECTHO,
4YTO NPOAOMKNTENbHAA AUCKYCCUS MO 3TOW Npobneme 3aKOH-
ymnacb OKOHYaTeNbHbIM YTBEPXAEeHMEM apTedakKTHOM Mnpwu-
poAbl 3TOro (heHOMeHa B OTHOLUEHUM KNAaCCUYECKUX [OMU-
HaHTHbIX MEHAENUPYHOLLUX, T. €. MOHOTEHHbIX, 3a60neBaHU.
OAHaKO KNMHMYecKas MpakTuKa MnokasbiBaeT, YTO NPV MHO-
rmx 601e3HAX C Hac/eACTBEHHbIM MpeapacnosioxXeHnem 6onee
paHHee TMPOSIBNEHWE U HEKOTOPOe YTSHKeNeHwue naTosiormu
B HUCXOAAWMX MOKONIEHUAX BCTPeYarTCA HaCTONbKO cucTe-
MaTUYeCKM M 4acTo, YTO BO3HMKAKOT COMHEHUA B MpaBoMep-
HOCTN YTBepPXAeHUA 06 apTedakTHOW npupoae deHoMeHa
aHTUUMnaymMm npuv MynbTUgakTopuanbHbiX 3ab0neBaHUSAX.

B cBA3M ¢ 3TUM 6blna NpeanpuHATa MOMNbITKa MPOBEPKU
peanbHOCTU CyLW,ecTBOBaHUSA YyKaszaHHOro geHomeHa. OCHOB-
Hble pe3y/bTaTbl OTEYECTBEHHbLIX aBTOPOB MO 3TOMY BOMpPOCY
npeacTtasneHbl B Tabn. 19 (B. . Tpy6Hukos u ap., CCCP).
AHannM3 faHHbIX MO TPeM MNOKoneHuAM (60nbHble, UX POAM-
TN N poauTenn poauTenein), a TakXe B3siTUe B KayecTBe
KOHTPONA ana poautenein npobaHaos ux cubcoB (T.e. AA-
fel — TeTOK npo6aHAoB) MNO3BOAMAM WUCKAKYATb cuUcTeMa-
TUYECKOe B/IMSAHME OCOBGEHHOCTEN perncTpaymm cemenHbIX
cAyyaeB MO MNOPaXeHHbIM [OeTSAM Ha KpPWBble AWHAMUKK
BO3pacTa Haudana ncuxos3a B TPex nocnefoBaTesibHbIX MOKO-
neHunsax. W3 npeactaBneHHbIX faHHbIX OTYETIMBO BUAHO,
YTO MPOUCXOANT SIBHOE CHMXEeHMe BOo3pacTa Havana ncmxosa
N yKaszaHHas 3aBUCMMOCTb MMeeT NIMHEWMHbIA XapakTep.

TABNWNLA 19

JdvHamnka Bo3pacTa Havyana 3aboneBaHns B psage 3 nocnefoBaTeNbHbIX
NOKOJMIEHN CeMeNHbIX cnyyaeB LIJI/I30(*)peHI/I‘—I€CKVIX Nncnxo3oB

Aenbl — aan —
PoacTBeHHUKM 6a6KU Pogntenn 'D'TeLTtKM Mpob6aHpAbl

CpedHnii BospacT Hava- 50+1,9 39+1,1 37+1*1 25+0,7
Na ncuxosa, rogsl

Uncno HabnwogeHmi 81 165 141 295
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Bo3MoO)XHaa nHTepnpertayuusa oeHOMeHa aHTuUMnaymm npm
MYbTU(AKTOPUaANbHbIX 3ab60/1eBaHUAX COCTOUT B MOCTYNU-
poBaHMW HacsefoBaHUA COOTBETCTBYHOULMUX FEeHETUYECKUX fe-
TEPMUHAHT OT OoTua U matepn. Mexay Tem pakT ABYCTOPOH-
Hero HacrefoBaHWA TreHa O03HayaeT, 4YTO B HUCXOAALWMX
MOKOJIEHMAX WMeeT MeCTO rFoMO3uUroTusaumsa rMo JIoKycam,
BOB/IeYEHHbIM B O00OLLYIO CUCTEMY [eTeEPMUHaHT, npegpacro-
naralwmx K 3abonesaHuio.

Ha ocHOBaHWWM TreHeanoOrM4YeckuUx AaHHbIX N onpefesieHns
30(PEKTMBHOIO 4YKncCNa JIOKYCOB, OMpefensOWwmMx pasnnyms
MeXxagy paHHUMU W Mo3gHUMU hopmaMu (PYHKLMOHaNbHbIX
NCcMXo30B, aBTOPbl MNpegnofiaralT, UYTO YyKasaHHbI npouecc
romosmroTmsaumm B cnydae (QYHKUMOHa/IbHbIX T[CUX030B
OeNcTByeT B TedeHUe 3—4 noKoAeHu. Mpu 3TOM BaXKHbIM
MexaHM3MOM, MNOALEPXMBAKOLWMM YyKaszaHHbIA npouecc B OT-
JeNbHbIX CeMbAX, ABNAeTCA (DaKT MOJSIOXUTENbHOW 6pavyHom
accopTaTUBHOCTU Cpean nuy, NpeapacnosioXXeHHbIX K MNpo-
AB/IEHUIO 3HAOTEHHbIX MCUX030B U CBA3AHHbLIX C HUMU CY6-
KNMNHUYECKUX W NaTEHTHbIX (QOPM MCUXMYECKOI natosoruuv
(M. E. BapTtaHsaH, B. M. TuHgunnmnc, CCCP). He mncknw4eHo,
YTO aHa/lorNYHbIA WAN CXOAHbIA MeXaHU3M MOXEeT WMeTb
MecTo npu APYrnux MynbTUdakTopmanbHbiX 3abo0neBaHUSAX,
4yTo TpebyeT cneyunasnbHbIX UCCNef0BaHUN.

SAKNKOYEHWE

Xopowo un3BecTHoe B MeAuUMHe npaBuao 06 WHAWBU-
AyanbHOCTU  Kaxpaoro 6onbHoro (nporHosa 3a6oneBaHUs,
XapakTtepa TeuyeHWUsi, Tepanuu) HaxoaUT Tenepb 06bBAC-
HEHMe B OFPOMHOM Hac/ieiCTBEHHOM NoAMMopduame Ye-
NOBEYECKUX nonynsynii. Bcero nmwb no 25 NOAMMOPGHbLIM
HacneACTBEHHbIM MNPU3HAKaM HEBO3MOXHO HailiTu cpegu
BCEro HacefleHMs 3eMHOro wapa ABYX OAMHAKOBbIX /OAEN,
a y yenoBeKa HeCKOJIbKO AECATKOB ThbICAY TaKUX MPU3HAKOB.
CnepoBaTeflbHO, HacneACTBEHHble XapaKTEPUCTUKM KaXKaoro
yenoBeKa B BbICLLUEW CTENEHW MHAMBUAYanbHbl. OHWM onpepge-
NAKT €ro peakyuut Ha BHeWwHMe ¢aKTopbl, B TOM u4uchne
naToreHHblE,

JBONMOLUNA — CNOXHbI, MHOrOrpaHHbIAi npouecc, KoTo-
pblii (hopMMpoBan HacneAcTBEHHble XapaKTEPUCTUKN BULOB,
B TOM u4ucne 4enoBeka. OnpegeneHHble COYeTaHUA TEHOB
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MOIIN UMeTb paHblle KakKoe-TO npucnocobutenbHoe 3Haue-
HUe NN 6blITb HEUTpPasibHbIMWU, a Ternepb, NMPU HOBbIX YCNO-
BUAX Cpeabl, CTann MPOABNATbLCA MaTtonormvyeckn. Bsanmmo-
JelicTBMe TreHOB U cpefbl OKa3blBaeTCs pewakwwum B 3TUO-
normm™ n nartoreHese 6onbWwor rpynnel 3a6onesaHwnii — 60-
Nne3Hel ¢ HacnegcTBeHHbIM MNpPeapacrnosioXXeHUEM WU MY/b-
TUdakTopuanbHbIX.

M3yyeHne TeHeTUKN NpeapacnosioXKeHUSS K XPOHUYECKUM
HEeMH(PEKUMNOHHbIM 60M1e3HAM OTKpPbIBAeT LUMPOKUE Mepcnek-
TUBbI fafibHeWLWero nporpecca HawmMx 3HaHUA 06 3aTUONOrnUU
N natoreHese 3To 60AbWON rpynnbl 3aboneBaHnii. Orpom-
HOe 3HayeHWe A/ NPaKTU4YeCcKOro 34paBOOXpPaHeHUs uMmeeT
HageXxHoe onpegeneHne Kpyra nuy, MNOABEPXEHHbIX BbICO-
KOMY puUCKYy 3aboseBaHW BBUAY WX HacnefCTBEHHOW npef-
pacnosiodeHHOCTW. JTa rpynna nuy A0/DKHA Haxo4WUTbCA
nog npucTasibHbIM BHMMaHWEM Bpayve (Hanpumep, npu
auncnaHcepHom HabnwaeHnn) ana nposeaeHUa adhPEKTUBHBIX
NPOPUNAKTUYECKNX MEePONPUATUIA. BbisBneHue vy c Bbl-
COKMUM HacneACTBEHHbIM PUCKOM 3a60/1eBaHMN [O/DKHO CTaTb
KpaeyrosbHbIM KaMHeM B CUCTeMe COBPEMEHHOW npodunak-
TUYECKOM MOMOLM, 4YTO MOAYepPKMUBANOCb BO MHOrMMX AOK/a-
pax Ha KoHrpecce.

Mo3HaHMe 3aKOHOMEPHOCTEM HacnefoBaHUA W NPUPOLbI
MY/nbTUaKTOpManbHbIX 3ab60/1eBaHUN MMeeT HeMasloBaXKHoe
3HayeHVe AN1A onpefesieHUsA MPOrHo3a TeYeHUA yXKe pas3BUB-
wewca 6one3HN. ONbIT NOKasbiBaeT, YTO 3HaAHWe 0COGEHHOCTeN
cemeriHoOro ¢oHa 3HauyuTeNnbHO o06/eryaeT MNPOrHO3 MHAUBU-
AyanbHbIX cny4vaeB 601e3HW B npegenax OAHOA CeMbMW.

Pe3ynbTaTbl W3YyYeHUA TEHETUKWU TMpeapacnoioxXeHus
AO/MKHbI CTaTb AEWCTBEHHbIM MHCTPYMEHTOM B pyKaX npak-
TUYeCKOro Bpaya nNpuv nNpoBefeHUU MeLUKO-TeHeTUYeCKOom
KOHCY/bTauuu, ANa onpegeneHUs nporHosa 340pP0BbsA, B Bbl-
6ope cneunduryeckux mMeToaos AnddepeHUNPOBAHHON N WH-
AVBNAYaNnN3NpPOBaHHOW Tepanuu.

MN3yuyeHne 6one3Hen C HacneACTBEHHbLIM Mpegpacrnonoxe-
HWEM CTaBWUT nNepej Teopueil MeAUUWHbI pPSAA BaXKHbIX BOMPO-
coB. lMpexpae Bcero 3To Kacaetcs NpPo6seMbl OTrpaHUYeHUs
Ho3o0nornyeckmx dopm. CyuliecTBOBaHME MHOTMOYUCIEHHbBIX
nepexoaHbIX KAWHUYECKMX BapuMaHTOB B npegenax KaXaoro
M3 My/nbTUAKTOPUanbHbIX 3abosieBaHWW B fgumarnasoHe oOT
efBa 3aMeTHbIX YK/OHEHUI OT HOPMbl [0 BblIPaXeHHbIX W
TSOKeNbIX (POPM NaToNIoOrMM OoTpaxaeT pas/INYHYK CTeneHb
KO/IMYECTBEHHOro HaKonaeHMs (aKTopoB npegpacnosnioxe-
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HWA, B3aUMOAEMCTBYIOLMX C pasHbIMW MO CUe U Hanpas/e-
HUIO felcTBUA hakTopamu cpefbl (CTPeccoBbIMU, KAMMaTU-
YeCKUMMN, UHMPEKLUMOHHLIMM 1 Ap.). MHoOroo6pasHbiii xapak-
Tep 3TUX B3aMMO[ENCTBUIA, C OAHOW CTOPOHbLI, onpepenser
BbICOKYI) CTeNeHb K/IMHWYEeCKOW reTeporeHHoOCTU 3TOW rpyn-
nbl 3a6onesaHnNin, ¢ opyroi — 3aTpyfHsaeT AUCKPETHOe onpe-
AeneHne MNOoHATUM «b6ones3Hb» U «300pOBbe». PewleHne 3Tux
BaXXHbIX B TMPaKTMYECKOM W TeOopeTMUYeCKOM OTHOLUEHUN
npo6seM KAMHNYECKOW TFeHEeTUKM BO3MOXHO Mpu 06beauHe-
HUM YCUNWUIA KAWHULMWUCTOB, FEHETUKOB W MaTtodm3nonoros.

XPOMOCOMBDBbI

N TTATOJTOTNA



BBEOEHWE

npeabigyLinx rnasax fAaHo npejactaB/ieHUME O TOM 4vacTu

B HacnencTBEHHOM NaTo/iorMM 4YesioBekKa, BO3HUKHOBEHUE

KOTOpPOW 00yCcnoBMeHO HapyweHuaMmm (MyTaunsmm)
OTAeNbHbIX TreHoB. OpfHaKo TreHeTMYecKNW 0O6Yyc/ioB/ieHHas
naTtonornsa 4enoBeka He uUcyepnbiBaeTCsAs Hac/efCTBEHHbIMU
60M1€3HAMMN N 60NE3HAMU C HacneACTBEHHbIM MNpeapacnono-
XXeHneM. CyulecTByeT elle of4Ha KaTeropusa HacneLCTBEHHON
naTtonornm, Korfa OTK/OHEHUA OT HOPMbl CBSi3aHbl C W3Me-
HEHMEM KONM4YecTBa HacneACTBEHHbIX CTPYKTYpP (B CTOPOHY
MX MU36bITKA WM HexBaTKMu), T. €. B TaKMe U3MeHeHUa BOBJe-
KatoTca 6onblWwKne Trpynnbl FEHOB WM CaMOCTOATE/IbHbIE
CTPYKTYpPbl, Ha3blBaeMble XPOMOCOMaMMU.

MepBOHayanbHOE OTKPbITUE M ONUCAHNE XPOMOCOM B XWU-
BOTHbIX W PacTUTENIbHbIX K/leTKaX HWKaK He Obl/i0 CBA3aHO
C pa3paboTKON dyHAaMeHTalbHbIX 3aKOHOB HacnegCcTBeH-
HocTn. OpgHako yXe B Hayane XX BeKa CcTasio 04YeBUAHO
npssmMoe OTHOLUEHWEe 3TUX LMUTONOTUYECKN OOHapYy>XeH-
HbIX CTPYKTYp fd4pa K efuHULAM Hac/neACcTBEHHOCTU — K
reHam.

PaspaboTka XpPOMOCOMHOMN TeOpUWU HacneACTBEHHOCTU
ABUACb OAHUM M3 CYLLECTBEHHbIX 0606WeHNA B 6uonormm
XX Beka. OCHOBHble MOJIOXKEHWNS 3TOW TEOpUU TaKOBbl. XpPO-
MOCOMbl — OCHOBHble HOCUTE/IN HaCNeACTBEHHOW WHpopMa-
UMM — 3aknwyarwT B cebe reHbl, KOTOpPble PacnosioXeHbl
B HUX B JIMHEMHOM nopsagke. J1lo6o BUA opraHM3MoB Xapak-
TepusyeTtca cneynduyHbiIM HaABoOpoOM Xpomocom (Mo 4ucny,
pasmepam wn dopme). Kaxpgaa xpomocomMa WMeeT TONbKO
el Npucywuii U NOCTOSAHHbIA Habop reHoB, MNO3TOMY OAHa
XpPOMOCOMa He MOXeT 3aMeHUTb APYTyk. PasHble XpOMOCOMbI
Habopa reHeTUYeCKN UHAUBUAYasNbHbI.

XpPOMOCOMHbIV Habop opraHusMa 4venoBeka (Kapoh ero
KNeTKW, MCKAK4Yas MosoBble) ABNSAETCHA ABOWHbIM wAn Amn-
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nongHbiM Habopom. OpgHa MoJi0OBMHA €ro NpPoucCxXoauT OT
Matepu, gpyraa — oT otua. CrnepoBaTefslbHO, Kaxpgad Xpo-
MOCOMa B COMaTM4ECKOW K/eTKe MPUCyTCTBYeT B BUAe napbl
FOMO/IOFTMYHbIX 3/1EMEHTOB.

Mpu o6pasoBaHMN ANLEKNETOK WAM cnepmues (B rame-
TOreHese) ocyuLecTBAeTCA cnelumnanbHOe KIeTOUYHOe AeNeHue,
Ha3blBaemMoe Me030M, MPU KOTOPOM [ABOWHOW Habop XpPOMO-
COM CTaHOBMUTCA OAWHapHbIM (rannoungHbiM). [locne onno-
AOTBOpPeHMA (B 3UroTe) B pesyfibTaTe CAUAHUA MYXCKOW W
XEHCKOW MO0JIOBbIX K/IETOK OH BHOBb CTaHOBUTCA AMNIOUA-
HbiM. MOCTOAHCTBO B COCTaBe W B pacnpefesieHUn reHos Mo
Xpomocomam W B rnpegenax KaX[on XPOMOCOMbl — Henpe-
MEHHOEe YC/I0BMUE HOPMaJbHOW Nepefayn FeHeTMYecKol npo-
rpammbl U peanusaunmn ee npu pasBUTUK OpraHmMama u3 on-
NOAOTBOPEHHON AWMLLEKNETKN.

MaTtonornsa, o KOTOpPOW nMoMAaeT peyb B JaHHOW rnase,
cBsfi3aHa C W3MEHeHMeM 4ucna Winm CTPYKTYpPbl XPOMO-
COM, T. €. C XPOMOCOMHbIM, a 3HayuUT, W TeHHbIM Aucba-
JTAHCOM.

Ecnu Takue n3MeHeHUs BO3HUKAKOT B rameTax wam B nep-
BbIX APO6MEHMNAX 3Ur0Tbl, TEHHbIN AucbanaHc 6ynaeT UMeTb
MeCcTO BO BCeX KJieTKaxX pasBumBalowerocsa opraHmsma. 3T0
npueefeT K HapyLlweHMAM pasBUTUS oOpraHumsma. BO3HU-
Kalolime MHOXeCTBEHHble MOPOKW pPas3BMTUA, €C/IM OHU COB-
MECTUMbl C >XWU3HbI, COCTaBAAKT KAUHUYECKYK KapTUHY
XPOMOCOMHBLI X 60n1e3Hen.

BrnepBble OTKpbITME TOr0o, 4YTO CUHAPOMbI BPOXAEHHbIX
NOPOKOB Pa3BUTUA MOTYT OblTb 06YCNOBMEHbI OTKNOHEHNAMMN
B COCTaBe XpomocoM, npowusowsno B 1959 r. Ha 60ne3HNn
JayHa, KNMHM4YecKoe onmcaHme KOTOPOW Obl/Io caenaHo eule
B npowsiom Beke. OTKpbITME MocnefoBasio 3a pa3paboTKon
K KOHLY 50-X rofoB adppeKTUBHbLIX MeTOLOB OrMpefeneHns 4um-
cna n Mopgonornm XpomMocoM B KJleTKax 4YesioBeka W Me-
KonuTamuwmnx.

Mo coBpeMeHHbIM AaHHbIM, C XPOMOCOMHbIMW 6GONE3HAMMN
poxpaetca 0,7% Bcex XXUBOPOXAEHHbIX mMnageHues. OCHOB-
Has 4yacTb 3MOPUOHOB C XPOMOCOMHbLIMW aHOManmMamu normba-
eT B NpeHaTta/sibHOM rnepuoge, obycnosnmeas 60s1ee40%cCcnoH-
TaHHbIX abopTOB M OKONO 6% MepTBOPOXAEHWK. MpuseneH-
Hble UUdPbI ONpeaensatoT MegULMHCKOe 3HadyeHWe aHOMaslni
pasBuTUA, 00YC/IOB/IEHHbLIX XPOMOCOMHbIMW HapyLeHUAMN.

Ecnn  nNpuHATL BO BHUMaHMWE HEWU3NEYUMOCTb 3ITUX
3aboneBaHuin, WX BKAa4 B WHBaIUAM3ALUIO HaceneHUs,
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MeAULMHCKOe U coumanbHOe 3HayYeHMe Npob6aeMbl XPOMOCOM-
HbIX 60ne3Heil roBopuT camo 3a cebs.

XPOMOCOMHbIE U3MEHEHUA MOTYT BO3HUKHYTb B K/eTKax
TeX WM WHbIX OpPraHoB CPOPMUPOBABLUErOCS, B TOM 4ucne
B3pOC/aOro, opraHumama. Kak npaBuio, Takue WUIMEHEHUSA
06Hapy>XunBalTCA B KeTKax 3/10Ka4YeCTBEHHbIX OMYXOMeMn.
B 3TOM cny4yae ¢ XPOMOCOMHbIM Auc6GanaHCOM CBA3aHO BO3-
HUKHOBEHWE WNIN pas3BUTME OMyXxosel. ITO ele OAUH BUA
naToNorMm, KOTOPbIA MOXHO MOCTaBUTb B CBA3b C COCTOSA-
HMEM XPOMOCOMHOrO annapara.

Mpo6nemMbl opraHM3aunMnM XpPOMOCOM 4YesoBeKa, MX Pou
B MaTonorumn 3aHsanum Ha KoHrpecce BUAHOE MecTO.

CTPOEHVE N ®YHKUMNOHWMPOBAHWE
XPOMOCOM YEJTOBEKA

Mopdonorma n yHKUMOHaNbHOEe COCTOAHME XPOMOCOM CY-
LEeCTBEHHO MEHSAKTCA B 3aBUCUMMOCTM OT TOro, HaxoguTcs
K/neTka B TMPOMEXYTKe MexXxAy QALeNeHUAMU WAn [eINTCS.
FeHeTUYeCKMIA annapaT cneyngunyeckm GyHKLMOHNPYET BHe
KNeTOYHOro AeneHns, B nepuoj nHTepdasbl. B cBA3M ¢ 3TUM
B MHTEP(a3HOM K/IeTOYHOM ffpe MHAMBUAYaNIbHbIX XPOMOCOM
He BUWAHO: reHeTMyeckoe QYHKLUMOHUPOBaHME (TpaHCKpun-
unsa) TpebyeT MX MakKCMManbHOro ya/unHeHUA. B 3To BpemA
XPOMOCOMHbIA Habop npeacTaBniseT cobOW CMOXHO OpraHu-
30BaHHbIN KNYBOK PacTAHYTbIX U MepenneTeHHbIX XPOMOCOM-
HbIX HWTeW. B npouecce NOAFOTOBKM KAETKU K AefIeHUI
XPOMOCOMbI peaynnnuupyroTca (yaBanmBaroTcs) U KOHAEHCU-
pylTCA, KNETOYHOe S4pO0 mnpeTepneBaeT CMOXHble npeobpa-
30BaHMA. B wutore Ha ctagum metadasbl MUTOTUYECKOrO Ae-
NeHNs AApo OKa3blBaeTCcss Mpeob6bpasoBaHHbIM Takum o6pa-
30M, 4YTO MNOTHO KOHAEHCUPOBAHHbLIE N YKOPOYEHHblE XpPO-
MOCOMbI OTAEeNeHbl Apyr oT Apyra. Ha aToi cTaguu B CBeTO-
BOM MMWKPOCKOME CPaBHUTENIbHO NPOCTO nccnefoBaTb U YMCNO
XPOMOCOM B K/1eTKe, U X pasmepsbl, n mopdonormto. MIMeHHO
MeTaasHble XPOMOCOMbI UCCAEAYHT ANA AUAarHOCTUKWU XPOo-
MOCOMHbIX 60/1e3HeN.

OKONo ABYX [ecATUETMIA NPOWA0 C TOr0 BPeMEHU, Kak
6bin  paspaboTaHbl MeTOAbl MNPWUrOTOB/IEHUA rMpenapaTos
MeTagpasHbIX XPOMOCOM, YCMELWHO MPUMeHsSeMble B HacTos-
wee BpemMsa. OHM BKAKYAKT NpeaBapuTesibHOE HaKOoMaeHue
pasMHOXaKLWNXCa KAeTOK 4YenoBeka Ha cTaguu metadasbl
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Puc. 3. HopManbHble XPOMOCOMbI MYXYUHbLI npu’
06bIUHOI OKpacke.

2 3 4-5
6-X -12
dA& 6 A v bbbl
13 -15 16 17-18
X X X | AAA* b
19-20 21-22

B Ky/NbType, WX pacnaacTblBaHMEe Ha MpegMeTHOM CTeK/e
ANA MONy4YeHUA pasfenbHO Jiexawmx XpoMocoM U nocre-
aywouiee  M3yvyeHuUe rnpenapartoB B CBETOBOM MUKpPOC-
Kore.

CoBpeMeHHass uUMToreHeTMkKa ob6nagaeT 6o0oraTbiM apceHa-
IOM MeTOA0B aHa/nm3a XpoMOCcOM B MeTadpase mmto3a. Haumbo-
Nlee NMpocTbIM U3 HUX ABMAETCA TakKas okKpacka XPOMOCOMHbIX
npenapartos, NpPU KOTOPOM XPOMOCOMbI OKpawmnBarwTCsa ro-
MOFeHHO MO A/INHE W A0CTAaTOYHO MNAOTHO ANSA CBETOBOW MUK-
pockonuu. lMpu TakoM MeTOoAMYECKOM MoAxohe BUAHO, 4TO
KNeTKMU 4esnoBeka cogep)kat 46 xpomocom (23 napbl poau-
Te/IbCKUX XPOMOCOM), HEOAMHAKOBbLIX MO BENNYNHE U hopMme,
OAHaKO He HacTOo/IbKO, 4YT06bl MO 3TUM [ABYM MpPU3HaKaMm
MOXHO OblJIO  OT/IMYaTb KaXAYH XPOMOCOMHYK  napy
(puc. 3).

Bce Xxpomocombl 6e30WIM604YHO ypaeTca pa3buTb Ha 7
rpynn (MMeHyeMbIX aHrAuncknmm 6ykBamm oT A po G),



eCc/In pacnosioXXnTb UX B MOPALKE YMEHbLUEHUS 00OLWWEN O/INHbI
M A4NIMHBI KOPOTKOTO njeya. MNpm 3TOM XPOMOCOMblI HYMEPYHOT-
cs undpamm ot 1 ao 22. EANHCTBEHHAA Napa XPOMOCOM, Mo
KOTOPOM UMEKTCA pasinunsa Mexay MYXCKUMU N XXEHCKUMU
KNeTkamMun, wumeHyetca X- UM Y -XpomMocoMaMu. Y >KeHLUNH
cojepxatca xXpomMocomMbl XX, y MyXuuH — XY. B npepge-
nax rpynn ypAaeTtcsa HaAeXHO MAeHTUuumposaTb TpU napsbl
xpomocomMm rpynnel A (1—3) n ogHy napy B rpynne E (16).
Nlerko y3HaeTcsa TakXe Y -xpomocomMa, B TO BpeMs Kak
X-Xxpomocoma He oT/iMymma oT ayTtocom rpynnbel C. B rpyn-
ne C nHorga ypjaetcs BbliAeNNTb ayTocOMy 9 MO BTOPUYHOMN
nepeTs>XKe, BCTpeyawLwenca B A/IMHHOM [MJeye BO3/ie LEHT-
pomepbl.

YKa3aHHble MeToAbl 06ecrnevynsiv BO3HUKHOBeEHWE nN Byp-
HOe pasBUTUE LUUTOTeHeTUKM YesioBeKa, B TOM 4YuC/e KINHU-
yeckoil, B 60-e rogbl. OQHAKO HEBO3MOXHOCTb WUAEHTUUKA-
UMM BCEX XPOMOCOM CYLLEeCTBEHHO OrpaHuuyuBana LUTOreHe-
TUYECKY A[MarHOCTUKY U Knaccugukayuto XpOMOCOMHbIX
60onesHel. Bo MHOrmx cny4dasix He yjaBanocb YCTaHOBWUTb,
Kakas XpomMocoMa W3MeHSAETCA B 4uC/le WAM MofABepraetcs
CTPYKTYPHOIN MepecTpPoOnKe.

C Havana 70-x rogos ycuUnuAMM LUNTOTeHETUKOB pPasHbIX
CTpaH NOJIOXXeHUe pe3Ko U3MeHUNochb. MpeanoxxeHbl Criocoobl
06paboTKN U OKpackyu XpPOMOCOM, KOTOpPble MO3BOJINAN Bbl-
ABNATb WHAUBUAYaA/IbHble 0COGEHHOCTU KaXX4O0W XPOMOCOMBbI.
BbIACHWU/10Cb, YTO TOMOreHHOCTb MeTaasHO XPOMOCOMbI MO
ANnHe — obmMaH4yunBOe AB/eHMe. Bce XPOMOCOMbI Ha caMOM
Jene MMeT HEeOLHOPOAHYI JIMHEMHYK CTPYKTYpPY, 4YTO Bbl-
paxaeTcs B pa3HOM OKpawwnuBaeMoCTWM WX Y4acTKOB IO
ANnHe. PUCYHOK nuHenHON puddepeHUMpoOBaHHOCTM OKa-
3anca  cneunuyUeckum AN KaXAOW XPOMOCOMbI, 4YTO W
obecneymBaeT UX UAEHTUMUKALUNIO He TOJIbKO B HOPMasibHOM
c6banaHcMpoBaHHOM Habope, HO M NPU MHOIMUX CTPYKTYPHbIX
XPOMOCOMHbIX MNepecTpomKax.

MeToguuyeckue HOBOBBeAEHUA [anv MOLWHbLIA CTUMY K
06Hapy>XeHNI0 MHOTOYUC/EHHBLIX HOBbIX (POPM XPOMOCOMHBbIX
60n1e3Hen N YTOYHEHUKD XPOMOCOMHbIX W3MEHEHMIA B OMYXO-
NIEBbIX KNleTKaX, MOCKO/NIbKY CTaslio peasibHOCTbI BbIACHEHMUE
MPOUCXOXAEHNSA aHOMaliIbHbIX XPOMOCOM, XapakTepa WX
CTPYKTYPHbIX M3MEHEHUA.

NuHeliHaa pudepeHUNPOBAHHOCTL XPOMOCOMbI  MOXeT
OblTb MOMy4YeHa C MOMOLLbKD MeToAO0B AU PepeHLUMN-
anbHB X O0OKpacok. B atom cnyuae npenapaTtbl nogsepra-
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Puc. 4. CxemaTWYeCKU PUCYHOK AU depeHLLManbHOro
OKpal MBaHWSA HOPManbHbIX Xpomocom. Kaxpjas
Xpomocoma WAeHTUduuupyeTca 6narogaps
CNeunUUYHOCT N PUCYHKA OKpallMBaHMUS.



toTca 06paboTke B pacTBOpax cone ¢ onpegeneHHoim pH
M Npn onpejeneHHbIX TemrnepaTtypax c nocrefytuwen okpac-
KoW dpnoopecumpyrowimmm  (Q-tOKpacku) WAM  OCHOBHbLIMU
Kpacutenamm tuna pacteopa umsbl (G-, R-oKpacku).

Y>e B 1971 r. Ha MeXayHapoaHOM coBeuwiaHUN B MNMapunxe
6blNn  pa3paboTaHbl KapTbl JMHEWHOW AuddepeHUNpPOoBaH-
HOCTM BCEX XPOMOCOM 4esioBeEKa U cucTtema 0603HaYeHUA
No-pasHOMY OKpalnBalWmMXCss CErmMeHTOB B HOPMa/ibHbIX
XpomMocoMax M Npu UX CTPYKTYPHbIX M3MeHeHUAx (puc. 4).
Lintonornyeckas kapta XpPOMOCOM W3MeEHAeTCA B 3aBUCWU-
MOCTW OT CTEMeHW WX KOHAeHcaumun. B He MOMHOCTbIO KOH-
AEeHCUPOBAHHbLIX XPOMOCOMax CerMeHTOB 3HauYuTesNlbHO 60/b-
we. B nocnefHee BpemMsA NpeAnpuUHUMAlOTCA MNONbITKN 6onee
JeTanbHO onucaTb CTPYKTYPY XPOMOCOM. Pe3ynbTaTbl O4HOI0
U3 TaKnUx mccnegosaHuin, nposegeHHoro 8 HP B, 6binn npeg-
cTtaBnieHbl Ha KoHrpecce (. MaHonoB, bonrapusa). B HacTos-
lee BpeMA UAEHTUPUKALUA XPOMOCOMHbIX MepecTpoeK B Me-
OVLUMHCKOW rMpaKTUKe OCHOBbIBaeTcss Ha [MapuXXCKUX peKko-
MeHAaumnax.

MoMMMO yKasaHHbIX BUAOB OKpacoK, pa3paboTaHbl Takue
MX CcNocobbl, MNpPWM KOTOPbIX [AOCTUraeTca m3bupartesnbHoOe
OKpawmnBaHMe TexX WAM UHbIX XPOMOCOMHbIX paiioHOB. Ha
nepsomM MecTe Mo 3Ha4yeHu cTomT C-oKpacka, C MOMOLbIO
KOTOPOM B KaXA0MN M3 XPOMOCOM BbISABNAKTCHA MNJIOTHO Kpacs-
W mecs CerMeHTbl, PacnoJIOXKEeHHble B OKPYXHOCTU LEHTPO-
MepHbIX pPaMoOHOB BCEX XPOMOCOM, a TaKXe B KOPOTKUX
nneyax xpomocom 13— 15, 21—22 v B [ANVHHOM nMaeye
Y -XpOMOCOMbI. 3TOT MeTO[ BbISIB/IAET TaK Ha3blBaeMbli
CTPYKTYPHbIA retepoxpomatuvH (CM. HuXxe). Apyrum crnoco-
60mM M3bmpaTenbHOM OKpackm fABNAeTcs chneuymanbHas obpa-
60TKa npenapaTtoB XPOMOCOM HUTPaTOM cepebpa, NMpU KOTO-
PO ero rpaHy/ibl KOHLEHTPUPYKTCA B paioHax, rae dopmMmu-
pyloTCca AAPbLILWKW B UHTepdasHOM Anape (PUOGOCOMHbIe LLNCT-
POHbI). ¥ 4yenoBekKa Takume parioHbl HaAXO4ATCHA HA KOPOTKMX
naeyax natum nap xpomocom: 13— 15 u 21—22. Ywucno
aprmpoguabHbIX XPOMOCOM, MOPXONIOTUA COOTBETCTBYHLLUX
paioHOB MOTYT OblTb HEOAWHAKOBbIMW Yy pasHbiX JHOL4EeN.
Kpowme TOro, otgesibHble XpOMOCOMbI MOTYT BCTynaTb B acco-
yuaumno Apyr ¢ ApyromMm. OTOT NPU3HaK TakKXe MOXeT ObiTb
nHanenayanbHolM. Cam cnocob OKpacku v pewlaemble C ero
MOMOLLLbIO BOMPOCHI CpaBHWUTeNbHO HOBbl. Ha KoHrpecce
3TN BONpPOCbl 06CcyXAaanucb B coobuweHun A.-B. H. Mukenb-
caapa (CCCP) n . WBap3axepa (ABcTpuA).
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OTKpbITUE NIMHENHOW HEOAHOPOAHOCTM MeTathasHOM XpPo-
MOCOMblI C MNOMOLLbID KpacuTesied NOCTaBUNO BOMPOC O
npupoae 3Toro SBJ/IEHUA, O ero CBA3M C [aBHO W3BECTHbLIM
B LUTOreHeTUkKe nopgpasfeneHMemMm XpomMaTuUHa Ha retepoxpo-
MaTUH W 3yxXpomaTuUH. 3OTa npobrnema ceilivyac WHTEHCUBHO
nccnefyeTcd, UYTO Hal/I0 OTpPaeHue B TeMaTMKe [O0K/1aA0B
Ha KoHrpecce, B 4aCTHOCTU, MPUMEHUTENILHO K XpPOMOCOMaMm
yesioBeka B 0630pHOM [oOKfnaje W3BECTHOrO LMUTOrTeHeTUKa
X. WBeHca (BennkobpuTtaHus).

MonyyeHHble B MnocnefHWe roabl mMaTepuasnbl MO3BOMAKOT
3aK/NO4YNTb, 4YTO B (peHOMeHe AnddepeHUManbHON OKpalun-
BAeMOCTU XPOMOCOM HaxoguT oTpaxeHue pyHAamMeHTasibHas
yepTa opraHusaLMm XpPoOMOCOM 4YenoBekKa W APYTUX BUAOB
XXMNBOTHbIX — CTPYKTYPHO-(PYHKLUMOHaNnbHasa NMHenHasa andg-
hepeHUMNPOBAHHOCTL MHTep@dasHbIX XpomMocoM. B ocHoBe ee
neXuT pasHopogHocTe AHK B pa3sHbIX yyacTKax Mo A/INHE
XPOMOCOMbI. B mMonekynsapHoin 6MoNormm ycTaHOB/EHO, 4TO
Y BbICOKOOPraHM30oBaHHbIX CYLW,ECTB WMMEKTCHA pas3Hble Knac-
col AHK, KoTOopble pasnnyarTcad HYKNeoTUAHbIMU Mocnepno-
BaTenbHocTAMU. HapAapy ¢ 1em, uto nmeetca JHK ¢ Henos-
TopAwmMmMnca. (YHUKanbHbIMMN) nocnefoBaTe/ibHOCTAMMU, 3Ha-
ynTtenbHoe kKonuyectso AHK reHoma npeactaBneHO y4acT-
KamMy, MOBTOPAUWMMNCA MHOrue Tbica4ym pas3. C nomoLybio
BUOXUMUNYECKNX MeTofAoB hpakumoHmposaHua AHK un wme-
Topga rnopungmsaymm AHK ¢ PHK Ha xpomMocOoMHbIX npena-
patax MpPoOBOAUTCA BbIICHEHUWE NloKanms3aumm pasHbiX pak-
umin OHK B XpPOMOCOMHbIX Habopax. Y>e YCTaHOBJ/IEHO,
yto A HK ¢ MHOrokpaTtHo nMoBTOpAlOWKMMUCA Noc/efoBaTesib-
HOCTAMW JNIOKasM3oBaHa B XPOMOCOMax MNPenMyLLeCTBEHHO
B OKOJIOLEHTPOMEPHbLIX TETEPOXPOMATUHOBBLIX CermMeHTax,
XOpOoLWO BbIABNAKOWUXCA € nomouibio C-oKpacku. Pa3Hble
XPOMOCOMbI MOTYT pas/imyaTbCd MO KOJIMYECTBEHHOMY COOT-
HoweHuno knaccos AHK w©n ux cogep)xaHuio.

