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[IpegucnoBue K U3QaHuIo
Ha pYCCKOM A3blKe

TeHeTHKa TMPOYHO BOIIA B MEAUIMHY, 0COOEHHO TOC/e 3aBepineHus mpoekTa «[eHoM denoBeka» B 2003 T.
OnHUM M3 OCHOBHBIX Pe3yJIbTaTOB MPOrpecca 'eHeTHKU YesloBeKa fBJseTcs pa3dpaboTKa reHeTHYecKUX TeXHO-
JIOTUH, KOTOpbIe CTaJI COCTABHOM YaCThIO BCEX TEOPETHYECKUX, KIMHUYECKUX U NPOPHUIAKTUIECKUX Pa3ZiesioB
Me/MIMHBL Barosaps coBpeMeHHbIM MeTOZIaM U ZI0CKOHAJIbHOMY 3HaHUIO TeHOMa YeJioBeKa 000CHOBAHbBI TaK¥e
HOBBIe HallpaBJIeHNUs KJIMHUYeCKON MeUIVHBI, KaK reHeTMYecKoe TeCTUPOBaHNe U IIpeficKa3aTesIbHasA MeUIN-
Ha (ompezeneHre PUCKA Pa3BUTHS GOJIE3HU B JOCUMIITOMATHYECKOi CTa/IUH), IepCOHAIM3UPOBAHHAS MeJIUIIHA
(ocobeHHO B 0611acTH papMakoTepany Ha OCHOBe papMaKOTeHeTHKHU ), MOJIeKYJIIpHAs MeJIMIMHA, IPe/IbIMILIaH-
TAIMOHHAS IMATHOCTHKA, HYTPU- ¥ TOKCUKOTeHOMUKA. PacidpoBbIBAIOTCSA MOJIEKYIIPHbIE MEXaHU3MbI [TaTore-
He3a HAaCJIeZICTBeHHbIX 1 MHOTOGaKTOPHBIX G0JIe3Heil.

Bcé aTo TpebyeT OT COBpeMeHHOr0 Bpaya JIt060ii ClIeHanbHOCTH, YTOOBI OH PeryJIsipHO BOCIIOJHST CBe/IeHHs
0 IOCTXeHUsX B o6acTu GpyHIaMeHTa IbHOM reHeTHKY YesioBeka. 10 3Toii mpuynHe MosiB/ieHre KHUTH «Meju-
IIMHCKas TeHeTHKa» Ha PYCCKOM sI3bIKe MOXXHO CYMTATh BeCbMa CBOeBpeMeHHBIM. [10/J0GHBIX KHUT Ha PyCCKOM
A3bIKe HeT. KHura 5Ta yHUKasbHa, OHA BblJiepKaJja yXe ceMb u3zianuil. Ee 1jenb — cepbe3Ho 03HaKOMUTD Bpayeii ¢
reHeTHYeCKMMHU OCHOBaMH IOHUMaHUs 60Je3Hel, UX JledyeHns U NPOPUIaKTUKH.

B KHUre 137105KeHbI BCe OCHOBHBIE I10JIOKEHNUA COBPEMEHHON MeIMLIMHCKOM reHeTUKHU. I1py 3ToM reHeTudecKkue
3aKOHOMEPHOCTH MPeNOAHOCATCA B PAMKaxX KJIVMHUYECKUX TeM U BOIIPOCOB U COMPOBOXAIOTCS UIUIIOCTPALAAMU
KOHKPEeTHbIX 00JIe3Heil 1M reHeTHYeCKUX CUTyauuit. Yurartens 3anuHTepecyeT JOTMKA TeHeTHYeCKOro aHau3a u
06UIMPHbIE BO3MOXKHOCTY COBPEMEHHBIX MOJIEKYISIPHO-OHUOIOTMYeCKUX MeTO/I0B. B Heil oTpa)kKeHbI MocyieaHe
Hay4Hble JOCTXeHU MeJULINHCKON TeHeTUKY — OT MOJIEKYJIIPHOTO YPOBHA 10 MOMYJIALMOHHBIX 3aKOHOMEPHO-
creit. CriefiyeT mofuepKHyTh, 4TO J1t06as riaBa TpebyeT cepbe3Hoii MPOpabOTKU. DTO OTHOCKTCS IaKe K CIIeIaIi-
CcTaM, XOPOIIO Pa361paIOIMCS B TeHETHKe.

B cBfi3u ¢ paciiMpeHyeM U yriy6ieHreM TeHeTHYecKOi CIyXObl B POCCUICKOM 37[paBOOXpaHeHNH (Me/IKO-
reHeTn4ecKoe KoHcyiabTupoBanue, JJHK-nuarnocrrka, npeHaTtanbHasd AUarHOCTUMKA, HEOHATAJIbHBIA CKPUHUHT,
MOHUTOPUHT BPOX/IeHHbIX TIOPOKOB PAa3BUTHUS) BbIXO/] KHUI'Y «MeIMIIMHCKas FeHeTHKa» Ha PYCCKOM f3bIKe MOX-
HO CYMTAaThb BeCbMa ONpaBJaHHBIM U CBOeBpeMeHHbIM. OHa MOCHY)XUT XOPOLIMM IIO/ICIIOPbeM /IS MOATOTOBKU
VHTEPHOB, OPAMHATOPOB, aCUPAHTOB, a TAK)Ke MOXET UCI0JIb30BaThCsA BpayaMM Pa3HBIX CNelAaIbHOCTEN IS
camM006pa3oBaHus.

[-p Men. Hayk, mpod., akan. PAMH, —
3aB. KaQenpoi MeUIIMHCKON reHeTHKU MMA um. 1.M. CedeHoBa / M ios H.II. botkos



lpenucnosue

B nipenucioBuu K mepBOMY U3AaHMI0 « MeaUIIMHCKOM reHeTUKU»>, BhINyIeHHOMY 6oJtee 40 siet Hazaz, [ xeimc
1 Maprapet TomricoH mucanu: «[eHetrka — GpyHzaMeHTanbHasA U 6a3ucHas HayKa, KOTOPYIO HeOOXOMMO U3y4aTh
Ha JOKJIMHUYeCKOM dTare 00y4eHHs: B MeAULMHCKOM MHCTUTyTe. OHa ABJISIeTCS BaXKHOM COCTABIIAOIIEN KIMHU-
4eCKO# MeJMIMHBI, 00I[eCTBeHHOTO 37I0POBbs M HAay4HbIX U3bICKaHWiL. Hapsy ¢ mOHNMaHUeM POJU TeHeTUKH B
COBpEMeHHO# MeJIMIINHe BO3HUK BOIIPOC O MeCTe ee B 00y4eHUH CTYZIeHTOB, HO ZI0 CHX TTOP BO MHOTHX MeJUIIUH-
CKUX By3aX OH pelleH JIMIIb YaCTUYHO. DTa KHWUTa Oblia CO37laHa [JIs CTYZIeHTOB, YTOOBI OHU MOTJIU COCTaBHUTh
npescTaBieHne 06 OCHOBaX MeJUIMHCKON reHeTUKY 1 YTOOBI Pe/ICTaBUTh UM HOBeHIINe MaTepHaIbl [0 JAHHOM
aucnuIIvHe. ECJIU MX TIperoziaBaTesy ToXe COUTYT ee II0JIe3HOH, MbI OyzieM YZI0BJIeTBOPEHBI BBOIHE».

TeHeTHKa 1 3HaHUA O TeHOMe Yesl0BeKa CTAHOBATCSA BAXXHOM COCTABIAOIIEH 34paBOOXpAaHEHUA U KIMHUYe-
CKOl MeMIMHEL. HOBOe, cefibMoOe M3/jaHre TPAAULMOHHO, KaK U MpeAbIAyIIYe MeCTh U3/JaHuiA, COlepKUT QyH-
ZlaMeHTaJIbHbIe JAHHBIE O TeHeTHKe YeI0BeKa U KJIMHUIeCKOoH reHeTrKe. IHPopManuio o reHax ¥ MOJIEKY/ISIPHbIX
MeXaHU3Max, IPUHUMAIONINX y4acTre B Pa3BUTHU KaKOro-1ubo 3a00JIeBaHuUs, Mbl WIUTIOCTPUPYEM peabHbIMU
CJly4asiMU 13 OBCEAHEBHOM KIVMHUYECKOY NPAKTUKHU.

MHoroe U3MeHWJIOCh C MOMEHTA BBIIyCKa MOocJaeHero ussfanusd. [1o okoHYaHuM npoekTa «[eHOM desoBeKa»
MBI TTOJIY9XJIM NOJIHYIO KapTy 4eJoBeYeCKUX TeHOB, UX CTPYKTYPBI, a TaK)Xe OTPOMHOe, BCE ellje OMOHSAIeecs
ONMCaHVe Pa3NYHbIX ero BApUaHToB. IHpoOpMarys o reHOMe YeoBeKa IPOK3Besia epeBopoT B reHeTHKe. I1o-
3TOMY MbI PAaCIIMPUIA PAMKH U LIeJIF 3TOTO U3/IaHUS, IJISl TOTO YTOOBI BBECTH MOHSATHE «I1epCOHATM3UPOBAHHAS
MeJUIMHA>, IPUBOJIS IPUMEPhI, KaK ¢ TOMOIIIbI0 TeHOMUKU MOXHO TPOTHO3MPOBATh TedeHue 3a001eBaHus 1 UC-
XO/Ibl JIeYeHNs1, U OTIpe/leJIUTh BIMAHNE FeHeTHYeCKUX Bapualui.

Dra KHUra He CO37IaBajiach HA KaK KpaTKoe PYKOBOZCTBO IO TeHHBIM G0JIe3HsIM, HH KaK 3HIUKJIONeANYecKuii
CIIPAaBOYHUK 10 FeHeTHKe YeJI0BeKa U TeHeTHKe B L1eJIOM. ABTOPBI Ha/IeI0TCA, 4TO CeIbMOe U3/laHne « MeuIMHCKON
TeHeTUKM» CO37aCT IUIaljapM, Ha OCHOBe KOTOPOTO CTYyZeHThI CMOTYT NPOJOJDKATh AajibHelllee U3ydeHre dTON
Hayku. Paspmen «KnuHudeckue ciay4yau», BIepBble IIPe/iCTABIeHHBIN B MpeAblAylieM U3[aHUM C LeJbI0 IOMOYb
YUTATeNI0 eTaJbHO Pa300paThCsi B OCHOBAX HACJeoBaHUS 3a00JIeBaHuil, TaTOreHe3a, IUarHOCTHKY, BeJleHUs
¥ KOHCYJIETUPOBAHUS GOJIbHBIX C TeHEeTHYeCKUME 3a601eBaHUSMH, MO-TIPeXHEMY OCTAaeTCsl BAKHOU COCTaBIISIO-
1eii HOBOTO M3aaH¥st. Mbl pacinupuiiu riaBy «KinHudeckue ciydan», TOMOJHAB 0ObIYHBIN HabGOp 3a60JIeBaHNI,
KOTOpBIii BKJIIOUaeT OCHOBHbIE 3a00JIeBaHUS C MeH/IeIeBCKUM THIIOM HacleZoBaHus, nHOpManueii o Hauboee
94aCTO BCTPEYAIONINXCS CIOXKHBIX 3a00/1eBaHuUsAX. YTOOBI KHUTA cTaja 6osee yno6HO#M, nHGOPMATUBHOM U MO3BO-
Jisi1a Ty6Ke YCBOUTb MaTepuall, ceIbMOe M3/laH¥e IOTOIHIIIN CIIeialbHbIMU CChUIKAMHU, YKa3bIBAOUIIMU HO-
Mep KJIMHUYeCKOTO MPUMepa, 1 BbIAEIMUIN UX CHHIM [1BeTOM. CChUIKU MO3BOJIST YUTATEIISIM OBICTPO 06PaTUTHCS
K KJIMHUYeCKOMY NTPUMepy, NJUIIOCTPUPYIOLeMy TeMY, pedb 0 KOTOPOHi UZeT B IJIaBe.

CryzeHTbI, 0COOEHHO 3aMHTepPecOBAaHHbIE B TeHeTHKe, BBITYCKHUKY MeIULMHCKIX BY30B, MHTEPHbI, OP/IMHA-
TOPBI, TPAKTUKYIOIIMe BPayul, a TAKXKE CHeUaJUCThI JPYTUX 06J1acTeil MeUIMHBI COUTYT 3Ty KHUTY TOJIHOM, HO
He MCUepIbIBatolieil (UM yTOMUTENbHO#!), comepskaiieil yHIaMeHTa IbHbIe 3HAHUSA TI0 TeHeTHKe YesloBeKa U
reHOMUKe IPUMEeHHUTENLHO K 3/[0POBBIO U 3a60/1eBaHUSIM.

Pobepm JI. Hotoccbaym (Robert L. Nussbaum, MD),
Podepux P. Max-Hnnec (Roderick R. McInnes, MD, PhD),
Xanmunemon @. Bunnapd (Huntington F. Willard, PhD)

BJIATOJAPHOCTU

ABTODBI XOTAT BbIPA3UTh 61ar0JapHOCTh MHOTUM KOJIIEraM, MzeH, KPUTHKA, TOZiepXKKa KOTOPhIX OMOTJIH
yCOBEPLIEHCTBOBATb CeIbMOe U3/laHue «MeJUIMHCKOY FeHeTUKU». B 4aCTHOCTH, MbI OYeHb IIpU3HaTebHbI Jlecnn
Buicekepy 3a ero TpyZa ¥ 3HaHUA B 061aCTH MOJIEKY/IAPHOI MOPOJIOTHY U TeHeTeKU, KOTOPbIe OH BJIOXKHJI B IJ1a-
By 14 «[eHeTuKa pa3BUTHUS U BPOXIEHHbIE TOPOKU». MbI Takxke 6iarofapumM Buna Apuaca u3 HaioHaibHOTO
VHCTUTYTA 310poBbd, IInurepa baepca u l'eopra CramaTosiHHOIY IIOCA U3 YyHUBepcuTeTa Bammnrrona, luany Kokc
U3 yHuBepcuteTa Anbbepra, lappu Kattunra u J[sBuna Basau u3 MeguiiHCKOM Kokl uM. k. XonkuHca, Po-