CnoxHasa 3agada MoNyuYnTb «XMMUYECKME» KapTbl BCEX
XpomMocoM 4YesioBeKa B npuHuUuMne pewaema. Ha KoHrpecce
O6blM nNpeacTaB/ieHbl AOKNaAbl Ha 3Ty TeEMY, B 4YacTHOCTWU,
no ocobeHHoctam AHK B Y-xpomocome yenoseka, Ha OCHOBe
rmépugmnsaumm HyknemHosbiXx kKucnot (K. CMuUT ¢ coaBT
CWwA).

Opyras xapakTepucTuka, Mo KOTOPOW pasnmyaroTcsa rMo-
pasHoOMYy OKpalleHHble CermMeHTbl XPOMOCOM, €eCTb Bpems
Hayana unx pegynavkauymu. 3To 6bIS1I0 U3YUYEHO MepBOHaYalib-
HO pajnoasTorpamyeckyu ¢ MNOMOLLbIO OLLEHKW pacnpepene-
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HUA Haj XpPoMOCOMaMW MEeYeHHOro TPUTWMEeM TUMUAMHA, KO-
TOpbIA NpeABapuTe/ibHO BBOAUTCS B KNETKY KaK MpeaLllecT-
BEHHUK JOHK. Pa3Hble Yy4yacTKM XPOMOCOMblI BK/lOYaloT
METKY B pa3HOe BpemMsa B TeuyeHWe BCero nepuofa CUHTe3a
OHK B KneTke, KOTOpPbIA NpoAo0AXaeTcss HECKO/NIbKO 4acos.
Bbl/I0 ycTaHOB/IEHO, YTO CaMbiMW MO3AHUMWN PENMINLUPYIOTCA
reTepoXxpomMaTmMHOBbIE palioHbl. MNopagok pennunkaymnm AHK
pa3Hblii B pa3HbIX XpoMocomax. B cBoe BpeMs 3TOT MeToA
Mo PUCYHKY pacnpefeneHnsa MeTKM B XpomocomMax MOo3BONWUN
pasnnymnTte xpomocombl 4, 5, 13, 14, 15, 17 n 18, a Takxe
Bblgennts B rpynne C ogHYy M3 X-XPOMOCOM B >XEHCKUX
KneTkax W3-3a ee MN03gHer penavkaumu. OTW [OMNOAHUTENb-
Hble BO3MOXXHOCTW WAeHTUpUKauymm coirpaiv B 60-e ropbl
BaXXHY pPO/ib B BbIAB/IEHUMN HOBbIX (DOPM XPOMOCOMHBbIX 60-
nesHei, O0O6YCNOB/IEHHbIX HapyLeHUaMn Xpomocom 4, 5,
13— 15, 17 wn 18, N0oN0BbIX XPOMOCOM.

PagnoasTtorpamsa XpoOMOCOM WMCMNOJIb3yeTcAa, XOTA WU B
MeHbLUEN CTeneHu, AN N3YYeHUS aHOMaslbHbIX KapuoTUMNOB
N NO-MPEeXHeMY CAYXWUT UHCTPYMEHTOM ucCcnef0BaHNA 3aKo-
HOB XPOMOCOMHOW penpoaykunm. Ha KoHrpecce npossyvanu
[iBa acrnekra 3TUX WCCNeLOBaHWUNM: W3yyeHUe penanmkayuun
OHK XpomMocoM U1 BbIICHEHWE OCOGEHHOCTEN HYKNeOoTUAHOro
cocTaBa XpomocomHon AHK.

B goknajax COBETCKUX uWccnefoBateneit 6biin npeacras- \

NeHbl XapakKTepUCTUKU ckopoctu pennmkaunm AHK un pas-
MepOB eAUHUL, ee pennukauum Ha OCHOBe pajguoaBTorpagu-
yeckoro wuccnegosaHus Huter OHK Ha UMTONOrMYyeckmnx

npenapatax (H. A. lanyHoBa, HO. b. HOpos, H. M. Xaun- ]
ToBa, CCCP), a TaKXe XapaKTepUCTUKM cocTaBa OCHOBaHWUI W

AHK B retepoxpoMaTMHOBbLIX paoHax HEKOTOPbIX XpPo-
mMocom 4enoseka (E. P. Jloszosckasa, C. V. CnesuHrep,
A. A. TpokogbeBa-benbrosckasa, CCCP).

C Havana 70-x rogos Agna mMccnefoBaHWsa BpPeMeHU pennu- 1

Kauunm XpoMOoCOM cTan NPUMEHATbLCA aHanor TuMmmgunHa 5-

6pOMAE30KCNYPUANH. BKAOUYMBLWIME €ro0 yyacTKM Xpomo- 1

COM OKpawmBalwTcs cnabo, Npuyem MPoONopLUOHANbHO Beln-
UnMHe BKNOUYeHUS. CpaBHEHME TaKMX XPOMOCOM W ANdepeH-

UManbHO OKpaleHHbIX XPOMOCOM OOGHapy>XWBaeT XOpoLUee |
coBnageHme 060UX PUCYHKOB HEOAHOPOAHOCTU, MNOKa3bl-]

Bas TeM CaMbIM He TOJIbKO CTPYKTYPHY, HO M PYHKLMO-
HanbHY npupogy pauddepeHyMmanbHON OKpawnBaemMoCTH.

C ncnonb3oBaHUeM 5-6pPOMAE30KCUYPULNHA CBS3aHO elle ]
0[lHO COBPEMEHHOE HamnpaBfeHWe UCCNef0BaHUN — WN3YUEHUE |
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Puc. 5, [OuddepeHunansHaa okpacka CeCTPUHCKUX
XpoMaTuno B XpoMocoMax, BKAYaBLWUX 5-
OpOMAEe30KCMYPUANH, B TedeHUe ABYX LUKIOB
pennunkauum K.

CTpenkamMn ykKasaHbl CeCTPUHCKUE XpoMaTWUfHblIe
OOMEHbI.

TaK Ha3blBaeMbIX CECTPUHCKUX XpoMaTuUgHbIX o6mMeHoB (CXO).
Ona obHapyXeHUA 0O6MEHOB HYXXHO OA4HO yC/l0BUE — YMeTb
pasnuyaTtb CeCTPUHCKME XpoMaTuabl B KaX[oO XpPOMOCOMEe.

O6MeH y4yacTKaMu MeXXAy CeCcTPMHCKMMMKM XpomMaTugamu
6bln 06Hapy>XeH B KOHUe 50-x rogos, Korga CecTPUHCKUE
XpoMaTufabl pasnnyaanucb No pa3HOMY UX HacbIWEHUIO pagno-
aKTUBHO MeYeHHbIM TUMUOMHOM. OAHaKo MeToj 0aamoaBToO-
' pachinn He o6nafgan AOCTAaTOYHOW paspewlarolien cnocobHoc-
|etognsa TouHOro BbisgBneHUA CXO. MedeHHble 5-6pomMae30K-
NMYPUAMHOM XpoMaTuAbl BO BTOPOM MocC/e BBEAEHUS METKWU
MUTO3e Pe3KO pas/IMyHbl N0 OKpacKe, MO3TOMY KOJ/INYECTBO
06MeHMBaeMbIX Y4YacTKOB, WX BeJIMYUHY W Jl0Kaan3auuto
\gaeTca permcrtpmpoBaTb € 60NbLIONA TOYHOCTbIO (puc. 5).
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Ha KoHrpecce goknagbl no CXO 3aHAnM 60nbluoe Mecto, N
C HUMW BbICTYNUAN ydyeHble s CCCP, BHP, TTHP, UCCP,
NTanun, CLLUA wn agpyrux cTpaH. B paoknagax 6binv npea-
cTasneHbl MaTepuansl nNo mexaHmnsmam CXO, UCMO/b30BaAHUNIO
MX B KayecTBe MnokasaTensa rnoBpexaarLlero AecTeBmna Xmmu-
YeCKUX BeLLEeCTB U pagunaunm, a Takxe U3yUYeHUsA COCTOAHUSA
XPOMOCOM MNPW HEKOTOPbIX HacnefCTBEHHbIX 60Ne3HAX.

C UMNTONMOTNYECKUMU, XUMUYECKUMU U pPeaynvKaLMoH-
HbIMWU OCOBEHHOCTAMM XPOMOCOMHbIX Y4YaCcTKOB XOPOLUO COB-
nagaet M UX reHHbIA cocTas. PailoHbl XpOMOCOM C MOBTOPSIO-
wmmmca nocnegosartensHoctamm OHK nocnegHMMmM npoxo-
OAT  pefynavkauuio, cneunguyecku  oKpawunsarTcsa Mo
C-MeToAMKe U cofepXXaT Mano reHos, KOAUPYIOLLUX chneuu-
onyeckne 6enKN. AT panoHbl MONYYUIN Ha3BaHUe reTepo-
XPOMATUHOBbLIX, TaK KaK AN HUX XapaKTepHO COXpPaHeHWe B
KOHAEHCMPOBAaHHOM COCTOSIHUM B WUHTepdiasHOM fA4pe, B Mpo-
TUBOMOJ/IOXHOCTb 3YXPOMaTMHOBbLIM y4YacTKaM, KOTOPbIe MeX-
4y [eneHVAMW [OeKOHOEHCUpPOBaHbl, 4YTO o6sieryaet TpaHC-
KPUMNUWUOHHYIO aKTMBHOCTb COAepXXallnmxca B HUX TEHOB.

Y 4yenoseka CBefeHUA O MasioOM KoO/inyecTBe (WM OTCYT-
CTBUU) (PYHKUMOHUPYKOLMUX TEHOB B reTEPOXPOMAaTUHOBbIX
palioHax MNony4YeHbl U3 KINHUKO-LUTOreHeTUYECKUX conocTa-
B/IEHWIA. YCTaHOB/IEHO, HanNpuMmep, YTO COXPaHeHWe >XU3He-
CNOCOBHOCTN, XOTA WU C aHOMa/IMAMU PasBUTUA, BO3IMOXHO
TOMILKO MNpW yTpaTe WM NoABNEHUWN [OMONHUTE/IbHOro 4uc-
na Tex XpPOMOCOM, KOTOpble 60ratbl reTepoXpoMaTUHOBbLIM
MaTtepuanomMm (MnosoBble Xpomocombl X n Y, ayTocombl 13,
18,21).

C pa3paboTKOM cneumduyeckux OKpacoK Ha CTPYKTyp-
HbIi FeTepOXpPOMaTUH KpPYyr MOoAO6GHbLIX HabNAeHWA 3Hauyu-
TeNbHO pacwupunca. BblacHeHO, 4YTO pasmMepbl OKOMOLLEHT-
pPOMEpHOro reTepoxpomMaTWHa, BbIABAAEMOro C MOMOLLbIO
C-oKpacKn, MOTryT 3HaUUTENbHO pPas3nNnyaTbCd Y pPasHbIX WH-
OVBNAOB, MNpPUYEeM HE3aBUCUMO MO pPasHbIM XpoMocoMam Wu
6e3 HebnaronpuATHbLIX nocneacTBmii. OCO6eHHO BapbUpPYIOT
3T 6/710KN XpomaTmHa B Xpomocomax 1, 9, 13— 16, 21—22
n Y. 3TN dakTbl ABNAKTCA Yy6eaAuUTeNbHbIM CBUAETE/IbCTBOM
Heb6ONbLIOro Yuncia reHoB B YKaszaHHbIX paloHax. BapuaHTbl
XPOMOCOM MO TreTepoxXxpoMaTuHy [OBOJ/IbHO CTabuibHbl 1
nepegatTcs OT poauTene AeTsAM, KakK MpaBwuio, B HeEWUs-
MEHEHHOM COCTOSSHUW. B wmTOre B 4esioBEYECKOM MNOMNYyNALUN
CYLLLECTBYET LUMPOKNIA XPOMOCOMHBbIM HacnefCcTBEHHbIA NoNun-

MOpU3M.
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XPOMOCOMHbIV nonumopdmnsm — npobnema B LUTOreHe-
TUKe 4esioBeka HOBadA. BbIACHATCA Takme BOMPOCHI, Kak
pasmax BapuabesibHOCTU MONMMOPIHbLIX PaioHOB B pPasHbIX
XpoOMOCOMax, XapakTep nepefayr B MOKOJIEHUAX, 4YacTOThbl
pacrnpocTpaHeHMA BapuaHTOB B pasHbiXx nonynayuax. [lo
BCEM 3TUM BornpocaMm Ha KoHrpecce 6bI710 MnpeacTaBNeHO
MHOro 00KNanoB u3 pasHbix cTtpaH: CCCP, AscTtpuun, NHaun,
Mekcnkn, COPHKO, YCCP. Ocoboe 3HayeHMe MMeeT BOMpPOC
0 TOM, ntobble NN KosebaHMA B KOJIMYECTBE TFeTepoxpomartu-
HOBOro MaTepuasia COBMeCTUMbl C HOPMasbHbIM pPa3BUTUEM,
He BO3HUMKAKT N1 NpU UX KpPamMHUX BapuaHTax HapyLleHUs
passuTna. OTBeT Ha 3TOT BOMNPOC NblTaldTCA MNONYUUTb
B pa3HbiXx cTpaHax. O ToMm, Kak o6cyxpganca 3TOT BOMpoc
Ha KoHrpecce, coobuieHoO B pasfgene «XpPOMOCOMHble M3Me-
HEHMS ©N BONe3HU».

[eHeTMYecKoe KapTUpOBaHWE XPOMOCOM 4esioOBeEKa, T. e.
nokanusauma B XPOMOCOMax KOHKPETHbIX WHAUBUAYaNbHbIX
reHoB,— rflaBHOe Hanpas/eHNe WU3YYEeHNUHA TeHEeTUYeCcKoro
3HaYeHMA KaXAOoW XPOMOCOMbl M ee Yy4yacTKoB. [0 KoHUA
60-x rogoe aTa 061acTb LMTOreHETUKU YesloBeKa pasBUBa-
nacb HepoctaToyHo. B nocnegHuve rogbl 6narogapa paspa-
60TKe HOBbIX 3WPEKTUBHbLIX METOA0B KapTUPOBaHWUS B 3TOWN
061acT Npom3oLlen KOpeHHoW nepenom. ExerogHo ys3Ha-
eTca Nnokanmsayua paga reHoB, TeCTUPYEMbIX MO UX Mpo-
AYKTaM: doepmeHTaM, CTPYKTYPHbIM 6enkamMm, aHTUreHam.
B pesynbTate Tenepb W3BeCTHO O /foOKaaums3aumum OKOJo
200 reHoB (B KaKMX XpomMocoOMax W paxe WX ydyacTKax).
MwupoBble cBefeHUA N0 3TUM BOMPOCaM MOAbLITOXMBAKTCH
Ha eXerogHbIX crneyuanbHbIX MeXAYHapoAHbIX COBeLlaHUAX.
Tem He MeHee Ha KoHrpecce 6bl/10 HECKO/IbKO COOGLLEHWIA
0 reHax xpomocom 9 m 12 (M. Jlo, ®. Kao, T. MoxaHpgac
c coasBT., CLWIA), o nonoonpegensowmnx M Apyrux reHax
X- wn Y-xpomocom (K. Boukosckuin, MHP; Ox. CapTo
CWA).

N3yyeHue cTpoeHns N  PYHKLUOHMPOBAHNA XPOMOCOM
yenoBeKa MMEET He TOJIbKO TEOPETMYECKMIA WNHTepec, BHOCH
BKMag B NMO3HaHWe 3aKOHOB OpraHv3auuun reHeTUYeckoro an-
rnapara y BbICOKOOPraHM30BaHHbIX CyLecTs. 3HaHMe TOro, 4YTo
npeacTaBnseT cobon Kaxpas XpPOMOCOMa 4YefioBeKa B XMMMU-
YEeCKOM, LUTOMOrMYECKOM W reHeTUYECKOM OTHOLUEHUAX, CY-
LWEeCTBEHHO [ANA MNOHUMaHUS XPOMOCOMHbIX HapyLleHUA ©n

006YyCNOBMEHHbLIX VMM aHOMannii pasBuUTUA, a cnefoBaTesibHO,
N noucka NyTer WCMpaBfeHNs OTKIOHEHWIA.
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XPOMOCOMHbBIE MSMEHEHWA
N BOJIE3HWU

XPOMOCOMHbIA Habop MOXeT W3MeHATbCA oL BANAHUEM
pasHbIX NPUYMH, YTO BefeT K HapyLUeHWUI reHHoro 6anaHca.
3TO ABNSAETCA MNPUUYMHON HapyLeHWA pa3BUTUA, U3BECTHbIX
KaK XpOMOCOMHble 60/ie3HU. Takum 06pasom, nporpecc um-
TOreHeTUKU obecneymsi NOHUMaHUe 3TUOIOTUN XPOMOCOMHbIX

60ne3Helr — YMCNEHHbIX WIN CTPYKTYPHbIX WU3MEHEHWUN Xpo-
MOCOM (COOTBETCTBEHHO F€HOMHbIX WIN XPOMOCOMHbIX MyTa-
LUiA).

K nepBoi rpynne OTHOCAT Te M3MEHEHWS, KOTOpble Kaca-
IOTCA 4Yuncna XPOMOCOM, He 3aTparmBas UX CTPYKTYpbl, He Ha-
pywasa ux uenoctu. JnanasoH TakKUX WU3MEHEHUN WUPOK—
OT HapyLleHNs KPaTHOCTW MOJIHOTO ranjionaHoro Haéopa xpo-
MOCOM (B MaToNIOrNN Yesi0OBEKA 3TO TPUMIOUAUM U TeTpaniou-
VK, Korfja Kaxpgas K/neTKa opraHu3ma COAepXWUT He [Ba,
a TpU Wan 4YeTblpe ranaougHbiXx Habopa)ho M3MeHeHU BOA-
HOM M3 Nap B CTOPOHY yTpaTbl romosiora (MOHOCOMMA) WK
npunobpeteHUa [AOMNOMHUTENbHOrNO (TPUCOMUA, TeTpacoMmsa
M T. N). B ocHOBe 4YMCNEHHbIX XPOMOCOMHbIX W3IMEHEHWU
nexaTt HapyLlleHUs B PacxoXAeHUU XPOMOCOM B K/IETOYHOM
JeneHnnN. BaxXHO NofyepKHYTb crefytoliee 06CTOATENLCTBO.
UT06bl OTPa3nTbLCA Ha pPasBUTUN OpraHu3Ma, Hepacxoxgenme
XPOMOCOM [0/1XHO NMPOUN30OATU NNBO B rametoreHese, nbo B
nepBbIX AeNeHUSAX ONJIOAO0TBOPEHHON fAluekneTku. Ha puc. 6
flaHa cxema HepacxOoXAeHWs OA4HOW W3 XPOMOCOM B rameTo-
reHese, Ha KOTOPOW 3a [AWUNIOUAHBLIA Habop YC/NIOBHO NpU-
HATbl 3 napbl XpomMocoM. OAWMH akKT HepacxoXAeHWs OfHOMN
N3 XPOMOCOM MPUBOAUT K TOMY, YTO B OLHOW W3 rameTt b6yjaeT
HefocCcTaBaTb OAHOW XPOMOCOMbI, B APYFOM WX CTaHeT Ha
OfHY O6onblle. Bce KNeTKM pas3BMBalLWEroca W3 Hee nocne
OnN/I040TBOPEHUA oOpraHM3mMa 6yayT UWMeTb WM MOJIHYIO
MOHOCOMUWIO O 3aTPOHYTOW XPOMOCOME, WM ee TMOJIHYIO
TpucoMmuto. AHanorMyHoe HepacxoxXpevme B MNepBblX fAene-
HUAX HOPMaNbHOW 3UroTbl NpuBeAeT K PasBUTUIO OpPraHus-
Ma, YacTb K/IeTOK KOTOpOro 6yaeT MmeTb MOHOCOMUIO, ApYyras
YyacTb — TPUCOMMIO, T. €. K pPasBUTUID MO3aUYHOro opra-
HU3Ma.

CTpPYKTYypHOe M3MeHEeHWe MOXET COCTOATb B rMepemeLle-
HUM MaTepuana B npegenax oAHOM XpPOMOCOMbl (MHBepCcUSA)
nnnu Mexay AByMa W 6onee XxpomocomMamum (TpaHcrnokaumsa),
He MeHAs cbanaHCUMpPOBAHHOCTM reHHOro Habopa B Le/OM.
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Puc. 6. CxeMa HepacxoXfAeHus XpomMoCOM B

raMmeToreHese wu 06paSOBaHVIFI 3MroT ¢ mMoHocomuen WU
TpUncoMmunen.

* ~ WUCXO0AHAs KNeTKa (roHMA) ¢ AunnougHblM Habopom
n3 6 xpomocom-, 11 — foyepHMe ramMeTbl C HexBaT KOWM
COHOM M3 Tpex XxpomocoM (a) W C ABYyMSA TaKumMu
xpomocomamu (6)-,

IIl — HopmanbHble TraMeThl APYroro pognTens-,

IV — 3uroThbl, o6pasoBaBlIveca B pe3yabTaTe
CNVAHUA aHOMaNnbHOW W HOPManbHON rameT W

ABNAKLUIMECA MOHOCOMHOA MO 0A4HOA M3 Xpomocom (a)
nnn TpucomHom (6).

Mpy pacxoxgeHUM TPaHCAOLMPOBAHHbLIX XPOMOCOM B ram(
roreHese cbanaHCMpoOBaHHOCTb HapyLllaeTcs, ramera MOXC
npMo6pecT XPOMOCOMY C HexXBaTKOW maTepuasna wan c er
n36bITKOM. Tpu CAUAHUN C HOPMas/ibHOW rameTon pgpyror
poanTens BO3MOXHbl 4YeTblipe Tuna 3UroT: HOpManbHar
nepecTtpoeHHas cbasnaHCMpoOBaHHasA, 4YaCTUYHO TPUCOMHas
4aCTUYHO MOHOCOMHas.

CTPYKTYpHOE W3MEHEHME MOXEeT MNepBUYHO W3IMEHAT
reHHbI 6anaHc XpoOMOCOMbl. TakoBbl AefleHUn (yTpata 4vacT
XpomMocoMbl 6e3 ee MepeHoca Ha APYryw) wuam gynnukaymn!
(yABOEHME KaKOro-simbo XPOMOCOMHOIO Yy4yacTka).

Ha3BaHHble TWUMbl XPOMOCOMHbIX HapyLUeHWA He UcYeo
NbiBalOT BCEro Mx MHoroob6pasmsa. K TOMy e B K/eTKe MOory-
BO3HMKaTb KOMOWHMPOBaHHble HapyLIeHUA XPOMOCOMHOM

Nwbasa xpomocoma Habopa MOXeT ObiTb BOBJ/IEYEH-
B UYMCNEHHble WAU CTPYKTYPHble MU3MEHeHUss. MOXHO ceb<
npeacTaBuUTb, Kakoe MHOroo6pasve MnoBpexXAeHWMn TMOoTeH-
LManbHO OXWAaeT rameTbl M 3UroThbl y YenoBeka. [MpakTuka
i NrweHeTNYecKoro obcnenoBaHMa 4YenoBeKa Ha BCexX aTamnax

125



ero pasBuTuA, 3MOPUOHANBHOIO WM HOCTHaTalbHOrO, corja-
CyeTcs B LE/IOM C TaKUM TEOPETUYECKUM OXMAAHWUEM, BHOCSH
onpeAesieHHble NONPaBKM B Y4acTOTy pPa3HbiX TUMNOB NOBPEX-
JEeHN B pasHblIX XpOMOCOMax, C KOTOpPbIMM NpuUxoanTCH
BCTpeyaTbCA B AEWCTBUTENbHOCTU, T. €. B 4acTOTy pasHbIX
XPOMOCOMHbIX 60ne3Hen.

Pacno3HaBaHWe TUMOB MOBPEXAEHUW N UHANBUAYANbHbIX
XPOMOCOM, KOTOpble MMM 3aTparmparoTcsa, a c/nefgoBaTesibHO,
TOYHOE Bblge/IEHNE XPOMOCOMHbIX CUHAPOMOB, MOAYYU/IO
XOpOoLUYyH MeToAMYecKyt 6a3y CpPaBHUTENbHO HeAaBHO, C
pa3pabOoTKOW TOYHbIX METOAOB UAEHTUPUKALUM XPOMOCOM W
MX Yy4yacTKOB, O 4YeM roBOpMAOCbL B MpeAabiaylieM pasgene.

MaToreHe3 XpOMOCOMHbIX 601€e3HeN. B pe3ynbTaTe MHOro-
YMNCNEHHbIX COMOCTaB/IEHUN TUMOB XPOMOCOMHbLIX MOBpexae-
HUIA N BbI3bIBAEMbIX VMW OTK/IOHEHWUW Pa3BUTUA MOXET ObiTb
cthopmynmpoBaHo cnegytouiee riaBHoe MNOJIOXKeHUe Mo narto-
reHe3y XpPOMOCOMHbIX 60/1e3Hei. XPOMOCOMHbIN AucbanaHc
HapywaeT HopMmanbHoe dn3nyeckoe (comaTmyeckoe) W rMcu-
XWUYeckKoe pasBuUTMe OpraHusma.

HapyweHusa pasBuTUS MMEKT LWWUPOKUIA CMNEKTP: OT ru-
6enm M aNMMMHaLNUKU 3UTOTbl Ha MePBbIX CTaaUAaX APO6IeHUs
[0 BMOJIHE COBMECTMMbIX C MOCTHaTa/lbHbIM CyL,eCTBOBaAHUEM
CPaBHUTENbHO HEOGONbLUNX OTKAOHEHWUW B PU3NYECKOM, MNCU-
XNYEeCKOM WAM MOJI0OBOM cTaTyce naumeHTa. CTeneHb aHOMa-
N pa3BUTUA KOPPEeNMpPyeT CO CTEMeHb XPOMOCOMHbIX
HapylweHnn. MoXXHO cKa3aTb, YTO 4YeM 60Nbllee KONYECTBO
XPOMOCOMHOro MaTtepuana yTpadyeHO wUanM npumobpeteHo, Tem!
CUNbHEE OTK/NOHEHUSA B PasBUTUU, TEM pPaHblle B OHTOreHese
OHM nposABngatTCcA. NMO3TOMY aHOManAMM MO KPYMNHbLIM XPOMO-
coMaM BCTpeyalTca pexe,4yeM MNo Menkmm. Camon pacnpo-
CTPAaHEHHOW XPOMOCOMHOW 60Me3HbI0  ABASAETCA 60Ne3Hb
[ayHa, BO3HMKatLWasa BCneaACTBUE TPUCOMUN XPOMOCOMbI 21,
OAHOM M3 caMbiX MaNneHbKUX B KapuoTune dyenoseka. He-
XBaTKa reHeTMYecKoro maTepuasna MNEepPeHOCUTCS Tsxenee,
yeM ero Wn36bITOK, MO3TOMY MOJIHble MOHOCOMWW, OCOBEHHO
Yy XWBOPOXAEHHbIX, HECPABHUMO 60nee peakn, YeM MOJHble
TpucomMumn.

BbxkuBaHne wmnHamsmayyma (fo nwob6ow ctaguun) onpepge-
NnsaeTca He TONbKO 06WEeN BENNYUMHOW M3MEHEHHOW XPOMOCO-
Mbl, HO W FTeHEeTUYECKUM ee 3HadeHWeM, T. €. FTeHHbIM coOCTa-
BOM. VMeeT 3HayeHUe, BO-MepPBbIX, KOMNYECTBO FEHETUYECKU
aKTUBHOTO (3yXpomMaTMHOBOro) wmaTepuana. Tak, MOJHble
TPUCOMUUN Y XMBOPOXAEHHbLIX 0O6HapPYy>XWUBaKTCSs B OCHOBHOM
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HO ayTtocomam 8, 13, 18 u 21, KoTOpble copgepxxaT 60/bLie
reTepoXxpoMaTUHOBOro MaTtepuana ro CPaBHEHWUIO CO CXOA-
HbIMW MO BeJIMYUHE APYTMMU XPOMOCOMaMM COOTBETCTBYIO-
wux rpynn (C, D, E hG). ¥ XeHWNH BO3MOXHbl COBMECTMU-
Mble C MOCTHaTa/lbHOW >MW3HbKD MOHOCOMWUW, TPUCOMUU WU
Jaxe TeTpa- U NeHTacoMmM Mo Of4HOM M3 X-XPOMOCOM, KOTO-
pasd reHeTMYeCKM WHaKTMBMpoBaHa. Ywucno Y -XpomMocom,
cojepXawmx O4YeHb OOMbLUOA reTepoOXpPOMaTUHOBLIN 610K,
MOXeT yBenuumeaTbCA [0 3, He B/NAA Ha XWU3Hecnocob6-
HOCTb HOCUTensA. BaXeH W KauyeCTBEHHbIW CcOCTaB reHOB
XpoMocombl. O4eBMAHO, KneTka normbaeTt, ecnn npowusonget
HexBaTKa reHoB, OnNpeAensalOWnMX NPOAYKLUNIO TaKnX 6enKoB,
KOTOpPble YYaCTBYIOT B K/IHOUYEBbIX OMOXUMNYECKUX peakLnax,
obecrnevymBaloLLMX >XMN3HECMOCOOHOCTb KJ/IETKMU.

OTNNUYNTENBHON OCOBEHHOCTHIO BPOXAEHHbIX MOPOKOB
pa3BuTnsa, 06yCc/NOBMEHHbLIX XPOMOCOMHbIM AucbanaHcoMm, SB-
NAeTCA UX MHOXECTBEHHOCTb, MpuUYyeM HapywaeTca dopmu-
pOBaHMe HEeCKO/IbKUX CUCTEM. XapaKTepHbl 4YepenHo-/nLe-
Bble AUCMOpPdUKN, MOPOKWU PpasBUTUA CKesleTa KOHEYHOCTEeMN,
0COOGEHHO KWUCTEeW M CTOM, MNOPOKM cepaua, MOYErnosioBOn W
nUWeBapuUTesibHOM CUCTeM, HEPBHOW CUCTEMbl, OTCTaBaHWe
B pocTe, rncuxmyeckoe Hegopassutme. Ona 10 Hawmbonee
4acTo BCTPevYarwLWMXCA XPOMOCOMHbIX 605e3Hel HaljeHbl
XapaKTepHble coYeTaHUA BPOXAEHHbIX MOPOKOB, YTO MO3BO-
NSAeT C BbICOKOI BEepOATHOCTbIO cAenaTb NMpaBu/ibHOe MaToJio-
roaHaTOMMYyecKoe 3aK/loyeHVe 0 MNPUpPoLe MHOXXECTBEHHbIX
fedoekToB passuTtna. Cnepyet, O0AHakKo, OTMeTUTb, 4YTO Y
pasHbIX WHAMBUAYYMOB OLHO N TO >Xe XPOMOCOMHOE Hapy-
LWEeHNE MOXXEeT MPOABUTLCA KAWHWUYECKU B pPasHOW cTeneHwu,
O6bITb pasHOM TsXecTwu. [lMpumMep 3TOro — oA4HU W3 CcaMblX
4acTbIX XPOMOCOMHbIX 60/1€3HEN — TPUCOMUA MO XPOMOCOME
21 (6one3Hb fayHa) u X-moHocomusa (cuHapom Llepewies-
CKoro — TepHepa). BHyTpuyTpo6HO normnbaeTt 2/3sMOpPUOHOB
C Tpucommen 21, AOXWBaeT A0 POXAEHUA NUWb OAWH U3
40—50 am6pnoHOB € X-MOHOCOMMUEINA.

MexaHU3Mbl peann3aLnnm XPOMOCOMHOro pAucbanaHca B
aHoOManMm pasBUTUSA Heus3BecTHbl. HakonneHwe 3HaHW B
3aToM 06nacTyM 3aBUCUT OT Mporpecca B MO3HAHUU TeHeTUYe-
CKUX MexXaHW3MOB HOpPMasJbHOro pas3BuTuUsa. A 3TO camas
cnoxHaa npobnema He TONbKO TeHeETUKU, HO OBuonoruu
B LeNoM. PelleHMIO 3TOM 3afayn CAYXWUT U TFeHeTU4yeckoe
KapTupoBaHMe XPOMOCOM 4esioBekKa, O KOTOPOM rOBOPUIOCH
Bbille, M TU,aTe/IbHOE COMOCTaB/IeHUEe B KaXAOM C/lyyae aHo-
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Mannii pasBUTUS C XapaKTEPOM XPOMOCOMHON MepecTPOWiKN.
Oco6eHHO WHTepecHbl Takue conocTaB/ieHUA B TOM Cliy4ae,
ec/In U3BEeCTHa JioKanusauunug Tex WM WUHbIX TeHOB B XPOo-
MOCOMHOM Yy4yacTKe, KOTOpbI nogBepraetcs M3MeHeHUt0. Ha
KoHrpecce 6bin  npeacTaBfieH nMpuUMep TakKoro aHanusa
(B. Pukkapag c¢ coaBT., CLUA), B KOTOPOM cOMOCTaB/iIEHbI
KIMHNYecKaa KapTuHa U HEKOTOpble reHeTUYeCcKUe MapKepbl
npu HexBaTKe M gynamkKaumm O4HOro K3 pamlioHOB ANMHHOIO
nieya XpomMocombl 13.

HacToTbl U TUMbI XPOMOCOMHbIX HapyLleHWA BO BHYTPWU-
YTPOOGHOM pa3BUTUUN. M3 N3M10XKEHHbIX B NMpeabigyuiemMm pasge-
ne o6WKMX NONOXeHUN 06 adhhekTax XPOMOCOMHOro Aucba-
flaHca fAACHO cfiefgyeT, 4YTO Kakafa-To A0/ XPOMOCOMHO Hecba-
NaHCMPOBAHHbIX 3UTOT N pPa3BUBaOLWNXCA N3 HUX IMOPUOHOB
npu TAXeNblX HapyweHWAX pPasBUTUA [OJKHA 3NTIMMUHUPO-
BaTbCA YXe BO BHYTPUYTPOOGHOM nepuoge. MepgunmuyunHckas
UMTOoreHeTMKa Hakonuaa MO 3TOMY BOMPOCY O6LIMPHbIE
HabnaeHnsa, Ha OCHOBE KOTOPbIX CerogHsA caenaHbl U KONW-
YeCTBEHHbIE OLEHKW rpy3a XPOMOCOMHbIX aHOManuMin y ue-
NoBeKa B LENOM, M UX BKNag BO BHYTPUYTPOOHYH cMepT-
HOCTb. OTWN CBeAEHMUSA, MNOAbITOXEHHble MO COOCTBEHHbIM AaH-
HbIM UM NuUTepatypHbIM UCTOYHMKam H. T1. KynewosbiM
(CCCP), npepcTtaBneHbl B Tabn. 20.

O ponn XpPOMOCOMHbIX aHOMaj N BO BHYTPUYTPOOGHOW
CMEpPTHOCTUM MOXHO CYAWTb MO pe3ynbTaTtamM XPOMOCOMHOrO
o6cnefoBaHUA CNOHTaHHbLIX abopTOB N MepPTBOPOXAEHHbIX.

Bonee 42% BCeX CMNOHTaHHbIX abopToB NpoUCXOAUT
BCNeACTBME NeTanbHOro adphekTa XPOMOCOMHbIX aHOManuni.

TABNUWLA 20

YacToTa XPOMOCOMHbIX aHOMa/Mii Cpean CMOHTaHHbIX a6opToB,
MepTBOPOXKAEHNIA N YKMBOPOXKAEHHbIX

YacTtoTa XPOMOCOMHbIX
aHoManui

Yucno
Fpynna obcnepoBaH-
HbIX
4yncno %
CnoHTaHHble abopThbl 4 209 1775 42,2
MepTBOpOXAEHHbIE 283 17 6,0
YKBOpPOXAEHHbIe 28 828 202 0,7
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Ha pa3Hbix cpokax O6epeMeHHOCTW BeMYMHA JeTasibHOro
athchekta pasnmuyHa. B nepBoM TpumecTpe OepemMeHHOCTU
0K0oNno 53% abopTOB WMMEET XPOMOCOMHYK 3TUOMOTNID 1
undgpa BospacTtaeT go 70% Ha nepsbix 2—4 Hed. Bo BTOpom
TPUMECTPe XPOMOCOMHblIE aHOManmMm o6GHapyXuBawT B Cpes-
Hem y 30% CcNOHTAHHO aboOpPTMPOBAHHbLIX 3MOPMOHOB, Ha OT-
pe3ke 6epemeHHOCTM 20— 27 Hep — yxe 4%. Cpean mepT-
BOPOXAEHHbIX 6% WMelT /eTasibHble XPOMOCOMHbIe aHOo-
Manmu.

Kak n3BeCcTHO, onTuMal/ibHasa 4yactoTta CNOHTaHHbIX abop-
TOB CpeAun perncTtpupyembix 6epeMeHHoOCTen coctasnsaeT 15%,
a™MepTBOPOXAEHUI OT O06LWEro 4yucna poXAeHUW — O0KO/O0
2/0. CnepoBaTe/lbHO, MOXXHO paccynTbiBaTb BKag XpPOMO-
COMHbIX aHOManuii BO BHYTPUYTPOOHYI CMEPTHOCTb B pac-
yeTe Ha BCe AuarHoctTmpyemble 6GepemeHHocTn. Ha 1000
6epemeHHOCTe nNpuxogmTca 64 6epeMeHHOCTU, OKaH4YUBalo-
wurecs abopToM UM MepTBOPOXAEHMEM B pe3ysibTaTe Hapy-
LWEeHNA B XPOMOCOMHOM Habope. W3 aToro umcna 98%
rméenn npomncxoanT Ao 28-i Hegenn 6epeMeHHOCTMW.

XpOMOCOMHbIE aHOMa/IMM U MepuHaTajibHad CMepPTHOCTb.
ONna npaBunbHOro npeacTtaBNeHUs O NepuHaTalbHOW pfeT-
CKOW CMepTHOCTWU, ANnA pa3paboTKM O060CHOBaHHbLIX Mepo-
NPUATUIA NO ee CHWMXXEHWUID CYLLeCTBEHHO 3HaTb 06YyC/0BNU-
Balow e ee hakTopbl. MeguuMHCKaA LUTOreHeTUKa BHOCUT
BKNag B 3Ty npob6nemy. B 1abn. 21 npepcrabsiieHbl 0606LWeH-
Hble AaHHble N0 3TOMY BOMpOCY.