Mpeancnosve  [IIETN

Gepra [leHcuka u3 yHuBepcutera Mayur Cunaii, Kypra Xappuca u3 HarmoHaibHOro MHCTUTYTA paka, Jyriaca P.
Xwurrca n3 HCTUTYTa MOJIeKyIsipHON Meaununbl, Katpun Xur u3 lerckoro rocnutans @unanensdun, JxeHu-
¢bep Mxennunrc u3 MHctutyTa renetuky Kananel, Mapka Kas u3 ynusepcurera Crandopza, Mywuna Kxoypu u3
LlenTpa KOHTPOJIs 3a 3aboneBanusiMu, [Turepa Pest u Ctusa Illeppepa u3 Tocrurans ajs aereit, ToponTo; IIo-
3eda HeBuHca u Xyrrona Keapnes u3 yausepcuteta [Jioka, Ixxona @usumunca [11 M3 yHUBEPCUTETCKON MeAUIIH-
cKo¥i mKosibl Bangepouira, xenudep ITak u Mena ['pymbaxa u3 ynusepcurera Kamupopuuu, Can-PpaHimcko.
Dpuka Illy6pumxa u3 yauBepcuteTa Mak-Iuna, Puuapna CriiMana u3 yHuBepcurtera [leHcuabBaHuu, Ilutepa
Cenr-Teopra-Xucnomna u3 ynuBepcutera TopoHTo, JIlo60Bb BapTuxoBcky 13 HalnoHaIbHOTO MHCTUTYTA paKa,
[Tayna Yoreppca u3 yHuBepcutera Bpuranckoit Konym6un, Xyzna 3orou u Aptypa Baynerra uz MeauimHcKoro
KoJute/ka Beitnopa, a takxxe Kpuctuny Jluc Maptun u3 YHuBepcutera DMOpu. Mbl Takke 61aroflapiM MHOTHX
CTYZIeHTOB U3 YHMBepcuTeTa [IX. XOIKMHCA, U3Y4aBLUINX KyPC FeHETHUKHY, 32 KOHCTPYKTUBHYIO KPUTHUKY IIpeblay-
I1ero U3JJaHus.

Mbil elie U elie pa3 BbipaxkaeM riybouaiiinyio 61arofapHocTh 10KTOpy Mapraper ToMIICOH 3a peZiocTaBJieH-
HYI0 BO3MO)XHOCTb pab0TaTh HaJl TOCIEAYIOUMH U3JaHISIMHI KHUTH, KOTOPYIO OHa co3zania 40 jieT Ha3a/ BMecTe
co cBOMM nocieiHuM MyskeM [Ixeiimcom C. TomriconoM. HakoHell, Mbl 6J1aro/JlapuM Hallv CeMbH 3a TOHUMaHKe 1
TepIeHue, OKa MbI TPOBOJIMIIH JIOJITHe Yachl B paboTe Ha/l CeIbMbIM U3/JaHNeM «MeNIIUHCKO TeHeTUKI».