MepuHaTanbHasa CMepPTHOCTbL B 6,2% o06yc/oBNeHa Xpo-
MOCOMHOM naTo/Ioruei, rnpuyem B aHTeHaTa/lbHOM rMepuopae

TABNIVNLUA 21

YacToTa XPOMOCOMHbIX aHOMa/uiA cpean nepuHaTabHO
yMepLmnx aeTel

YactoTa XPOMOCOMHBIX

aHoManum
Yucno

Mepuopg obcnefoBaH-
H bl X
umcno %
AHTeHaTa/lbHbIN 61 7 16 5
1IHTpaHaTanbHbIl 222 10 4.5
MocTHaTaNbHbIN 559 35 6,3
MepuHaTanbHbLIA B LENOM 842 52 6,2
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3Ta yacToTa Mo4YTM B 2 pasa Bbile, YeM B MOCTHaTa/lbHOM, WY
noytm B 3 pasa BblWEe, YeM B MHTpaHaTalbHOM Nepuoje.
B 3aTtom nepuope oHTOreHesa rmbenb HacTyrnaeT OT pasHbIX
XPOMOCOMHbIX aHOManni, Ho B OCHOBHOM OTTPWUCOMMWIA, B Yn-
cne KOTOpb” Haubosiee 4acTble XPOMOCOMHbIe GOME3HUN XKWU-
BOPOXAEeHHbIX: cuHapom [lartay (Tpucommnsa 13), 3asappaca
(Tpucommnsa 18) n fayHa (Tpucomus 21).

MocKoNbKY nepuHaTtasbHass CMepPTHOCTb COCTaB/iAeT OKO-
no 1,5% Bcex poOXAeHWN, crnefoBaTeNlbHO, U3-3a XPOMOCOM-
HbIX HapyweHun nornbaet 1 n3 1000 peTeli. Noao3peHUe Ha
XPOMOCOMHY 3TUONOIMMI0 AO0/HKHO BO3HMKATb Bcerga, Korpga
Yy MepTBOPOXAEHHOIO UM MOrmMbLlero BCKOpe nocne poxpae-
HUA NMEKTCSH MHOTOYUC/IEHHbIE U TAXENble MOPOKN pPasBuTuA .

XPOMOCOMHbIE 60M€3HN Y >XXUBOPOXKAEHHbIX. Hanbonb-
Wee BpayebHOe M coyumanbHOE 3HaYeHMe UMEKT c/lyyanm Xpo-
MOCOMHO OO6YC/IOB/IEHHbLIX BPOXAEHHbIX MOPOKOB pPas3BUTUA,
KOTOpble B TOW WAM WMHOWA CTENEHW COBMECTUMbl a XMW3HbIO
poanBwerocsa. VMIMEHHO O TakKux cay4dasaX MOXHO TFOBOPWUTb
KaK 0 c/nyyasaX XPOMOCOMHbIX 60ne3Hei B MOSIHOM CMbIC/e
3TOro onpefeneHus.

HabniogeHns 3a XpOMOCOMHbIMU 60/IbHbIMU MOKa3blBakoT,
4YTO NPOAO/KNTENBHOCTb XXU3HU UX CUIbHO 3aBUCUT OT TUMNa
XPOMOCOMHOI0O HapylweHusa. Hanpumep, nNpu TSXenblX nopo-
KaX pa3BnuTusa (601bLWUMHCTBO ayTOCOMHbIX TPUCOMUIA) POAUNB-
wuvecs, yMmparT B MepBble XXe AHW. B To e BpemMs Npu aHo-
MasiMsax Mo MosIoBbIM XPOMOCOMaM MOJiHass U 4YeTKas KAWHWU-
yeckass KapTMHa pa3BepTbiBaeTCsa /Wb B Mepuoe rnosioBoro
co3peBaHWUA, NOCKOJIbKY B 3TUX C/ly4dadaX OCHOBHble, HapylLue-
HUA CBA3aHbl C reHaMW, OnpeaensalL MM NO0BOE pa3BUTUe
opraHusMa M OopmMupoBaHME BTOPUUHBLIX MOJIOBbIX MNPU3Ha-
KOB. >XM3HecnoCo6HOCTb TakKMX 60/IbHbIX 0ObIYHO He CHWU-
XaeTcs.

O6uwas yactoTa XPOMOCOMHBbIX 60/IbHbIX CpeAn XMUBOPOX-
AeHHbIX cocTtasnder 7 Ha 1000. B KOHKpeTHbIX wuccrefoBa-
HUAX NO ONpeAeneHM0 4acToT, KOTOpble BbIMNOMHAKTCA B
pasHbIX pernoHax mupa, coobuiaemble LUGPbI CYU,ECTBEHHO
He pasnmyatTca. OAHAKO pasiIMymsa BO3MOXHbI MO CMNEKTPY
6onesHen. MoaTomy cnegyet cuuTaTb BCe euwle aKTyanbHOM
3aflayy onpepgeneHms Ha 60nbWKX Bbl6OpKax ntofed 4yacTtoT
pasHblX XPOMOCOMHbIX aHOManni B reorpauyeckm pasHbIX
panoHax, Y4uTbiBasd BO3MOXXHYIO Creynuky nospexpgato-
uiero gencTemsa (PakTOpPOB OKpYyXKakuie cpegbl Ha XPOMO-

COMBI.
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Ha KoHrpecce 6bl/in cO0OOULEHbI CBEAEHMNS O HacTOTaX Xpo-
MOCOMHbIX 60ne3Heln B Jintosckoin CCP, bonrapumn, COPLO,
a B npeablayuine rogbl NoA06HbIE cBEAEHNA ObINN ONYB6NUKO-
BaHbl B Mockee, CLLUA, BenunkobputaHmu, KaHage, aHumn.

OcTaHOBMMCA noApo6Hee Ha Hambosee 4acTbiX 60/1E€3HAX
UM ux rpynnax.

Cpegn naumMeHTOB, C KOTOPbIMWM UMEKT AeNno neamartpsbl,
aKylepbl-TUHEKONOTN, 3HAOKPUHOMOIM U NcuxmaTpbl, 064-
3aTe/IbHO BCTPeYalTCA Te, Y KOTOPbIX B OCHOBE OTK/IOHEHUN
nexat W3MEHEeHUA B 4ucfe WIN CTPYKTYype MO /10 B bl X
X pOMOCOM. YacToTa aTux aHomanmin Ha 1000 poxaeHwnii
coctaBngaet 2,6. OCHOBHble CUHAPOMbI Obl/IN BblfeNeHbl KUN-
HWYECKN 3a[0MT0 A0 OTKPbLITUA UX CBA3U C XPOMOCOMHbIMM
HapyLweHNsaIMN.

Cpeon pesoyek Hawubonee yacTbl CUHAPOMbI Lllepewles-
ckoro— TepHepa (4actota 0,7 Ha 1000 HOBOPOXAEHHbIX fAe-
Bouek) u Tpunno-X (1,4 Ha 1000 geBouek). CuHgpom Lllepe-
LeBCKOro— TepHepa TMPOABAAETCA B HECKONbKUX KIIUHU-
YyeCKMX (popmax, YTO CBA3aHO C XapaKTepomM WU3MEHEeHUN
X-XpomocoMbl. Bonee MoNOBUHbI TakKuUX 60/IbHbIX COAEPXaT B
XPOMOCOMHOM Habope TO/IbKO OAHY X-Xpomocomy (chopmyna
kapuotuna — 45,X). B apyrux cny4daax ob6HapyXwusaeTtcs
b YacTuyHaa X-MOHOCOMWUSA; Aefeunsa KOPOTKOro nseda
XPOMOCOMbI (MPU COXpPaHeHUU W faXe YABOEHUW ONVNHHOTO0),
geneuuva OAVMHHOIO njeda v gp. YacTtbl cnydyan mosavymsma,
npuUyemM MOryT KOMOMHMPOBATLCA pasHble KAeTOoYHble JIMHUN,
B WX 4ucrne wMoOryt O6bITb W HOpManbHble (Hanpumep,
46,XX/45,X). KnnHnyeckmne npofAB/eHNA cUHApPOMa B BuAe
oTCTaBaHUA B POCTe, OTK/IOHEHWUW B CTPOEHUU Nnua, Wenm wu
Ap. NPOABNAKTCA B paHHUE rogbl, HO OCHOBHasa cCUMMMTOMAaTU-
Ka, BblpaXawlLlasaca B OTCYTCTBUWM pa3Butma KI/1 Hepopas-
BUTUN BTOPUYHBLIX MOMIOBbIX MPU3HAKOB, B MEPBUYHOIN ame-
Hopee, pa3BuBaeTCcA B rogbl MOJIOBOro co3pesaHuA. B3poc-
Nble NnaymeHTbl 6ecnnogHbI.

Tpucomnio X 3anofo3puTb TPYAHO, TaK KaK Yy ee Hocu-
Te/IbHUL, OTK/IOHEHWIW OT HOPMbl MOXeT He ObliTb faXe BO
B3POC/IOM COCTOAHUWN WAWN 3TW OTK/IOHEHWUA HE3Ha4dYunTesbHbI,
HanpuMep MMeeTCcHa NULWbL cnaboe yMCTBEHHOe HefOpa3BuUTuUe,
He3HauunTes/ibHble CKefleTHble HapylweHusa. [1000BUTOCTL Y
3TUX NauMeHTOK He cTpafjaeT. B pefkux cnydaax X-nonu-
commnm (48, XXXX w” ap.) OTKIOHEHUA BbipaXeHbl CUJMbHEE.

CuHgpom KnaiiHthenbTepa — 370 rpynna KJIMHUYECKN
CXOAHbIX OTK/IOHEHWW B MOJIOBOM, COMaTUYEeCKOM U MNCUXU-
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YeCKOM pasBUTUKU, KOTOPble pasBuBaKTCA Yy UHAWBUAYYMOB
MY>XCKOTFO rofia npv MNOMIHbIX WAW 4YacTUYHbIX X- wanm Y-
nonucomuax. Ero cymmapHasa 4yactoTta okoso 2,5 Ha 1000
XXVUBOPOXAEHHbIX MaNbyMKOB. TUNUYHAA XPOMOCOMHAas KOH-
CTUTYUMA nNpu cuHapome KnaHgenbTtepa — 47 ,XXY. Opy-
rme BapmaHTbl BOSHUKAKOT Npu fasibHelweM yBeIMYEHUN YUC-
na X- unn Y-xpomocom. B gony6epTaTHOM nepuoge, ecnm

He npm6eraTb K nuccnegoBaHmM MosaoBOro XpomatrmHa win .

XPOMOCOM, AMarHoCTUpoBaTb CUHAPOM HEBO3MOXXHO. CMMNTO-
MaTuKa pasBepTbiBaeTca ¢ nybepTaTHOro so3pacta u obyc-
noBnuBaeTcA rnaBHbiIM 06pas3oM HefopasBUTMEM BTOPUUHBIX
MoJiIoBbIX MPU3HAKOB. NMOCKONbKY B OCHOBE CUHAPOMA NIEXUT
HefopasBuUTUE ANYEK W Cepbe3HOe HapylleHuWe crnepmarore-
He3a, 60/bHble 6ecnAoAHbI.

ONna NCKNKYeHUA XPOMOCOMHOM 3TUOMOrUU cnefyeTt npo-
BOAUTb LUTOreHeTMYecKoe o06crejoBaHNE U NMPU NHTEPCEKCY-
afibHbIX COCTOAHUAX.

TUNUYHbIE XPOMOCOMHbIe CUHAPOMbI, CBA3aHHbIE C aHOMa-
NIMAMMN NOJSI0OBbIX XPOMOCOM, W3Yy4YeHbl B LE/IOM [0CTAaTOYHO
nonHo. MNMpopgonxkarwTca yrnybneHHble nccriefoBaHUSa OTKJIO-
HEHUA C MOMOLLbID BUOXUMUYECKUX, 3/1eKTPOOU3NO0IOTNYEC-
KUX W OPYrnx MeTofoB. TLlaTeNbHOMY KAMHUKO-LUTOreHe-1
Tn4yeckomy obcnejoBaHMIO MOABepPrawTCca cnyvan pefKux nnm
KOMOVMHUPOBaHHbIX W3MEHEHUI X-, Y -XPOMOCOM WU ayTOCOM.
HeckonbkKo NoAo6HbLIX paboT, BbiNONHeHHbIX B CCCP, MHP,
CPPHO n gpyrux cTtpaHax, 6bi710 npegcTaBneHo M Ha KoH-
rpecce. B wactHocTn, B goknage . K. BepnnHCKOW C coaBT.
(CCCP) noAabITOXXeH MHOTO/IETHMIA ONbIT N3YYEHUS NepPecTpoek
X-xpomocom, B goknage I'. Bonkosoii (HPB) conocTaBneHsbl
KIVMHMKA W UUTOreHeTUKa Npu roHajalbHON [AUCTreHe3nu,
B goknage M. B. byTtomo ¢ coaBT. (CCCP) paccMOTpeHbl 0CO-
GEHHOCTU 3N1eKTpo3HUedanorpaMM Mpu YUCEHHbIX U3MeHe-
HUAX X-XPOMOCOM.

AYTOCOMHBI e XPOMOCOMHble 60/1e3HN BecbMa pas-
HOOGpa3Hbl. Bbile YyXe TroBOPW/IOCL, YTO BblAe/IeHNE BCe
HOBbIX OTHOCALUMXCA ClOfa K/IVMHUKO-LLMTOTEHETUYECKNX CUH-
OPOMOB WMHTEHCMBHO MPOUCXOAUT B Halle BPemMsd, MO Mepe
HaKoMn/eHUss B MUPOBOMN nnuTepaType peaKux cryyaeB OLHMUX
N Tex Xe CTPYKTYPHbIX WU3MEHEHUI ayTOCOM, M 3TOT mpouecc
6yfeT npogos/mkaTtbca pganee. OO60OWEHUID TakmMx Ccny4daes
rnomorarT MexAyHapoAHble KaTtasiorn, B KOTOPbIX coObuparoT-
CA NO BO3MOXHOCTW BCe OMYO6/IMKOBaHHbIE COOOLLEHUNA O XPO-
MOCOMHBbIX 6011e3HAX. [leno aTo HOBOE U He nMpocToe, TeM 60-

nee 4YTO MNOKa HeET [OCTATOYHOro OnbiTa OpraHwWsaynuu wn Wc-
NMosib30BaHNA HauWMOHAaNIbHbIX PerucTtpos-kartanoros. . bop-
|;;oHkap (CLUA) coctaBmn nporpaMmmy mMexayHapogHoro Ka-
Tasora M opraHusosasn ero pabéory.

M3 monHBIX ayTOCOM HbIX Tpucomuni
I XXNBOPOXAEHWEM COBMECTUMbI TPUCOMWUM BCETO [0 Hec-
KO/IbKUM XpoMocomaM. Hawnbonee 4acTo 13 HUX WM JocTaTou-
HO M3BECTHOM cpean Bpadell U HaceneHUA ABNAETCA TPUCO-
MUs MO0 xpomocome 21, mnm 60ne3Hb [ayHa.

Ha npumepe BCeCTOPOHHe WM3y4YeHHOW 60ne3HM [ayHa
XOPOLIO BUAHbI MOJIMCUCTEMHOCTb BPOXAEHHbLIX aHOMasniA
pasBnTUA, OTKNOHEHUA B OUOXUMUYECKOM W UMMYHOOTU-
YeCcKOM cTaTyce Mo MHOMMM TecTaM. OTa e 60/1e3Hb 0CObeH-
HO APKO [AEMOHCTPUPYeT YBe/IMYEHUE YacTOTbl POXAEHUSA
60/bHbIX [f[eTel C YyBe/iMH4eHMEM Bo3pacTta MaTepen, 4To
BaXXHO Yy4uunTbIBaTb Npu pa3paboTke mMep NMPOoPUIaKTUKN 3TOWN
60/1e3HMN.

Ha BTOpoM MecTe MO 4acToTe HaxoguTca TPUCOMUSA IO
Xpomocome 18, wnn cuHppom 3asappca. OHa BcCcTpeyaeTcs
npumMmepHo B 10 pa3 pexe 60s1e3HN [ayHa, MOpoKN pasBUTUA
TSXKenee;, Takme mnageHubl NornbéarT B OCHOBHOM Ha 1-M roay
XU3HWU. Eule pexe, ¢ yactoTow 7:100 000, poxparTcsa Xu-
Bble AETW C MOJSIHOW TpucoMuer no Xpomocome 13 (CMHOPOM
1llatay). O4eHb peaKku TakXe TPMCOMUM MO ayTocomam 8 um 9.

C paspaboTkoi B 70-X rogax MeToA0B BbISIBNEHUSA NTNHEN-
HOM HEeo4HOPOAHOCTU XPOMOCOM W MOCTPOEHWEM KapT TaKoW
HEOAHOPOAHOCTM MO KaXKA0M XPOMOCOMe pe3KO BO3POC/IO YUC-
/10 TOYHO ANAarHOCTUPYEMbIX XPOMOCOMHbIX CUHAPOMOB, 06be-
ANHSAEMbIX C LMTONOTMYECKOM CTOPOHbLI B rpvnny CTPY K -
TYPHBIX XPOMOCOMHBLIX MNnepecTpoeK Wx
o6ulas yactoTa Ha 1000 poxkaeHwmiA cocTaBnsieT 2,4.

Mpn pasHoo6pas3ny KOHKPETHbIX TUMOB MepecTpoek (ae-
neHUW, Aynnankaunm, UHBepcuUn, TpaHcaokKaynum) OTKIOHEHUSA
B PasBUTUMN ONpeaensarTca ABYMS KOHeUYHbIMU adphekTamu:
NpMobpeTeHNEM XPOMOCOMHOro maTtepuana (4acTU4YHble TpuU-
COMUUN) WX ero yTpaTton (YacTU4YHble MOHOcoMuMK). CnegyeTt
noAgYepkKHYTb, 4YTO BblAeNeHNe HOBbIX CUHAPOMOB B K/IUHMU-
YeCKOM nfaHe — fefi0 HernpocToe, MOCKOJ/IbKY MOPOKU pas-
BUTUA, KOTOpble (QOPMUPYIOT KANMHUYECKYID KapTUHY Mpu
pa3HbIX XPOMOCOMHbIX 60/1e3HAX, OYEHb CXOAHbI, pa3nnyunsd
CUHAPOMOB TOHKW, K TOMY e AN KaX[0ro U3 HUX xapakTte-
peH KIAWHUYEeCKU nonumopcdmsm. Tem He MeHee MO Mepe
HaKOMMEHNA C/lyYyaeB aHaslIoTUYHbIX WM O4YeHb O6/IM3KUX MO
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XapakTepy XPOMOCOMHbIX WM3MEHEHWW pacTeT U CAUCOK HO-
3010TMYECKN OYEPUYEHHbIX XPOMOCOMHbIX CUHAPOMOB. B aTOoM
CNUCKEe Ha MepBOM MeCTe MO0 YMCNY CTOAT YaCTUUYHEBIE
TPMUCOMMUWN. BblaeneHbl CUHAPOMbI, 00YCNOBMEHHbIE A0-
MNOAHUTENbHbLIM MaTepPUanoM KOPOTKUX WAN ANUHHBIX naey
aytocom 2, 3, 4,5, 7,9, 10, 11, 13, 14~ 15 n agp. B unucne cuH-
APOMOB, BbI3BaAHHbLIX YaCTWUWYHOMW MOHOCOMMUEN,
MMEKTCA CPaBHUTENbHO 4acTo BCTpevarwlmecs CUHAPOMbI
Bonbhpa — XwmpwxopHa (OeneHnsa KOPOTKOro nsjevya Xpomo-
COMbl 4) U «KOLlaybero Kpuka» (gesieHUsa KOPOTKOro nseva
XpoMocOoMbl 5) 1 60nee peakue, CBA3aHHble C yTpaToil TOro
WIM MHOT0 ydyacTKa MHOTMX APYrmx ayTOCOM.

CTPYKTYpPHbIe MepPecTPoOKN MOTyT ObiTb ABOSKOr0O Mpowuc-
XoxaeHusa. OgHU M3 HUX BHOBb BO3HMKaKT B MNpouecce ia-
MeTOreHesa WIM Ha MNepPBbIX CTagunax Apo6neHUs 3UToTbl Yy
KIVNHUYECKN 3A0POBbIX W ULUWUTOFeHETUYECKU HOPManbHbIX
nny. Jona TakKUMX 3aHOBO BO3HUKLUIMX MepecTpPoeK O0KO0/0
20% B 06LieEM 4ucne.

Apyrve nepecTtpoinkn yxXe CyLLecTBYIOT y poautenen (ot
npeabiayuinx MNOKOMEHWI) U nepegarwTca OT poauTenen pge-
TAM. Bbiwe (Npu pasbope UUTONOTMYECKUX MeXaHU3MOB BO3-
HUKHOBEHUNS CTPYKTYPHbIX MNEPecTpPpoeKk XPOMOCOM) roBOpu-
N0Cb 0 TaK HasblBAEMbIX PELUUMPOKHbIX TpaHCcNoKaLunax, Kor-
Aa B O4HOM XPOMOCOMHOM Habope NMPOMCXOAMNT OOMEH y4yacT-
KaMn MexXxay ABYMS XpOMOCOMaMW, a B LIe/IOM FeHHbIN 6anaHc
KNeTKNU He HapyllaeTca. Y HoOCUTesel TakKMX U HEKOTOPbIX
OPYrMx cb6anaHCMPOBAHHGBL X MNepecTpoek 4acTb
ramet OypaeT HecbanaHcupoBaHHOW. CnepgoBaTenbHO, 23Ta
rpynna nwaen nmmeet MOBbILWEHHbIA PUCK WUMETb MNOTOMCTBO
C BPOXAEHHbIMW MOPOKaMM pPa3BUTUSA, UMEeTb MOBTOpPsSKOLLMeE-
CA CMNOHTaHHble abopTbl. NoAYEPKHEM, 4YTO K/AMHUYECKMN Ta-
Kue Cynpyrm HopmasbHbl. 34eCb peyb UAET O TOW 4YacTu Xpo-
MOCOMHbIX 60/1e3HEeN, KOTOopble YEeTKO 06YC/OBNEHbLI Mnepega-
Yell aHoOMas/lbHbIX XPOMOCOM OT (PEeHOTUNUNYECKU 340POBbIX
poanTeneit n mMoryT OblITb 3apaHee ANs AAaHHOW CeMbW Mnpea-
CKasaHbl M C NOMOLLbI onpefeneHHbIX Mep NpeaoTBpalLeHbl
(cm. rnasy 4).

AHann3 4acToTbl pa3HbIX UCXOA0B 6EPEMEHHOCTU B CEMbAX
CO cbanaHCMpPOBaAHHbLIMU MNePeCcTPOMKaMU, BbIICHEHUE Xapak-
Tepa BPOXAEHHbIX MOPOKOB pPa3BUTUA B 3aBUCMMOCTU OT TU-
na XpOMOCOMHOW MepecTPOrKN NpeacTaBAAOT 60NbLLIOK Hayu-
Hbli U NpakKTU4YecKUM UHTepec. dTa paboTa MO3BONSAET Ha-
KannumeBaTb OMbIT MeANKO-TEHETUYECKOTO0 KOHCY/IbTUPOBaHUA
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N NpefoTBpPaLLEeHNs POXAEHUA O60NbHbIX AeTei. Pe3ynbTaThl
ob6cnenoBaHMM TaKOTO poda NMOCTOAHHO NMY6/MKYOTCA B Hayu-
HOM nuTepaType, a Ha KoHrpecce coobueHnsa rno aTomy BOM-
pocy 6binn npeactasneHbl U3 UNtannuu, BenukobputaHuwu,
CWA, CPPIO.

Bbilwe roBOpuoCbL O TOM, YTO pasHble MHAMBUAYYMbI pas-
inyaKTCca CBOMMWU XPOMOCOMHbLIMW Habopamu 3a cyeT Bapua-
6eN1bHOCTN reTePOXPOMAaTMHOBbLIX PaiioOHOB, NMpUYeM MNpU HoOp-
MasbHOM pa3BuTUK. bonee TwaTtenbHOe McciefoBaHUe MoOKa-
3a/10, YTO Y HEKOTOpPbIX MHAUBUAYYMOB K aHOMa/iuAM pas3Bu-
TUA NPUBOAAT 3HauYUTes/IbHble OTK/IOHEHUA B COAepXaHuun
reTepoXpomMaTMHOBOr0 mMaTepuana B TEX MM MHbIX XPOMOCO-
Max. B nuTepaTtype MmerTCA COOOLLEHUS O caydadax MOBTO-
PAKOLWUXCA CMOHTaHHbIX a60PTOB, MEPTBOPOXAEHNI NN POXK-
OEHUUN XXUBbIX fOeTel C BPOXAEHHbLIMW MOPOKaMWM pasBuUTUSA,
Korga B KapuoTune eAUHCTBEHHbIMU U3MEHEHUAMU ABNAKOTCA
HeoOblYHble BapuaHTbl XPOMOCOM MO reTepoOXpPOMaTMHOBbIM
paioHam. Pe3ynbTaTbl 601bLIOI0 KMCCAeAOBaHUA NO 3TO-
My BOMpocy 6binn AonoxeHbl Ha KoHrpecce (A. ®. 3axapos,
CCCP). B rpynne cynpyxecknx nap (200 4yenosek) c yka-
3aHHbIMN HapyWeHUsAMU [eTOPOoAHOW (VYHKUMKM MO cpaBHe-
HUIO C nNapaMun, MWMeBWUMWN HOPManbHOE [eTOPOXAeHUe,
[LOCTOBEPHO Bbllle OKa3asiacb 4YacToTa HOCUTENEeN XPOMOCOMbI
9 ¢ KpynHbIM 6/10KOM OKOJIOLLEHTPOMEPMNOTo retepoxpomaTu-
Ha, HepeAKO B COYETaHMM C MOBbIWEHHbLIM cOoAepXaHMEM XpPO-
MaTuHa 3TOro Tuna B ApYyrux xpomocomax. NMogobHble HabNt0-
OEHUs  [O0/DKHblI HaKanamBaTbCad WM CUCTEMATU3NPOBATbLCH.
FeHeTMKaM NpeacTOMT uUccNefoBaTb C/OXHbBIA BOMpoc, Ka-
KMM 06pa3omMm amcbanaHc NO reTepoXpoMaTMHOBBLIM paioHam
MOXeT HapywaTb amMb6puoHanbHOe pasBuTUe.

XPOMOCOMHbIe HapyLleHNA 1 3/10KaYyecTBEHHble HOBOOOpa-
3o0BaHNA. UNTOrM UUNTOTeHeTUYeCKUX uccrefoBaHUM B OHKO-
normn 6binn nopsefeHbl Ha KoHrpecce, Kak Ha CEKLMOHHbBIX
Aoknagax 6 3acegaHuid, Tak M B Aoknage E. E. MorocsHy
(CCCP) Ha cneyuasnbHOM CUMMNO3MYyMe MO OHKOreHeTuke. B
nepByr0 o4yepegb OHM Kacalucb remo6/,acTo30B 4Yesi0BeEKa,
npuBaeKasLWMX 3a nocnegHune rogbl 0co6oe BHMUMaHue ucchne-
poatenen.

MHOroO4YNCAEHHbIMMN MCCNeA0BaAaHUAMWN B Npeablaylme ro-
Abl, NPOBEAEHHbIMM KaK Ha K/ieTKax onyxosie nabopaTtopHbIX
)XMBOTHbIX, TaK M Ha mMaTepuane pasHoobpasHbIX HOBOOOGpa-
30BaHWU 4enoBeka, OblIN YCTAHOBJ/IEHbI CliedyloWmne BaXHble
aKThl.
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Kapnotmn 310Ka4YeCcTBEHHbLIX K/AeTOK (4MCNO XPOMOCOM W
UX CTPYKTypa), KakK npasuio, WM3MeHeH, U MHOrga BecbMa
3HaunTenbHO. lMpu 3ToM criegyeT NoAgYepKHYTbL ABa cyuiecT- 1
BEHHbIX OTNNYNSA HapyLEeHWA KapuoTmna B ONYX0nAAaX OT
HapyLleHNn ero Npm XpPoOMOCOMHbIX 6one3Hax. [axe BecbMma 1
pe3kue WU3IMEHEHWUSA 4Yucna WM CTPYKTYPbl XPOMOCOM He |
MeLlakT ONyXoNnAm pacTu WM pasMHOXaTbCd, a npu xpomo- |
COMHbIX 60/1€3HAX faXe cpaBHUTeNbHO Hebonbwue MMeHe- |
HUA BbI3bIBAlOT pe3kMme comMaTuveckme W Mcuxmyeckme pac- 1
cTpoicTBa nanm gaxe rnbenb nnoga nnu pebeHka. NMpu onyxo- |
NAX Xe KapuoTmn M3MEHEH /INLb B KNeTKax caMoim o ny- 1
X0ONWN, a ocTanbHble K/AETKN oOpraHmMsMa WMeKT HopManb-1
Hbli KapMoTuM, B TO BpeMsA KaK Mpu XPOMOCOMHbIX 60n1e3Hax 1
BCe coMaTuueckue KneTku (UNmM Kakada-To fond mx B cnydae |
MO3anmumima) HecyT BPOXAEHHYH XPOMOCOMHYIK aHomanuio. 1
Nnwb B peaknux cnydasx pasBuTuUA onyxosen y 60MbHbIX He- 1
KOTOPbIMW HacnegCcTBEHHLIMU CUHAPOMaMWU JIOMKOCTU Xpomo- |
COM (aTakcmsa — TeneaHruakrasmsa, cuHgpom bnyma, aHemuns |
d®aHKOHN N Ap.) HEOMNYXO/eBble cOMaTU4veckne Knetku 60nb- 1
HOro MMerT HapyuweHunsa kKapuotuna (4. AxepmaH, CLUA). !,

XapaKTepHOW 4epTOM OMyXO0NeBbiX KNETOK ABNSAETCA He J
MPOCTO KaK0e-TO OTK/IOHEHWE KapuoTmna OT HOPMbI, a 3Ha-1
YynTesibHad reTeporeHHOCTb KJ/IETOK B OTHOLWIEHUU UX XpOMmo- 1
COMHOro Habopa. B HeKOTOpbIX HOBOOGpasoBaHUAX mmetoTca |
YeTKO BblpaXXeHHble K/MOHbl KapMOTUMNUYECKN OOHOPOAHbLIX 1
K/eTOK N 60/ibllee UAN MeHbLUee YUCN0 OTK/OHAWMXCS oT 1
OCHOBHOTIO KJ/IOHa BapuaHTOB, B APYIUX OnNyxonax retepo-1
reHHOCTb OblBaeT CTO/NIb BeNMKa, 4YTO BbIAESINTb OCHOBHYH |
(cTBO/IOBYH) KJ/ETOYHYIO JIMHUKO HEBO3MOXHO.

XpoMOCOMHaa XapakKTepucTuka onyxosun, asngdwuianaca <
OTHOCUTE/NIbHO CTabWuNbHbIM MPU3HAKOM, MOXET MEHATbCA |
npu WU3MEHEHUW YCMOBUI (NyyeBas WAM xumuoTtepanus, us- |
MeHeuune CoCToAHUA opraHmsma). lNoatomMy Kapuosormyeckas
(reHeTM4yeckasd) TreTeporeHHoOCTb NONyNAuUMn ONyXoneBbiX <
K/IETOK M ee NMOABEPXEHHOCTb U3MEHEHUAM B 6MONOTMYeCcKoM !
CMbICNe MMeeT afanTUBHbIM XxapaKTep, 00yC/I0BNMNBAS BblIXWU-;
BauMne OMNyXoneBbiX KMETOK MPU U3MEHEHUW YCNOBUU cpefbl, *
B TOM 4ucsie B pe3ysibTaTe NevyeHUs.

HecMOTpA Ha TO UTO YMCNO LUTOreHeTUYECKU U3YUeHHbIX 1
onyxonei po Hayana 70-x rogos 6bII0O BecbmMa BeNMKoO, cre-1
undunyeckoe m3MeHeHMe KapuoTuna Obl/I0 BbISABJIEHO BCero!
npu oAHOM 3ab0neBaHUN — XPOHUYECKOM MWENOULHOM Jel-
Ko3e (XMJ1l) 4venoseka. 3ro M3MeHeHMe, XapaKTepHoe Ansa 4
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NEeVKO3HbIX KNEeTOK MNOoAaBASHLIEro yucna 60abHbIX XM/,
COCTOAMNO, KaK Torfga nosaranwv, B fgeneuymun ydvactka LAVH-
HOro njeya Xpomocombl 21, T. e. TOW >Ke XPOMOCOMBbI,
TpUCOMMA NO KOTOPOW BbI3biBaeT 60ne3Hb ayHa. Hanuuune
B K/leTKaX 3TOW ManeHbKOW XPOMOCOMbI, MOAYUYMBLUENA Ha3-
BaHMe dunagensguiickoin (Ph 2), cnyxwuno xopowum pAo-
MONHUTENbHBLIM ANArHOCTUYECKUM NpusHakoMm XMJ1. TMo3xe
6bl1/10 BbIACHEHO, 4YTO (hunagenbPuiickas xpomocoma fABNSAET-
CA pe3ynbratoM TpaHCNoKauMmM yyacTka [AJIMHHOIO nfeya
XPOMOCOMbI 22 Ha XpoMOcoMy 9 wmnu apyrue.

C nosBneHmem MeToA0B AuddepeHLManbHON OKpacKu
XPOMOCOM, pe3KOo YBe/MUYUBLUNX paspellarlime BO3MOXHO-
CTWU UWUTOrTeHeTUYecKOoro aHasmsa, CTaJm HaKannueBaTbCA HO-
Bble AaHHble O CYLLeCTBOBaHUU crneynpmnyeckux M3MeHeHUN
KapuoTumna He To/NIbKO npu XM J1, HO v Npu 4pyrnx HoBoob6pa-
30BaHMAX 4yesioBeka. MokasaHO, YTO NMPU HEKOTOPbIX 3/10Ka-
YeCTBEHHbIX NMM@poMax MMeeTca cneyuduueckas mapkKepHas
Xpomocoma, o6pa3oBaBWascad B pe3ynbTaTe TpaHC/OKa-
UMM y4yacTKa XPOMOCOMHOro MaTepuana Ha AJIMHHOe nne-
4o Xpomocombl 14. B HeKOTOpbIX Cc/ydasax, HO He Bcerfa,
TPaHC/AOUMNPOBAHHbLIM ABMAETCHA Y4yacTOK XpomMocoMmbl 8. Ans
OCTPOro MWENOUAHOro Jfeko3a Hambonee xapakKTepHbIM,
XOTA W He CTporo o6fA3aTeNlbHbIM W3MEHEHMEM SBNAAETCSH
TpaHc/aoKauua mexay xpomocomamum 8 n 21. OgHMMM U3 nep-
BbIX COMMMAHbLIX OMYXO0Nei 4YenoBeKa, B KJeTKax KOTOPbIX Obl-
na obHapyXeHa cneununyeckas aHomanms kKapuotmna, SB-
NAK0TCA  MEHWUHTMOMbI, MpW  KOTOPbIX creyuduyeckn yT-
paumBaetcsa (4acTUYHO WAWM TMONIHOCTbLK) Xpomocoma 22.
Ho B oTthnyme ot XMJ1 TpaHcnokauywuum 3gecb, MO-BUANMO-
MYy, HeT.

B camble nmocnegHue roAbl MOABU/INCL AaHHble O TOM, 4TO
Xpomocoma 1 He c/ny4yaMHO 4acTO BOBJIEKAeTCsa B CTPYKTyp-
Hble U YNC/IOBble M3MEHEHWA B OMYXO/IAX ANYHMKAE, MOYEBOTrO
ny3blps, MOJIOYHOW >Xesle3dbl U HEKOTOPbIX APYTUX HOBOOOGpa-
30BaHUN. ECTb N1 Kakue-nnbo pasnnyunsa B U3SMEHEHUSAX XPO-
MOCOMbl 1 B 3TUX pasHbIX ONYXO0/4X, MOKa HEU3BECTHO.

3HaunTeNnbHoOe BHUMaHME B LUTONeHeTMKe 3/10KaYeCTBEH-
HbIX HOBOOOpa3oBaHUI yaenseTca 3a nocnefHue rogbl aHann-
3y XapakTepa XPOMOCOMHbIX W3MEHEHWW, NPOUCXOAALLNX B
npouecce nporpeccun HoBoobGpaszoBaHUN. 10 Mepe pocTa wu
pasBuUTUA ONyxX0Jie U NeMKO30B XPOMOCOMHAasAs M3MEHUYMBOCTb
ycunueaetca. Tak, npu o6ocTpeHnsax XMJT n B TepMUHaNb-
HOW cTagun 3aboneBaHMA HapacTaeT aHeynaougusa, MOsB-
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NA10Ted HOBble, MapKepHble XpPOMOCOMbLI. HO paHblie 3Ta
M3MEHYMBOCTb Ka3zasiaCb MHOTMM uccnefosatTenam 6onee nnuv
MeHee cny4ariHoW. AHanns3 gnddepeHynanbHO OKpaweHHbIX
XpoMocoM KieTok XMJ1l Ha pasnnmyHbiX cTagmax 3abone.a-
HMA MO3BOJINN YNOBUTb HEKOTOPble 3aKOHOMEPHOCTUM 3TOro
npouecca. Okasanocb, YTO B Haubonee xapakKTepHble U3Me-
HEeHMA KapuoTuna BOBJIEKAOTCA NULWb HEKOTOPble XPOMOCO-
Mbl M 4YTO 3TO MPOMCXOAUT B ONpeAenieHHOW nocnepoBaTefib-
HoCcTU. Tak, Hanpumep, TPMUCOMUA MO XPOMOCOMe 8 pas3Bu-
BaeTca nocne obpasoBaHMA M30XpOMOCOMbI 17, a Tpucommsa
19 BO3HMKaeT, KaK npasuso, Ha )oHe ABYX TOJIbKO 4YTO Nepe-
YNCNEHHbIX W3MEHEHWUW. B TO e BpemMs 0Ka3asocCb, YTO He
Bcerga usmMeHeHume kapuotuna npm XMJ1l cnenyet no sTomy
nytu. NMo-sugnMomy, cyuiecTByeT HeKas CBA3b MeXAy KJ/un-
HNKo-Mopdonornyeckumm noarpynnamm XMJT mn xapakTe-
poOM M CTerneHbI HapacTaHua aHeynaomgumun. 3TOMYy BOMpoCy
B HacTosliee BpemsA ypgenderca cneymanbHoOe BHUMaHue
(E. N. MpuroxwuHa, E. B. dneiwmaH, CCCP).