Cnucok cokpatleHuu

A — ajeHVH

AJIA — ajeHO3MHe3aMKHa3a

AJIIKII — ayTOCOMHO-ZIOMMHAHTHBIN IOJUKUCTO3
HoYeK

ACO — annenbcrerdpuuecKuii OJTUTOHYKIOTU L

A®II — o-deronporenH

BBX — Guorcysi BOPCUH XOPHOHA

BWY — Bupyc umMyHOepUIIUTA YeTIOBeKa

BM]I — BO3pacTHas MaKyJIApHas iereHepanus

I' — ryanun

I'-6-®]1 — rmoko30-6-docdarrerniporenasa

I'BT — rny6oK#uit BeHO3HBIi TPOMOO03

'@ — ryaHosunaudocdat

I'T® — ryaHosunTpudocdar

JTHK (DNA) — ne30KcHpuOOHYKIeMHOBas KUCIOTa

JOHT — nedeKThl HepBHOI TPYOKU

JKKT — xeny[oYHO-KUALIeYHBIA TPAKT

3BYP — 3aziepxka BHyTPHYTPOOHOTO Pa3BUTHS

UBC — uniemuyeckast 601e3Hb cepia

V3C]/l — MHCYIMH3aBUCUMBIi caxapHblil frabet

WNKCH — nHTpanuToIaa3MaTndecKas MHbeKIus Crep-
MaTO30UZI0B

WHC]I — uHCYTMHHe3aBUCUMBIiA caxapHblii nabet

ulIBT — upnomnaTuyecKuit riepebpanbHbIA BEHO3HbIH
Tpom603

kIHK — koMIjieMeHTapHasi e30KCMPUOOHYKIENHO-
Bas KUCJIOTa

KT — kommbroTepHast ToMmorpadus

JITIBIT — numonpoTerHbI BBICOKOY NIIOTHOCTH

JITTHIT — nunonpoTernHbl HU3KOW IIIOTHOCTU

JITIOHII — numonpoTenHbl 0O4eHb HU3KOH MIJIOTHOCTA

muTJHK — MUTOXOHpUAJIbHAS 1€30KCUPUOOHYKIIEH-
HOBasl KUCJIOTA

MPHK — MarpudHas pubOHYK/IeMHOBAsT KUCIOTa

MPT — MarHUTHO-pe30HaHCHAs TOMOrpadus

HAZI® — HUKOTHHAMUaIeHUHAUHYKIeoTHApOoCchaT

HB3K — Hecnernudpuieckue BocnanutebHble 3a6071e-
BaHUA KUIIeYHNKA

HHIIPTK — HacnenCcTBeHHBIM HEIOJUIIO3HBIA pak
TOJICTOY KUIIKK

HHPK — Hacne[CcTBeHHBIM HENOJWIIO3HBIA paK Ku-
IIeYyHNKa

HII®T — Hacie[icTBEHHOE MePCUCTUPOBaHUE (eTab-
HOTO reMoro6uHa

OJ10 — ocreonuctpodust Onbpaiita

OP — 0GOHATENbHBIN PEIenTop

OTK — opHUTHHTpaHCKapOammIasa

O®B, — o6bem popcuposanHOro BeIZIOXa 32 1 ¢

[IBT — nopdobuarHoreH

IITTIT — ncesforunonapaTupeos

[IIIP — nonumepasHas LernHas peakuus

[I8T — MOIN3TUIIEHTITTUKOJIb

PHK (RNA) — puGoHyKJIeMHOBas KUCIOTa

pPHK — pubocomaibHasi pUOOHYKIEMHOBAsI KMCIOTa

CAII — ceMeliHbIM afileHOMAaTO3HbIM MOJIUIIO3

CIIN]T — cuHAPOM MPHOOPETEHHOTO UMMYHOZIeDHIIUTA

T — TuMuH

TMC — TaHzeMHas Macc-CleKTPOMeTpUs

TPHK — TpaHcmopTHas pubOHyKJIENnHOBas KUCIOTA

Y3U — ynbTpa3ByKOBOe UCCIIeJOBaHUE

@DAT — deHUNANTaHUHTUIPOKCHUIIA3a

@OKY — peHMITKETOHYPUS

XI'1 — XOpUOHMYEeCKUI FOHAZOTPOIIMH Yesl0BeKa

XKL — xpaHuTenu KJIeToYHoro UrKia

XMIJI — XpoHAYeCKUI MUAEJIOUHBIN JIEUKO03

11 — nuTo3uH

IIHC — ueHTpasnbHas HepBHAA CACTEMa

BKO — aKcTpakopnopaabHOe OILIOLOTBOPEHMe

BAPP — B-amuiouHblii 6€T0K-IpeiiecTBeHHUK

ApoE — anonunonpotenH E

AP — B-aMUOUHBIN enTUz

BAC — xpomocombl GakTepuasbHbIe MCKYCCTBEHHBIE
(bacterial artificial chromosomes)

BH, — Terparuapo6uonTepuH

CGH — cpaBuWTeNbHAash TeHOMHas TIUOPUAU3AIMS
(comparative genome hybridization)

CNP — nonumopdusm umcna xonuid (copy number
polymorphism)

FGF — ¢akrop pocta $prbpob1acToB

FGFR — permenrrop ¢akropa pocra ¢pubpobIacToB

FISH — ¢nroopecuentHas rubpuausauus in situ (fluo-
rescence in situ hybridisation)

FXTAS — cuHOpDOM TpeMopa/aTakCuu C JIOMKOM
X-xpomocomotii (fragile X-associated tremor/ataxia
syndrome)

HapMap — kapta ranortumnos (haplotype map)

HbA — B3pocblii reMorao6uH

Hb,, — ITUKO3UIMPOBAHHEIHA reMOrI06uH

HbF — ¢erasnbHblit reMOrI06MH

HbS — ceprnoBUAHO-KJI€TOYHBIN TeMOTIOOUH

HIPAA — npaBuisa CeKpeTHOCTU CTPaXOBaHUA 3L0PO-
Bbs1 (Privacy Rule of the Health Insurance Portability
and Accountability Act)



Cnncok cokpaLLeHuii

HLA — denoBeueckuie JiefiKoMTapHble aHTUTeHBI (fu-
man leucocyte antigens)

IQ — ko3¢ dunment unrennexta (intelligence quotient)

LCR — nokyc-KoHTpoupyomas obnacts (locus control
region)

LINE — anuHHBIe AUCTIePrUpOBaHHbIe TOBTOPHI (Long
Interspersed Nuclear Element)

LOD — CTaTUCTUYeCKU MeTO[, BbIABIAIOLWINN Clie-
IUIeHWe JIByX JIOKYCOB I'eHeTHMYeCKUX MapKepoB B
cembsx (logarithm of the odds)

LQT —ynmuneHHblid Q-T

MCAD — anerun-koA-zeruiporeHasa CpeZiHAX Lernein

MEN — MHOeCTBeHHbIe SHIOKPHUHHBIE HeOllJIa3uu

MERRF — MUOKJIOHYC-3IIUJIENICUs] C «PBAHBIMU» Kpac-
HbIMU BOJIOKHAMU

MHC — rjaBHBII KOMILJIEKC TI'MCTOCOBMECTUMOCTHU
(major histocompatibility complex)

NPL — nenapamerpuyeckass LOD-onenka

PAPP-A — accouMMpoBaHHBI € OGepeMeHHOCTHIO
npoTenH A 1iasmel (pregnancy-associated plasma
protein-A)

Rh — pesyc-daxrop

SCAD — aunerun-koA-ferujporeHasa KOPOTKUX Lie-
neu

SKY — cmekTpajibHOe KapuOTUIUpOBaHue (spectral
karyotyping)

OHII — OJHOHYKJIEOTHIHBIA monuMopduam (single
nucleotide polymorphism)

SRY — obnacth Y-XpOMOCOMBI, OTBETCTBEHHast 3a
orpezieJieHKe 110J1a, AHTJL. Sex-determining region on
the Y

STRP — nonnmMopdu3M KOPOTKUX TaH/IeMHBIX ITOBTO-
pOB (short tandem repeat polymorphisms)

TCR — T-KJIeTOYHBI peLienTop

TGFP — tpancdopmupyromuii pakrop pocra 3

TPMT — TuonypunMetunTpancdepasa

U — ypauun

VNTR — mnepemeHHOe YMUCJIO TaH[EMHBIX IOBTOPOB
(variable number tandem repeats)






BBepgeHue

© F'EHETUKA 1 TEHOMWKA B MEAWULINHE

[TpuMeHeHVe TeHETUKM B MeJWIMHE HAayaloch B
Havasie XX CTOJIeTHsA, ¢ IOHUMaHus [apponoM u apy-
TMMU BpadyaMy, YTO 3aKOHBI HacJlefloBaHUA MeHzens
MOTYT OOBSICHUTH MOBTOPHOE TOSIBJIEHUE OT/ENbHbIX
3ab0JIeBaHNl B CeMbsX. B TedyeHue MOCIEAYIOIIMX
100 neT MeaMIMHCKAsA TeHETHKA BBIPOCTIA OT HEOOJb-
IIOTO pasfiesia, 3aHUMAIOIEerocss HeCKOJIbKUMU PefIKU-
MU HacJIeICTBEHHBIMU 3a00JIeBaHUAMH, /IO TIPU3HAH-
HOW MeJULIMHCKOW CIIelIaabHOCTH, IOHATUS U MeTO-
Ibl KOTOPOI — Ba)KHble KOMIIOHEHThI JUarHOCTUKU U
JIedeHUs] MHOXKeCTBa 3a00JieBaHMiA, KaK 4aCThIX, TaK
u penkux. 1 6osee Toro, B Havane XXI B. 3aBepIIeH
mpoekT «[eHOM YesioBeKa» — MeXAyHapOAHOe HCCe-
ZI0BaHue, IOCTaBUBIIee LeJIbI0 ONIpeJiesIUThb II0JHOE CO-
Ziep>)KaHue reHoMa 4esloBeKa Kak CyMMY IeHeTU4eCKOu
undopmanmy Hautero Buza (cypoduxc -ome — ot rped.
«BCe» UM «IOJHBI»). Teriepb MbI MOKeM U3y4aTh re-
HOM 4YeJIoBeKa KaK e[MHbIi IIeIbHbII 00'bEKT, a He 110
OJJHOMY TeHy 3a pa3. MeAnIIMHCKas reHeTHKa CTajia 4a-
CcThi0 G0JIee MMPOKOI 061aCTU — FeHOMHOI MeIULIH-
HbI, TPOBOZSAIIEN KPYITHOMACIITAaOHbIIA aHAJIN3 FreHOMa
4eJIOBeKa, BKJIIOYAs YIPaBJieHWe 3KCIpeccuell reHoB,
UCCIe[OBaHKs BapUabebHOCTU FeHOB YeIoBeKa 1 B3a-
VMO/Ie¥CTBUSA '€HOB CO CPeZioH, C LieJIbI0 pacllipeHus
BO3MOXHOCTE! MeJIMLINHBIL.