Opyroi pasgen yUUTOreHeTUKM 310Ka4YeCTBEHHbIX HOBOOO-
pas3oBaHWM, npeacTaB/ieHHbIH Ha KoHrpecce, NOCBSAWEH U3Y-
YEHUNK OCOOEHHOCTEM wamewenun KAPUOTUMA MPU HEKOTOPbIX
HacneACTBeHHbIX 3abonesaHmMAx (atakcms TefieaHrnakKTa-
3ns, cmHgpom bnyma, aHemumsa ®aHKOHU). XO0TS 3T 3abone-
BaHMA peaKn, HO OHU NpuUB/ieKalT 60/bLIOe BHUMaHWe MNo-
TOMY, 4TO Y 6O/NIbHbIX MOBbILWEH PUCK BOSHUKHOBEHUSA 3/10Ka-
YyeCTBEHHbIX HOBOOOpasoBaHW. Bce 60ne3HU XapakKTepusy-
l0OTCA HapylleHuem npoueccoB penapauvm AHK. BoT noyemy
ANA NOHUMaHUA 3/10Ka4eCTBEHHOCTU KJ/1eTOK MU BOOOLLe npo-
Lecca KaHLUeporeHesa 3TW CUHAPOMbI MNpPeAcTaBNAlT 60/b-
oW WHTepec.

3a nocnegHwe rofgbl ycunmnocb BHMMaHWE K OAHOBpe-
MEHHOMY LMTOTeHeTUYECKOMY W TEeHEeTUYECKOMY W3YUYEeHUIo
onyxosiel n Nemko3oB. HekoTopble ONYyX0/IN OKa3alnCb CBA-
3aHHbLIMU C.BPOX[AEHHbLIM HapylLleHVeM Kapuotuna. Tak, nos-
BUNCb faHHble O TOM, YUTO Yy NINL, C BPOXAEHHOWN Aeneyunen
XPOMOCOMbI 13 He c/lyyariHO 4acTo BO3HWMKaeT peTuHob6nacTo-
mMa. PaHee 6blin MU3BECTHbI ABe (hopMbl 3TOro HOBOOGpasoBa-
HUA: cnopagnyeckas n cemeHasa. Ternepb yXXe U3BECTHO OKO-
no 20 cny4daeB peTuHO6/aCcTOM, PasBUBLUUXCA Y WL, C Aene-
uuen ANNHHOIO njaeya Xpomocombl 13.

B 1978 r. nossBUNOCb COOGLUEHNE O CEMbE, B KOTOPOM Ha
NPOTSXXEHNUN TPex MNOKONEHUA 5 MYXUYUH U 5 XEHLWWUH 3a-
60nenn pakom MNOYKW. LiMToreHeTMyeckMin aHanunus3 BbIABU B
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numdoumnTax 60/bHbIX BPOXAEHHYI TpaHC/oKauui mMexay
XpomMocomamu 3 1 8. 340pP0OBbIE YNEHbI CEMbU UMESIN HOPMaslb-
HbI KapuoTun.

AHanu3 xapakTtepa HapyleHWN KapuoTmna B HECKO/b-
KMX COTHAX ONYyXO0New 1N NeMKo30B NMNO3BOMNA WBEACKMM aBTO-
paMm ycTaHOBWUTbL, 4YTO He BCe 23 Mmapbl XPOMOCOM 4esioBeka
BOB/IEKAKOTCHA B U3MEHeHWUs, Habnwpaemble B 3/T0KA4YeCTBEH-
HbIX HOBOOOpa3oBaHMAX. Yauie BCero B 3TUX WU3MEHEHUAX
y4dacTBYOT Xpomocombl 8, 9, 14, 22, pexe Xpomocombl 1, 6,
11, 20 v nonoBble; OCTasibHble Napbl, €CAN U GbIBAOT N3MEHE-
Hbl, TO 3HAYNTE/IbHO peXe.

O6cyxpaa 3HayeHMe HOBbIX [aHHbIX MO LWUTOTeHeTUKe
paka, 60/NbLWMHCTBO aBTOPOB CK/IOHHbI Tenepb, CYNTATb XPO-
MOCOMHYHK WM3MEHYMBOCTb B KNeTKaX OMNyXOsei M NeKo30B
OTHIOAb He c/iy4YalHbIM (PEHOMEHOM, a O4HUM M3 CYLLeCTBEH-
HbIX YCNOBUN ManuUrHmsauum v nporpeccum onyxonew. Mpwu
3TOM MOXHO AONYCTUTb pPas3/INUyHble FeHeTUYeCKNe MexXaHWUs-
Mbl KaHueporeHesa. 3TO MOryT OblTb MyTauum FeHOB, pac-
MONOXEHHBIX INWb B HEKOTOPbLIX XpOMOcCOMax;, Mytayum mo-
rytT nn6o HenocpeaCcTBEHHO BECTU K Ma/iIUrHU3aumu (Hapylias
cuHTe3s AHK, cnHTe3 6enka M 1. n), NM60 MeHAA BOCNPUNM-
YUMBOCTb K/IETKU K AEACTBUIO BUPYCOB UAN XMMUYECKUX KaH-
LEeporeHoB, MeHss MeTabo/IM3M KaHLEeporeHoB U T. nN. B ToO
)Xe BpeMsA MOXHO AOMNYCTUTb, YTO aHeYMn/Iouansa mn cCTpyKTyp-
Hble aHOMaJ MM XPOMOCOM CMOCOGCTBYHT ManUrHmsaymun He
camu no cebe, a Bbl3blBaA HapyLweHNs TeHHOro 6asaHca Knet-
Kn. MonekynsapHo-6MoN0rnM4ecKNim n reHeTUYecKnin aHanums
CYWHOCTN M NOCNeACTBUMA XPOMOCOMHbIX HapyweHWi coma-
TUYECKUX KeTOK B Mnpouecce MX MaJlUrHusayumm ocTtaeTcs
3afaven 6yayuwinx wuccregoBaHuU.

HezaBucmMMO OT TOro, Kak 6yfeT pelleH BOMPOC O Teope-
TMYECKOM 3Ha4YeHUM XPOMOCOMHOW WU3MEHUYMBOCTU OMNyXo/e-
BbIX K/€TOK, faHHble COBPEMEHHOM LUWNTOreHeTUKWN 3/10Ka-
YeCTBEHHbIX HOBOOOGPA30BaHWIA YXe WNCNOMb3YTCA KAUHU-
uuctaMn Kak A8 YTOUYHeHUA amarHosa (0CO6eHHO B remarto-
NIOTUYECKOW K/IMHUKE), TaK M C NPOrHOCTUYECKUMU LEeNAMU.
MHorpga ycTaHoOB/eHME XapaKTepa W3MeHeHUs KapuoTuna B
NeMKO3HbIX KieTKax NO3BONSET ewe A0 pa3BepHYTOro BnacT-
HOro Kpusa npefckasaTtb ero HactynjeHue. HekoTopble Kau-
HULUUCTLI pellaloT BOMPOC O Heo6XOAMMOCTM U XapakTepe
XUMMoTepanmuu OCTPOro sieikosa B 3aBUCMMOCTU OT Hanymns
WA OTCYTCTBUA K/ETOK C HOpPMasibHbIM KapuOTWUMOM B KOCT-
HOM MO3re 60/1bHOTO.
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XPOMOCOMHBbIE MN3MEHEHWA
N ®AKTOPbl OKPY>XAIOLLEEW CPEAbI

XpPOMOCOMHbIE U3MEHEHWUSA B MOJIOBbLIX K/eTKax, KjieTkax pas-
BMBaAKLWEroca 3apojbilla WAXM COMaTUYECKUX KJ/IeTKax po-
AVIBLLUErocsa opraHu3Ma He BO3HUKAKT O6ecrnpuynHHO. 3ITwn
M3MEHEHUSA, Ha3blBaeMble B FeHOTUMNE TeEHOMHbIMU (M3MEHeHNe
ymcna XPoOMOCOM) WM XPOMOCOMHbIMU (M3MEHEHUE UX CTPYK-
Typbl) MyTauumsamMu, KakK W FeHHble MyTayuum, 06YyCNOBMEHbI
MyTareHHbIM AelicTBMeM (paKTOpPOB OKpyXKawuiein cpeabl. My-
TareHHble QakTopbl pa3HOOOpasHbl, WX nNoApasfensarT Ha
Tpyn 6Gonbwimne rpynnbl: usndeckne (MOHU3MpPYHOLLEE WU3NY-
yeHMe), XUMUYeCcKne 1 BUONOrnYeckue.

Bonpoc 06 onacHocTU pAna HacnefCTBEHHbIX CTPYKTYp
paguauuu TBepao 060CHOBaH, U BO BCeX CTpaHax B CBA3U C
MCMNOJIb30BAHVUEM VOHU3NPYIOLLETO U3NTYYEHUA pajnaymoHHas
3auimTa BOW/Aa B MOBCEAHEBHYIO >XW3Hb. bBosblwyk peanb-
HYH W MOTEHUWMaNbHYI OMacHOCTU MNPeACTaBNAT CerogHs
XUMUYECKMNe BellecTBa, KOTOpble B pe3ysibTaTe Hay4HO-Tex-
HWYECKOW peBOMKOLUM BCe rNy6XXe BXOAAT B Hawly >XWU3Hb.
CerofHa XMMWYECKUE WUCKYCCTBEHHO CUHTE3VUpyeMble npena-
paTbl LUMPOKO MNPUMEHSAKTCA B Ce/IbCKOM XO3AWCTBE B BUAE
necTMyunaos, repbuuynpos, B MULLEBOM MPOMbILLUJIEHHOCTN —
KakK nuuiesble f06aBKN W KOHCEpPBaHTbl, B ObITY, B MeAULM-
He. EXerogHo cuHTe3mpyeTca 0K0Jsi0 250 TbIC. HOBbIX XUMW-
YeCKMX coefnHeHWn, okono 500 M3 HUX BHeLPAKOTCA B Npak-
TUKY.

XnmMunyeckme cCoegMHEHUS MOTYT MPOABNATbL UX AeNCTBUE
yepes MyTareHHyH akKTUBHOCTb Ha 3apofjbllleBble UNN COMa-
TU4yeckne Knetku. MepBbiii 3phpeKT 0CO6GEHHO BaXKeH, NOTOMY
YyTo MyTauum YyHacnefywTCA K/AeTKaMy HOBOro opraHuima
N NposBATCA B BMAE TOW WAN MHOM XPOMOCOMHON 60nes-
HU. MyTaymum B cOMaTUYeCKUX KJeTKax, MO0 COBPEMEHHbLIM
npeacTtaBeHNAM, UTPaldT BaXXHY POJib B 3/10KAYECTBEHHOM
nepepoXxgeHnn KneTtok.

BaXXHO nofguyepKHYTb, 4YTO MyTareHes B nonynayum —
3TO npouecc AMHaAMUYecKUi. MOXHO 3HaTb CpefHMe 4YacTo-
Tbl BO3HMKaWWMX MyTauWUi, HO HEBO3MOXHO MpeaBUAETH,
Y KakKuX KOHKPEeTHO WMHAUBUAYYMOB W KOrga rametmuyeckas
WM comatmyeckas myTauus nNpounsongetr n tem 60see npos-
BUT cebsa. Moatomy Bonpoc o 60pbbe ¢ MyTauMOHHO onac-
HOCTbIO CTaBUTCA He CTO/IbKO B MJjaHe SIMYHON NpodunakTu-
KW, CKOJIbKO B 06WeM nnaHe, KakK 3ajavyn onpefesieHnsa myTa-

140

reHOB B OKpYyXatlen cpene, OUEHKU CTENMEeHW WMX OrnacHo-
CTW, BbIPaBOTKM Mep 3alUThbl.

Ha coBpemMeHHOM 3Tane B CBSi3M C HOBW3HOW Takoi no-
CTAHOBKW BOMpoOca O MyTareHHOW O0nacHOCTU XUMUYEeCKUX
(paKTOpPOB Ccpefbl Ha MepBOM MecTe CTOUT pa3paboTka MeTo-
[OB OUEHKW MyTareHHOWM aKTUBHOCTU XUMMUYECKUX BELLECTB.
CNOXHOCTb 3aa4yM COCTOMUT B TOM, YTO: a) XMMMUYECKUe Belle-
CTBa BbI3bIBAOT MyTauuu B LUMPOKOM CMeKTpe, U pasHble My-
Tauun MMEeKT CBOK crneynuky npoasneHus; 6) pasHblie Be-
wecrea pasm4yaloTca B CBOEWM MyTareHHOW aKTMBHOCTW,
B) BO3MOXXHOCTW MPSAMOro MCNbITAHWA BELW,ECTB Ha YenNoBeKe
BeCbMa oOrpaHuyeHbl. Pa3paboTka CUCTEM TeCTUPOBAHUA He
3aKOH4YeHa M NPoBOAMUTCA B pa3HbIX CTpaHax. B Hawei cTpa-
He H. . BOYKOBbLIM C COTP. MpepioXKeHa TakKasd cuUcTema,
cocTosuwaas M3 ABYX 4acTel — MpocemBalolwein m MNOSHOMN.
B nepBon gna TecTUpoBaHUA UCMNOb3YHOTCA MUKPOOPraHus-
Mbl (TEHHble MyTauunn) U KNEeTKM KOCTHOro Mo3ra MmjaekonuTa-
IOLWMX (TEHOMHbIE U XPOMOCOMHbIE MyTauuun), Leb ee COCTOUT
B MnpeABapuUTeNbHOW, OPUEHTUPOBOYHOW OLEHKe BeLllecTBa
Ha MyTareHHble CBOMCTBa. TakoW NMpoBepKe AO/IHKHbI MoaBep-
raTbCa MPOMbIW/IEHHbIE XUMWUYECKUE BeLLecTBa, WHCEKTULMU-
Abl, Teponunabl U HELLMPOKO pacnpocTpaHeHHbIe 1IeKapCTBEeH-
Hble MpenapaTbl. B nosHY0 nporpammy, NOMMUMO 3TOT0, BKJIHO-
YeHbl 4OMNOMTHUTENIbHbIE TeCTbl, CPeAN KOTOPbIX BaXHOe MeCTo
NPUHAANEXNT XPOMOCOMHOMY aHanun3y Ky/nbTUBUPYEMbIX
KNeTOK 4YenoBeka. dTa nporpamma 6onee rnyb6okas, HO OfHO-
BPpeMEHHO W 6onee AnutenbHas W goporoctoswas. Mo Hen
NpoBepsAlTCA Bew,ecTBa, MNOKasaBLIMe MyTareHHbIn 3adekT
B MpocemBawLWMX TecTax, a TakXe LUMPOKO MpUMeHSoLue-
cA nectvumabl, nuuiesble fo6aBkwW, siekapcTBa. 3agaya co-
CTOUT B TOM, YTOObI BHEAPUTb €e B XWU3Hb. BbICTPO caenatb
3TO HEBO3MOXHO. TeM BpeMeHeM, MOMMMO COBepLUEHCTBOBA-
HWA TECT-CUCTEM KaK TaKOBbIX, BO MHOTMX CTpaHax NpoBOAAT-
cA NONYyNAUWOHHbIE OLEHKN MYTareHHOro BJNSAHUA KOHKpPeT-
HbIX XMMMNYECKNX (PaKTOPOB B KOHKPETHbIX Fpynmnax Hacene-
HUA, KOHTaKTupymuwmx ¢ HUMuU. Ha KoHrpecce 6bi1 npeg-
CTaBsieH pAg goknagos Ha 3ty temy. M3 BHP, MHP, CO®PHO,
CLA 6binn goknafbl Mo YPOBHK XPOMOCOMHbIX MNOBpexae-
HUA B KNeTKax KPOBW NuL, MOABEPraBLINXCA WOHU3UPYIO-
wemy 061yyYeHUO, NPUHUMABLLUNX ONpee/ieHHble eKapCTBEH-
Hble npenapatbl. B coBpeMeHHbIX paboTax Takoro poga na-
pannenbHO € XPOMOCOMHbIMM abeppaunmsaMn  UCNbITbIBAKOT
ApYyron nokasaTeslb — CEeCTPUHCKUE XpPOMaTUAHble OOMEHbI;
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conocTaBneHne 060MX rMokKasaTeneir 6bLINO NPOBeAEHO B A0-
Knagax wn3s Wtanuun, LWeeunn, McnaHmn, UCCP un apyrumx
CTpaH.

Bbile Mbl yXe rosopunu (cMm. ¢. 121), 4TO CecTpUHC-
Kue XpomaTuHble OOMeHbI, BbIAB/IEHHbIE B HacTOsALlee Bpe-
MA B XpOMOCOMAax YesioBeka nMnocne npeaBapuUTeNbHOroO
BKAtoUYeHna B AHK xpomocom 5-6pomae3oKcUypuHa, SB-
NAKTCA TOYHO PErucTpupyemMbiM KOMMYECTBEHHbLIM MoKas3sa-
Tenem o6MeHa mMaTepuasioMm Mexay XxXpomocomamu. Kmero-
WKMMca onbIT CPpaBHEHUS YPOBHA XPOMOCOMHbIX abeppauuii
n ypoBHa CXO npu BO3L4EACTBUM MHOTMMU XUMUYECKUMUN
MyTareHamm roBOPWUT O TOM, YTO YyacTtoTa O0OMeHOB cylle-
CTBEHHO MOBbILIAETCA MNpPM fo03ax MyTareHa, KOTOpble HU-
KakK He CKasblBalTCA Ha 4acToTe 0OblYHbIX XPOMOCOMHbIX
abeppauunin. Opyrumm cnosamu, CXO obeuwatoT ctaTtb 60-
flee YyBCTBUTE/IbHbIM TECTOM Ha MyTareHHYH aKTUBHOCTb
XUMNYECKNX COEAUNHEHUI OKpYXXaloliein cpefbl, 4em Xpo-
MOCOMHble abeppaunn. Ona OLEHKW MyTareHHOW onacHo-
CTU cpefbl 3TO OOGCTOATENLCTBO SAB/AETCA OYEHb BaXKHbIM.
3agava 3aknio4vaeTca B TOM, 4YTOObI eule U elle pas conocTa-
BUTb 06a nokasatena Npu AeNCTBUU KaK MOXHO 60/bluero
KO/InyecTBa BELECTB M3 pa3HbIX K/1acCoB COefUHEHUN. ITa
3afiladya W pewaetcs YyCUIUAMM MHOrux nabéopatopuin pas-
HbIX CTpaH.

YunTbiBad POCT XMMUYECKOro 3arpAsHeHMsa OKpyXXato-
e 4YenoBeKa cpeabl, BaXHeklwewW 3agayvei, KoTopas
[O/MMKHA pewaTbCca TMrUMeHUcTaMm u reHeTUKamm, SABNSAET-
CA NPOrHO3MpPOBaHUE reHeTUYeCcKUX 3PPEKTOB XUMMYECKUX
BELLecTB, MPOrHo3upoBaHMe XMMUYECKOro MyTareHesa.
B HayuyHOW nutepatype o06CyX[aeTcAd HECKO/IbKO CMNoco-
60B OLEHKW TOro, KakK W3MeHSeTCHs MHTEHCUBHOCTb MYyTa-
LMOHHOro npouecca noj BANAHMEM XUMUYECKUX BELLLeCTB,
OKOHYaTe/IbHbIX PeKoOMeHpauni noka He umeetca. OAHUM
N3 HUX, 6e3yC/IOBHO 3acsyXXmpawwmMm 60NbLLIOFO0 BHUMa-
HNA, ABNIAETCHA CpaBHeHWe peasibHO OnpeAensemMoro ypos-
HA MyTauymi A0S KakKoro-To nepuoja BpPeMeHW U KaKoro-
TO pernmoHa co CNOHTaHHbIM, KOHTPOJIbHbIM YPOBHEM MY-
Tauuin. YpoBeHb MyTauui onpegensietca nnmbo Ha akcne-
pPUMEHTaNbHbIX XMBbIX 06beKTax, ¢ MocneayoLlen akcTpa-
nonsyuuein fJaHHbIX Ha 4YesoBeka, 60 nyTeMm MPSAMOro
onpefeneHNs Hac/ieACTBEHHOW W3MEHYMBOCTM B Monyns-
umax denoseka. Ob6a NyTM WMHTEHCUBHO WUCCNedYHTCA, Ha
060MX NyTAX MMEKTCA Noka HeonpegeneHHble TPYAHOCTN.

142

OTmMeTUM 34ecb, HarnpuMmep, YTO OYEHb HEMNPOCTO MepeHo-
CUTb faHHble 06 ypOBHe MyTauwui, MNONYyYeHHble Ha >XW-
BOTHbIX, Ha 4YenoBeKa B CBA3WM C pasIMuYnaMu 6UONOTrnN-
YeCcKOW opraHusaunm >XMBOTHbLIX W 4YenoBeka. CnoxeH
BOMNPOC M O MNOKa3aTenax HacNeACTBEHHOW M3MEHUYMBOCTU
yenoseka. OAHUM M3 HUX MOXET CAYXWUTb Y4yeT YPOBHS
XPOMOCOMHbIX MYyTalLuii, BbI3bIBAOLWNX Yy 4YenoBeKa CMOH-
TaHHble abopTbl, MepTBOPOXAEHMWE, POXAEHUE IKMBbIX
feTel C MHOXEeCTBEHHbIMW MNOPOKaMW pPasBUTUSA.

EcTb Hagexpga Ha TO, 4YTO B pe3ynbTaTe NOAO06HbIX
NONyNAUVMOHHBLIX pa3paboToK, a TakxXe fanbHelillero cosep-
LLEHCTBOBaHUSA TeCT-CUCTEMbl WU MpoOrpamm MUCNbITaHUA MNpu-
MEHSAIOLWNXCA W BHEAPSAOLWMXCA XMMUYECKMX areHToB B
NPOV3BOACTBO U ObIT NO4EN B KOHEYHOM wuTOre 6yaet [o-
CTUTHYT yCMex B fene CHWXEHUS YPOBHS MyTareHHOro BO3-
JeNCTBUS Ha 4YefsloBeKa CO CTOPOHbI OKpYXXatoulen cpefbl, B
[lenie CHVKEHUSA 4acTOTbl FTEHHbIX U XPOMOCOMHbIX 60/e3Hel.

SAKJ/TIOYHEHVE

BO3HMKHOBeHUE W pasBuTMe pasgena  MegULMHCKOM
reHeTUKN, CBA3AHHOIO0 C XPOMOCOMHbIMU  60NE3HAMMU,
CNYXWUT SAPKUM NPUMEPOM TOro, KakK repBOHayanbHO
cyrybo TeopeTuU4YecKue  unCCef0BaHUSA Ha  OMpefeneH-
HOM 3Tare MNPUHMMAKOT TMPaKTUYECKY HanpaBieHHOCTb,
CTaBATCA Ha CNyX6y 3apaBoOXpaHeHUA. W cerogHs cTporo
pas3genuTb yHAaMeHTaslbHble U NpUKNaAHble UccnefoBaHUS
B LMTOreHeTMKe 4YenoBeka 3aTpyAHWUTeNbHO. B coBpemeH-
HOW UUTOreHeTUKe CTOAT Takme pyHAaMeHTaslbHble npobre-
Mbl, KaK W3y4YeHUe MOJIeKYNAPHOI opraHusauum MHANBUAY-
aflbHbIX XPOMOCOM W WX PaMOHOB, KAPTUPOBaHUE XPOMOCOM
no nokKanusaunm reHoB, BbISICHEHUe 3aKOHOB (hopMMpoBa-
HUS MeTadasHOM XPOMOCOMbI, MO3HaHWe O6LNX 3aKOHO-
MEPHOCTEW peannsaunm NCXOL4HON reHeTUYECKOI MHAopMauun
B XOe pasBUTUA OpraHusMa U ponm OTAesIbHbIX XPOMOCOM
B 9TOM rpouecce, BbIICHEHME MEXaHWU3MOB XPOMOCOMHbIX
M TEeHOMHbIX MyTauumin. OueBUAHO, He [AOCTUTHYB MpPO-
rpecca B aTux o6nacTtdax, Kasasnocb Obl, YACTO TeopeTu4ec-
KOro wmccnefoBaHus, Mbl He NMPOABUHEMCA B MOHMMaHUM nNa-
TOoreHe3a XpPOMOCOMHbIX 60/1€3HEN B LIE/IOM U OTAE/bHbIX WX
dopm, He Hayymmcs ¢ Heob6XOAMMOW TOYHOCTbK MPOrHoO3w-
poBaTb XPOMOCOMHbIM MyTareHes Ha MNoONynsauMuU B LLe/IOM
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WK PUCK NOSIBIEHUSS aHOMaslbHOro pebeHKa B KOHKPETHOW
CeEMbe, He CMOXeMm paspaboTaTb 060CHOBaAHHbLIX MaTOreHeTU-
YECKMX MEeTOA0B /iedeHUss 60MbHbIX, He Hayudmmcsa 3pdeKTUB-
HO npefoTBpaliaTb BO3HUKHOBEHME XPOMOCOMHO 06YyC/0B-
NIEHHbIX BPOXXAEHHbIX MOPOKOB pa3BUTUA.

XpOMOCOMHble 60/1€3HN B 00LEN Macce HacnefCTBEHHbIX
6onesHein n Tem 6onee 6onesHer C HacneAcTBEHHbIM Npea-
pacnosioXKeHWeM KMMeroT HebGONbLUOW YyAenbHblA Bec. MHorue
N3 exerogHo poxpawwmxcas B CCCP pgeteh ¢ XpoMmo-
COMHbIMW 60ME3HAMU WM3-3a TAXKECTM MNOPaAKEHWUW OpPraHmns-
Ma normbarT BCKOPEe MOC/Ae POXAEHUSA UAW B MNocnegyoLime
rogbl, He AOXMBas [0 PENPOAYKTMBHOIO Bo3pacTa. TemM He
MEHee rpy3 XPOMOCOMHbIX W FEHOMHbIX MyTauWui, nexawuni
Ha nnedyax o6uwiecTBa, He Man. CoBpeMeHHass FeHeTUKa Yyxe
Hame4daeT 3PPEKTMBHbIE MNYTU CHUMXKEHUSA 3TOro THAXKENoro
rpysa. BaxHas 3agadya COCTOMT B TOM, 4TOObI LWWINPOKME
MacCbl MPaKTUYECKUX Bpayveil OblIM OPUEHTUPOBAHbLI B 3TOWN
obnactn, 6e3 MX y4yacTusa paxe wuMerowmeca Ha CerogHs
AOCTUXKEHUS TEHEeTUKU He CMOryT AOUTM o 60nbHOro, Ao
CEMbMW.

A

NNATHOCTUKA, NEUYEHUE
N MPOPUNAKTUKA HACNEACTBEHHbIX
BEOJIE3HEW



BBEAEHWE

fenseTcsa TeMm, 4YTO ee [OCTUXKEHUA CNOCOOGCTBYHT Yyc-

newHowr 6opbbe ¢ HacnefCTBEHHbIMW 3ab0n1e€BaHUAMN.
Kpome Toro, oHa BHOCWUT 60NbLIOA BKMNag B 06WMA nNpo-
rpecc MegUUMHbI, MoMorasa rny6)e NOHATbL UHAUBUAYANbHOE
TeyeHne 60Me3HEN N MNPUYUYMHBI UX 6ONLLIOTO KAWHWUYECKOro
pasHoob6pasuns, T.e. cneynumnkKy naTtosiorMyecKuUx Mpoueccos
y KaXpaoro 4enoseka. OTU 3HaHWA CNOCOOGCTBYIOT paspa-
60TKe MeTO[0B WHAUBUAYANbHOW NPOMUIAKTUKN N NevYeHUs
60ne3Hen.

BONbWMHCTBO HacneACTBEHHbIX 3ab0neBaHW WUMeeT THA-
XXenoe XpPOHUYeCcKoe TeyeHUe, B CBA3U C 4YeM Takue 60J/bHblE
Hy)XaalTca B 60nee yacToil rocnmTanuiaynn. YCcTaHOBNEHO,
yto 25—30% KOeK B OeTCKUX cTauuoHapax 3aHATbl NayuneH-
TaMu C HacneAcTBEHHbIMW 6GonesHaMnU. Ha o6cnyxuBaHue
60/IbHbIX C HacneacTBEHHbIMU 3ab60/1eBaHUSAMU PacXoayroT-
cA OorpomMHble cpepcTBa. lNoagcunmTaHo, YTO C 9KOHOMMUYECKON
TOYKWN 3peHusa pacxoabl Ha 60ne3Hb [layHa npakTUyeckwu
paBHbl pacxofam, 3aTpadymBaeMbiM Ha 60pbOY C rpunnom.
Ecnu ewe y4yecTb, Kakon 60/bLLION MOpanbHbI yuwep6 npu-
YNHAET 60/bHOM C Hac/neACTBEHHOW 60M1e3HbI0 YleHaM CEMbMN,
TO CTAHOBUTCHA 0OYEBUAHOW HEOOXOAMMOCTb AanbHeWlen pas-
paboTKM MeTOA0B /ieHeHUS U NPOPUNAKTUKN TaKux 6one3Hel.
3T0, MNO-BUAMMOMY, 06YyCNnoBAMBaAEeT ObLICTPYH pa3paboTKy
NPakTUYecKUX MeTo[0B AMArHOCTUKW W NeYeHUs HacniepncT-
BEHHbIX 60/1Ie3He Nnocsie TeopeTU4HecKUX paspaboTok. Kak
npasuno, B COBPEMEHHOW MeAULUWHCKOW reHeTUKe Ha 3TO0
3aTpauyunBaeTca 2—3 roja.

HacnepctBeHHble 60M1€3HN CYLW,eCTBEHHO BAUAKT Ha He-
KOoTopble Aemorpaduyeckme rnokasaTenu, npexpgae BCero Ha
CMepTHOCTb. Tak, 10—20% paeTcKoW cMepTHOCTUM ob6ycnoBsre-
HO HacneACTBEeHHOW naTtosnormeit. lMpepynpexneHne poxpae-
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3 Ha4dyeHUe reHeTmukKuM AgnAa I'Ip&KTI/I‘—IGCKOVI MeanNLUWMHbLI onpe-

HUA geTeil ¢ neTanbHbIMWU HacNeACTBEHHbIMW 3ab60eBaHUAMM
6yaeT cnocob6cTBOBaTb CHUMXKEHWUIO 3TOr0 MnokasaTens.

He MeHee BaXHOW ABAseTca npodunnaktuka 6onesHen ¢
HacneACcTBEHHbIM  MNpPeApacrnosioKeHWEM, O KOTOPbIX Lina
peyb B rnase 2 (cepheyvyHoO-coCyanUCTble, MHOFMe HEpPBHO-MNCU-
Xnyeckme 3aboneBaHMsA, BPOXAEHHble MOPOKW pasBUTUSA,
anneprmuyeckue 3abonesaHnsa v 4p.). B HacTtoswee Bpems ms-
BECTEH pPSAL KOHKPETHbIX OWOMOTMYECKUX MapKepoB Tex
CBOWCTB OpraHmama, KOTOpble co3falT npeapacrnosioXeHue
K oTAeNbHbIM 60n1e3HAM. OnpefeneHHble ycrnexu B 3TOM Ha-
npasfeHNN MNOAYYEeHbl NPN N3YYeHUU Ncopurasa, aTepocKiepo-
3a, wWmn3oMpeHNn, HA3BeHHOW 00/e3HN, SMPUIEMbl JTIETKUX.
B COBpPEMEHHbIX YC/MOBUAX, KOrga B cpefe o6uTaHUA 4veno-
Beka MnosABnsAeTcA BCce 60blIe HOBbIX BHEWHUX (DaKTOpPOB,
MeAMLMHCKAA TFeHeTMKa MNpu3BaHa CBOEBPEMEHHO pacno3Ha-
BaTb MpeapacnosioXeHne K BbI3blIBAEMbIM MMW 6GONE3HAM WU
npeaynpexaatb WX pa3BUTUE.

NMpuMeHeHNEe TeHeTUYeCcKMX MoAX0A40B MOMOraet ycnew-
HOMY pELUEHUID MHOIMX 06WeMeaANLUMNHCKUX 3ajad, TakKux,
Hanpumep, Kak MepennMBaHMe KPOBU WM MNPeOfOSIeHNE He-
COBMECTMMOCTU TKaHeW npu nepecagke. OanbHelwnii npo-
rpecc MeaAuUUWUHbI HEBO3MOXEH 6e3 MOHMMaHUA HacnencTBEH-
HO 06GYC/OBMEHHbIX PasNUunii B peakuunax Ha eKapCTBEHHblIe
cpeacTBa. [eHeTUyeckMe wuccnefoBaHMA B 3TOM Hanpasne-
HUMN NOMOrakT MNOHATb SAB/IEHUA JNIEKAPCTBEHHOW YCTOWYMN-
BOCTM W MOBbILWEHHOW YYyBCTBUTE/NIbHOCTM OpraHwmama K dap-
MaKO/IOTMYecKMM npenapaTtam. 3HaHWe HacneacTBEHHbIX OC-
HOB peakuMW opraHmM3Ma Ha NeKapCTBEHHOe BeLLecTBO fgaeT
BO3MOXHOCTb OCYL,eCTBAATb Ha Aesie MPUHUUN «eUYNTb He
60n1e3Hb, a 60/bHOrO». Ana ycnewHoW 60pbbblI C HacneacTB
BEHHbIMN 3a60M1eBaHUAMU HEOO6XOAMMbLIM YC/IOBUEM SABNSAET-
CA TOYHOCTb UX AMNArHOCTUKWN, OT KOTOPOM 3aBUCUT NpaBU/ib-
HbI BbIGOP NneyeHUss v emga npodumnaktmkn. Ha KoHrpec-
ce 60/bLWIOE BHMMaHWe yaenssocb 3TUM BOMpoOCaM.

ANATHOCTUMKA

BonbHble ¢ HacneACTBEHHbIMW 3a60/1€eBAHUAMU MOCTOAHHO
BCTpeyalTCcA B MpakTUKe Bpayva A60M cneymanbHOCTW.
Tak, Hanpumep, B AepMaTonormMm mM3BecTHO okKono 250 Ha-
CNnefACTBEHHbIX 3abonesBaHWii, B 0MTa/sbMOOrMN — CBbliLe
200, B KNMHWKe HEPBHbIX 60ne3Heir — okosio 200 m T. 4.
HekoTopble HacneAcTBEHHbIe 60/1€3HN UMEKOT TUMUYHYIO KNW-
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MNYEeCKYI0 KapTUHY, OTHOCUTE/IbHO YacTo BCTpeyawTCca W
NO3TOMY /1IeErKO AMArHOCTUPYKTCHA Bpayvyamu, Kak, Hanpumep
60ne3Hb JayHa wunm remocdunma. MHorue gpyrme 6051e3HNU
BCTpeyalwTCca pexe, a AN HEKOTOPbIX WMMEKTCA eAMHUYHbIE
onncaHmWa B MWUPOBOIA nNuTepatype. Pacno3HaBaHWe TaKuX
60ne3Hen Ana Bpayveln 3aTpygHuUTenbHo. Kpome Toro, gua-
FTHOCTUKA MHOTUX HacneacTBeHHbIX 60Me3HeN 3aTpyaHEHA W3-
3a UX WWUPOKOF0 KAMHWUYECKOro noammopduiMa, KOTOpPbIi
o6ycnoBneH B3aMMOOEWCTBUEM TEHETUYECKUX WU CpefoBbIX
baKTOpPOB.

MpuHUMNMaNbHO [AMAarHOCTUKa HacneacTBeHHbIX 60nes-
Heli He oT/NM4YaeTcs OT AMArHOCTUKK Apyrux 6onesHein. OHa
TaK)XXe OCHOBbIBAaeTCA Ha faHHbIX KJAWHWYECKOM KapTUHBbI
60ne3HN, aHamHe3a W nabopaToOpHbIX wuccraegosaHuii. Oco-
6eHHOCTbO MEeTOAO0B AMArHOCTUKW 3[ecCb ABAseTca c6op
cBefeHNWW O poACTBEHHMWKAaX 60NbHOTO n
aHanwus POAOCNOBHOM.

3anofo03puUTb HacNeacTBeHHbIVM XapakKTep 601e3HM Bpau
MOXeT Ha OCHOBaHUWN CNefyWMX NPU3HAKOB: AJINTENIBHOTO,
XPOHWUYECKOro TedyeHMsA 60Ne3HU, He nogparuierocs pasHo-
o6pa3HO feKapCTBeHHOW Tepanuun (XPOHUYECKMI MNOHOC,
pBoTa npu pAucaxapupasHo He[OCTaTOYHOCTMW), BOBJ/IEYEH-
HOCTM B NaTONOTMYECKUN npoLecc MHOTMX CUCTEM N OPraHoB
(NMp  XpPOMOCOMHbIX 60/1€3HAX, NPU MHOTMUX MOUOTEHHbIX
CUHApPOMAXx), Hannmuma CceMerHbIX crny4dyaeB 3aboseBaHUA.
Mpn nopo3peHUM Ha HacnencTBeHHOe 3aboneBaHWe BO BpeMs
KJIMHU4YecKoro ob6cneposaHMa 6O0NbHOrN0O Bpay [O/MKEH CO-
6paTb NOAPOOHYKH pPOAOCAOBHYH. NpU 3TOM HeNb3A OrpaHu-
YymBaTbCA TOJNIbKO BOMpocamu, ecTb NN NopobHble 3abonesa-
HNA B CeMbe. DTO MOXET MPUBECTU K OWLIMOKaM N HenpaBUJib-
HbIM 3aKNK4YeHUAM, TaK KakK 60/bHOA 4YacTO CK/JIOHEH Ha-
X0ANTb NOAO6GHbIE NMPU3HaKW 60M1e3HN Yy CBOUX POACTBEHHU-
KOB TaMm, rge ux HeT. [MoaTomMy Takue 3anucu B nmctopum 60-
ne3Hn B rpade «HacneACTBEHHOCTb», KaK: «MOAOGHbLIX 60ne3-
Hell B CeMbe HeT» WUAn «cudunucom, Tyb6epKysnesom He 60-
nen», 6ecCMbICIEHHbl C TOYKW 3pPeHUA MeAULMHCKO reHe-
TUKWN.

Mocne c6opa cBeAeHW O poACTBEHHUKax 60NbHOro cne-
AyeT NPoOBOAUTbL TaKoe Xe MOJSIHOe KAMHUYeckKoe M cneuunanb-
Hoe nabopaTtopHoe obcnegoBaHue onpefesieHHOro Kpyra nuy,
B POAOC/NOBHOW. 3TO M 6yAeT NMPUMEHEHUEM KIMHWUKO-TeHea-
NIOTNYEeCcKOro mMertofa B AmarHoctmke. O6HapyXeHMe aHano-
TMYHbIX, KaK Uy 60/IbHOr0, KJAWHWUYECKNX CUMMNTOMOB U pe-
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3yNnbTaToB nabopaTopHbIX MUCCNefO0BaHUW [acT BO3MOXHOCTb
Npu CTePTOA KAMHWUYECKOW KapTuUHe NMOCTaBWUTb AMarHo3 Hac-,
neAcTBEHHOro 3aboneBaHMA WM HaACNeACTBEHHOro rnpegpac-
MoJsioXKeHU4.