MenuiHcKkass reHeTvka (QOKyCHpyeT BHUMAaHKe
He TOJIbKO Ha IallieHTe, HO Ha Bcell ero cembe. Mc-
YepIIbIBaIOIas CeMelHast UCTOpUS — BaXKHBIU NIepBbIN
Iar Jyisi aHajamsa Jiroboro 3abosieBaHus, He3aBUCUMO
OT TOro, 'eHeTU4YecKoe OHO MM HeT. Kak ykasbiBais
Yaiinzc, «He yTOYHUTb CeMeMHYI0 UCTOPUIO — TII0Xas
npakTuka». CemeliHasg MCTOpPUSA Ba)KHA, IOCKOJIbKY
OHa MOJKeT OBITh ONpe/iesIsAoNIeil B ANarHOCTHKE, OHA
MOJKeT YKa3bIBaTh, YTO 3a00JieBaHUe HaCJIe/ICTBEHHOE,
MOJXKeT paccKa3aThb O eCTeCTBEeHHO# uctopuu 6ojes-
HU U U3MEHEHUsX B ee TeYeHUU, HaKOHell, OHa MOXeT

IIOMOYb BBIICHUTb TUIl HacjaenoBaHus. Kpome Toro,

OCO3HAaHMe CeMe{HOr0 KOMIIOHeHTa B 3a00JIeBaHUU

II03BOJISIeT OLIeHUTb PUCK AJIA APYIUX YJIeHOB CeMbH,

HY)X/JAIOIIUXCS B 0OCJIe0OBaHUM WM NPOQUIAKTH-

Ke, a MAL[UeHTY U eT0 CeMbe MOXeT OBITh IPeJI0KeHO

MeIUKO-TeHeTU4YecKoe KOHCYJIbTUPOBaHue.
3a mocjenHue HeCKOJbKO JeT IpoeKT <«IeHoM

YeJloBeKa» c/ieJlaJl AOCTYIHOW IOJIHYIO0 IIOCJIe0Ba-

TeJbHOCTD BCeil 1e30KCHPUOOHYKIEMHOBON KHCIOTHI

(THK) 4denoBeka, 3HaHMe KOTOPOIi NO3BOJIseT UfeH-

TUQUIKPOBATH BCe I'eHbI YesloBeKa, OIpe/ieIUuTh CTe-

IIeHb UX U3MEeHYMBOCTHU B Pa3JIMYHBIX NONYIALUAX U

B KOHIle KOHLIOB IIOHATb TO, KaK U3MEHEeHUd B 3TUX

reHax COZIEMCTBYIOT 3/0pPOBbIO MM Gone3Hu. B map-

THEpPCTBe CO BCEMU JIPYTHIMH COBPeMeHHBIMH 6HOJI0-

TMYeCKUMU JUCLUUIIMHAMU IIPOEKT «IeHOM uesoBe-

Ka» PeBOJIIOLMOHHO U3MEHW MeAUIMHCKYIO TeHeTu-

Ky, 06ecIieqB MOHUMaHK1e OCHOB MHOTUX 00JIe3Heil 1

NIPOJIBUHYB Pa3pabOTKy AajJbHEHIINX JUarHOCTHYe-

CKMX MHCTPYMEHTaJbHBIX CPeZCTB, Ipe/iynpeauTeib-

HBIX Mep U TepaleBTUYeCKUX MeTO/0B, OCHOBAaHHBIX

Ha ucYepIbIBaloleM IIpe/iCTaB/IeHuu O CTPYKType re-

HOoMa.

TeHeTHKa OBICTPO CTAHOBUTCS LIEHTPAJIbHBIM Opra-
HM3aLMOHHBIM 3BeHOM B MeIMLIMHCKOM ITpaKTuKe. Bor
TOJIbKO HECKOJIbKO IIPUMepOB OOIIMPHOTO MaccHBa
NPUJIOXKeHU! TeHeTUKU U TeHOMHUKM B MeJuUIMHe ce-
TOJHA.

o PebeHOK, MMEIOIMII MHOTOYHC/IEHHbIE BPOXX/EH-
Hble TTOPOKU Pa3BUTHA U HOPMAaJIbHBIA OOBIYHBIN
XPOMOCOMHBIH aHaju3, IPOXOAUT FeHOMHBIN TecT
C BBICOKMM pa3spelneHyeM /Ui NCKIII0YeHHs CyOMuU-
KPOCKOIIMYEeCKMX XPOMOCOMHBIX JleJlellil Uiy 4da-
CTUYHBIX TPUCOMUH.

e MoJsogas XeHIIMHA C CeMeNHHOW MCTopuel paka
MOJIOYHOI >KeJle3bl IIOJIy4yaeT LieJleHallpaBjeHHOe
obydyeHue, MHTEPIPETALIO POBe/IeHHBIX 00cie-
NOBaHWI U MOANEPXKKY KOHCYJIbTaHTa, Cllelyasy-



m MeauumHcKkas reHeTuka

3UPYIOIIErocs 10 HACTe/ICTBeHHOMY Paky MOJIOY-
HOW KeJe3bl.

e AKyImep-THMHEKOJIOI II0ChlTaeT 00pa3libl BOPCUH
XOpUOHa, B3sITbIe y 38-JeTHeii GepeMeHHOIA B 1ab0-
PaTOpUIO IUTOTeHeTUKH Ha 00CieloBaHue JUIS HC-
KJTIOUeHNs aHOMAJIMi B KOJIM4eCTBe MM CTPYKType
XPOMOCOM IIOJIA.

o Temarosor 06beANHAET CEMEIHYIO0 U MEULIMHCKYIO
HICTOPUIO C KCCJIeZIOBAHUEM T'eHOB MOJIOZIOTO Ye-
JIoBeKa ¢ riayboKuM BeHO3HBIM TpoMbo3om (I'BT),
9TOOBI OL[EHUTh MTPEUMYIEeCTBA U PUCKH OT BBeJie-
HUA aHTHKO&I‘yﬂHHTHOfI Teparu.

e B OHKOJIOIMM NIPUMEHSAIOT MUKPOYUIIOBBINA aHAIN3
3KCIIPeccuy FeHOB ONYXOJIHU TS OIpe/ieJIeHUs Mpo-
THO3a 1 BbIOOPA TaKTUKY JIeYeHMUs.

e OHKOJIOT TeCTUpyeT MAlMIEHTOB HA HaJW4ue TeHe-
THYeCKVX BAPUAHTOB, KOTOPbIE MOTYT MPe/ICKa3aTh
XOpOIIUi OTBET UM HeBGIAronpUATHYIO PeaKIHio
Ha XMMHUOTepaneBTHYecKUi penapar.