FeHeanornyeckmnii MeTog OTHOCUTCA K Hambosnee yHuUBep-
ca/lbHbIM W K/NacCUYeCcKMM MeTodaM B TeHeTUuKe YesioBeKa.
HecmoTpAa Ha p[aBHOCTb MNMPUMEHEHUA, ero paspewarwuime
BO3MOXHOCTU, 0COBEHHO ANS MpPaKTU4YeCKUX Bpayden, faneko
He ncyepnaHbl. HoBble, 60nee coBepWeHHbIe MeTOAbl aHaNu-
3a COCTOAHWMA opraHuMsmMa nNOBbLIWAKT TOYHOCTb reHeasnoru-
Yyeckoro mertoja.

KnnHuKo-reHeanornyecknihn meton B paboTax nNo reHe-
TUKe YenosBeka, NpeAcTaB/ieHHbIX Ha KoHrpecce, 3aHuman
Hanbosnblwee MecTo. bbbl NMPOAEMOHCTPUPOBAHbLI OTPOMHbIE
pOAOCNOBHbIE, rae nNpocnexwusanocb HacnefosaHuWe MNpPU3Ha-
Ka unm 60/1e3HN BO MHOTUX MOKONIeHUAX. 3T paboTbl Moka-
3annm  uyenecoobpasHoOCTb 60/lee  LWMPOKOro MPUMEHeHUSA
KIMHUKO-TEHEeasiormyeckoro metoga B MeAULMHCKOW npak-
TUKeE.

MonHoe wncnonb3oBaHMe BCeX BO3MOXHOCTEW reHeano-
rmMyeckoro mertoga Ha COBpPeMeHHOM 3Tarne MNO03BONAET pac-
KpblBaTb TEeHEeTUYECKY TeTepOoreHHOCTb Hac/ieACTBEHHbIX
6one3He, HOBble (OpMbl B3aMMOLEWCTBUA TEHOB MexXAay
coboin n BHewHel cpefon. OTKPbLITUA B 061acTU MONEKYNAp-
HOM N BNOXUMUYECKON TEHEeTUKWN, LUTOreHeTUKN obecneuynnuv
LeneHanpaBfeHHble NMOAXOAbl K MOWCKY HOBbIX Hac/eACTBEH-
HbiIX aHoManunii. Ha KoHrpecce 6b1/10 MHOTO BbICTYMN/IEHUI Ha
aty Temy (4. PoTtTep c coaBT., CLLUA; M. KpayyHoBa ¢ COaBT.,
HPbB; P. A. TkaueB, E. MapkoBa, CCCP; ®. bubep,
B. HaHc, CLUA; A. lNepec-Kom-ac, MNyspTo-Punko).

OnarHocTnka XpPOMOCOMHbIX 60s1e3Heil. [ToHATUE «Xpo-
MOCOMHble 60/1e3HM» MPOYHO BOLWJIO B MeauuMHYy c 1959 r.,
korpga . JlexxeH ¢ coaBT. 0O6HapPYXWU/IN JINWHIOK XPOMOCOMY
npu 6o0ne3Hn J[layHa. 3a KOPOTKMA NPOMEXYTOK BPEMEHMU
B UX M3yYeHUWN O6blN AOCTUTHYT 60nbWO nporpecc. Cenyac
n3BeCTHO yXe 60nee 300 XPOMOCOMHbIX CUHAPOMOB, CBA3aH-
HbIX NNU60 C U3NNWIKOM TeHeTUYeckoro martepuana, nmbo
C yTpaTow ero yactu, nmMb60 C ero NepecTPOKON.

Kak npaBu/io, XpOMOCOMHble 60/1€3HUN MPeEACTaBAAT CO-
60ii cnopagnyeckne cayyvyam B CeMbe, BO3ZHUKWIME B pe3ynbTa-
Te CNOHTaHHbIX MyTauWil B MONMOBbLIX KJeTKax O4HOro u3 po-
antenein. N Tonbko 3—5% ABNAKTCA YyHacnegoBaHHbIMM
popmamMun, nepefarvWwMMnNCad N3 NOKOMIEHNA B MOKOJIEHUE.
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XpPOMOCOMHble 60/1€3HN KnaccnuumpyroT no Tmnam BO-
B/leKaeMblX XPOMOCOM U MO BUAAM WX HapyweHus. TAXecTb
KNIMHNYECKON KapTWUHbl B OONbLUMHCTBE C/llyyaeB KOppenu-
pyeT ¢ KONMUYeCTBOM U3OLITOYHOINO UAWN HeLOCTAaTOYHOrO Xpo-
MOCOMHOro matepuana. unarHocTMKa XPOMOCOMHbIX 60nes3-
Hell OCHOBbIBAeTCA Ha KOMMJeKce KNAMHUYECKNX NMPU3HAKOB,
naTtosoroaHaTOMUYeCKOM KapTWUHbI U pe3ynbTaToB LUTOreHe-
TNUYECKOro aHasnmsa.

KnnHunyeckne NposBieHNA XPOMOCOMHbIX 60M1€3HEN CUMb-
HO BapbWUPYKT: OT HE3HAUYUTEeNbHbIX aHOManui pasBUTUA
[0 MHOXECTBEHHbIX MMOPOKOB, He COBMECTUMbIX C XMW3HbIO.
AHOManMu ayTtocoM, KakK MpaBuio, Bbi3biBalOT 60see TaAXe-
Nble HapylweHusa, YyeMm aHOManuM MO MOMIOBbIM XPOMOCOMAaM.
YCcTaHOB/IEHO, 4YTO GONbLWMNHCTBO XPOMOCOMHbLIX MyTauuil B
CucTtemMe ayTocoM fneTajibHO, B CBA3M C 4YeM 3MOPMOH Mnoru-
6aeT B paHHMWEe CPOKWU GepeMeHHOCTWU.

Ha ocHOBaHWW KAWHWYECKOW KapTWUHbI C 6O0NbLWION Be-
POATHOCTBIO MOXHO AWAarHOCTMPOBaTbL clefylume XpoMo-
COMHbIe CUHAPOMDI.

CuHapoMbl MoHOcoMUI: XO (cnmHgpom LlepelneBckoro—
TepHepa).

CuHgpowmbl Tpucomuin: 8+, 9+, 13+ (cumHapom [MaTtay),
18+ (cuHgpom 3paBappaca), 21+ (cuHapom [ayHa), 22+,
Y +, X+ (cuHgpombl Tpunno-X, KnaiHtenbTepa).

CUHAPOMbI 4YaCTUYHbIX Tpucomun: 4p+, 5p+, 7q+,
9p+ (cuHpgpom Petope), 10p+, 109+, 13g+ .

CuHpgpombl, 00ycfioBneHHble deneumammn: 4p-— (CUHOPOM
Bonbtha— XmpwxopHa),5p— (CMHAPOM «KOLWAYbEro Kpuka»),
9p- , 139- , 18g- , 18r, 21g9- , 229 .

Mo mMepe HakonneHUs cBefeHUW M 0600WEHNA AAaHHbIX,
NnPVBeAEHHbIX B /inTepaType, Mo OMUCAHWUIO OTAE/IbHbIX CNYy-
YyaeB MOCTOAHHO BbIAENAOTCA HOBble CUHAPOMBI.

B AMarHoCTMKe XPOMOCOMHbIX 60n1€e3Hel o4YeHb 60MbLIOE
3HaueHVe KVMeeT naTtoMopdosiornyeckasds xapakTepucTuka
cumMnToMoB. B HacToflee BpemMAa pa3paboTaHbl YeTKMe MaTto-
foroaHaToMM4yeckme MNpuU3HaKku, Mo3Bonswwme ¢ 601bLWON
[OCTOBEPHOCTbLIO MOCTaBUTb AMArHO3 XPOMOCOMHOro 3abone-
BaHua (I'. N. NMastok, CCCP). K aTum npusHakam OTHOCATCA:
3anajeHne KOXW B Buae rny6okoii 6oposabl mexagy | un |l
KOCTAMU MJIIOCHbI (TpUcOMUA 8), OCTPOBKM TKaHWU Cefe3eH-
KW B U3MeHeHHOW (KucTtomnbpos) noaxenyaodHon xenese,
YABOEHME MaTKU U Bjaraamuia, MHOrogosibyaTble MOYKU C
knuctamm (13+), yTonuweHue JOpCcasibHOrNo KOJleHa HWXHUX
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Afep onvB npogosrosatoro mosra (18+), natHa bpywdwnb-
fa N nepcucTnpoBaHMe aTPUOBEHTPUKYNAPHOIO OTBEPCTUSA
(21+), rmnonnasna v annasmsa Horten (9p+), «KJAKOBOBULHbIN
HOC» U caKpalibHbI CUHYC (4p—), CMHAPOM «KOLIAYbero Kpu-
ka» (5p—), peTnHo6nacTomMa U Y -06pasHbli CMHOCTO3 IV—V
MeTakapnasbHbIX KocTen (13g—), anoneuynsa (18p—), rngpo-
nnyeckas M NCeBAOKUCTO3HAA fAereHepauma OTAefIbHbIX BOP-
CVIH MNaueHTbl U rmapaHaHuedanua (Tpunaonamsa).

OpHako Kak 6bl HU 6blyla TOYHA KAWHWYecKas U natomop-
honornyeckass XapakTepucTuUKa XPOMOCOMHbIX 60ne3Hei,
OKOHYaTe/IbHbI AMAarHO3 MOXeT ObiTb MOCTaB/eH TO/IbKO Ha
OCHOBaHUM LNTOreHeTUYeCcKOro ob6cnegoBaHUA € NpUMeHe-
HVEeM COBPEMEHHbIX MeTO[O0B aHannm3a XPOMOCOM.

Huxe npuBoaAuUTCA KpaTKUIA NepeyeHb CUMMNTOMOB, KO-
TOopble ABNAKTCA MOKa3aHMAMWU A1 LUTOreHeTU4yeckKoro 06-
cnegoBaHmMsa 60/bHOTO:

1) MHOXeCTBEHHbIE BPOXAEHHble MOPOKU pa3BuTmna (c BO-
B/leYeHUEM Tpex u 60nee cucTem); Hambosnee NMNOCTOAHHbIE Ha-
pyLweHns — 3TO MOPOKM pPasBUTUA TFOJIOBHOTo Mo3ra, onop-
HO-ABUTraTeNIbHOM CUCTEMbI, cepAaLa M MOYernosI0BON CUCTEMBI;

2) YMCTBEHHast OTCTa/loCTb B COYETaHUM C HapyLUeHWem
hnsnyeckoro pasBuTuda, Aucnnasmamu, rTUMNOreHNTanan3Mom;

3) cToMKOoe nepBMYHOE 6Gecniogue MYXUYUH U >KEHLLUH
npum WCK/IKOYEHUN TUHEKONIOTMYECKOW M YypOnornyeckoim na-
Tonoruwu;

4) NpuBbIYHOE HeBblHalLLMBaHWE GepPeMeHHOCTU, 0COBeHHO
Ha paHHWUX cTaguax;

5) HapyweHua MosioBOro pasBuUTUA (TUMOroHagmM3M, Mo-
NI0Bble MHBepPCUU ” Ap.);

6) Hebonbwasa macca Tena pebeHKa, POXXAEHHOro rnpu Ao-
HOLWEHHOW 6GepeMeHHOCTH.

B HacTosuwiee BpeMsA Hapsafy € OObIYHbIM MeTOAOM ucChe-
[l0BAHMA XPOMOCOM, XOPOLIO ONMUCaHHbLIM B NInTepaTtype, Npu-
MeHseTCAa PpsAf HOBbIX WM YCOBEPLUEHCTBOBAHHbLIX MeTOAO0B
(A. ®. 3axapos, CCCP; XX. NlexxeH, ®dpaHuuns). K HuUM OT-
HocAaTcA paguoaBTorpadmyeckuin  meton, AuddepeHumans-
HOe OKpallMBaHWe XPOMOCOM (P/IIDOPOXPOMaMMU, KpacuTesieM
FMM3bl, MeToj BbisiBNeHUA AnddepeHUnanbsHOM cnmpannsa-
umn NO AJINHE XPOMOCOM, MeTOo[ rmépunansaumm HYK/eUHOo-
BbIX KWCNOT Ha LUWMTONOrMYyeckux npenaparax. HoBble cno-
cobObl OKpacKy XpPOMOCOM MO3BOJIAKT 0OHAPYXUTb pasinyus
MeXAay OTAeNbHbIMM ydacTKaMu pasHbiX XpomMocom, 6naroja-
pa yemMy cTasia BO3MOXHOMW AMAarHOCTUKA faXke He3HayuTeslb-
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HbIX XPOMOCOMHbIX NepecTpoeK. 3TN MeToAbl OCOOGEHHO BaXHO
ncnonb3oBaTb B c/Qly4yae, Korga npowvsowesn ob6bmeH pasHbIMU
ydyacTkaMmm mMexay ABYMS XpPOMOCOMaMW UM BO3HWMKaeT BOMPOC
0O MPOrHo3e 340p0OBbA OyAywW,Eero NOTOMCTBA.

LUutoreHetnyeckme MeTofbl AUMATHOCTUKU XPOMOCOMHBbIX
aHOManuii WMPOKO BHeAPEHbl B NMPaKTUKY fle4ebHbIX y4Ypex-
AEeHWUA MHOTUX cTpaH. OTyacTu 3TUM 06CTOATENILCTBOM 06bSAC-
HAaeTcA 60/NblWIOe KONMMYeCTBO AokKNagoB Ha KoHrpecce no
pe3ynbtaTaM LWUTOreHeTUYeCcKMX o6cnefoBaHUN pasIMYUYHbIX
rpynn HaceneHuns. OCo6eHHO MHTEHCMBHO NpoBoAuAUChL LnTo- |
reHeTu4yeckue MccnefoBaHMa NPU BPOXAEHHbIX MOpoKax pas-1
BUTUA, MepTBOPOXAEHUSAX, CMNOHTaHHbIX a6opTtax (P. by-
Mmunnep ¢ coasT., CLUA; B. Auknnd c coasT., KOrocnasus,
. . Naswk, . B. .Jlypbe, CCCP). MposBognnuncb uutore-
HeTUYeCcKne wunccnefoBaHMa NpM aHoOManaMAaxX MNONOBbIX XpPO-
mocom (K. BoukosBckuii, MHP; W. C. Pososckuin, WN. O3e- *
Huc, CCCP, un ap.), npu ymcTtBeHHOW oTcTtanoctu (A. CHH-
Kyc, CCCP); b. ButTtBep ¢ coaBT., '4AP, n ap.).

M3yyeHne XPOMOCOMHOro noamMmop@durimMa, KOTOpOe Ha-
yanocb TONbKO B nocnegHue 3—4 ropa, yXe fgaso BbIXof4 B
NpakTUKy 3apasooxpaHeHudA. NokasaHoO cyllecTBoOBaHWe CBA-
31 HEKOTOPbIX XPOMOCOMHbIX MOJIMMOP(PHbLIX BapMaHTOB C
MnaToNoOrM4eCKUMM COCTOAHUAMU. BPOXAEHHbIMW Mopokamu, |
HeBblHalWLlVBaHWEM 6GepeMeHHOCTW, CMNOHTaHHbIMKU abopTamu 1
(A. ®. 3axapoB c coaBT., n ap.). NMopobHas wvHpopmaymnsal
O4YeHb BaXHa [ANSA MeOun KO-TEHEeTUYECKOro KOHCY/bTUpOBa-
HUNA.

MeToAbl LWUTOreHETUYECKOTrOo WCCef0BaHUA TMOCTOAHHO |
coBeplweHcTBytoTCA. Tak, B. Xuttenbman (CLUA) npepgno-
XXWUN HOBbIAW MeTOj LUTOreHeTUYecKoro aHasnmsa B Hegensa-1
wmxeca Knetkax. PaspaboTaHbl aBTOMaTu4deckue cuUCTeMbl!
npurotosneHua (4. MenbHuk c¢ coasT., CWA) n aHannsa!
(X. KuHuynb, TAP) XpOMOCOMHbLIX MNpenapaTos.

Buoxmmunueckaa gmarHocTukKa Hac/ieACTBEHHbIX Ae(eKTOoB
obmeHa. HacneactBeHHble 3aboneBaHUsA, KOTOpble 00YyC/iOB- .
NIeHbl TEHHLIMU MYyTauuaMU, UIMEHSAKWUMU CTPYKTYpYy uUnn!
CKOPOCTb CUHTe3a 6esiIKoB, 0ObIYHO Ha3blBalOT HacneacTBeH-!
HbiIMU pedekTamMm o6mMeHa. AHanui3 nocneposatesibHOCTU!
BK/IIOUEHUSA aMUHOKUC/OT B CTPYKTYPY HOPMaNbHbIX MMYyTaH- 1
THbIX 6e/IKOB Mnokasaf, 4To 60NbLWIMHCTBO Hac/neACTBEeHHbIX!
pethekToB 06MeHa ABndeTCcA CeACTBUEM 3aMeHbl BCero nub!
OAHOW aMWHOKWCAOTbI B HOpManbHOM 6enke. Hauyano wuccne-1
[OBaHUIO Hac/eACTBEHHbIX AeddeKTOB 0O6MeHa ObI/I0 MOMOXEHO T
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aHrnmMmckum negmatpom A. FappoLoM BCKOpe rnocse nepe-
OTKpPbITUA 3akKoHOB MeHpgena B Hadane XX Beka. OH He
TO/IbKO YCTaHOBWUJ/1 HacNeACTBEHHbIW XapakTep paja peakux
3aboneBaHUM y pgeTel — anKanTOHYpPUU, LUCTUHYPUWU, TeH-
TO3ypuUnm u Ap., HO W BbiCKa3zaja afeKBaTHYK COBPEMEHHbIM
npeacTaB/leHUAM TMNOTE3y O MPOMCXOXAEHUW HacneLCTBeH-
HbIX 60se3Her o6bMeHa y 4yenoseka. Cnyctsa 50 neT ero runo-
Te3a Oblfla 3KCNEePUMeHTaNbHO MNOATBEPXAeHa.

BONbWMHCTBO HacnencTBeHHbIX AedeKToB o6MeHa o06yc-
NNIOB/IEHO MYTauUUAMW TEHOB, U3MEHAKLWUX CTPYKTYpY dep-
MEHTOB, W OTHOCWUTCHA K KJjlacCy HacneACTBEHHbIX 3H3MMONa-
TUN. 3HauYuUTeNlbHO MeHbWWUN YyAe/lbHbIA Bec cpean Hacnepg-
CTBEHHbIX AedeKToB 06MeHa UMET MyTauMOHHbIE U3MEHEHUSA
UMpKynmpyrwmx 6enkos, Kak, Hanpumep, remMornobuH wu
nnasmMeHHble 6e/1KM, U 6eNKOB, BbINOMHAKLWNX GQYHKLUN
TpaHCcnopTa pas/IMYHbIX COeAUHEHWUI 4Yepe3 KIETOYHble MeM-
6paHbl.

TAXeCTb KAMHWUYECKUX MPOABAEHWUN pasMUYHbIX Hacnepg-
CTBEHHbIX getekToB 06MeHa 3aBUCUT OT TOW PONU, KOTOPYIO
urpaet noABeprwmnimnca Mn3MeHeHUO 6eNo0K B HOpPMasbHOMN
XN3HENEeATeNbHOCTM oOpraHnuiMa, a TakXe OT CTeneHun uns-
MEHEHUNS ero CTPYKTypbl. WMN3BecTHbl 6ecCMMNTOMHO npoTe-
Kalouime HacneacTBeHHble fAedekTbl 06MeHa (NeHTO3ypus)
nnn pedekTol, NpoABNAOLWMECA TONbKO NpU npueme psaga
NeKapCcTBEHHbIX MpenapatoB (HeAOCTAaTOYHOCTb r/1FOKO30-6-
ochatgerngporeHasbl). OaHaKo 60NbLWIMHCTBO HAacNeaCcTBeH-
HbIX AeeKToB o6MeHa XapaKTepu3yeTcAa TSAXKENblM KAUHW-
YEeCKUM TeYeHMEeM U faXKe He COBMECTUMO C XU3HbIO.

XapaKTepHbIM CBOWCTBOM HacneACTBEHHbIX [AedeKToB
obmMeHa ABNSAeTCHA BblpaXeHHbIN KAWHWUYECKU Nonammop-
pusm. Moyt Kaxpgada Hosonormyeckas ¢gopma COCTOUT U3
HEeCKO/IbKUX TUNoB. Tenepb yXxe u3BeCTHO 10 dopm rnunko-
reHo3oB, 14 TMnoB mMykKononucaxapupgosos, 4 popmbl heHUN-
keTtonypumn. Kaxpgas m3 opMm mMmeeT cneynmduyeckme Hapy-
WweHUA obmeHa M ob6ycnoBsieHa MyTauuMel B COOTBETCTBYIO-
wemMm J0Kyce, T. €. AB/ISeTCA CaMOCTOATENbHOW HO30/10TU-
YeCKOW eauHULEN. B cuny BbIPpaXeHHOCTU KAUHUYECKOTO
nonnmopgmniaMa HacnefCcTBEHHbIX AedeKToB o6MeHa guarHoc-
TUKa WX [O0/HKHa O6blTb OCHOBaHa He TO/IbKO Ha OCHOBaHWUWU
KINHUYECKUX MPOSABNEHWA, HO U Ha NPUMEHEHUN BUOXUMU-
YeCKMX MeTOonO0B.

B ob6wem BuAe OCHOBHble MOKaszaHWA [N1A MNpoBefeHUS
OUOXMMUYECKUX UCCNefOoBaHUIN crepyowmne:
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1) ymcTBeHHas O0OTCTanoCTb — W30/IMpOBaHHass U B CO-
yeTaHUM C NaToONOrMewr APYrux OpPraHoOB U CUCTeM;

2) NCUXMYeCKMe HapyLleHUSs — pPacTOPMOXEHHOCTb WK
ayTusMm, paedhekTbl MNoBeAeHUA, AW3NeKCUA, ananua, nertap-
rmsi, CHMXXeHMe namaTv M T. n.;

3) HapylweHne PM3NYECKOro pasBUTUS — HenpaBU/bHbIN
pPOCT C WCKPMBMAEHUEM KOCTel TynoBuuUla W KOHEYHOCTEMN,
YypesMepHOoe OT/IOKEeHWUEe Xupa, TYronoABMXXHOCTb UM pas-
60NTAHHOCTb CyCTaBOB, M/0X0e 3peHne UNM nonHas cnenoTa,
TYroyxocTb WAM FNyX0oTa, HapylweHune 0O60HAHMUSA, aHOMalb-
HblW POCT N CTPOEHWe BOSOC, HOrTen;

4) cypoporun, MbilleyHass TMNOTOHMUA, TUMO- U TUNEPMNUr-
MeHTaunsa, POTOUYYBCTBUTENbBHOCTb, XXENTyXa;

b) HenepeHOCMMOCTb OTAENbHbIX TMULLEBbIX MNPOAYKTOB
N NeKapCTBEHHbIX MpenapaTtoB, HapyLleHMUA NulleBapeHns —
yacTas pBOTa, AMapes, XWUPHbIW cTyn, renato- U cniaeHome-
ranus;

6) noyeyHoOKaMeHHass 60M1e3Hb, HeOObIYHbIV LBET M 3anax

MOYMN.

HacnenctBeHHble gediekTbl o6MeHa AMArHOCTUPYHOTCA Ha
Tpex YPOBHSAX MPOABNEHUA [elACTBUA reHa: 1) monekynsp-
HOM (onpejeneHve CTPYKTYpbl 6enka WAM ero KosunyecTsa);
2) K/neToyHoOM (onpegeneHve gedeKTHbIX pepMeHTOB); 3) op-
raHM3MeHHoMm (06Hapy>XXeHue MPOMEXYTOUYHbIX MeTabonuToB
B 9KCTPAK/IETOUYHbIX XXWNAKOCTAX).

MepBblA YpOBEHb AOCTUTHYT TO/IbLKO ANA OA4HOW rpynnbl
HacneACTBEHHbIX  Aed)eKTOB — reMors106MHO308B.
aMUHOKWMC/IOTHbIX MocnefoBaTe/lbHOCTENM MYTauWOHHO

AHanns J

ns-Ly,

MEHEHHbIX T[/T0O6UNHOBbIX LLGHEVI MoO3BOJ/INN BbISBUTb TEHETU- J

YeCKWU pOedpekT, nexawmin B OCHOBe 3TUX 3aboneBaHU,
onucatb MHoOroo6pasme wux popm, obecrnevymTb TOUYHYH Auna-
rHoctnky. Ha KoHrpecce 6bl1a npofeMoHcTpupoBaHa pabo-
Ta C. A. Helidaxa c coaBT. (CCCP) no nsy4yeHn Monekynsp-
HbIX OCHOB naTtoreHesa 6o0se3HN BunbcoHa— KoHoBanosa.
OHM nokasanu, 4To MMeeT MecTo M3MEHEHME CUHTE3a N CTPYK-
Typbl uepynoniasMmHa, CBA3aHHOe ¢ MyTauusaMu.
Buoxmmuyeckme wuccnefoBaHUA Ha YPOBHE K/NETOYHbIX
KYNbTyp SIBAAKTCHA ceilvyac OCHOBHbIMW MeTOAaMu ANarHoCTu-
KW aH3Mmonatuin. B aToi o6nacTtu MUCMoNb3yTCA COBPEMEH-
Hble OGUMOXMMMYECKUE MeTOoAbl, M3yyawu,me akKTUBHOCTb MoO-
BpeXaeHHoOro depmeHTa. Yale
3aboneBaHUM, NPUN KOTOPbIX BUOXUMUYECKNIA AedeKT NoKanu-
30BaH B [OCTYNMHOM ANns wuccnegosaHusa martepuane (KpoBb,

N

1
1

BCero 9aTo Kacaetca Tex!

y

KoXa, 6uonTar nevyeHn). Taknm mccnegoBaHmUamMm 6b1s10 NOCBA-
weHo MHoro goknapos (JI. TuHTepuc, A. KHann, KO. Benb-
Tnwes, FAP, CCCP, n ap.). O6Hapy>XeHbl MNepBUYHbLIE fAe-
bekTbl Ha ypoBHe MeTabosmyeckon uenu 6onee 4vem ana 400
Hac/eACTBEHHbIX [AeeKToB 06MeHa.

MccnegosaHuUa Ha ypOBHe opraHuima, T. €. Ha YpOBHe
MnaTosiorTUYecKUX MeTabosiIMTOB, TMPUBENN K BbIABIEHUIO
60NbLIOro KONMMYecTBa HOBbIX Hac/ieACTBEHHbIX Aed)eKTOoB
obMeHa. 3T MeToAbl ABNAKTCA OCHOBHbIMU B MpPaKTUKe 34pa-
BOOXpPaHeHUSA, ANA HayUHbIX Lie/Ier OHW MOYTU He MPUMEHSAIOT-
ca. Hanpumep, 6e3 onpegeneHnUs KOHUEHTpayuuu HaTtpus wn
X/fiopa B MoTe MNpU AMNArHOCTUKE MYKOBUCLMAO03a He MOXeT
060MTNCL HU OfHA KIMHUKA.

BbicOKMMK Temnamum BeAyTCA MOUCKU MNepBUYHbIX 6MO-
XUMUYECKNX [edeKTOB MpPu pas3HbIX Hac/eACTBEHHbIX MOHO-
reHHbIX 3ab6onesaHuax. B HacToAwee Bpema ana 150 Ha-
CNneAcTBEeHHbIX fAedeKToB obMeHa TOYHO s0Kanu3oBaH 6MO-
XUMUNYECKU fedeKT Ha YpOBHe MYTaHTHOro 6enka. 3tu pe-
3yNbTaTbl OYeHb BaXHbl A9 pa3paboTKM HOBbIX MeTOAO0B
AVAarHOCTUKWN HacneACTBEHHbIX GO0ONe3HeNn.

dKcnpecc-AnarHoCTUKa HacneAcTBeHHbIX 60ne3Heli. 3Ha-
HVe NPUHUUNOB (PYHKLUWOHMPOBAHUA MYTAHTHbIX FTeHOB MO3-
BONMNO pa3paboTaTb 3KCMpecc-MeToAbl aKTUBHOM AunarHoc-
TUKWU pAfa HacnencTBeHHbIX 60/M1e3HEeN Y HOBOPOXAEHHbIX U
cneyuanbHbIX KOHTUHIEHTOB 60/bHbIX. K KOHUY 60-X rogos
6bln  paspaboTaHbl TakK Ha3blBaeMble rMpocenBarowime (Ux
Ha3blBaKT TaKXe CKPUHUPYIOLWMUMMN) NporpaMmmbl, MOCTENEH-
HO BHeJpfeMble B MpPaKTUKYy 34paBoOXpaHeHUs. B HeKoTo-
pbIX CTpaHaxX OHW 3aKoHOAaTe/IbHO 3aKpenseHbl.

CyuiecTByeT ABa BuMAa npocemsaloLWmx nporpaMmm — mac-
COBble M CeNleKTUBHbIE, KOTOPble pa3/sinyalTcsa KakK no CBOUM
3afjayaM W NMpakTUYecKOMY BbIXOoA4y, TakK U B METOAMNYECKOM
OTHOWweHUN. TlepBble TMPUMEHATCA A9 HeoTo6paHHbIX
rpynn HaceneHwus, BTOpble — A5 BbIGOPOYHLIX rpynn no-
BbILLEHHOIO pUCKa:

MaccoBoe «npocemBaHue» OMpasAaHO ANA TAXKeNbiX 3a-
6oneBaHNM, WUMelOLWMX [OCTATOYHO BbICOKYK 4acToTy pac-
npocTtpaHeHns (He HMxe 1:10 000), Ang KoTopbIX paspaboTa-
Hbl MeTOAbl Tepanuu. ONTuUManbHbIA CPOK 06cnefoBaHUSA —
3TO NMepuoa HOBOPOXAEHHOCTU U FrPpyAHOI Bo3pacT (3—8 Hep).
Onsa HOBOPOXAEHHbIX O0OOBEKTOM WCCNef0BaHUA SABNSETCA
KpOBb (MYMNOBMHHAA W KanunnapHasa), ANns8 AeTeil paHHero
BO3pacTa — KanuanapHas KpoBb U mMo4da. MaccoBble npoceu-
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BalollMe nNporpaMmbl O06bIYHO MPOCTbI B MPUMEHEHUW, pac-
CYMTaHbl Ha BbiiBNeHMe HebonbLWOro ymcna 6onesHein. Kak
npumMep 3TUX NPOrpamMmm MOXHO MPUBECTU BbiaBAeHUE (heHUN-
KETOHYpuUWU, ranakto3eMmun. TONbKO Ha (EeHUNKETOHYPUIO
obcnepoBaHo 60nee 28 M/IH. HOBOPOXAEHHbIX, 60nee 2 ThbIC.
paHee 06peYeHHbIX 60/IbHbIX CTan N MOJIHOUEHHbLIMU 4Y/leHaMu
ob6ulecTsa.

CeneKTUBHOE «MpPOCEMBaHME» MpeAHasHa4YeHO AN KOH-
TUHIEHTOB, B KOTOPbIX OXWAaeTcA HakonjeHune HacnenCTBeH-
HbIX 3aboneBaHWn (NayueHTbl KIAWHWUK, AOMOB WHBaNUAoB,
cneywkon v Ap.). OHO ABNAETCA TaKOW Xe HeoTbemsieMoii
4acTbl MPaKTUYECKOro 34paBOOXpaHeHUs, KakK W MaccoBoe
«npocenBaHue». B HacToswee BpeMsA pas3paboTaHbl nokasa-
HUA K «MPOCEeMBaHUIO» — rMepevyeHb KAMHUYECKUX CUMATO-
MOB. Ha OCHOBe OLEHKW KJ/IMHWYECKOro COCTOAHUA WU aHaM-
He3a MNPOBOAMUTCA TaK Ha3blBaeMbli KAWHUYECKUIA OT6Op.
3aTeM MpPUMEHSAITCA COOTBETCTBYHOLUWME nabopaToOpHble Tec-
Tbl, paccyuTaHHble Ha [AWNarHOCTMKY LUNPOKOro Kpyra Ha-
CNefiCTBEHHbIX OOME3HEN.

XapaKTepHbIM CBOMWCTBOM MNpOCeMBalOLLMX MNporpaMm
ABNSAETCHA [ABYX3TanHOCTb AMArHOCTUKM 3aboneBaHUA: nep-
BblA 3Tan — «MpoceMBaHWe», obGecneymBarollee npegnosno-
XUTeNbHOE BblAB/IEHNE B60NbHbLIX, BTOPON— UAEHTUUKAL NS
60/MbHbLIX cpean Trpynn nNpeanosioKUTENIbHO MOPaXeHHbIX ¢
nomMoLwibto 60siee TPYAOEMKUX U TOYHbIX METOLOB McCCnefoBa-
HUA, T. €. YTOYHEHMEe K/IMHWUYECKOro guarHosa. lNpocenBato-
Wme NporpaMmbl, KaK MaccoBble, TaK U CefleKTUBHbIe, NMeLOT
npocunnakTnyeckyo HanpaBleHHOCTb, TaK KaK 60/1bHble MO-
rytT 6bITb BblsiBIeHbl B AOK/IMHWYECKOMW (ba3e WM B Hauane
3abonesaHuna. lNpun HanMuuu MeToA0B MNPOPUNAKTUYECKOTO
NeYyeHUs BO3HUKHOBEHMWE KJ/IMHUYECKMX TMposBieHUn 3abo-
NeBaHUA MOXXeT OblTb MNpPefoTBpaLleHo.

Kpome nporpamm, BbISABAAKOLWMUX TFOMO3UTOTHbLIX HOCU-
Tene (amarHocTmka 60Nne3HeN), CyLLeCTBYEeT «MpPOCENBaAHUE»
Ha COCTOAAHWE FeTepPoO3UroTHOIN0 HOCUTENbLCTBA, YTO MO3BONSAET
NPOBOANUTL MeAMKO-TeHEeTUYECKOe KOHCY/NbTUPOBaHUE eLle
[0 poxAaeHns 60onbHOro pebeHka. MNMpumepamu Takux nNpo-
rpaMm SABNSAKTCA MNpoceMBaloLliMe MporpamMmmbl Ha reTeposu-
roTHOe HOCWUTeNbCTBO 60/ne3HN Tea — Cakca cpean eBpees
awkeHasn, 6eTa-TanacceMmMm U aHOMaslbHbIX TreMOrn106MHOB
cpeau HerpuTsaHCKOro HaceneHms B CLUA u xuteneih Cpeg-
Hen Asmnm CCCP (P. @. lNapbkaBueBa) W cpeay HOBOPOX-
OeHHbIX Ha Kyb6e (/1. Xepepepo, J1. NpaHaa).

156

B HacTofwee Bpemsa ANA NpocemBalwWmMxX nporpaMmm npu-
MEHSAKTCA crefyrouime metogbl: MUKpobumonornyeckme, 6uo-
XUMNYECKMNE U LNTONIOTUYECKUE.

Munkpobmonornyeckme MeToAbl MOCTPOEHbI Ha WCMOJ/b30-
BaHUMN MPOTOTPOHBLIX N ayKCOTPOHbLIX LWLITAMMOB pPas3/inyHbIX
MWKPOOPraHM3MoB. B 0CHOBe NepBOM rpynnbl MeTOAOB Jfle-
XUT NpUHUUN «6akTeprnanbHOro MHIrM6mMpoBaHUA» C UCMOJb-
30BaHMEM TMpPeuMyLecTBEHHO crnopoob6pasyruwero MUKpPO-
opraHmsma B. subtilis. Takon meTopn 6bln pa3paboTaH ame-
PUKaHCKMM yuyeHbIM FaTpu n B 1961 r. 6611 npucnocobneH gns
MaccoBOoro o6cnefoBaHUA HOBOPOXAEHHbIX Ha (PEeHUNKETOH-
yputo, 3aTeM Ha NnelyuHo3, TUCTUAUHEMUIO, TOMOLMUCTUH-
ypulo, TUPO3UHEMUIO U ranakTosemmio. B Hactosuwee Bpems
TecT laTtpu ucnonb3yetca 6osiee yem B 50 3apy6exHbIX na-
6opatopuax. Ona BblABNeHUSA (PEHUNTKETOHYPUU OH YyTBep-
XAEeH 3akoHopgartenocteoM B 30 cTpaHax mwupa.

MeToAbl, NCMONb3YOLULME ayKCOTPOHbIE LWITaMMbl, BbIfAB-
NAKT HacnefCcTBEHHble fAedeKTbl, CONPOBOXJAatolWMecs Ha-
KOM/JeHnemM B KPOBM 60/1bHOr0 Tex MeTabosintos, 6e3 KOTOPbIX
He MOXEeT pacTu MYTAHTHbIA MUKPOOPraHM3M Ha MUHUMalb-
HOWM nuTaTenbHOW cpefde. AyYKCOTpOodHble wWwTaMmmbl E. coli
AN BbIABNEHUA HacNeACTBEHHbIX fed)eKToB 06MeHa 6binn
MoaudmymnposaHbl . M. FTonbadap6om B 1968 r. Mony4eHsbl
ayKcoTpoHble wtaMMbl No 10 aMMHOKUCIOTAM M HEKOTOPbIM
yrnesogam. HepgoctaTtkoM meToga fABNSeTCA Heob6X0AMMOCTb
MOCTOAHHOIO KOHTPOJIA 3@ COCTOSAHMEM MUKPOOOB, TakK Kak
Y HUX BO3MOXHbl 06paTHble myTauumn. MIcnonb3yoTca Takxe
ayKCOTpOHbIe WTaMMbl HEKOTOPbIX MOJIOYHOKMUCbLIX 6akTe-
puvin n3-3a 6onee HU3KOW 4YacToTbl 0O6pPaTHOro MyTUpPOBaHUA.
NwmeroTca gaHHble 06 MCNOMb30BaAHUM 3TUX MeTOLOB B MpPO-
cemBawW KX nporpammax Ans o6cnefoBaHMss HOBOPOXAEH-
Hbix B CCCP n LlBeunw.

Buoxmmmyeckme MetoAbl BKAOYAKT HAO0P KayeCTBEHHbIX
M MNONYKONNYECTBEHHbIX TECTOB C MOYoW (ypuHanusuc), 6y-
Ma)>KHYK XpomaTorpacpuio, TOHKOCNOMHYK XpomaTorpacduio,
dbroopomMeTpmnyeckmne MeToabl, onpegeneHne akTUBHOCTU dhep-
MeHTOB. [MpuHLUMN NporpamMm ¢ NpUMeHeHNeM BGUOXNMNYECKUX
MeTOA0B COCTOUT B nocnegosaTe/sibHOM (MNO3TanHOM) UCKKOYe-
HUN onpegeneHHbIX rpynn 6ose3Her n ganbHenwem 6onee
rnyboKoM wuccrnefoBaHUM KOHKPETHO (hopMbl 06MeHa.

BrnepBble 6bIN10 MpoBefeHO 06cnefoBaHMe YMCTBEHHO OT-
cTanblX [feTer Ansa onpefeneHUs 4acToTbl (DEHUIKETOHYpPUMN
nocne obHapyxeHuns ®denuHrom B 1934 r. peakumm peHUn-
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NMUPOBUHOTPagHOM KWUCNOTbl C XJOPHbIM >Xene3om (nNpobn
dennHra). B HactoAawee BpemMsa 6MOXMMUYECKNE MPOCENBALOD-
wme nporpaMmbl MNONYUUNU LWNPOKOE pacnpocTpaHeHHO,
B Hauane 70-x ropoB 6blsia paspaboTaHa nepBass OTeYeCTBEH*
Hasa nporpamma A/ OLHOBPEMEHHOIO BbIAB/IEHNA 60NbLIOID
CneKTpa Hac/neACTBeHHbIX geekToB o6meHa (okono 60) cpean
pasHbiXx rpynn 6o0nbHbIX. Ha KoHrpecce 6bin10 coobuieHO 06
yCOBEpPLIEHCTBOBaAHHOW ©N 60/ee 3KOHOMWYHO nporpamme*
ansa sbisBneHmnsa 80 6onesHenn (A. 3. MapTtuHcoH, K. A. Kpun-
cHononbckasa, CCCP).

B nocnegHuve rogbl noABUACA MeTOoj OonpefesieHNsa akKTUB-
HOCTM (DEePMEHTOB, NMPUeMNeMblii ANA MacCOBOro «nNpocenBa-
HUA». OTO MeTof4 «hnropecyumpyowmnx naTeH» bonTnepa gnsa
MONYKO/TMYECTBEHHOM OLEeHKU aKTUBHOCTU HAL- 7
HAL® - 3aBUCUMbIX 3PpUTPOLUTAPHBIX (PEPMEHTOB, a TakXe
ANna onpefeneHnUs akKTUBHOCTU ranakTOKUHAa3bI.

LUuTonornyeckne metogbl NMPUMEHANTCA LA ANATHOCTWU-
KM XPOMOCOMHbIX 60ne3Hein. Hambonee pacnpocTpaHEHHbIM
MeTOLOM ABNAETCHA onpefeneHMe NMOMOBOr0 XpoMaTmHa B 3L LW
Tennn cnnu3nctom wekn. Cero NOMOLWbLI MOXHO AMArHOCTU-
poBaTb YMC/IOBble aHOMaZMM MO MOSIOBbIM XpoMocomMaM (CUH-
apom KnaiiHbenbTepa, cnHgpom LlepeweBckoro— TepHepa,
Tpunno-X). C noMouwbio 3TOro MeToda MOXHO o06cneposathb
6onbWwMe KOHTUHIEeHTbl fJeTell C OTHOCUTE/IbHO HebOoNbLIOW

3aTpaToii BpemeHU. CpegHas 4vacToTa aHOManwuii, guarHoctTund

pyemMbiX 3TuM meToAom, cocTtaBnaet 1 Ha 500 HOBOpPOX[AEH-
HbiX. pocToTa METOAUKW MNPWU CPaBHWUTENbHO BbICOKOW pas-
pellatLwein cnocobHOCTU onpepenseT uyenecoobpasHOCTb ero
npumeHeHna Ana o6cnegoBaHUA  BCeX
Opyron akcnpecc-mMeToA ¢ MCNONb30BaHUEM (PNOOPECLEHTHOW
MUKPOCKONUN MNPUMeHSAeTCS ANS ANAarHOCTUKKM [06aBOYHOM
Y -XpPOMOCOMBI.

NN30M Kapuotumna.

HOBOPOXXAEHHBbIX,!

BbiiBNeHHble TakMm 06pas3oM aHeynaouaunu!
Mo MOMOBbIM XpoOMOcOoMamM o06s3aTeflbHO MNPOBepPATCS aHa-i

Takum o6pas3om, «MpocemBaloLMe» NPOrpaMmMbl CTanun Ba- 3

XHOW 4YacTblo COBPEMEHHOro MPaKTMYecKoro 3JpaBooOXpaHe-
HUS.
BaHMI0O HOBOPOX/AEHHbIX, MOCKONbKY ANS psga HacneACcTBEH-
HbiX [AedeKToB pa3paboTaHbl MeTOAbI

WMNPEHNIO MacCoBOIro «npocenBaHmMA» HOBOPOXAEHHBLIX MYyTEM
BBeAEHNA TeCTOB Ha TaKWe TAXeNble HacneagCTBeHHbIe 3a60-

OCHOBHOe BHWMaHWe yjaenseTca MaccoBoMy o6cnepo-1

npodunakTndeckom 1
Tepanuu. B nocnegHune rogbl Hame4daeTcss TeHAeHUMSA K pac-1

NneBaHNA, Kak MyKOBUCLUMNAO03, TUNOTUPEOD3, HEAOCTATOYHOCTL 1
]
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anba-l-aHTUTPUNCMHA, MbllledyHasas agucTtpodpus LrweHHa.
IloBCeiHEBHbIM CTAHOBUTCSA W «MNpocCemBaHue» cneuunanbHbIX
KOHTUHIEHTOB 60NbHbLIX. Pe3ynbTaTbl WUCMOMb3YKTCA Kak
AN npoBefeHMs naTtoreHeTMYecKM OOBOCHOBAHHOIO JieHEHUS,
Tak U ANa opraHu3auum MeguUKO-TeHeTUYeCKOro KOHCYNbTU-
poBaHuA.

OdwvarHocTnka reTepo3nUroTHbIX COCTOAHUW. BaXHbIM foc-
TVOKEHUEM MONEKYNAPHON N BUOXNMMNYECKOWN TeHETUKU SABNSA-
eTCAa BO3MOXHOCTb onpefesieHNUA reTepo3nNroTHOr0 HOCUTEeNb-
CTBa pPeLeCCUBHbIX TFeHOB, YTO OCOGEHHO LEHHO NPV MEeLUNKO-
reHeTUYeCKOM KOHCY/NbTUPOBaHMU. [OnarHocTmka retepo-
3UTOTHOTO COCTOSIHUA Yy poauTesien 60NbHbLIX AeTel, a TakxXxe
y UX 6patbeB W cecTep ABNsAeTCHA Heob6XxoaMMOW nNpu onpepe-
JIEHUX MpPOrHo3a MOTOMCTBA ANIA PELECCUBHbIX U X-CLENeH-

HbIX 3a6oneBaHMin. OCO6EHHO 3TO BaXHO ANA MNpocnek-
TUBHONO KOHCYNbTUpPOBaHWUSA, T. €. ele [0 pPOXAeHUSA
aeTen.

BbisiBNeHMEe COCTOSAHMA HOCWUTENbCTBA MOXET OCYLLecTB-
NATbLCA HECKONbKMMU NyTAMU. Bo-nepBbiX, B HEKOTOPbIX
cnyyasx nomoraet noagpo6Hoe n3yyeHUE MUKPOCUMMNTOMOB
3abonesaHnsa. Tak, Hanpumep, HOCUTENbCTBO TreHa aHoOm-
TaNnbMUWN MPOABNAETCA YMEHbLIEHHbIM pa3MepoM Trna3HbIX
A6/0K, reTepo3nuroTbl Npu X-CUENIeHHOW MbILEYHON A[un-
cTpocoun [ouweHHa WMeT TMOBbILEHHOE CcojepXaHue B
KpOBU (hepmMeHTa KpeaTUHMOCHOKMHAa3bl U T. [.

B pape cny4yaeB retepo3MroTHOe HOCWUTENbCTBO MYTaHT-
HOro reHa MOXeT OblTb YCTAHOBJ/IEHO C MOMOLWbI TaK Has3sbl-
BaeMblX Harpy3o4HbIX TecTOB. Y TreTepo3urotr no eHunn-
KeTOHYypun nocne npumema eHmnanaHnmHa obHapyXmnBaeTcs
NOBbILLEHHOE €ero cojepXaHue B KPOBWU IO CPaBHEHWUIO
C KOHTponem. Harpyska >XuUpom ob6neryaeT BbliABleHUE
reTepo3NUroTHOCTM MO 3CCEHLUWMaNbHOW runepavneMmun, ca-
Xxapamm — npu pgucaxapuvpasHo HeAOoCTaTOYHOCTWU.

FeTepo3nroTHOe HOCUTENIbCTBO HEKOTOPbIX TEHOB MOXeT
O6biTb BbISIBJIEHO C MNOMOLbLID MUKPOCKOMWUYECKOro wuccneno-
BaHWA KNeTOK KPOBU W TKaHeW. MNpun HeKOTOpbIX 60M1e3HAX
HakonfeHUsa B NuMAounmTax U KNeTKaxX KynbTypbl KOXHbIX
dbnbpob6NacToB reTepPoO3nUTroTHbIX HOCUTENerW MOXHO O06Hapy-
XWNTb aHoOManbHble BKAYeHUA. Tak, nNpum AUMNunosax
o6HapyXmnBaKwTCA MNeHUCTble Nunugocogepxawme KIeTKu,
NpU Tr/INKOFeHo3ax — CKOMJeHNA T[NuUKoreHa, nNpu MYKO-
nonucaxapmposax — MeTaxpomaTuyeckue 3epHa, cogepxa-
Wwue MykKononucaxapupgsbl.
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Mpn HeKOTOPbIX pPeuecCUBHbIX HacneacTBEHHbIX 3a60-
NeBaHUAX reTepo3UroTHOe HOCWUTE/IbCTBO MYTAHTHOrO reHa
MOXeT O6biTb pacrno3HaHO C MNOMOLWLbI MPSAMOro onpegeneHus
aKTUMBHOCTM (pepmeHTa, MocTpajaBliero B pe3ynbTate My-
Tauum. 3DTO, B YACTHOCTU, BO3MOXHO nNpun remodPpunnu,
ralakTo3emMmmn, HeaocTaTOMHOCTU T[NHOKO30-6-hocchaTtaerng-
poreHasbl, akatanasmm v Npu apyrnx zabonesaHusAax c ycrta-
HOB/MTIEHHbIM MEePBUYHLIM OUOXUMUYECKNM [eeKTOM.

Ycnexu B 06s1acTM BMOXMMMUYECKOW TeHeTUKU Ccnocoob-
CTBYIT 60/€e LUMPOKOMY BHELPEHUID METOLOB AUATHOCTUKMU
reTepo3nUroTHOro HoOCUTenbCTBa B MNpaKTuKy. Ecnum Bcero
nnwsb 15 neT Hasag MOXHO Obl/I0 AMarHOCTUpPOBaTb TObKO
10— 15 reTepo3UroTHbIX COCTOSSHWI, TO celnyac — 6Gonblle
200. OpgHako npo6semMa BbIAB/IEHNA TeTEePO3UTOTHbLIX HOCU-
TeNnei MyTaHTHbIX TeHOB MNOKa He peweHa. BoNbWWHCTBO
MEeTOLO0B AUWAarHOCTUKU TeTepo3nUroTHOCTM He umeer 100%
paspewatu,en crnocob6HOCTU U NO3BONAET CyAUTb O retepo-
3UTOTHOM COCTOSSHUW NULWb C TON WIN WUHOW CTEeMNeHbl BeEPO-
ATHOCTW. [JloCTOBepHOe onpegeseHNUe HOCUTeNbCTBA BO3-
MOXHO MOKa 4YTO nNpu HebONbWOM 4ucne HacneaCTBEHHbIX
60ne3Hel, Korga retepo3nroTbl YEeTKO OT/IMYalOTCss OT HOp-
ManbHbIX TFOMO3UTOT. W, HakKOHeLl, CyuU,eCTBYeT MHOr0O Ha-
CNneAcTBeHHbIX 3abo0neBaHMi, NPU KOTOPbIX METOAbl reTepo-
3UTOTHOW [MAarHOCTUKWM Boobue He paspaboTaHbl.

MpeHaTanbHasa gnarHocTuka. MNMpeHaTanbHas AMarHoOCTuU-
Ka WMeeT WCKAKYUTENbHO BaXHOE 3HayYeHUe Npu MeaunKo-
reHeTUYEeCKOM KOHCY/NbTUPOBaHUW, MNO3BONAS MEPEenTm Ot
BEPOATHOCTHOrNO K 0A4HO3HA4YHOMY MNPOrHO3MpPOBaHUIO MCXoAa
6epeMeHHOCTU B CEMbAX C OTATOWEHHOMN HacneACTBEHHOCTbIO.
O6WwenpUHATLIMM  MOKa3zaHUAMW [NS  [AOPOAOBOWM AMarHo-
CTUKW ABNAKOTCA cnepgywuwme: 1) ToyHOe YyCTaHOBJ/IEHUE
HacneACTBEHHOro 3aboneBaHMA B CeMbe; 2) reTtepo3nUroTHoe
COCTOAHME Yy 060MX poauTene NpPmM ayTOCOMHO-pPeLecCMBHbIX
3aboneBaHUsAX WAW TONbKO Yy MaTepu — npu X cuenseH-
HbiX pedekTax; 3) Bo3pacT MaTtepu cTapwe 35— 40 net
(n3-3a  yBENMYEHUS YacTOTbl XPOMOCOMHbLIX aHOManui B
rametax TaKuUX D>KEHUWUNH).

Onsa npeHaTanbHOW [AWMAarHOCTUKKM B HacTosliee BpeMs
NPUMEHAKTCA Y/bTPa3BykKoBOoe cCKaHUpoBaHMe (Y/1bTPacoHO-
rpacpma), amHUO- N PeToCKONUA, KOHTpacTHas pPeHTreHo-
rpadouns, amHUOLeHTe3, onpegeneHme a-hetonpoTeMHa B
KPOBN OepeMeHHbIX XEHWMH WU B aMHWUOTUYECKOW XWUAKO-
cTU. Onsa nepBbiX Tpex MeTOA40B O00bEKTOM uccrefoBaHUSA
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ABNSAeTCA Ma0L4, OHU MPUMEHSOTCA B OCHOBHOM ANA AMaArHO-
CTUKN BPOXAEHHbIX CKENIeTHbIX aHOManun.

Ona pnarHocTukm 6GonbwWmMHCTBaA 3ab6oneBaHU nnopga
Heob6xo4MMbIM MaTepuanom f[NA  WUcCCNefoBaHUA ABNAeTCA
aMHMOTMYEeCKass XUAKOCTb C coAepXawuMucs B Hel KneT-
KamMu nnaopga, noJsiyyaemasas MeToAOM amHuoueHTesa. AnA
nccnegosaHusa Tpebyetca 7— 10 MA aMHUOTUYECKON XWpA-
KOcTM. ONTUMaNbHbIA CPOK MNPOBeAEeHUA aMHUoueHTe3a —
14— 16-9 Hepena 6epeMeHHOCTW.

B HacTofAwee BpeMsa C NOMOWbI aMHMUOLEHTE3a MOXHO
onpeaennTb nona nnoga (4T0 BaXXHO nMpu  X-cuenneHHbIX
3aboneBaHMax), pAuarHoctTmpoBaTb BCe XPOMOCOMHble 60-
nesHu, 60 HacneaCTBEHHbIX 6o0ne3Her o6MeHa BeuLecTs,
HeCOBMECTMMOCTb MaTepnm U TMJoja No 3pUTPOUUTAPHBLIM
aHTureHam. Cpeaun 6onesHeil o6MeHa AuarHocTupyrTcA
Takue Taxenble Popmbl, Kak 60ne3Hb Tea — Cakca, CUH-
apom Jlewa — HwuxaHa, MyKononumcaxapuaossl. C no-
MOLWbLID aMHHOCKONMUW 6narogapa nony4vyeHutwo OGuonrtarta
KOXWN nnoja U KPOBU M3 NYMNOBUHHBIX COCYAOB MOXHO [AWU-
arHocTMpoBaTb TremornobmHonaTtuun, I3IPUTPOLUTAPHLIE 3H-
3mMmonaTum U UMMYHOLe(PULUUTHbIE COCTOAHUSA.

OCHOBHYIO LEHHOCTb A/ AMArHOCTUKW Hac/neACTBEHHbIX
60ne3Hel NpPeACTaBAAKT KY/bTUBUPYeEMble KNETKW aMHWUO-
TUYECKOW XupkKocTu. OHM cnayxXaT MWCTOYHUKOM AuarHo-
CTUKN XPOMOCOMHbIX aHomManuin, nona nnoja, HacneacT-
BEHHbLIX pgedekToB obmeHa. lNpoueaypa BbipawumBaHUA Kie-
TOK 3aHUMaeT B cpefHem 2—3 Hepg ANdA aHanm3a KapumoTtmna
n 4—5 Heg ANa OMOXMMMUYECKUX wnccnepoBaHuii. OpHako
ceyac paspabaTbiBalOTCA OUOXUMUYECKUE MUKPOMETOAb,
AN KOTOpPbIX TpebyeTcA MeHblUee KOJIMYECTBO KIETOK,
a, cneposaTesibHO, COKpauiaeTcsd CPOK KY/bTUBUPOBAHUA.
MpoBoanTCca TakXe OUMOXMMUYECKOe wuccrefoBaHMe aMHMUO-
TUYECKOW XWUAKOCTU U HEKYNbTUBUPYEMbIX KNETOK, HO OHO
MMeeT JNUWb BCNoOMoOraTenbHoe 3HaydyeHue. WcknwyeHune
cocTaBnsaeT AuarHOCTUKa W30aHTUTEHHOMA HECOBMECTUMOCTWU
Matepu M nnaopa. 0N OUEHKW COCTOAHMA nnoja npu pesyc-
KOHM/INKTHbIX 6epeMeHHOCTAX WCMONb3YKT CMNeKTpodoTo-
MeTPUYecKUin MeToL oOnpefesieHNs KOHUeHTpauum 6unun-
pybuHa B aMHWUOTUYECKON XMAKocTU. [pu BbipaXeHHOM
MOBbILLEHNWN KOHUeHTpaunun 6mnupybmHa nokasaHO Hemep[-
NIeHHOe popjopaspelweHne Cc nocnefyrouwiMm O6MeHHbIM nMe-
pennBaHMEM KPOBW HOBOPOXAEHHOMY WM BHYTpPUMaTO4Has
remMoTpaHcysna ANA COXPaHEHUS >XWU3HU noja.
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MeToabl npeHaTaNlbHOW AUArHOCTUKWN HacnefCcTBEeHHbIX
60se3HEN YyXe MNPOYHO BOWIM B MNOBCEAHEBHYH MPakKTUKY
MeAN KO-TEHETUYECKOro KOHCY/NbTUPOBaHUA. YXe cAenaHbl
LECATKM ThbiCAY aMHMoOUeHTe30B. Ecnam  Ha npeabigyuiem
KoHrpecce 6blnn npeacTtaBfieHbl egUHUYHbIE PaboTbl Ha 3Ty
Temy, To Ha XIV KoHrpecce 3atoi npo6neme 6bi/1I0 OTBEAEHO
6onbwoe mecto. Coobuianocb Kak 06 onbiTe paboTbl 60/b-
WMX LEeHTPOB N0 nNpeHaTanbHOW punarHoctuke (A. Tepbwu,
X. Hagnep, CLUA), Tak U 06 OTAENIbHbIX CNy4Yasx BHYTpPW-
YyTPOOHOMN AVNAarHocTuKM. cuHgpoma Jlewa — HwuxaHa
(b. Bbakeih m B. HwuxaH, CLUA), XpOMOCOMHOW natonornu
(X. KesHep, T4AP) wn gp.

B HacTofAwee BpemMsas B Mupe opraHmsosaHo 6onee 50
LEHTPOB MO MpeHaTa/ibHOW [AWNAarHOCTUKe, B ObICTPOM Temne
pa3pabaTbiBalOTCA HOBble MeTOAbl, COBEPLUEHCTBYITCHA CTa-
pole. lNpeacTtaBnsaeTca MNepcrneKTUBHbLIM WMCNONb30BaHUE Me-
Toga cuenneHMa reHoB B o06nacTm npeHaTabHOWM AMarHo-
CTUKWN.

JIEHEHWE

HayuHaa wuHpoOpMauma 0 HOBbIX popMax HacaegCcTBEHHbIX
6onesHew, MeTofax WX AWMATHOCTUKW 3HA4YUTe/lbHO onMepe-
XaeT pa3paboTKy crnocoboB wuUX JfevyeHUA. TemM He MeHee
60nbHblE, cTpajalou,me HacNeACTBEHHOW nNaTonormnen, He
ABNAKTCA B HacTosdwee BpemMs O0OOpPevYeHHbIMU /OAbMU,
ANA WX JNle4eHUA UMeeTCA AO0BOJIbHO LUMPOKWIA apceHan Me-
TOAOB.

Havb6onbwmne ycnexm B JIEYEHUW HAaCNeLCTBEHHbIX 60-
ne3He [OOCTUTHYTbl Ha OCHOBE 3HaHUA MeXaHWU3MOB WX
nartoreHesa. [Ana MHorux 3aboneBaHuUi U3BeCTHa LeNb
6MOXNMMNYECKNUX MNPOLECCOB OT MNEePBUYHOIO0 AeWCTBUA MY-
TAHTHOrO reHa [0 MNPOABMEHUA CUMNTOMOB 60/1€3HU.
Moaopo6Hoe nNOHMMaHWe nartoreHesa 3aboneBaHMA paet
BO3MOXHOCTb BMeELWIVBATbCA B WX pasBMTuUe Ha pasHbIX
aTanax.

BO3MOXHbI TpM BUAa NevyeHUA HacneaCTBeHHbIX 60se3-
Hel: aTmonormyeckoe, llatoreHeTu4yeckoe U cuMnTomMaTuye-
CKoe.

DTNOMOrMyecKkoe snevyeHue nNObLIX 3aboneBaHU Bcerpa
ABNAETCA NPeAnOYTUTENIbHbLIM, TaK KaK OHO YycTpaHseT
nepsonpuuynHy 3ab6onesaHusa. CyTb 3TUO/IOTNYECKOro ne-
YeHUA HacneACTBEHHbIX 60/71e3HeW COCTOUT BO BBeAEHUU

B opraHmsm 60/1bHOr0 HOpPMaJsbHO (YHKLUNOHUPYHOLLNX
reHoB. OTO MOJIEKYNIAPHO-TeHeTUYeCKOe Hanpas/ieHMe Nony-
YN0 Ha3BaHMe «reHHOW WHXeHepuu». WccnepoBaHnsa B
aTon o06s1acTU cTaNu WMHTEHCUMBHO MPOBOAUTHLCA Ha MUKPO-
opraHm3amax, KneTkax pacTeHWN, XWUBOTHbIX W 4YenoBeKa
C KOHua 1971 r., Korga nosABM/0OCb CeHCauMOHHOe coobulie-
Hue 06 ygayHOM 3KCMEepPUMeEHTe MO 3aMeHe MYTaHTHOrO reHa
C nomMouwbtlo dara B KynbType ¢dubpodnactos 60AbHOrO0
ranakTo3emMmuei.

JKCNepuMeHTanbHble ycrnexu, co3fallime OCHOBY 3TOrO
Hanpas/feHUsa, O04YeBUAHbI. Y>Xe pa3paboTaHbl MeTOAbl CUH-
Te3a TreHOB, cO34aHbl NpPeAnoOCbIIKN A1 BBeAEHWUS TEHOB
B KNeTKu. MNMpuHunnmnanbHO [0Ka3aHO, YTO BBeAEHHble FeHbl
MOryT (YHKLUMOHMpPOBaTb B KNeTKe peynmnumeHta. OpHako
OANA NpakKTUYecKOoro peweHWsa 3aTo npobnembl notpebyeTtcs
BpemAa. OHa He TaK NpocTa M nerka, Kak KaxeTca Ha nepsbli
B3rnsah. Bo-nepBbiX, NuWwb ANSA O04YeHb HeOOMbLLWIOro 4ywucna
reHoB 4YenoBekKa MOTYyT OblTb HaAeHbl 3KBWUBaNeHTbl MWUK-
POGHbLIX WU BUPYCHbIX TeHOB. BO-BTOPbIX, HEWU3BECTHO,
oyoyT M nx NPoAYKTbl crneunmdunyHbl Ha YpOBHe LEesioro
opraHmisma. CoBpeMeHHble rMpencTtaB/ieHUA O HacnenCcTBeEH-
HOCTW 4efnoBeKa eu,e KpanHe HeAOCTaTOYHblI AN WUPOKUX
pekoMeHAauunm No «reHHOM WHXeHepumn». okKa He ACHO,
Kak 6yneT mMeHATbCA paboTa reHoma B LLe/IOM MNPU BBEAEHUMN
AONONITHUTENbHOW WMHGOpPMaunun. B To e BpemMsa uccrefoBa-
HUA MO «reHHOW WHXeHepunu» MNO3BONAKT rnyo6xke MNPOHUK-
HYTb B 3aKOHbl Hac/efCcTBeHHOCTU. Ecnwm ypactca wmx pea-
NN30BaTb B MeTOAbl NeYyeHUA HacnefcTBeHHbIX 60ne3Hen, TO
3To0 6ypnyT Hambonee TOYHble, Haubonee crneundPuyHble Me-
ToAbl, KakK W nwbble apyrume mMeToAbl 3TMONOTMYECKOro
neyvyeHus.

3a nocnegHue roAbl NOABUAUCL COOOWEHUA O MeToAax
NNeYeHUs, NMeLWNUX HenocpeacTBEHHOE OTHOLUEHUE K «IeH-
HOW WHXeHepumn». OKaszanocb BO3MOXHbIM WUCNOMb30BaHUE
MCKYCCTBEHHO CO3A4aHHbIX /INMOCOM, B KOTOPbIX 3aK/lOYEHbI
6enkn ¢ pepMeHTaTMBHbLIMW aKTUBHOCTAMMWU. [MoKasaHO, 4TO
INNOCOMbI MOTYT MNPOHWUKATb BHYTPb KJ/EeTKWU, M cojepxa-
wmecas B HUX 6GenKM BKAKYaAKTCA B npouecc metabonmsma.
DTOT MeTOoAMYECKM noaxon SABNAETCHS MNepPCNeKTUBHbLIM B
naaHe nevyeHus pspaa o6MeHHbIX 3aboseBaHWUNA.

Ha KoHrpecce 6bl1M MNPOLEMOHCTPUPOBAHbLI CMNOCOObLI
KOpPpPeKUUN MMMYHOAEPUUNTHBLIX COCTOSAHUM MNYyTEM «UMMYH-
HOW WMHXeHepun» (KO. M. NonyxuH, P. B. MeTtpos, CCCP).
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Ecnu meTofbl 3TMONOTNYECKON TepanuMm HacneaCcTBEHHbIX
60ne3Hert NpPoOxXoAAT B HacTosfliee BpeMs 3Tamn 3KCMNEPUMEH-
TanbHOW pa3paboTKu, TO cpeAcTBa MaTOreHeTMYecKoro ne-
YyeHNs ABNAKOTCA Hambonee 06OCHOBAHHLIMW U C YCNEXOM
NPUMEHATCA B KAMHMUYECKOW npakTuke. CyuiecTByeT He-
CKOMbKO METOAOB MNaTOreHeTMYeCcKOro /e4vyeHUs HacneacT-
BEHHbIX 3ab60seBaHUN.

MepBbIAi MeTop — AneToTepanusa: WCKAKYEeHWe WAn [o-
6aBneHne onpegeneHHbIX Bel,ecTB B-paynoH. CoBpeMeHHas
MegULWMHCKass TreHeTUKa pacnosaraet [OCTaTOYHO anpobwu-
POBAHHbLIMM CXeMaMW AMETUYECKOro NevYeHUsa psaga Hacnepg-
CTBEHHbIX 6o0nes3Hew. [MpumepoM MOTyT CAYXWUTb [AWETHI:
npu ranakTo3eMmm — C WUCKAKYEHMEM U3 NUTAHUS MOJIOKa
M NPOAYKTOB, coAepXawux nakKTo3y U ranaktosy; npu
PEHUNKETOHYPUN — C WCKAKYEHMEM TMPOAYKTOB, COoAepXa-
WKux deHnnanaHMH, WU Ha3HayeHMem 6eNKOBOro ruaponu-
3aTa, Hanpumep «bepnodeHa»;, NpU TFINKOTeHo3ax — C Mo-
BbILLEHHbLIM cOAepXaHuem Yyrnesoaos wu T. A.

BTopow meTop — BO3MelU,eHME He CUHTE3UPYeEMbIX B Op-
raHn3me BeLW,eCTB, TakK Ha3blBaemMasa 3aMecTuUTenbHas Te-
panusa. Tak, Hanpumep, NpU caxapHoOM AgunabeTe AOCTUTHYThI
6onbwne ycnexm B nevyeHUn 6narogapsa MPUMEHEHMUIO WHCY-
NMHa. 3amecTuUTeNnbHaa Tepanums WHCYIMHOM MNoO3BOAMUNA
pe3Ko CHU3UTb WHBAIUAHOCTb, YMEHbLLWMUTb OC/AOXHEHUSA W
TAXECTb TeyeHUA. WMN3BEeCTHbI U Apyrue npuMepbl 3amMecTu-
TeNbHOW Tepanuun:. BBeAEHME aHTUTeMOUbHOIo rNobynnHa
npu remopunnu, ramma-rnobynnmHa npm MMMYyHOAePULNT-
HbIX COCTOSIHMAX, BBeAeHUE O60/bHbIM MYyKOMNoOnAucaxapu-
[0030M HOpManbHOW nNeWKOUWTaAPHOW B3BEeCWU, cofeprkaulein
hbepmMeHTaTUBHbIE CUCTEMbl, OTBETCTBEHHbIE 3a pacuwenne-
HUe TNHKO30aMMHIIMKAHOB. 3a nocnegHee Bpems paspa-
6oTaHa ycnewHas 3aMecTUTeNbHas Tepanua NpuU TakKoMm
TsaXXenom 3aboneBaHUM, Kak 60ne3Hb MapKUHCOHA.

TpeTnii meTop— ypAaneHne TOKCMYECKMX NPOAYKTOB 06-
MeHa W3 opraHmsaMa. XapaKTepHbIM MNPUMEPOM MOXeT CAy-
XXWUTb BblBeAeHWEe Mean NPU renaToONeHTUKYNSPHOW [AereHe-
paumMm ¢ nomMouwbi nNeHUUUANaMuHa, cynbdumpga Kanma wu
Apyrux npenapatoB. Mpun nogarpe M36bITOK MOYEBOM KUC-
NOoTbl BbIBOAWUTCHA C MOYO NpuM padve npenapata NpPo6GeHU-
umpga, Ccynb@uHNmMpasoHa W APYTUX  YPUKO3YPUUECKUX
CpeacTB.

UeTBepThblii MeTol — MegMKaMeHTO3HOe BO3aelicTBUE, OC-
HOBHas 3ajaya KOTOpPOro okKa3aTb BAUSAHMWE Ha MexaHW3Mbl
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CMHTe3a epmeHTOB. Hanpumep, Ha3HadyeHue O6apbutypa-
ToB npu 6onesHn Kpwurnepa — Hanapa cnocobcTByeT WH-
OAYKUWUN CUHTe3a (hepmeHTa rOKOPOHUN-TpaHcgepasbl. Bu-
TaMUH BB akKTuBu3avpyeT (epMeHT ULUCTaTUOHUHCUHTETA-
3y n ob6nagaet neyebHbIM AeCTBUEM MPU TFTOMOLUCTMU-
HYpUn.

MATbI  MeTO4 — WCKAKOYeHUE U3  ynoTpebneHuns ne-
KapcTB, KakK, Hanpumep, 6apbutypaTtos npu nopdupumn,
cynbd@aHnnamMmaos rMpu HeAOCTATOYHOCTU T/1H0KO30-6-hoc-
haTtaerngporeHasbl.

Llecton MeTo4 — XUPYPrmMyeckoe JeyeHwue. Mpexae
BCErO 3TO OTHOCWUTCA K HOBbIM MeToAam nnacTU4Yeckom u
BOCCTAHOBUTENbHOW XUPYpPrum (BPOXXLEeHHble MOPOKWU Ccepf-
ua u cocypnos, pacwenseHne rybel M Heba, pasnnyHble
KOCTHble fethekTbl W pgedopmaunn). B HacTosuwee Bpemsd
M3BECTHbI MONOXXWUTENbHbIE OMbITbI MO Mepecagke WMMYHO-
KOMMETEHTHbIX OPraHoB, HaNpuUMep BWUJIOYKOBOW >Kefes3bl
60NbHbBIM C HacneacTBEHHbIM WMMMYyHOMNape3om, Mo nepe-
cafjke TMOYKM NPV BPOXAEHHOM KWUCTO3HOM MepepoXAeHUn
n T. A

CnmMmnTtomMmaTuyeckoe feyeHMe NPUMeEHAeTCA NpPakKTU4YecKun
npu Bcex HacneACTBEHHbIX 60/1e3HAX. Ero ycnexm cBfA3aHbl,
C O4HOWN CTOPOHBbI, C pa3BUTUEM hapmMakosiormu, ¢ Apyrom —
CO 3HaHMeM OTAeNlbHbIX 3BeHbeB MaToreHesa 3abosieBaHUSA.
MocnegHee o06CTOATENLCTBO crnocob6cTByeT 6o0see UueneHa-
npasieHHOMY U 060OCHOBaAHHOMY TMPUMEHEHUID CTUMYNUPY-
WUX n oblweyKpennsawWMX CpPeacTs.

B neyeHun 6onesHen c HacneACTBEHHOW npeppacnoso-
XXEHHOCTbIO HapsaAy C COBeplEeHCTBOBaHMEM MeTOLOB MeAu-
KaMeHTO3HOW Tepanun BaXXHOe MEeCTO 3aHMMaeT ycTpaHeHue
BpeAHbIX (paKTOpoB BHewHen cpefbl. C NOMOLWbLIO Takoro
KOMMJ/IEKCHOT0 nogxofa BO3MOXHO BOCMPENATCTBOBATb K/U-
HUYECKOMY TMpPOABMEeHUIO HebnaronpuaTHOro Hac/enCTBeH-
HOro npeApacnosioXXeHUss WU N0 KpanHen Mepe CMATYUTL
TedeHWe YyXe wUMeloweroca 3abonesaHuUs.

Takum o6pa3oM, yxXe cerogHs MNOMOLWLb 60/bHbLIM, CTpa-
Jarwnm  HacnegcTBeHHbIMW  3a60/1e€BaHMAMU, BO  MHOTUX
cnyyasax MOXeT ObiTb BecbMa 3(deKTUBHON. [anbHelwee
N3y4yeHMUe MeXaHU3MOB BO3HWKHOBEHUSA W TeyeHUa 6ones-
Hell, a TakKXXe YyTOYHeHWe TUMNOB WX HACNEACTBEHHOW nepe-
faynm pact BO3MOXHOCTb BblAe/INTb KOHTWUHIEHT WL, MOA-
nexawmx AucrnaHCepHOMY Hab6NlAeHUI0 C Lenbl paHHen
NOCTaHOBKW [AMarHo3a W CBOEBPEMEHHOro Jie4eHUs.
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MPODUITAKTUNKA

HecmoTpa Ha [AOCTUTHYTble YCNexu B o06n1actu nedyeHUs
HacneAcTBeHHbIX 60Me3HeN, cylulecTBeHHass posib B 6opbbe
C HUMU NpPpUHaANeXWUT npodunakTmnke. MpodunakTmnyeckme
MEPONPUATUA OCYLLECTBNAKTCA B OCHOBHOM B ABYX Hanpas-
NeHUsax: npodunakTMKa BHOBb BO3HUKAKWLWUX MyTauum u
yHacnefoBaHHbIX U3 Npeabliaywmnx NOKONeHUn. XoTa € KAun-
HNYECKOM TOYUKM 3pPEeHUss MexXAy 3TUMKU dopmMamMu HeT pas-
NNYUNA, NMPUHUUNBI NPOPUNAKTUKN [ANA 3TUX TPYNMN pasin-
yarTcH.

MpocdmnnakTnka HacnefCcTBEHHbIX 60Ne3Her, BO3HUKalO-
WMX 3a CYET CMOHTaHHbIX MyTauui B ramertax y poauTenew,
noka euie 3aTpygHeHa. BmecTe ¢ TeM W3BeCTHO, 4YTO nNop
BIUSHUEM WOHU3NPYIOLLENH pagmaumm M MHOTUX XUMUYe-
CKUX Belw,ecTB MyTauMOHHbIW npouecc ycunueaetcsa. B aTom
cnyyae Heo6XxoguMbl CTPOrMii KOHTPO/Nb 3a YPOBHEM pagua-
UMM N BO3AENCTBUEM pas/IMYHbIX MYyTareHOB W TUTUEHU-
Yyeckme pekomMeHpauunu, KOTOpble OrpaHU4YmMnNU 6bl 3TO AB-
neHwue.

UenoBe4yecTBO YXe 3IBOJIIOLMOHHO MNpPUCNocob/eHO K
onpefesieHHOMY YPOBHIO MyTauuii, Mo3ToMy MOBblIWEHUE
MHTEHCUBHOCTU MYTaLMOHHOIO npouecca OT BHeWHWUX ak-
TOPOB 0COG6EHHO onacHO. B HacTosuwee BpemA reHeTukamu
paspaboTaHbl MeTOAbl, KOTOpPble MO3BOJIAOT yCTaHaB/IMBaTh
NnoBbILLeHMe MYTaLUMOHHOrN0O npouecca Yy 4yesioBeka. 3OTu
MeTOoAbl B3ATbl Ha BOOPYXEeHWe rurneHuctamm. B o6nmxan-
wee BpemMs Hame4yalTcA BBefeHWe CTPOrom M TOYHOW cucTe-
Mbl OLEHKW MyTareHHOCTU (PaKTOpPOB BHEeLIHEeW cpeabl U KX
ycTpaHeHue u3 cpefdbl o6utaHua 4venoseka (H. M. boukos,
CCCP). B wunpoKoM nsaHe ctofga OTHOCUTCA He TONIbKO OX-
paHa BHeWHe cpedbl, HO N WUCKNIOYEHUE MYyTareHHbIX Jfe-
KapCTBEHHbIX CpPeAcTB, psfja MeAULWMHCKMX npouepyp. YcT-
paHeHMe HeOO0OCHOBaHHbLIX pPagNONOrnyeckux obcneposa-
HUN, MyTareHHbIX papmMakKo/iormyecKkuUx rnpenapartoB MOXeT
CYLWEeCTBEHHO CHM3NTb B 6yAylleM 4acTOTy HacnegcTBEHHbIX
60ne3HeN.