o Cyne6HO-MeAULMHCKHI [TATOJIOT UCIIOJIb3yeT 6a3bl
NIAHHBIX TeHeTUYEeCKUX MOJMMOPPU3MOB B aHAJTH3e
o6pasioB JTHK, mojydeHHbIX 13 OCTaHKOB )KEpPTB
U UX POJCTBEHHUKOB, YTOOBI MAEHTUPUIIMPOBATH
norubimux (Hampumep, 11 cenrsiops 2001 r. mpu
HanazeHny Ha LleHTp MeX/lyHapOZHOW TOPTOBJIU B
Heio-Hopke).

o OO6HapyXeHUe CUTHAJILHOTO IyTH OHKOTeHe3a, aK-
TUBU3UPYEMOT'0 COMaTUYeCKON MyTalel, IpUBeso
K pa3paboTKe MOIIHOTO CrienupUIecKOro HHrnou-
TOpa ZJAHHOTO INyTH, KOTOPBIN YCIIEIIHO UCTIOb3Y-
IOT B JIeYeHNH PAKOBBIX OIYXOJIeN.
leHeTHyeckye NPUHIATILI U IOAXO/bI HE OTPaHU-

YUBAIOTCA OJHOM MeJULMHCKOW CIelualbHOCTHIO

WM cyOCIenuanabHOCTBIO, @ TIPOHUKAIOT B Pa3jiny-

Hble 00J1aCTU MeJULMHBL. JIJI TOro 4ToObl MalieH-

Thl 1 UX CEMbU IOJTYINUJIN MaKCUMAJIbHYIO ITOJIb3Yy OT

PaCIIUPSIOMMXCS TeHeTUYeCKUX 3HAHWIA, BCe Bpadu

OOJIKHBI IOHMMATb OCHOBHbBI€ IIPUHIUWIIBI TEHETUKN

YeJloBeKa. DTU MPUHIUIIBI BKIIOYAIOT: CYIIeCTBOBA-

HYe aJbTePHATUBHBIX GOPM reHOB (aJiesiei) B 1o-

OyJIAMUAX; BO3MOKHOCTD MOSIBJIEHUS CXOHBIX ¢e-

HOTHIIOB, BbI3BAHHBIX MyTallUAAMU UJIN BApUAHTaMHA

Pa3JIMYHBIX T€HOB; TOHMMAaHHUE TOTO, YTO CeMeiHoe

3aboyieBaHMe MOKeT BO3HUKATh BCJIEZICTBUE BapUaH-

TOB T€HOB, KOTOPbIe BBI3bIBAIOT BOCIPUUMYHUBOCTD K

GoJsie3HN TPU B3aUMOZENCTBUM TeHOB MeX/y Co060ii

U C OKpyXXawllell Cpefioi; poib COMaTAYECKUX MY-

TalWii B Pa3BUTUU PaKa U CTAPEHUH; BO3MOXHOCTb

IpeHaTaJbHOT0 AMAarHo3a, NOKJIMHUYECKOTO TeCTH-

pPOBaHUA M MacCcOBOrO CKPUHMPOBAHUSA HaceJeHUs;

MepCreKTUBBl GOJIBIINX BO3MOXKHOCTeH reHoTepa-

UK. DTU NOHATUA B HACTOSIIee BPeMs BIUSIOT Ha

BCIO MEJIML[MHCKYIO NPAKTUKYy ¥ B OyAyIieM CTaHyT

TOJILKO 60Jiee BaXKHBIMHU.

Knaccudmkauua reHeTuyeckux 3abonesaHui

J1A KIMHUYeCKOoW NPaKTUKY IJIaBHOe 3HaYeHue re-
HETUKU — 00'bsICHEHUe POJIY TeHeTHYeCKUX BaDHaHTOB
¥ MyTalyil B NPeApacIoioXeHHOCTH K G0JIe3HH, 13-
MEeHEeHHH ee Te4eHHs WM B CaMOil IpU4uHe 60JIe3HH.
®axTuyecku Tobas 601e3Hb BOBHMKAET B pe3ysibrare
KOMOVHMPOBAHHOTO JIeHiCTBUS T€HOB U CpPeZibl, HO OT-
HOCHTeJIbHAs POJIb FeHeTUYeCKOro KOMIIOHEHTa MOXeT
ObITh GOJbINel Mu MeHblneld. Cpenu 3aboJieBaHMIA,
BBI3BaHHBIX LEJIMKOM WM YaCTUYHO IeHeTMYeCKUMHU
NPUYMHAMY, BBIEJAT TPU OCHOBHBIX THUIIA: XPOMO-
COMHbIe, MOHOT€HHbIe U MHOTO(aKTOpHbIe 6OJIe3HH.

[Ipy XpOMOCOMHBIX GOJIe3HAX JiedeKT BbI3BaH
He eIMHUYHOI OMMOKOH B reHeTH4ecKoM Kojzie, a 13-
OBITKOM MY HEZIOCTATKOM I'eHOB, COZIePXKAIIIXCH B 1ie-
JIBIX XPOMOCOMaXx MJIM XPOMOCOMHBIX cerMeHTax. Ha-
npuMep, INOsABJIeHUE AONOJHUTENbHON KOIMM OJHOM
XpPOMOCOMBI 21 PUBOAUT K crieriuprdeckoMy 3abose-
BaHMIO, CUHAPOMY /JlayHa, fake eClIM HU OVH WHIU-
BUJyaJIbHBIV I'eH B XpOMOCOMe He IoBpexzeH. Kak or-
IeNbHas IPyIa, XpOMOCOMHbIe 60JIe3HU BCTPEYaAI0TCS
JOCTaTOYHO 4acTo, mopaxas okoiuo 7 Ha 1000 xwuso-
POXIEHHBIX M BBbI3bIBas NPUMEPHO IOJIOBHUHY BCeX
CTIIOHTaHHBIX aDOPTOB [IEPBOTO TPUMECTpA. DTa Ipymma
3aboJieBaHMii 00CyK/aeTcs B rase 6.