Ha KoHrpecce atomy Bonpocy 6biio yaeneHO 60nblioe
BHUMaHMWe, nNpoBefeH nMJeHapHbIM CUMMNO3NYM Ha TeMy:
«[eHeTUKa u npob6aembl 6mocdepbl», NPOAEMOHCTPUPOBAHO
OrPOMHOE KO/NM4YecTBO paboT Mo U3YyYeHUI BANAHUA dak-
TOPOB BHELWHeW cpeabl Ha HacNefCTBEHHOCTb 4esloBekKa W
XUBOTHbIX. C OAHOMN CTOPOHLI, pe4yb Wna 0 pas3paboTke
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MeToA0B ObICTPOM W O0OBLEKTUBHOW OUEHKM MYyTareHHoro
BAMAHNA XMMMUYECKUX Bel,ecTB, C Apyrom— o6 mccneposa-
HNAX NO TECTUPOBAHUID XUMMUYECKNX BeLLeCTB N PU3NYECKUX
haKTOpOB Ha MyTareHHYI aKTUBHOCTb. COBETCKUMU YUYeHbIMU
OOCTUTHYTbI OnpefenieHHble ycnexu B 3Toh ob6nactu. BmecTe
C ydyeHbiMn YCCP co3gaHa cucTeMa MNpPOBEPKU XMMUYECKUX
BeW,ecTB Ha MyTareHHYH aKTUBHOCTb.

Hanb6onbwee 3HavyeHWe ANA NPOPUIAKTUKU YyHacnepo-
BaHHbIX MNaTONOrMYECKNX MyTaumn nMeeT MeLAUKO-TeHeTU-
YecKOe KOHCY/IbTUpPOBaHMe, KOTOpPOe ABNseTcHA CcBoeobpas-
HOW hopMOI peanm3aunm [OCTMXKEHUI B pasHbiX 06nacTax
MeANUUWHCKOA TreHeTUKNU B MNpPakKTUKYy 34paBoOXpaHeHUs.
OcCHOBHaa 3ajayvya MeLWKO-TEHETUYECKUX KOHCyNbTauunm —
onpefeneHne cTeneHU pucka MNOosBAEHUSA G0NbHOIO ¢ Hacnepa-
CTBEHHOW MaTonornen B AaHHOW CeMbe, 0OBSACHEHME poAU-
TEeNAM CMbiCla MEAUKO-TEHETMYECKOro 3akK/l4vYeHUs W no-
MOLLb B MNPUHATUM peweHUsAs. Ha coBpemMeHHOM 3Tane pas-
BUTUA 3apaBooxpaHeHnsa B CCCP wMeguko-reHetu4eckas
KOHCYyNbTauma A[O/MKHA BbIMOMHATL W gpyrve QYyHKUNK:
1) nomouwb Bpadvyy B AunddepeHUMaANbHOM AMArHOCTUKE Ha-
cneACTBEHHOro 3abonesaHus, ecnAm ANA 3TOro TpebyrTcA
crneyunanbHble TeHeTMYecKUe MeToAbl MUcCnepoBaHusA; 2) npo-
naraHga MeAWKO-TEHETUUYECKUX 3HaHWUIA cpean Bpaden wu
HaceneHus.

Mean KO-reHeTU4YecKoe KOHCY/NbTUpPOBaHWE — 3TO C/IOX-
HbIi Mnpouecc, TPeOywL N OT KOHCY/NbTaHTa BCECTOPOHHEN
NoAroTOBKM MO TreHeTUKe W Mo TeopuUM BEPOATHOCTMU, Tak
KaK OH CTaJlKmBaeTCs C pelweHMeM MHOrMmMx pasHoob6pasHbIX
reHeTU4YeCcKMx 3agady. Kpome TOro, KOHCYNbTaHT [AOJIKEH
MMeTb ONbIT B 06/1aCTN KAUHMYECKOW MeAULUHBI N XOPOLUO
3HaTb HacneACTBEHHYH MNaTo/IOTMKD B CBA3M C Heobxoaw-
MOCTbK YTOYHATb AMArHO3 HacneacTBeHHOro 3aboneBaHuUs.
HakoHey, KOHCYNbTaHT f[O0/KeH OblTb BbICOKOTYMaHeH W
NnpUHUUNNaNeH B OTHOWEHWU NO3NUUN Ppas3INYHbIX KaTe-
ropuin nayueHToOB, TaK KaK B Mnpouecce KOHCY/IbTUPOBaHMUA
BO3HMKAET MHOXeCTBO MOPaNbHO-3TUYECKUX MNpobriem.

OuyeHb BaxHass posb B 3PPEKTUBHOM QPYHKLUMNOHUPOBA-
HUM  MeAUKO-TEHETUYECKUX KOHCYNbTauu MnpuHagnexuT
npakTUYeCKMM Bpayvam, TakK KakK OHW onpepensdtoT KOHTUH-
reHT KOHCyNnbTauwuw. 3agaya Bpaya COCTOUT B TOM. 4TOObI
NPaBuNbHO BbIABUTb HEOOXOAUMOCTb B KOHCY/NbTUPOBaAHUWU
OANA KOHKPETHOW CceMbW M BOBPEMS HanpaBUTb 3Ty CeMblO
K Bpauyy-reHeTMKy. Bpay He [O/KEeH roBOPWUTb O MPOrHo3e
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noTtomcTea B 3TOW ceMbe, a Tem 6Gosiee fgaBaTb COBeTbl B OT-
HOWEHUWN fanbHeWLWero AeTOPOXAeHMA. ITO CBSA3AHO C TeM,
YTO MHOrMe HacneACTBEHHble 60/1€3HN, O6YAYUUN KIMHUYECKU
CXOAHbIMU, ABNAKTCA TFEHETUYECKU TreTeporeHHbIMU, WMEKT
pasHble TWUMbl HacnefgoBaHWA, a c/nefoBaTeslbHO, WU pPasHbIiA
NOBTOPHbIA PUCK, MO3TOMY YTOYHeHUe npupoabl 3abonesa-
HUA VMeeT pelwlalollee 3HaYeHMe ANA MPOrHo3a MNOTOMCTBA.
XopowmnmMm nNpuUMepoM ABMAAeTCHA Tr/yxoHemoTa. EcTb Takwue
cnyyau, Korga y [ABYX JNoAel ¢ Hac/neACTBEHHOW rnyxo-
HEMOTOMN poXpAakwTca [eTU C HOPMaJsibHbIM CAYyXOM. 3TO
cBA3aHO C TeM, 4TO 60Ne3Hb 00yc/noBNeHa MyTaumamu pas-
HblIX TeHOB. TONbKO TuwATeNbHbIA aHann3 pPoOAOCAOBHbIX,
a BO MHOIMMxX cnydyaax npuMeHeHMe TOHKWUX TeHeTUYeCKUX
MeTOLOB MO3BONISAET MPaBU/IbHO TMPOrHO3NMpoOBaTb 340pPOBbE
6yaywmnx peter B HacneacTBEHHO OTSATOWEHHON CeMbeE.

MepBble MeAMKO-TeHeTU4deckme KoHcynbTaumm B CCCP
noasunmce B 30-e roAbl NO WHWUMATUBE W Mo4 Heno-
cpencTtBeHHbIM pykosoactsom C. H. OdasugeHkoBa. B Ha-
cToslWee BpeMA WX HacuyuTbiBaeTca npumepHo 60. KOH-
CynbTauum OTKPbITbl MOYTU BO BCeX KPYMHbIX Tropofax
cTpaHbl. 1o BCeMy MUPY HacduTbiBaeTcd 0KoNo 900 yupex-
AEHWW, OCYLLecTBAAWNX MeLoUKO-TEHETUYECKOE KOHCY/b-
TupoBaHue. CyulecTBYeT [ABa BUAAa KOHCYy/nbTauum — obLie-
ro npoguna wn cneynanusnpoBaHHble. Tlo-BMgnmMomy, B
6yayliem Bce 60nblle 6YyAYyT OTKpPbIBaTbCA CMeUnanmn3npoBaH-
Hble KOHCyNnbTauunm. B 3TOM cnyyae KOHCY/nbTaHT npuobpe-
TaeT onbIT paboTbl B KaKOW-TO OAHOW 06nacTu HacneacTBeH-
HOM natonorum un 3aPgPeKTUBHEE MNPOBOAUT KOHCY/NbTUpPOBa-
Hne. OfHaKO cpean HacneACTBEHHbIX 3ab60n1eBaHWW MHOTO
CUHAPOMOB, MO3TOMY OCTaHeTCcA Heo6XO0A4MMOCTb U B KOH-
cynbTtaymax obuwero npodguns.

B HacTOofAlwee Bpemsa B o06s1aCTU MeLUKO-TEHETUYECKOro
KOHCY/IbTUPOBAHUA [AOCTUTHYTbl OMpefesieHHble  yCrexwu.
Pa3paboTaHbl opraHmsayWoOHHbIE MNPUHUUMbI KOHCY/NbTUPO-
BaHNA Kak 3a py6exom, Tak n B8 CCCP. OnpegeneHbl CTPYK-
Typa KOHCynbTauWii M UX MecTO B CUCTEMe 34paBooXpaHe-
Husa. O6 onbiTe paboTbl M HepelleHHbIX Mpobnemax B o6na-
CTU MeANKO-TEHEeTUYECKOro KOHCY/NbTUPOBAHMA TOBOPUNNU
MHOrve poknaguukun Ha KoHrpecce (E. @®. [daBunpeHkosa
¢ coaBT., CCCP; A. 32mepum c coaBT., BenmkobputanHwus,
A. Jomxan, M. 3axankoBa, YUCCP; A. Kpuctud c coasT.,
COPHO, n ap.). No MHeHUIO 6OMbLUMHCTBA, MEpPBOOYEpPeAHON
3afjlayel B pasBUTUM 3TOr0 BMAa MNOMOLWLM HaCeNeHUK SABS-
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eTcA MoBbleHNEe YPOBHA MeAUKO-TeHeTUYEeCKUX 3HaHUMN
y Bpauyem.

BaxxHoe 3HaudeHue Angd 3PPEeKTUBHOCTU MeLUKO-TeHeTU-
YeCKOro KOHCY/NbTUPOBaHUA MMeeT TaKXe npaBubHas
MeTOoAMKa MpoBeAeHUSs KOHCYNbTauui, KoTopas 3akKwuya-
eTcs B Haubonee paumoHabHOM pelleHUU 3ajayun, cBA3aH-
HOW C BO3HWKHOBEHWEM WIN PUCKOM TMOABAEHNA 6GONMbHOIO
C HacneACTBEHHbIM AeeKTOM U AOHECeHUU CMbic/ia 3TOro
peweHns [0 nayueHToB. [pu pasfnMyHbIX (hopmax naTtosio-
TMN BO3HWKAKT OCOOGEHHOCTU MNPOBEAEHWUSA KOHCy/NbTauuwu,
KOTOpble KacawTcA MeTO40B AMarHOCTMKW, CcnocoboB pac-
yeTa reHeTUYECKOro pucka m popm 06BACHEHUSA WHGOpMa-
UMM O pPUCKe pasHbiM TpyrnnaMm KOHCY/bTUPYIOLWMUXCA.
OCHOBHble ycuUNMA wnccnefoBaTeneil B HacToslWee BpeMs
HanpaB/ieHbl Ha COBepLUEHCTBOBaHWe MeTOAO0B pacyeTa pu-
CKa, B 4aCTHOCTW, BBEAEHUA MaTeMaTUYeCKUX pacyeTos,
OCHOBaHHbIX Ha MNO/IUTEHHbLIX MOAENAX HacnefoBaHWUA; pas-
paboTKy MeTOAOB OOHapyXXeHUSA TeTepo3nroTHOro HOCU-
TenbCcTBa; YNydlleHWe MeTOA40B aHTeHaTallbHOW AnarHo-
CTUKWN; pa3paboTKy BOMPOCOB MEX/MYHOCTHOW KOMMYHMKa-
UMM Mpu KOHCY/NbTauuu.

Ha OCHOBe LUMPOKOro M3y4YeHUA reHeTUKW HacnefCcTBeH-
HbIX 60/1e3Hel CyW,ecTBEHHO YTOYHEHbl 3IMMUpPUYeckue Tab-
NNUbI  TEHEeTUYeCKOro pucka W YCOBEPLUEHCTBOBaHbl CTa-
TUCTUYECKNe MeToAbl OnpefeneHUa nNporHosa AN MHOTUX
HacnefcTBeHHbIX 6o0nesHenn (M. Tonaposa, UCCP; A. Cu-
ToC ¢ coaBT., MHP, un ap.).

OAHVMM U3 rfnaBHbIX BOMPOCOB NPV MeAUKO-TeHeTu4e-
CKOM KOHCYNbTUPOBAHUU ABNAETCA AMArHOCTUKA CKPbITOro
HOCUTeNbCTBA MAaTO/IOTNYECKUX TeHOB, AMAarHoCTUKa reTtepo-
3UTOTHOrO0 COCTOAHUA. B 3TOM BOMpOCe TakXe AOCTUTHYTHI
ycnexmn (A. Khann, K. WneHuka, T4OP, v ap.).

Bonbwmne nepcnekTusbl AN NPOPUNAKTUKN HacnepcT-
BEHHbIX 060Me3Hel OTKpbiBaeT MeTO[ CLereHHbIX T[eHOB,
KOTOpPbIA M03BONMIAET YCTAHOBUTb BO3MOXHOCTb Nepefayvu
NnaToNoOrMyeckoro reHa no [ApYyromy reHy — MapKepHOMY,
KOTOpbI pacnonoXeH B TOW Xe xpomocome. N3yyasa mapkep-
Hblli reH B pPOAOC/IOBHOMW, MOXHO Y3HaTb, C KakKOW XpPOMO-
COMOW nepepaetca NatosiorM4yeckUin reH. [lo  Hanuuuio
WIN OTCYTCTBMIO MAapPKEPHOro npusHaka Yy WHAUBUAYYMA
MOXHO CYAWTb, yHac/negosan M OH XPOMOCOMY C rMaTofo-
r’MYecKMM TreHOM, U Takum o6pa3om npepckasaTb BO3IMOXHOe
poxaeHune 60nbHOro pebeHka. B HacTofAwee Bpema 3TOT
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MeTO MOXET OblTb MPUMEHEH ANA AUATHOCTUKU remouinm,
Muonatmm [AweHHa, MNUITMEHTHONo peTMHUTA, CUHAPOMa
Heoopa3BUTUA HOIFTEeM U OTCYTCTBUA KOJIEHHOMW 4alleykw,
OA4HOW 13 dopM MaHWMakKanbHO-AEMPECCMBHOIO MNcmMxosa W
HEKOTOpPbIX APYrmnx 3aboneBaHU.

Bonbwve fOCTUXKEHUA B MeANKO-TEHETNYECKOM KOHCY/lb-
TUPOBaHUKN CBSA3aHbl C pa3pabOTKOW MeTOAOB MpeHaTasibHOW
ANAarHOCTUKWN HacneacTBeHHbIX 60ne3He. CTano BO3MOX-
HbIM He TONbKO pPeKoOMeHAOoBaTb OrpaHMuyeHUe pPOXAeHUS
B CeMbSX C HacneACTBEHHO O0O0YCNOBMEHHbIMU fAedeKTamu,
HO W npepblBaTb OEPeMEHHOCTb B C/y4dyae OOHapyXeHuUA
natonorMm y nnoga wUnm Hadatb siedeHme. OgHaKO BO3MOX-
HOCTW BHYTPWUYTPOOHOI AMArHOCTUKM MONHOCTbIO eulle He
packpbiTbl. O4YeHb MEPCNEKTUBHLIMM MNPU 3TOM SABAAKTCA
6UOXMMUYECKNE N UMMYHONIOTUYECKNE MeTOAbl.

Hapagy ¢ npo6bnemamun, nexawmmm B o6nactu megn-
LWHCKOW TEeHeTUKM, npu MeaANKO-TeHETUYECKOM KOHCY/b-
TUPOBaHUN BO3HMKAKT BOMPOCbI MOPasbHO-3TUYECKOTo W
topnguyeckoro nnaHa. Haunbonee cyuw,ecTBeHHble N3 HUX —
BMellaTeNbCTBO B TaliHy npu cb6bope poOAOCNOBHOWN, MOpasb-
Hafa OTBETCTBEHHOCTb Bpaya-reHeTUKa nMpuU onpegesieHUN
BEPOATHOCTM MNOBTOPHOr0 pucka M fayvye coBeTa OTHOCUTENb-
HO panbHelwero AeTopoXAeHUA. ITo 6e3yc/OBHO o06uLas
MeAnuMHCKaa npob6nema, npobnema npodeccnoHanbHOM Bpa-
yebHOW 3TUKU. HO B CBA3M C TeM, 4YTO FeHETUYECKOE KOH-
CyNbTUPOBaHUE npuobpeTaeT WUMPOKUIKA pasMax, a YPOBEHb
reHeTUYecKOoro o6pasoBaHMS Bpayei ewe HeAoCTaTOYHbIN,
3T npobnemMbl BO3HMKAKT OCTpee WM yauie, 4Yem B MegULUNHEe
BOOOLLLE.

HecMoTpa Ha AOCTUTHYTble ycnexu B 06/n1acTu MepuKo-
reHeTUYeCKOro KOHCYNbTUPOBaHUA, 3PMEKTUBHOCTb €ro Ha
COBpPeMEeHHOM 3Tane He[ocTaTOYHO BbiCOKada. B cpefgHem
50% o6paTUBLUNXCA CEMEN He CcreaywT coBeTaM Bpaua-
reHeTUKa. 3170 00bACHAETCA ABYMSA MpuYMHammn: 1) Ha cyn-
pyros, MNOMWUMO MeAUKO-TEHETUYECKOW MWHJOopMaunun, Aen-
CTBYIOT ApYyrue, He MeHee BaXHble AN HUX couunasnbHble
PaKTopbl; 2) KOHCYNbTUPYHOLWMECS HefOCTAaTOYHO MOHUMAIOT
CMbIC/1 3aK/IlOYEeHNsA O MOBTOPHOM pucke. MHorme wuccnepo-
BaTeNu cyMTalT, YTO KOMMYHMUKaATUBHaAA CTOPOHa npouecca
KOHCY/IbTUPOBaHUA £ABNAeTcA Haumbosiee BaXHOW. [encT-
BUTENIbHO, KaK Obl HW COBepLWEHCTBOBa/INCbL MeTOAbl pac-
yeTa pucka, Kak Obl MOJIHO HU BHeAPANCL LOCTUXEHUSA
MeAULMHCKON TeHEeTUKN B MNPakKTUKY KOHCY/bTUPOBaHWUS,
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HeNb3A MONMYYUTb >XeslaeMoro adppekra, ecnm [0 CO3HaAHUA
KOHCYNbTUPYOLWMNXCA He fOHeceHa Heobxoaummas WMHGOpPMa-
umnsa. losbieHNe GUONOTMYECKNX 3HAHUN cpean HacesleHusN
Hapagy c ynyduweHueM MeauKO-TeHeTUYyeckoro obpasoBaHUsA
Bpayer M COBEpPLIEHCTBOBAHWEM METOAUKU KOHCY/bTUPO-
BaHMUA OyAeT cnocob6cTBOBaTb WM 06LWEN 3PGPEKTUBHOCTU
MeAM KO-TEHETUYECKOTr0 KOHCY/bTUPOBaHMUSA.

Ona npakTnyecknx uenem NpuBoanUTCA CNUCOK Hambornee
4yacTo BCTpPevYalLWMXca HacneAcTBEHHbIX 60Me3HEN € YKa-
3aHMeM Tuna HacnefoBaHUs, CrpynnuUpPoOBaHHbIX MO CUCTe-
MaM. WX nonHyl XapakKTepUCTUKY MOXHO HaluTu B 3-M
n3gaHum bBM3 un B paboTax, MpuBeAeHHbIX B «Cnucke pe-
KOMEHAYEMOWN NuTepaTtypbl».

Cnuncok
Hambonee 4acTo BCTpPeYarOLUXCA HacneacTBEHHbIX
601e3Hen U CMHAPOMOB

/. HepBHasa, cucrtema

1. AKaHTOUUTO3 (abeTaIMNONPOTEUHEMUA) — KULLEYHbIE
paccTpoicTBa B paHHeM [AeTCcTBe, HenpaBunbHaaA dopma
3pUTPOLNTOB, CNMHHO-MO3)XEUYKOBbIA CUHAPOM, OTCYTCTBUE
P-nnnonpoTtenHOB B CbIBOPOTKe KpoBu, P.

2. ATakcus dpugperixa — cnmHanbHasa atakcuda, P.

3. bonesHb Mmnnena — JlnHpay — peTUHO-Uepebennsap-
Hblh aHrmomartos, [.

4. bones3Hb [olwe: oyarosasas TUNEPNUTMeHTaLNA KOXW,
60NbWOW XNBOT, YBe/NIMUYEHUEe cefie3eHKN, obuwas MbllevyHas
pPUTNAHOCTL, 3NWUMencusa, pereHepaunsa cetdaTKM, KNeTKKN
lowe, 6oratble uepebposmgamun, P.

5. bone3Hb KoHoOBanosa — BunbcoHa (renatoneHTmn-
KynapHaa fJereHepauunsa) — UMPPO3 MeyeHWU, HapylleHue
aKcTpannpamugHom CUCTEMbI, TOPCUOHHLIM cna3Mm, ApoXa-
Hue, Konbuo Kamnsepa — dneiiwuHepa B porosuue. Huskuii
YPOBEHb UepyfnonnasMmnHa B CbIBOPOTKE KPOBWM W Hapyule-
Hue ob6bmeHa meaun, P.

6. bonesHb Jlewa — HunxaHa — yMCTBeHHas OTCTa-
NocTb, nNMpamMugHble W 3KCTpanupamuiHble HapylleHUd,
yBe/IMYeHne KONn4yecTBa MOYEBOWM KWUCAOTbl B CbIBOPOTKE
KPOBU, MOYEBble KaMHU, X-cL.

7. bone3Hb HumaHHa — TlMnka (COUHTOMMENNHOBLIA NU-
nonao3) — MbllleyHas pPUTMAHOCTb, MNape3 KOHEYHOCTen,
HakonjieHWe CcUHIoMUeNnHa BO BHYTPEHHUX oOpraHax wu
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MO3re, renartocnjieHoMerasamnda, wu3pegka MaJMHOBOE MATHO
Ha rnasHom pgHe, P.

8. bonesHb [lennunuyeyca — Mepuybaxepa — NeMKoOAUCT-
pohus ¢ MO3XEUKOBbIMU, MUPaAMULHBLIMW U IKCTpanmpammpi-
HbIMM cuUMnTOMamMu, P.

9. bone3Hb PeknumHrxayseHa (Helipodpnbpomatos) —
MHOXECTBEHHbIE HEWPOPMOPOMbI B LEHTPaSIbHOMN HEPBHOWM
cucteme, no xoay nepudepuyeckKMx HEPBOB, NUITMeHTaUUA
KOXXMN B BuAe nNATeH KOMEWHOro uBeTa, KOCTHble Aecopma-
unn, A.

10. bone3Hb Tea — Cakca — 3afep>XKa MCUXOMOTOPHO-
ro pasBuTud, nNMpaMmugHble CUMNTOMbI, 3NUMENCUA, HepeakKo
C MWOKJ/IOHYCOM, CUMNTOM «BWLIHEBOrO MATHa» Ha rNasHOM
aHe, P.

11. bones3Hb XapTHyna — nMenaarponofo6Hble BbICHI-
naHusa, MO3)XeuyKoBafd aTakcusda, YMCTBEHHas OTCTajoCTh,
ammnHoauunaypusa, P.

12. TanakTto3eMnusa — HeNepeHOCUMMOCTb ranakrtossbl,
LMPPO3 MeyeHW, KaTapakTa, 3afepXxka Quinyeckoro pas-
BUTUA, YMCTBEHHas OTCTanocTtb, P.

13. T'vctnagnHemma — 3afep>XkKa YMCTBEHHOro pasBu-
TNA, HapyweHue peyn, P.
14. TnnkoreHosbl (BCe TWMbl) — TUMOTOHMUA, YMCTBEH-

Haa oTcTanocTb, AUPPY3HOe MNopaxeHne HEPBHOW CUCTEMBI,
rematomeranunga, P.

15. TomouwnucTinHypus — pedopmauma ckeneta c OCTeO-
nopo3oMm, BbIBUX XpycTanuka, KaTapakta, Tpom603 apTe-
puviAi N BeH, YMCTBEHHas OTcTanocTb, P.

16. MeTaxpomaTuuyeckas newnkoguctpocpmsa — pgereHepa-
TUBHbIE npoueccbl B 6e/ilOM BelWecTBe MO3ra, 3ajepXxka
MCUXMYECKOTO0 pPasBUTUA, pPacCTPOWCTBO XoAbObl, runep-
KMHEe3bl, CYLOPOXHble npunagku, P.

17. Mykononuncaxapuaosbl — gedopmaumm KOCTHO-CYyC-
TaBHOW CUCTEMbI, raprousnim, renartocnjeHomerannsa, rug-
pouedanusa, ymcTBeHHas OTCcTanocTb, cygoporun, P mn X-cu,.

18. HenepeHOCMMOCTb (PPYKTO3bl — BeEreTaTUBHbLIE CUM-
MTOMbl, PacCTPOMCTBO CO3HaHWUA, CyAOpPOrv, UUPPO3 ne-
YeHW, YMCTBEHHas OTCcTanocTb, P.

19. CunHgpom bepa — artakcusa, atpodua 3pUTesIbHOro

HepBa, P.

20. CuHapom bnoxa — Cynbubeprepa (cm. V).

21. CuHpgpom bypHeBunna — lMpuHrna (Ty6epo3HbIn
CK/IEP03) — YMCTBEHHAaA OTCTaNOCTb, 3INWUAENCUA, MHOXECT-
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BEHHble OMYX0/IM HEPBHOM CUCTEMbI, KOXHble MNposABe-
HuAa, 1.

22. CuHapom T[Ipedpe — CoerpeHa (cm. p. VI).

23. CuHapom Kpwurnepa — Hailsapa — TaxXxenaa Xen-
TyxXxa HOBOPOXAEHHbIX 6e3 NpPU3HaKOB HECOBMECTUMOCTU

no rpynnam KpPOBU WAM Femonnsa, 6unmpybmnHosas sHuUeda-
nonartuga, P.

24. CuHppom Jloy (oKynouepebpopeHanbHbIi) — OTCTa-
N0CTb  MCUXOOU3NYECKOTO pa3BUTUA, XOopeoaTeTos, Trnay-
KOMa, KaTapakKTa, rMo4yeyHble HapylleHUs, paxuT, amMmUHO-
aunaypumsa, X-cu.

25. CuHpgpom JloypeHca — MyHa — yMCTBeHHaa oOTcTa-
NocTb, MUITMEHTHaa peTumHONatuda, rUnoreHNnTanuMsMm U cna-
cTnmdyeckasa napannerna, P.

26. CuHpgpom JloypeHca — MyHa — bappe — buagna —
0NUropeHns, OXMPEeHUe, BbICOKWI POCT, MNONNAAKTUINA,
remepasonusa, TMWUIMeHTHaa [JereHepaunsa CceTyaTKun, Tyro-
YyX0CTb WAW TAyxoTa, runoreHnTanusm, P.

27. CuHpgpom Jlym — bap (atakcmsa — TefleaHTMaKTa-
3nA) — TeneaHrnakTasnMm KOXW, CAU3UCTbIX W 0OCOBEHHO
KOHBIOHKTUBLI, MO3XeYyKOBble W MNMpamugHble CUMNTOMBbI,
ancrammarnobynmHemus, peunansnpytloline  nopaxeHus

BEPXHUX [AblXaTeNbHbIX NyTen, P.

28. CuHpgpom MapunHecky — CberpeHa — BpOXAeHHasd
MO3Xe4UKoBasi aTakCusa C KaTapakKToh W ymCcTBEHHas OTcTa-
noctb, P.

29. CuvHgpom HopmaHa — Byga (cm. VI).

30. CwuHgpom Pedcyma — XPOHUYECKUA MOJINHEBPUT,
NopaxxeHne MO3XeudKa, TMUIMEHTHbIA PeTUHUT, T[NyXxoTa,
n3meHeHns O KI, unxrtmos, P.

31. CuHpgpom Cmuta — Jlemnn — Orwtuya — MUKpoLe-
pannsa, YMCTBEHHas OTCTanocTb, TUMNOTOHUA, HeAopas3BU-
TUEe MYXCKWUX TMOMI0BbIX OPraHoB, KOPOTKUIA HOC € OTKpbI-
TbIMU Brepen HO3ApPAMU, CTEHO3 MpuBpaTtHuKa, P.

32. CuHgpom CberpeHa — JlapcoHa — onurogpeHus,
cnactmyeckas AuUNNernsa, BPOXAEHHbIA WUXTUO3, Kap/UKO-
BbIi WAW TUraHTCKUin pocT, P.

33. CuHgpom Ypbaxa — Bute (cm. V).

34. CuHgpom Ywepa (cm. XI).

35. @®eHuUnKeToHypus — cnaboymme, CHWXeHHas TMur-

MeHTaLnsa KOXMW, BOMOC, pafyXHblX 0060n104eK, cynoporu,
«MbIWLNHbIV» 3anax Mouu, P.
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36. Xopea FeHTUHITOHa — cnaboymue, xopeonopobHble

OABVXEHNA, MbllleyHass pPUTMAHOCTb, BeretaTMBHbIE pac-
cTponcTea, [4.

Il. KocTHas cucrTema

1. AXoHgponnasma — Kap/iWKOBOCTb, rugpouedanusa, .

2. bone3Hb PeknunHrxayseHa (Henpocpmnbpomartos) (cm. I).

3. BpoxpgeHHas a3nudwusapHas gucnnasug, P.

4. TomouuctuHypusa (cm. ).

5. KpaHMOK/IUYNYHbIA Aunsoctos, /M.

6. KpaHunomeTadpmsapHasa pAgucnnasva (HapyweHue pe-
30p6UMM KOCTHOW TKaHwu), P.

7. MHOXecTBeHHble 3K30CTO3bl (AnadmnsapHaa pucnna-
3ng), 4.

8. MHoXecTBeHHaa snudmnsapHaa gumcnnasva, 4.

9. Mykononucaxapungossl (cm. ).

10. 'HecoBeplWweHHbIA ocTeoreHes, M, P.

11. CunHapom AbpepranbgeHa — P®aHKOHU (LNCTUHO3)—
nponopuymoHanbHasd KapNMKOBOCTb, paXMTUUeCcKWe U TCeB-
AopaxuTuyeckme nopaxeHUs KOCTel, CUMMNOTOMbl CMOPLLEH-
HOW no4yku, P.

12. CnHgpom Anepa (akpouedanocMHAaKTUNNA)— T[U-
nontasnusa cpegHer yactu numua. LWnpokue KOHUEBbIE
panaHru | nanbyes kKucteir wm cton, A.

13. CuHapom bnyma — cuUCTeEMHOe 3aboneBaHMe C Ha-
pyweHueM pocTa, pPasBUTUA WU MOPaXeHMeM KOXW, Manblid
NN KapJ/INKOBbIA POCT, TUMOTeHUTann3M, TeneaHrnakrTasmu
BCNeACTBME MOBbILULEHHOW YYBCTBUTE/NIbHOCTU K CO/IHEYHOMY
ceety, P.

14. CwuHapom Beiina — MapuesaHn — cgepodakua ¢
aKTOMuewn XxpycTanuka, 6paxmpgakTunua, mManblii pocT, P.

15. CuHpgpom TlappHepa (cm. IX).

16. CnHapom KnennHa — BappeHbypra (cm. XI1).

17. CuvHgpom Kpy3oHa — aHOManiuMum 4Yepena, nporpec-
cupyrume aHomanum rnas (3k3oTanbm, arpousa  3pu-
TeNbHOro HepBa, cnenoTa), rmnonaasmsa BepPXHEM 4YenwcTu,
TYroyxocTtb, cnaéoywmue, L.

18. CuHpgpom Jioy (cm. ). ,

19. CuHapom NoypeHca — MyHa — bappge — buans
(cm. ).

20. CnHapom MapdgaHa— CcKefieTHble aHomanmun (Bbl-
COKUW poCT, apaxHopakTunusa, gecdopmupoBaHHas rpyaHas
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KNneTKa, BbICOKMIA CBOA CTOMbI); FasHble aHOManmnun (BbIBUX
Xpyctanuka, MuUonua, p[poXaHue pagyxXkun); cephevyHo-
cocyauctbele aHoManuum (aHeBpuima aopTbl, BIMC, nponanc
MUTPaNbHOro W aopTanbHOro knamnaHos), 4.

21. CwuHppom HyHHeHa (nceBpoTepHepa CUHAPOM) —
KOpOTKasa wWea € KOXHbIMU CKAagKamMmu.

22. CwuHppom On6bpanta — batTtnepa — bnymb6epra
(cm. VII).

23. CuHapom Xonta — Opama (cm. V).

24. CnHapom Onepca— JaHnoca — pa3bonTtaHHOCTbL CY-
CTaBOB, MJIOCKOCTOMMWE, MNOBbILUEHHAA PaCTAXUMOCTb KOXWU,
aHEeBPU3Mbl KPYMHbIX cocynoBs, nponanc MWUTPasbHOrO
KnanaHa, TrpbXW, OGPOHX03KTasbl, TrJ/la3Hble HapyweHUsd,
A, P, X-cu.

25. CuHgpom 3nnunca — BaH-KpeBenbga — Manblii unm
Kap/INnKOBbIA pPOCT C HOPMalbHOW AJ/IMHOW Tynosuuwa W
YKOPOUYEHHbIMN KOHEYHOCTAMMW, [ABYCTOPOHHAA MOANAAKTU-
nna, MHOXeCTBeHHble 3K30cTO3bl, BIC, P.

I1l. MbilweyHaa cucrTema

1. AMunoTpodunyeckmin 60K0oBOMN cknepo3 (6onesHb Lap-
ko), 4.

2. AmMuoTtpotua nporpeccupyrowad ApaHa — [wowe-
Ha, .

3. AmMunotpodgunsa cnMHanbHaa pgetckad BepaHura —
NrogpdpmaHHa, P.

4. AmunoTtpodusa cnmHanbHaa Kyrenbbepra — BenaHpge-
pa, P.
5. AMunotpocpua HespanbHasd LUWapko — Mapun— Ty-
ca, 4.

6. AucTtpopusa wMumotoHmyeckada KypwmaHHa — baTTe-
Ha, M.

7. OuncTtpoduna MblwedyHas [loweHHa, nNceBaornneprpo-
mnyeckas* nporpeccmpyrouwas, X-cu,.

8. OuncTtpoduna mbiwedyHasa JlaHaysn — [lexepuHa, nne-
yenonaTto4yHo-nuuesasa copma, L.

9. AucTtpodusa wmblweyHada 3Ipba — PoTa, Tasoso-nse-
yesaa ¢opma, 4.

10. CuvHpgpom TomnceHa — BpPOXAeHHas MWUOTOHWA, Mbl-
weyHaa arvakcuda, L.

11. CuHapom Jpba — Wapko — BpoXpaeHHass nonasd

cTona, nporpeccupytouias MbiwwedyHasa cnabocTb, nupamnpg-
Hble 3Haku, P.
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IV. CeppgeyHo-cocygucTasa cucrTema

1. bonesHb Pabpn (cm. V).
2. BTOpuYHbIi pgedeKT MexXnpeacepAHoW neperopoa-

Kn, A.
3. Mykononucaxapupgosbl (cm. 11).
4. MblWweYyHbIA rnnepTpouyecknin cybaopTtasbHbIi CTe-
Ho3, [.

5. CuHapom KapTtareHepa (cm. VIII).

6. CuHgpom «Jleonaph» — MHOXECTBEHHble BECHYLUKWU,
nimeHeHnsa IKI, rnasHom runepTenopusMm, CTEHO3 Jeroy-
HOM apTepuun, aHOMalAUW TeHWUTaNW, oTcTaBaHue pocTa, 4.

7. CnHpgpom HyHHeHa (cm. 11).

8. CuHgpom Pedcyma (cm. |I).

9. CuHgpom Xonta — Opama («pyka — cepaue») — pge-
beKT MexnpeacepAHoW neperopogku, aHomanusa | nanbua
Kuctun, L.

10. CuHgpom 3nepca — MAadHnoca (cm. p. II).

11. CuHgpom 3Innuca — BaH-Kpesenbga (cm. 11).

V. Koxa

1. Anb6UHN3M — [enurmMeHTaumsa KOXu W rnasHorogHa,
HMUCTarM, HapyweHue 3peHWUdA, rnayxorta, pucnnasuva, P.

2. bonesHb ®abpu — Ha KOXe M CNU3NCTbIX 060/104Kax
NATHa BE/IMMMHOM C OyNaBOYHYK TO/I0OBKY W UBETOM OT
NYHLUOBOro [0 YepHOro, napectes3vmn, cepheyvyHO-COCYAUCTbIN
M MNOYeYHbIN CUMNTOMOKOMMeKe, X-cu,.

3. NafOHHO-NOAOLWBEHHbIA TUMNEPKepPaTo3 — YCUJIEHHOEe
OpPOroBeHWe KOXW nagoHer M noAowB, HOrTEeBbIX BajMKOB,
auctpodua Hortein, L.

4. CviHgpom bBnyma (cm. I1).

5. CwuvHgpom bnoxa — Cynbubeprepa — CUCTEMHbI
NMUITMEHTHbIW HEBYC (0Yarv runeprnmrmeHTaLmMm KOXmM KOopud-
HEBOro WAW CTa/ibHOrO LBeTa), runonnasma 3y60B, 3afepX-
Ka pas3BuTunsa, Mukpouedanus, gedbunbHocTbL P.

6. CuHapom lapaHepa (cm. 1X).

7. CuHgpom Ocnepa — TesleaHTMN3IKTasnKU, rnaBHbIM 006-
pasoM Ha KpacHOW KaWme ry6, aHrmomol, renatomeranusa, .

8. CuHgpom Pedocyma (cm. |I).

9. CuHgpom PoTMyHAa — TomMcoHa — aTpoduyeckasa Mow-
Knnogepma W KaTtapakTa, P.

10. CuHgpom CoverpeHa — JlapcoHa (cm.. I).
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11. CuHgpom Yepamaka — Xurawm — obuiasa HepocTa-

TOYHOCTb MNWUIMEeHTa, 4YacTU4YHbIA anbbMHW3M, cBeTnasd Mpo-
3payHas KoXka, CBeT/ible TOHKNE CyXMe BOJIOCbl, CBETOBOSA3HD,
renartocnneHomeranunsa, P.