MoHoreHHbIe 0O0JIe3HH BBI3BIBAIOTCA MyTalWs-
MU B OTZeJIbHBIX reHaX. MyTanusa MOXeT HaXOAUThCS
TOJIBKO B OHOM XpOMOCOMe Iaphl, COYeTAoIeHcs ¢
HOpPMaJIbHOM ajiebl0 B TOMOJIOTMYHOM XpoMOcCoMe,
WM B 06erxX XpOMOCOMax Iapbl. B HEKOTOPBIX ciyda-
AX MyTalus oOHApPYXXKUBaeTCsi B MUTOXOHZAPUATILHOM,
a He fi/lepHOM reHoMe. B 11060M ci1ydae NPUYMHOM SIB-
JIseTcsl KpUTUYecKas omubKa B reHeTHYecKoi nHpop-
Mallyy, HeCOMOY eJMHCTBeHHbIM TeHOM. MOHOTreHHbIe
3abosieBaHysA, HAIPUMep MyKOBHUCLIMZO3, CEPIIOBUIHO-
KJIeTOYHAs aHeMHUs1, CHHAPOM Mapdana, 06bIYHO nMe-
I0T XapaKTepHOe pacrpesielieHre OOJbHBIX B POZOC-
JIOBHOH. BOJIBIIMHCTBO TaKUX ZeeKTOB OUYeHb PeJIKH,
c yactoToil He Bbille yeM 1 Ha 500-1000 yesoBekx,
0OBbIYHO 3HAYMTENILHO pexke. XOTs Kaxzmoe u3 3abose-
BaHMI BCTPeYaeTcss OTHOCUTENILHO PeliKO, MOHOTeHHbIe
GoJie3HN B LIeJIOM BBI3BIBAIOT 3HAYMMYIO 4acTh 00Je3-
Hell u cMmepred. PaccmarpuBas HacejieHHe B LIeJIOM,
OTMETHM, 4TO MOHOTeHHbIe 6O0JIe3HH BBI3BIBAIOT 3a00-
JIeBaHUA B TeYEHYeE XU3HU IPUMEPHO Yy 2% 4YesioBeK. B
TMONYJISIIOHHOM KCCJIeZIOBAaHUY, BKJIIOYMBIIEM Ooree
4yeM 1 MJIH )KMBOPOX/I€HHBIX [ieTel, 4aCTOTa Cepbe3HbIX
MOHOTeHHBIX 3a60JIeBaHHIA B IETCKOI MOMYJIALMH Oblia
oueHeHa Kak 0,36%; cpeny roclIMTaaIn3UpPOBAHHBIX Jle-
Teit, BEPOSITHO, OT 6 110 8% MMEIOT MOHOTeHHbIe 3a00J1e-
BaHMs1. DTU 3a601eBaHKst 0OCYKIAOTCS B I71aBe 7.

MHorodakTopHOe HaclefA0BaHHe OTBETCTBEH-
HO 3a 60JIbIIIOe YUCIIO OOsIe3Hell, KOTOpble MEIOT re-
HeTU4YeCKU! BKJIAZ, YTO MOATBEPKAAETCs MOBBIIIEH-



lmaea1 e BBegeHue

HBIM PHCKOM TIOBTOPEHHS Y POZICTBEHHUKOB GOJIbHBIX
WY MOBBINIEHHON 4YaCTOTOM y OJHOSANIIOBBIX 6113~
HelloB, a OTMeyaeMbIil B CeMbAX TUIl HacJie[0BaHUSA
Heé COOTBETCTBYET XadpaKTEPHBIM [JISI MOHOT'€HHBLIX
3abosieBaHuii TUMaM. MHOrodakTopHbie 60Je3HU
BKJIIOYAIOT BPOXXZE€HHbIe TMOPOKU Pa3BUTHSA, HAlpH-
Mep 6oJie3Hb [MpIICcIpyHra, paciierHbI IyObl U Heba,
BpOX/IeHHbIe TOPOKU Ceplia, a Tak)ke MHOTO YaCThIX
3aboJieBaHMIA, IPOSIBJISIONIUXCS Y B3POCTIBIX, KaK, Ha-
npumMep, Gose3Hb AublireiiMepa, auaGeT, TUMEPTO-
Hus. [Ipy MHOTHX 3TUX 3a060JIeBaHUSX He HaliIeHO
eTMHUYHBIX MyTalluii B TeHETUYeCKOW MHPOPMAIIHH.
BeposTHO, 3TU 60JIe3HW BO3HHUKAIOT B pe3yJbTare
B3aUMOJIENCTBUSA JIBYX U 0GoJiee pa3IMYHBIX TEeHOB,
BMecTe MPOM3BOJAIIMX WJM Ipesipacnojaralouinx K
cepbe3HbIM JlepeKTaM, 4aCcTO COBMECTHO ¢ (aKTopa-
MU OKpyXamomeil cpenpl. OlleHKa BIMSAHUSA MHOTO-
daxTopHBIX GOse3Hel TakoBa: OT 5% B JETCKOM T0-
nyasiuun 10 6osee vem 60% B NOMYJIALUKA B [EJIOM.
D1y 3a60J1eBaHUA pacCMaTPUBAIOTCS B IJ1aBe 8.

O BINEPEN!

3a 50 net mpodeccroHanbHOM pabOThI CErOHSIII-
Hero BBbINYCKHWKA M aCNHUpaHTa BCerzia MPOMCXOJAT
3HAYUTeJIbHble U3MEeHEeHUs B CCIIe/JOBAHUH, PA3BUTUU
Y UCII0JIb30BAHWY 3HAHWI B reHeTHKe U TeHOMUKe, a
TaK)Xe B UCII0JIb30BAHUN MHCTPYMEHTAJIbHBIX CpPEZCTB

B MefuiHe. OZIHAKO TPYAHO Mpe/CTaBUTh cebe, 4To-
Obl JI060¥ JPyroii Mepuoj CMOI' OXBAaTUTb H3MeHe-
HYst 6OJIbIINE, YEM T€, YTO TTPOM3OIIIN 3a MOC/IeIHIe
50 neT, B TeyeHHe KOTOPBIX HAIIM MpPeJCTAaBJIEHUS B
3TOM 00JIaCTH MPONUIA MYTh OT MEPBOTO OCO3HAHHS
pomu THK Kak aKTMBHOTO HOCUTEJNIS HACJIeZICTBEeHHO-
CTH, IO OTKPBITHS MOJIEKYIAPHOU cTpyKTypbl JHK 1
XPOMOCOM U OIpefieJieHrs MOJHOrO KoJia FeHOMa 4de-
JoBeka. U moxa, cyas 10 yCKOPAIIEeMycs TeMIly OT-
KPBITUM B TeuyeHWe TOJbKO MPOLUIOTO /eCATUIeTHs,
MOJXHO 6bITb YBEpEHHbIMU B TOM, YTO MBI elle JIMIIb
B Ha4aJjie peBOJIIOIUN B MHTETrpannuu 3HAaHUU TeHeTUKU
Y TeHOMUKU B IPAaKTUYecKoe 37ipaBooxpaHeHue. I1o-
HUMaHUe S13bIKa W MOHATUN MeJUIIMHCKON TeHeTHKU
Y OlleHKa MepCHeKTUB BO3/IeHCTBUS T'eHEeTUKU U Te-
HOMMKY Ha HOPMY U MaTOJIOruio GOPMUPYIOT OCHOBY
TMIO’KM3HEHHOTO 00pPa30BaHKs — HEOTHEMJIEMYIO YaCTh
podecCHOHAIBLHOTO POCTA KAX/I0TO Me/IMKa.
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[eHOM YenoBeka U XpOMOCOMHbIE OCHOBbDI
HacneqcTBEHHOCTH