V1. OpraHbl 3peHuUd

AnbOUHU3IM (cm. V).

ATpodnsa 3puTenbHoOro Hepsa flebepa, X-cu,.
BonesHb TImnnena — JinHgay (cm. ).

BonesHb lowe (cm. ).

Manaktosemmna (cm. |I).

Ownctpocuma porosoii o6onoukn, P. L.

CuHpgpom bepa (cm. ).

CuHapom T[pede — CberpeHa — MUIMeHTHbIA peTu-
HUT, OC/IOKHEHHass KaTapakTta, BeCTUOYNAPHbIA HUcTarm,
rnyxota WM pe3Ko BblpaXeHHas TYroyxocTb, onurodgpe-
Husa, P.

9. CuHgpom KpysoHa (cm. I1).

10. CuvHgpom Jloy (cm. ).

11. CuHgpom JloypeHca — MyHa (cm. ).

12. CwuHppom JloypeHca — MyHa — bappe — bugnsa
(cm. ).

13. CunHppom HopmaHa — Bypaa  (BPOXAEHHbIA  Tun
aMaBpOTUYECKO WMANOTUN) — pPe3KO BbipaXeHHas MUKpPO-
uedanua, nNUrMeHTHaa pgereHepauyus cetdaTtkum, P.

14. CnHgpom Pedicyma (cm. ).

15. CuHgpom PoTmyHpaa — TomMcoHa: aTpoduyeckass non-
Knnogepma n kKatapakrta (cm. V).

16. CuHppom JOnepca — [AaHnoca (cm. 11).

17. TaneTo-peTuHasnbHass amMmoTpoUA: CHUXeEHUe OcCT-
poTbl 3peHwunda, remepasnonwua, . P, X-cu.

0 N U AWN

VIl. Mouenonosass cucTema

AreHesna no4vYekK OAHO- U ABYCTOPOHHAA, P.
AfpeHOoreHUTanbHbI cuHapom (cm. ).
BonesHb ®dabpu (cm. V).

AwncreHes roHag, XX Tun, P.
Avcnnasva nodyek U ansasnva cetyatku, P.

6. lMoyeyHbIi KaHanbueBbin aunpos | (aunpo3 n Hegpo-
KanbuunHo3z), A.

_U'I-hwl\.)|_\
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7. Tlo4YeyHbIW KaHanbLeBbli aumpgo3 ¢ Nporpeccupyto-
weih rnyxoton, P.

8. CuHapom AobpepranbieHa — PaHKOHU  (LUCTUHO3)
(cm. D).

9. CuHgpom AnbnopTa — HacneacTBeHHaa HedponaTusA
n rnyxorta, 4.

10. CnHgpom bBnyma (cm. I1).

11. CuHapom KanbmMaHMa — TMMNOrOHaAAOTPOMHbLIA TMNO-
roHagusm un aHocmua, X-cu,.

12. CuHgpom Jioy (cm. ).

13. CuHgpom Onb6paiita — baTtTtnepa — bnymb6epra
(pochaT-gnabet) — Manbli pPocT, paxwuT, YCTOWYUBBLIA K ne-
YeHU O06blYHbIMW fo3aMu BuUTammHa D, X-cu.

14. CuHgpom Cmuta — fNlemnm — Onutua (cm. 1).

15. CuHapom ae ToHu — [Oebpe — DPaHKOHWU: MOYEYHbIN
paxuT ¢ noyedyHbim ocdornwkoammHognabeTom, P .

VIIl. OpraHbl AbiXxaHus

1. Jlero4Hbihi anbBeONAPHbLIA MUKpPoOnnTnas, P.

2. MyKOBUCLUNA03 — GPOHX03KTa3bl, MEKOHMNANbHbIW Mne-
yC, OUMMapHbIi UMNPPO3 MeyYeHU, KWUCTO3HbIN ¢Gunbpo3s nopg-
XKenyaodHomnm »>enesbl P.

3. CwuHpgpom KapTareHepa— situs vicserum inversus,
OpPOHX03KTasbl, CUHYCUTbI, P.

4. CuHpgpom Jlywn-bap (cm. ).

5. CnHapom 3nepca — QLaHnoca (cm. I1).

I X. OpraHbl nuwesapeHns

1. AkaHToumnTo3 (cm. ).
2. AApeHOreHuUTanbHbIA CUHAPOM — MCceBAOMUIOPOCTE-

HO3, CMHAPOM TMOTepu CONEN, XEeHCKUW NOXHbIA repmadpo-
ANTN3M, BUpunmsauunsa, P.

3. nnkoreHosbr (cm. 1I).

4. Mykosucumngos (cm. VIII).

5. HenepeHocumocTb caxaposbl, P.

6. CnHagpom lapaHepa — MHOXECTBEHHble MOJINNblI TOJ-
CTOr0 KMWWEYHUKA CO CK/IOHHOCTbI K MepepoXxaeHut, MHO-
XXeCTBEHHble OCTEOMbl W OCTEO(UOPOMbI, aTepoOMbl U [epMO-

naHble Kuctbl, 4.

7. CuHapom MenTua — Erepca — ouaru MenaHo3a
pasHblX pas3MepoB; pacrnpocTpaHeHHbIW NONAUNO3 Xeny-
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LOYHO-KMWEYHOro TpakTa, O0CO0eHHO TOHKOrNo KWULIEeYHN-
ka, A.

8. CuHgpom Cwmuta — Jlemnnm — Onutya (cm. |I).

9. CuHgpom UlBaxmaHa — He[oOCTAaTOYHOCTb MNOAXeNy-
[OYHOW Xenesbl U ANCHYHKLMA KOCTHOro mosra, P.

10. Uennakma — HenepeHOCUMMOCTb MWeHUYHOro 6enka,

rnTeHa, HapylweHMe BcacblBaHUA, 601bWON XUBOT, 06UNb-
Hbli cTyn, P.

X . KpoBb

1. AHemMuna BCNneacTBMe HeOOCTATOYHOCTM afeHWUNaTKu-
Ha3bl, M.

2. AHemusa BcrefcTBMe HepocTaToyHoOCTU  gudpoccornm-
uepatmyTtasbl, P.

3. bonesHb Bepnbroga (TpombouuTOneHuU4veckas nyp-
nypa).

4. emonnTnyeckKkaa aHeMWns BCenCTBME He[OCTATOYHO-
CTU TNKTaTUOCUHTETAa3bl 3puTpoymnTos, P.

5. 'emonmtnyeckaa aHemMusd, CBA3aHHad C HepocTaTou-
HOCTbIO Tr/ll0OTaTUOHpPeAyKTasbl 3putpoymTos, P.

6. N'emonuTMyeckad aHemMus (/iekapcTBeHHas), CBA3aH-
Had ¢ geduunToM rNHOKO30-6-(pochaTgerngporeHasnol, X-cu,.

7. Temonntmyeckasa cdepouutapHasa aHemMus (CUHAPOM
Munukoesckoro — LWoddgapa), 4.

8. FemornodbmHonatuun, P.

9. lemopparnyeckaa TpombocTeHMsas [naHymaHHa, P.

10. Temocpunma A (HepgocTtaTtouHocTb VIII dhakTopa),
X-cuy,.

11. Temodpunua B (HepgocTatouHoOCcTb |IX  dhakTopa),
X-cuy,.

12. MeTremMornobmMHeMmn, cBA3aHHbIE C AaHOMasJbHbIM

reMorsio6MHOM U HeALOCTAaTOYHOCTbI MeTreMornobumHpegyk-
Tasbl, P.

13. CuHgpom LlBaxmaHa (cm. 1X).

14. CuviHgpom JleTTepepa — 3uBe (OCTpPbIA peTUKYO-
3HAOTENNO03) — NPUCTYNbl UXOPagKM CenTUYecKoro xa-
pakTepa, renartocnjieHoOMeranusa, reHepannsoBaHHOe YyBe-
NYeHne numMm@paTtnuyecknx Yy3noB, TpomboumToneHnyeckas
nypnypa, P.

15. TeneaHrunakTtasma (6onesHo PaHpatw — Ocnepa), 4
(cm. V).

16. dpuTtponoatmyeckas nopdupua P.
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X1. OpraHbl cnyxa

1. Anb6uHusm (cm. V).
2. T'nyxoHemoTa u fgedpeKT NPOBOAALLEN CMUCTEMbI cepaua

(yonuHeHHbIN nHTepBan QT Ha 3KI wn obmopokn).

3. [nyxota, BpOXAeHHaA BOCMPUHMMAKOLWEro TUMNAa,
X-cu,.

4. 'nyxoTta nposojdlwero Tuna, n-cu.

5. 'nyxoTa nporpeccupytoLwasa, BbICOKOTOHaNbHada, He-

BpanbHaga, /M. n
6. nyxota nporpeccupyruwiad, HW3KOTOHanbHad, /4.
7. TnyxoTa npoBoAsAlLero Tuna ¢ aHOMalIuel HapyX-

Horo yxa, P.

8. CuHgpom Anbnopta (cm. VII).

9 CwuvHpgpom [pede — CoerpeHa (cm. VI).

10 CwuHapom KneiiHa — BappaeHOypra — BpOXAeHHas
rnyxota WAM pe3KO BblpaeHHas TYroyxocTtb, 6enble 6ec-
NMUTMEHTHbIE MPAAM BONOC, AWUCNAAa3nuAa BHYTpUrnasHom o06-
nactun, wmanblhi  pocTt, 6paxuuyedanma. 4.

11. CnHgpom Kpy3oHa (cm. 11). _
12. CuHapom T[leHapepa: HacneACTBEHHbIA 306 U rnay-

xoTa, P.

13. CuHgpom Pedcyma (cm. 1).

14. CnHApoOM YuWwepa — BPOXAEHHas rNyxXxoHemoTa, Mur-
MEHTHbIA  PETUHUT, OCTAaHOBKaNCUXOMOTOPHOTO pas3Bu-
Tna, P n

15, 'Cnyxosaﬂ HeBpoMa [ABYCTOPOHHAA, M.

X Il. MonocTb pTa

1. bonesHb [apbe — YalTa — (PONNNKYNAPHbIA Kepa-
TO3 C MnopaxeHwem CcAU3NCTOW nosoctm pta, A.
fmnonnasnn smanan v BblOWMecA BONOCHI, M.
HecoBepweHHoe o6pasoBaHMe 3y6HOW amanu, M.
OTcyTcTBMe 3y6HOW amanu, P.

OTcyTCTBME BEPXHUX MOCTOAHHbIX pe3yos, [A.
Onanecumpyrouwniin peHTnH, L.

. PacwenuHa ry6bl n Heba, MYKO3Hasd KUCTa HWXHEN
rybol, LwenHaa ckKnagka, aHoManuu nanbUeB W TeHUTa-

~No as e

nni, 0.
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8. CuHgpom Awepa — 6necapoxanasmc un «aBoiNHas
ryéa», n.

9. CuHgpom byka — npemonfapHaa annasug, runep-
rmagpos, /M.

10. CuHgpom [lManuinioHa — [leoHa — poTO-nanbuenunue-
Boin, [.

11. ®dunbpomaTo3 4yenwcTen ¢ runepTpuxosom, A.
12. ®ubpo3Haa gucnnasua denwctein, L.

SAKJ/TFOYEHWNE

X1V MexayHapoaHbli TFeHEeTUYECKUI KOHrpecc MnoaTBep-
AVN, 4TO HabnwgaeTca OYEBUAHbIVM NpoOrpecc B AMUarHOCTUKe,
nevyeHNU U NPodPUNaKTUKe Hac/eACTBEHHbIX 60/ie3HeN y 4e-
noBeka. 3TOT Nporpecc cBsA3aH npexpae BCero ¢ rnybokum
MPOHUKHOBEHNEM B CYLLHOCTb 3TMONOMMM W rMaToreHesa
MHOIMMX HacneacTBeHHbIX 3aboneBaHMit 4yenoseka. ToO4HOe
3HaHMe OUNOXUMWUYECKOW npupodbl 60MNe3HUN [gaeT BO3MOX-
HOCTb He TONbKO pa3pabaTbiBaTb MeTOAbl €€ AMAarHOCTUKW,
HO WU BECTU HanpasBfeHHble MOUCKN fle4ebHbIX MeponpusaTuii,’
npefoTepawaloLinx pasBuTme TAXKENON KIAUHUYECKOW cumn-
TOMaTUKN fJaxke B Tex C/yyasaAx, Korga Mbl He 3HaemM BCEro
CNOXHOTr0 NyTU OT MNEepPBUYHbIX OUOXUMUYECKMX HapylLue-
HUA A0 pasBUTUA pPasHOOOGpPa3HOM KNWHUYECKOW KapTUHBbI
nopaxeHms.

Mporpecc TakXe cBsi3aH C NPaKTUYEeCKMM MCMNONb30-
BaHMEM [OCTUXKEHUIA TeopeTUYECKNX pasfenoB MegULUHCKOW
reHeTukn. Hawnbonee HarnAg4HO 370 NMPOSABMAOCL B LUMPOKOM
pacrnpocTpaHeHMN W faXe 3aKoHOAaTe/lIbHOM 3aKpensieHuu
B pAfde CcTpaH npocemBalwlWwKMx nporpamMm f[Ns BbIABNEHUSA
psga HacneACTBEHHbIX 60ne3Hel ob6MeHa Bew,ecTB, Mpexae
BCEro Tex, KOTOpble noaparwTca nedyeHuUto. OyeBmaHa Takxe
TEHOAEHUMUS K WCMOMb30BaHUK fAaHHbIX 06 O0COBGEHHOCTSAX
pacnpocTpaHeHUA Hac/neACTBEHHbIX 60/1e3HEM B pasHbIX
3THUYecknx rpynnax. Tak, B KaHage Hanmbonbwiee BHUMaA-
HWe ypaenseTca NpoceMBaloLWMM NporpaMmMam, BbiSBASHOLLUM
TUPO3NHEMUIO, B AHIMINUN — PEHUNKETOHYpPUKO ” T. A.

Bo MHOrmx cTpaHax WMelTcAa cheumnann3npoBaHHble
naébopatopum WAN  UEHTPbl ANA YTOYHEHUSA [UNarHOCTUKU
HacneACTBEHHbIX 60/1e3HEN, B KOTOPbIX MPUMEHSAOTCA TOH-
Kue O6MOXMMUYeCcKMe MeToAbl YCTaHOB/NIEHUSA epMeHTaTuB-
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Horo (6enkoBoro) pedekTa ANA ONpeAefnieHHbIX Fpynn Ha-
CneACTBeHHbIX 60ne3Hel. Hanbonee N3BECTHbI LEHTPbI N0 AU-
arHocTuke remouinn. [OCTUXEHUSA TeopeTUYeCKUX pas-
[enoB MegULUHCKOM TeHETUKW BbIIMANUCE' B LIMPOKOE WUC-
Nnonb3oBaHMe MeTO4O0B MNpeHaTalbHOM AUMArHOCTUKU MHOTUX
HacnegcTBEeHHbIX WM XPOMOCOMHbIX 605e3Hei, pacnpocTt-
paHeHVe MeLUKO-TEHEeTUYECKOro KOHCY/NbTUPOBaHUA  Kak
OLHOr0 M3 OCHOBHbIX MeTOAOB MPOMPUIaKTUKMN HacneCTBEH-
HOW naTosiorMm u 60Ne3Heil ¢ HacneacTBEHHbIM npegpacno-
NOXEeHUNeM.

Apyrov, He MmeHee BaXHOW CTOPOHOW yCnexoB B AMarHoO-
CTUKe, Jle4eHUN U NpounakTnkKe HacneACcTBEHHbIX 60e3-
Hell HECOMHEHHO fAB/AeTCHA BO3pocwas npodeccuoHanbHas
noAroTOBMIEHHOCTb MeAULMHCKOro nepcoHana npakTU4eckomn
ceTn 3apaBooxpaHeHuA. O6 3TOM C HECOMHEHHOCTbH CBU-
[eTeNbCTBYIOT, Hanpumep, ONpPOCbl Bpayel pasHbiX cheun-
anbHOCTel, nposegeHHble B CLUA, nnan aBTOPCTBO MpaKTu-
YeCKMX Bpayel B CTaTbAX, MOCBALLEHHbLIX OMNUCAHUAM pea-
KOW HacneAcTBEHHOW naTtonorun. MOXHO He COMHeBaTbCH,
YTO 3TOT MHTEpPec K Hac/ieACTBEHHOW MaToNorvm B npakTu-
YEeCKOM 34paBoOXpaHeHUM 6yaeT Bce 6osiblle pacIMPATbLCA
nyrnybnaTtbcsa, a 3T0 B CBOK o4yepelb OyAeT CTUMYyNMpoBaTh
pasBuTMe TeopeTUYeCcKUX WUccaegoBaHUin B MefULUHCKOM
reHeTuKe.

Hanbonee akTya/lbHOW B HacToAllee BpeMs SAB/AeTCA
paspaboTka TeOpeTUYeCKUX OCHOB M3YYeHUA pPOSnN Hacnep-
CTBEHHbIX (PaKTOPOB B pPasBUTUU MYNbTUGAKTOPUANBbHON,
WMPOKO pacnpocTpaHeHHOM naTtonorun. Ycnexm B I3TON
06/1aCTVN HECOMHEHHO CKaXXyTCHA Ha YNyUlWeHUU ANarHOCTUKMN,
nevyeHNsa N npounakTuke 3ToM rpynnel 3abonesaHuun, 4To
ABUTCHA Cepbe3HbIM BKNaAOM MeAULMHCKOW FeHEeTUKWU B Ynyu-

lWweHne 340pOBbSA J/H0A4EN.

CNOBAPb TEPMWHOB

AbGeppaumnsa XpoMoCOMHass — WU3MEHEHWe CTPYKTYpPbl Xpo-
MOCOMbI, BO3HMKalOLWeEee B pe3ynbraTe ee pa3pbiBa, 3a KOTO-
pbIM MOXeT cfefoBaTh COegUMHEHME pa3sOopBaHHbIX KOHLLOB B
HOBbIX COYeTaHUAX.

Annenb — ogHa u3 ABYX (MM HECKONIbKUX) (QOpPM reHa.
Annenn 3aHMMawT B XPOMOCOMe OAMH W TOT Xe noKyc!
B Knetke MOryt OAHOBpPEeMEHHO HaxoauTbcA ABa annenqa,”
€c/In OHa COoAepPXWUT [ABe TOMOJIOTUYHbIE XPOMOCOMBI.

AHeyniong KneTka WM OopraHnu3Mm ¢ YyBeIMYEeHHbIM
NN YMEHbLUEHHbIM, HeKpaTHbIM ranjiongHoMy, YUC/IOM
XPOMOCOM.

AYyTOCOMbl — BCE XPOMOCOMbI, KPOME TMOJIOBbIX.

FameTa — nosioBas KJjeTkKa, crnocobHas K OMI04OTBO-
peHunio.

Fannong — KneTKa, B KOTOPOW Ka)Jas Xxpomocoma npej-
cTaB/ieHa B OA4HOM 3k3emnnspe. FannongHbii Habop B KneT-
Kax 4yenoBeka COCTOUT M3 23 XpomMocoM. B Hopme rannongamu
ABNAKTCA rameTbl 4yenoseka. lannoupgHbli Habop 0603Ha-
YyaeTcad CUMBOJIOM T

FeHoM ranongHbli Habop XPOMOCOM C /I0OKasiM3oBaH-
HbIMW B HeM reHamu. B nonoBbiX K/eTKax 4esioBeKa MMeeTcs
OAVH TeHOM, B COMaTUYeCcKMX — faBa reHoma.

feHOMHble MyTauMm — M3MEHeHWe 4Yucna XPOMOCOM B
Knetke (yBenmMyeHUe HOPMasbHOro 4ucsa uenbiXx reHoOMOB)
(cm. Tpunnongua, TeTpannongms).

FeHOoTMN — cymMMa BCeX FeHOB OpraHmMsma.

FeTepoxpomMaTuUH — pPasHOBUAHOCTb UAM TUMN XpoMaTUHA
MHTepdasHoro agpa wuanM metadasHOW XPOMOCOMbI, XapaKTe-
pusylumecs cofexaHmem HebONbLIOINO0 KOJMm4yecTBa reHos,

AHK ¢ yacTtonosTopsalowmmMmmnuca nocsefosBaTeibHOCTAMMU
HYKNeoTnaoB, NO3gHen penankKaumen, KOHAEHCUPOBAHHbLIM

COCTOSSHMUEM B WHTepasHOM Aape U crneynduyeckom okpa-
LINBaeMOCTbIO.
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FeTepo3uroTa — LEbIA OpPraHuU3am UAN AUNNONUAHAs KeT-
Ka, Hecylwue [Ba pasfIMYHbIX anfens OAHOr0 WIM  He-
CKONMIbKUX paccMaTpPMBAeMblX T[EHOB.

FfomMo3nroTa — LUENbIii OPraHn3M WUNM AUNAOUAHAA KNeT-
Ka, HecyuiMe ABa OAMHAKOBbIX annens OAHOFO WUIN HECKOJlb-
KUX paccMaTpuMBaeMblX TEHOB.

Fpynna CcuUeneHnss — reHbl, /I0Ka/M30BaHHble B O0f-
HOW XpoMOCOMe W HacnegytowmMecs COBMECTHO  LENo

rpynnoi.
JeneHna — noteps OAHON0 W3 Y4YaCTKOB XPOMOCOMbI.
AvnnongHbiin (asi) — KNeTka wWAM opraHuim, ob6napgato-

wme NO/HbIM HaboOpOM TFOMOJMIOTMYHLIX Map XPOMOCOM, OAHa
MosI0OBMHA KOTOPbIX BHECeHa >XEHCKOW rameTtoin, a apyrasa —
MY>CKOMW. B HOpMe ANUNAONAHbLIA Habop XpPOMOCOM coaepXkaTt
comMaTmyeckue KAeTKU. Y 4YenoBekKa AUNMOUAHbIA Habop
cocTouT mn3 46 xpomocom (2 ).

AHK (ne3okcnpnboHyKnenHoBas Kuncnorta) — 6uono-
nuMmep, B KOTOPOM 3akKoaupoBaHa TreHeTmyeckas WHMoOp-
Mauyms.

JOMUHMpPOBaHME — SABNEHME, NMPU KOTOPOM OAUH U3 ABYX
annenein reTepo3nroTbl (AOMWHAHTHbLIVW annenb) OTYETNUBO
nogasnseTr nposBfAeHMe papyroro (peueccmBHOro) annens.

Opeiich reHOB— HeHanpaB/eHHOE M3MeHEeHWe FeHHbIX Yac-
TOT OT MOKOMNEHUS K MOKOMIEHWIO, Bbl3blBAEMOE CAYyYaWHbIMU
npuuynHamm (Hanpumep, ManbiMM pasMmepamMm nonynaunn).

3nrota — KneTKa, BO3HMKatoWwas B pe3ynbrate CAUSHUS
ABYX rameT (ONnofA0TBOPeHUE AWLEKNETKN CMepMaTo30naomMm).
MN3onar — Heb6onblwasa, 3aMKHYyTass B 6payHOM OTHoOLle-

HAM nNonynsauns ¢ BbICOKMM YPOBHEM KPOBHOFo poACTBa.

M3oxpomocoma — aHOMasrbHasAs MOHOUEHTpUYeckas Xpo-
MOoCOMa C [ABYMSA TeHEeTUYEeCKM pPaBHOLEHHbIMM MNaevyamu.
M3oxpomMocombl 06pasyroTcs B pe3ynbTaTe HENPaBWJ/IbHOTIO
AeNneHNsa LeHTpoMepbl.

MWHGpuauHr (KPOBHOE POACTBO) — O6paku Mexay noabMu,
MMeLWMMMU O04HOTo uUnam 6o0nee ob6LWKUX NpPenKOB.

NHBepcma — BHYTPUXPOMOCOMHAas CTPYKTypHasa nepe-
CTpoOiViKa, NpM KOTOPOM y4yacTOK XPOMOCOMbI MoBOpaymBaeTcs
Ha 180°. EcnmMm WHBEPTMPOBAHHbIM Yy4yaCTOK 3axBaTbliBaeT
LEHTPOMEPY XPOMOCOMBbI, FTOBOPAT O NEPULEHTPUYECKON WH-
BEpPCUN.

NHTepdaza — nepuopg XU3HEeLEATENIbHOCTU KJ/IETKU MEeX-
4Y LBYMSA MUTOTUYECKUMWU LAeleHUAMU, B KOTOPOM MHTEHCUB-

HO MAYT CUHTETUYECKWMNE MNpPOLECCHI.
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KapnoTmn — COBOKYMHOCTb TMPWU3HAKOB XPOMOCOM (MX
ynucno, d¢opma, pasMepbl, MOJIOXKeHUEe LEeHTPOMep), Xxapak-
TEPHbIX ANA KNeTOK [AaHHOro opraHusma.

MapKepHble XPOMOCOMbI — XPOMOCOMbI, WMelLWne Ka-
KYK-TM60 BHEWHIOW O0COB6EHHOCTb (Hain4vme 4YeTKOro Bapu-
aHTa nonmmopguimMma XpPOMOCOM, XPOMOCOMHOW MepecTpPoOn-
KM W T. 4.), KOTOpasa no3BONAeT [AOCTATOYHO TOYHO BU3Y-
anbHO wMAeHTUUUMPOBATL ee MNpPU UCCNef0BaHUU Kapuo-
TMna.

Meio3 — npouyecc o6pa3oBaHUA MNOMOBbLIX KNeTOK (ramer)
B pe3ynbTaTe K/eToyHOro pgeneHusa. CyuwHOCTb Melo3a
COCTOMUT B peayKuUMW AUNNOUAHOTO 4ucaa XPOMOCOM [0
rannoungHoro.

MwuTo3 — peneHuve agpa KAeTKM, B KOTOPOM MPOM3OLLIO
yOBOEHVE XPOMOCOMHOro maTtepwuana, npusoasuiee K obpa-
30BaHUI0 ABYX A0YEPHUX KNeTOK. CYWHOCTb MMUTO3a COCTOUT

B rnepejaye reHeTMYeCcKOro mMaTtepuana oT O4HOT0 K/AETOYHOTrO
NOKONIEHUS K ApPYromy.

MoHocOMMA — KneTka WAM opraHusm, B AUNJIOUAHOM
Habope KOTOpPbIX OTCYTCTBYeT ofgHa Xpomocoma (2 n — 1).
MynbTudakTopmnanbHble 3abonesaHna — 3abonesaHusa, B

pPa3sBUTUN KOTOPbIX BaXHY POJib UTPaAKT KaK reHeTU4YecKume
paKTopbl, TaK U PakKTOpPbl BHELIHeW cpefabl.

MyTauna — mn3MeHeHUe  HacnNefcTBEHHOro MaTepuana
KNeTKW, nepeparlieeca noTomcTsy. MyTaumsa MoXeT onpe-
feNneHHbIM 06pa3oM BAUATb Ha NPU3HaAKW 4Yesi0oBeKa.

MaHMnKcuns CNyYaHbIA BbIGOP 6GpayHbIX MNapTHEPOB
B Nonynauun.
MeHeTPaHTHOCTb — YacToTa WM BEPOSITHOCTb MposBe-

HNA aHOMa/ibHOI0 FeHa WA TFeHHOW KOM6I/IHaLI|I/II/I B NMPuU3Ha-

Kax HOoCuUTenda B 3aBUCUMOCTU OT yCJ'IOBVII‘/’I BHELLUHEN cpenbl
n reHotTmna.

MnenoTponnus — cnocobHOCTb rFeHa OKa3biBaTb B/NSAHMUE
OLHOBPEMEHHO Ha HECKO/IbKO MPM3HAaKOB OpraHuima.
MonureHHble MpU3HaKU — MNPU3HaKW, KOTOPble KOHTpPO-

NUPYOTCSA HECKONbKUMU (MHOTMMW) FTeHaMun, AelCTBYHOLWNMN
B O4HOM HanpaBieHUU. WMHorga B MNOJIUFTEHHOW cuUCTeMe

yaaeTca BblaennTtb OAUNH rnaBHbIM TeH N HECKOJ/IbKO gonon-
HUTEeNbHbIX.

MonoBble XxpomMocoMbl — rnapa xpomocom (X un Y), onpe-
JenAwunx passmutue nona. B HopmanbHOM XEHCKOM Kapuo-
TUNe WMelTcAa [ABe X-XPOMOCOMblI, B MYXCKOM — X U

Y -XPOMOCOMBI.
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Monynsauns — COBOKYMHOCTb pPas3MHOXaklWunuxca WHAN-
BUAYYMOB, OTAefeHHas OT APYTUX TaKMUX e COBOKYMNMHOCTeN
reorpapMyeckKMMm, 3THUUYECKMMU WM APYTUMU Gapbepamu.

Mpob6aHg — MHAMBUAYYM, C KOTOPOro Ha4anocb ucchne-
f0BaHWe pPOLOCNOBHOMN.
Pennmnkauymna OHK — BocnpownsseneHune (yABOEHUE) KO-

nnyectea AHK B WMHTepdasHoO KneTkKe.
PeueccMBHbIA reH — cm. JLJOMUHUpPOBaHWUE.

Cunbcbl — 6paTba M cecTpbl NpobaHaa (poAHbIE, A4BOOPOA-
Hble N T. 4.).
CNyTHUK — KOHLEBOW y4yacTOK KOPOTKOro njeya akpo-

LEHTPUYECKOW XPOMOCOMbI, OTAENIeHHbIA OT OCTanbHOW ee
yacTU HUTEBUAHOMN BTOPUUHON MNEPETAXKON.
CuenneHve — cM. [pynna cuenieHus.

TeTpannong — K/eTKa, cofep)kawaa 4yeTblpe ranaoufa-
HbIX Habopa xpomocom (4 n).
TpaHcKpUNuUUsa — cuUHTe3 MHGopmaumoHHom PHK Ha maT-

pvue AOHK. WHdbopmaunmoHHas PHK nepeHocuT 3anu-
CaHHbIW B Heln Kopg K pubocomam (UeHTpaM CUHTe3a 6en-
KOB).

TpaHcnokauma — CTPYKTYpHOe UW3MeHeHWe XpOoMOCOM,
B X0[e KOTOPbIX XPOMOCOMHbIWA CErmMeHT BKJ/lOYaeTca B ApPY-
roe MecTo TOW >XXe XPOMOCOMblI WUAIN MEPEHOCUTCA Ha APYTYH

XpOMOCOMY.

TpaHCNsaAUMa — CUMHTe3 nonunenTMaHomM uenm (6enka) co-
06pa3HO CTPYKType WHGPopMaumoHHon PHK.

Tpunaoung — KneTka WAM OpraHuU3m, cojepxauime Tpwu
raniongHelx Habopa xpomocom (3 n).

TPUCOMUK — KNeTKa WAN OpraHuim, B KapuoTune KoOTO-

pbIX MMeeTcA Of4HA NINWHAA Xpomocoma (2n+1).

XpomaTuga — 4yacTb YABOEHHOW B pesynbTaTe penpo-
AYKLUNUU XPOMOCOMbI. XpoMocOMa COCTOUT U3 [BYX Xpoma-
TUL, COeANHEHHbIX BMecTe B 06/1aCTU LEHTPOMEpPHI.

X-cuenneHHoe (cuenseHHoe ¢ nonom) 3aboneBaHwue,
NPUYNHOA KOTOPOro ABAAETCA HaaMume B X-XpOMOCOME
aHoOMaNlbHOro reHa. Ana X-cuenneHHOro peueccUBHOro 3abo-
NneBaHMs XxXapaKTepHO: 1) Hanuuue ero NPeUMYLLeCTBEHHO Y
INY, MYXCKOTO0 rnona; 2) nosioBuHa 6paTtbeB 601bHOro0 nopa-
XXeHa, ero cectpbl 340p0Bbl; 3) aTum 3aboneBaHMeM nopaxe-
Hbl MYX>XCKWe PpPOACTBEHHUKM npobaHha CO CTOPOHbI €ro
mMaTepu.

deHOTUN — COBOKYMNHOCTb HabnwgaemblXx CBOWCTB opra-
Hnama. PeHOTUN He BCcerga CAYXWUT MNPAMbIM U MNOJIHbIM
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Bblpa)XXeHMeM TreHOTUNa, a npeactaBniseT cob60i pesynbTaTt
B3aMMOAENCTBNUA MeXAy FeHOTUNOM U OKpyXXakuw,eh cpesoi.

LleHTpomMepa — y4acTOK XPOMOCOMbl B 06nacTtu ee nep-
BUYHOW NepeTAXKW, Hanpasnstouwen [BUXEHME XPOMOCOM
K noswcaMm K/NeTKM B MWUTO3e M Meio3e. B Hopme Kaxpas
XpomMocoma WMeeT OAHY ULEHTpOMepy.

OKCNpPEecCUBHOCTb — CTEMeHb (PEeHOTUMMYECKOro (KJANHWU-
4yecKoro) nposieneHmMsa reHa (oT cnaboii 4O CUBHO BblpaXeH-
HOM). DKCNPeCcCUBHOCTbL BO MHOFOM 3aBUCWUT OT B3auMMOpAeW-
CTBUSA TEHOB M OT YC/IOBUI BHELWIHEWN cpefbl.

AhdekT poaoHadarlbHMKa — LWWPOKOE pacrnpocTpaHeHue
B MONynsauumMm peakoro reHa, npouvcxogsliee B TOM caydae,
Korga nonynayma 6GepeT Hayano OT UCXOAHO HebGONbLUOW
rpynnbl nwoogen.
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CoBpeMeHHble MpeacTaBNeHUss 0 Hac/neACTBEHHOCTU Ye-
noBekKa

CoBpemMeEHHbIEe  MeTOoAbl  M3yYeHWs  Hac/ieACTBEHHbIX
601e3HeNn

HacneactBeHHble 60M1e3HU

[eTeporeHHOCTb Hac/neACTBEHHbIX 60/1E€3HEN N «HOBbIE»

dhopmbl

UacToTa ” reorpadpuyeckoe pacnpocTpaHeHue Hacneg-
CTBEHHbIX 60ne3Hen

3aksitoueHme

eHbl N cpepa. bonesHu c HacneAcCTBEHHbIM npea-
pacnonoxeHnem

BBepeHue

HacneacTBeHHoe pasHoo6pasve  nonynsuuiivenoBeka
BonesHn ¢ HacneacTBEHHbIMIMPeAPacroNoXeHeM

3ak/toyeHmne

XpoMOCOMbl M MaTonorus
BeeneHue

CTpoeHVe U (PYHKLMNOHMPOBAHMEXPOMOCOM YesioBeKa
XPOMOCOMHbIE ~ WU3MEHEHMS VBOMe3H

XPOMOCOMHbIE M3MEHEHUS U (DaKTOpbl OKpYy>KatoLLel
cpeapl

3ak/toueHme

AvarHocTuka, redyeHne u npodmnakIuka HacneacTs
BEHHbIX 601e3Hel

BeefneHume

[JdunarHoctnka
JleyeHwne
MpochmnakTrka

3ak/itoyeHmne
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111
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reHeTMmkKa "M MeagunMLMHaA

PepakTopbl P. &®. lMapbkaBuesa, . ®@. KpyToBa
Xy[o>kecTBeHHbIV pefgaktop A. A. [yposa
KoppekTtop A. M. PyT-MuH
TexH. pepaktop A. A. BeTposa
Mepennet xypoxHuka B. E. Bonbcha

CpaHo B Hab6op 09.02.79. MognwucaHo K nevaru
16.05.79. T—03568. dopmat bymaru
84X108V32- bym. mawl,—men. Jint. r. lNMeyatb
Bbicokad. 10,08 yen. ney. n. 9,25 yy,.-n3a. n.Tu-
paxk 100000 ak3. 3aka3 Ne 3709. LleHa 60 k.

OppeHa Tpyposoro KpacHoro 3HameHU
N3paTenbctBo «MeanumHa», MoCKBa
MeTpoBepurcknin nep., 6/8

OpgeHa OKTAGpbCKOM PeBonoummn
n opgeHa Tpygosoro KpacHoro 3HameHU
MepBasa O6pasyoBas TUNorpadus
uveHn A. A. >KpaHoBa
Corosnonurpadgnpoma npuv FocygapcTBEHHOM
komutete CCCP no pgenaMm wv3gaTesibCTB,
nonmrpadoic. M KHYD>KHOM TOProB/W.
MockBa, M-54, BanoBad, 28



K cBegeHutio ynTaTenen!

M3 nnaHa BbiMycka NuTepatypbl m3gatenscrea «MeamunHa»
Ha 1979 roga:

MeOunko-reHeTUYeCKOe KOHCY/IbTUPOBaHWE B CUCTeEMe nNpodinsiak-
TUKN ULLEMMYECKOI 60Me3HM cepaua 1 nHeynbToB/aBnaeHkosa E. @ .,
Konocoea H. H., JinbepmaH WN. C. u pap. — J1. : MegnunHa, 1979
(111 kB.). — 15 n.,, un.— B nep.. 2 p. 42 k. 7000 3k3. 50101

B MoHorpacmm o060CHOBbIBaeTCA W MnpegnaraeTca Hoeasd doopma
MeOULMHCKOIO  0OCMY>XMBaHUA  HacefleHUst — MeMKO-reHeTn4yeckoe
KOHCY/IbTUPOBaHME U AHCNacepur3auuns AL, ¢ OTATOLWEHHOM B OTHO-
LLUEHMM aTepocK/iepo3a W rUNepPTOHMYECKON 060/1e3HU Hac/eACcTBeH-
HOCTblO. MpuBOAATCA faHHble FeHETUYECKOro aHasin3a cemel 60/IbHbIX
C pas/INYHbIMM hopMamMy COCyaMCTOM MNaTosIofMn, a TaK>Ke pe3y/bTa-
Tbl KaTaMHECTUYECKOro Hab/itogeHUst aTux cemeil. OnucaHbl paspado-
TaHHble nabopaTopuein MegUUMHCKOW reHeTukn AMH CCCP pgmarHo-
CTUYECKNE KPUTEPUU TeHeTUYecKMx (DakKTOpPOB PUCKAE, a TakXKe reHe-
TUYeCKMe NnoKasaHuUA AN1a OUCNaHCePHOro HabsiioaeHUA.

M3gaHme paccHMTaHO Ha OpraHun3aTopoB 34paBOOXpPaHeHUa u
TepaneBTOB.

KHurn msgatenbctBa «MeamuyiHa» MNOCTynatoT B MPogaxky
8 CMELUVa/TN3NPOBaHHbIE KHWKHbIE MarasvHbl W MarasviHbl, rae
VMEKOTCS OTAeNbl MEAULIMHCKOW NnTepaTtypbl.
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