YTOObI OLIEHUTh 3HAa4eHWs FeHeTUKH JJIs MeAULH-
HbI, HeOOXOAVMO TIOHUMATh NIPUPO/TY HACTIeICTBEHHO-
r0 MaTepuaa, 3HaTb, KaK OH YIIaKOBaH B 2eHoMe U KaK
nepeziaeTcsl OT KJIETKU K KJIeTKe B XOfle [ieJleHUsl U OT
NIOKOJIEHUS K IIOKOJIEHUIO B IIPOLlecce BOCIPOU3BOZA-
cTBa. [eHOM yesioBeKa COCTOUT U3 GOJIBIINX KOTUYECTB
JHK, xoropas onpezesnseT CBOed CTPYKTYPOU reHeTH-
4ecKyto MHGOpMaIMIo, HeOOXOAMMYIO /IS BCeX acIleK-
TOB 3MOpHOreHe3a, Pa3BUTH, POCTa, MeTaboIu3Ma U
BOCIIPOM3BeleHUsI — IO CYIIeCTBY, /I BCETo, YTO I0-
3BOJISIET YesoBeKy QYHKLMOHMPOBATh KaK OPTaHU3M.
Kaxnas sAnepHas KieTka B OpraHu3Me HeCeT CBOIO
COOCTBEHHYIO KOIMIO TeHOMa, KOTOPBI COHEepKUT
okoso 25 000 reHoB. I'eHbl, paccMaTpuBaeMble 371eCh
MPOCTO KaK eJMHUIIbI FeHeTH4YecKoi nHopmanuy, 3a-
KojupoBaHHble B JIHK renoma, opraHu3oBaHsl B sifipe
K0} KJIeTKU B BUJe JIMHEeHHbIX OpraHes, Ha3bl-
BaeMbIX XpOMOCOMAaMH. BiusiHMe IeHOB U eHeTUKU
Ha COCTOsIHME 37I0pPOBbsl BeCbMa BeJIMKO, U IPUYMHBI
3TOTrO JIeXaT B MHpopMaruy, 3akoauposanHoii B JHK,
dopmupyoleit reHoM desoBeka. Hamm 3HaHuA 1pu-
pOZibl U COCTaBa TeHOB U 4eJI0BeYeCKOro reHoMa 9KC-
NIOHeHLIMaJbHO BO3pacTalyd B TedeHHe HeCKOJIbKUX
NOCJIeIHUX JIeCATUNeTUH, IOCTUTHYB BbICLIEH TOYKY B
xozie pacuudpoBku nocnenosarensHoctd JHK dak-
THYECKHU BCero reHoma desiopexa B 2003 1.

Kaxzplii 6MOJIOTMYeCcKUil BI/ UMeeT XapaKTepHbIN
XPOMOCOMHBIH COCTaB (KapHOTHI) C TOYKU 3peHus
KoJI4ecTBa 1 MOpPQOJIOTUU XPOMOCOM, KOTOpbIe CO3-
JAIOT reHoM. I'eHbI pacrosioXeHsl BOJIb XPOMOCOM B
JIMHeHOM Nopsi/iKe, KaXXIblii FeH UMeeT TOYHYIO [1031-
1o wiv JoKyc. Kapra reHoB oto6paaer NO3UIUH
TeHOB B XpOMOCOMAX U XapaKTepHa Jis KaXkjoro BUaa
Y MHIMBU/ZyyMa B IIpejieiax BUZA.

HccnenoBaHreM XpoOMOCOM, UX CTPYKTYpBl U 0CO-
OeHHOCTell HacJe[OBaHUA 3aHMMAeTcs] IMTOreHeTH-
Ka. Hauasio coBpeMeHHO! LUTOreHeTHUKU 4YeslOBeKa,
KaK HayKH, JaTUpyIoT 1956 r., Korza 6b110 ycTaHOBJIe-

HO, YTO HOpPMaJIbHOE YUCJI0O XPOMOCOM Y 4eJl0BeKa —
46. C TOro BpeMeHH CTajlo U3BECTHO OYeHb MHOTOE O
XpOMOCOMaXx 4YeJloBeKa — UX CTPYKTypa B HOpMe, MO-
JIeKYJIAPHBII COCTaB, JIOKYChl TeHOB, KOTOPbIe OHU CO-
Zilep)KaT, MHOTOYHC/IEHHbIe ¥ Pa3HOOOpa3Hble aHOMa-
TN,

AHan3 XpoMOCOM U reHOMa CTaJl BaKHOH MarHo-
CTUYeCKOW Ipouesypoil B KIMHWYECKOM MeauLMHe.
31ech yKa3aHbl HEKOTOPbIe U3 IPUJI0XKeHUH LIUToreHe-
THKHY, 60JIee TOPOOHO pa3bupaeMble B OCTEYIOMIX
riaBax.

KnuHu4YecKkass AMArHOCTHKA. MHOrouducieHHble
3ab0J1eBaHysA, BKJIIOYAs HEKOTOPbIE YacThle, HATPUMep
cuHzpoM JlayHa, CBSI3aHbl C MUKPOCKONUYeCKU BUIU-
MbIMU M3MeHeHUAMY B KOJIMYeCcTBe UK CTPYKType Xpo-
MOCOM, 4TO OOYCJIOB/IMBAaeT HEOOXOAUMOCTb XPOMO-
COMHOTO MJIM TeHOMHOTO aHa/Iu3a [JIl AUarHOCTUKU U
reHeTH4eCcKOro KOHCY/IbTUPOBaHuUsA (CM. I71aBbl 5 U 6).

KaprupoBanue u uaeHTuUKanus reHos. [1as-
Hasd LieJIb MeJMLIMHCKOM FeHeTUKYU CerofiHs — KapTUpo-
BaHMe r'eHOB Ha XPOMOCOMAX 1 00bsICHEHNE UX POJIH B
pasBuTun HoJse3Hell. DTa TemMa oAPOGHO 06 YK AaeTCs
B riase 10.

IluToreHeTHKa paka. [eHoOMHbIe 1 XPOMOCOMHBIE
U3MEHeHHs B COMAaTHYeCKUX KJIeTKaX CBA3aHBI C BO3-
HUKHOBeHUeM Y Pa3BUTHeM MHOTHX THUIIOB paka (CM.
raasy 16).

IIpeHaranbHas AMArHOCTHKA. XPOMOCOMHBIN U
reHOMHBIH aHa/IN3 — Ba)XkKHas IpolleZlypa B IIpeHaTalb-
HOM inarHocTrke (cM. rnasy 15).

YMeHue MHTepIpeTUPOBAaTb LUTOreHeTUYecKoe
3aKJI04eHre ¥ HeKOTOpoe 3HaHue MeTOJ0JIOTUH, BO3-
MOXXHOCTell ¥ OrpaHUYeHUN XPOMOCOMHBIX UCCIIe[io-
BaHWI — IeHHBII MPOdecCHOHaNbHbIA HABBIK Bpayel
U IpyTUX CleliuaIliCTOB, CBA3aHHBIX C YXOZOM 3a Ia-
IIMEHTAaMU C BPOXZeHHbIMU JiepeKTaMU, YMCTBEeHHOM
3a7lepXKKO, HapyLleHUsMHU I[0JI0OBOTO pasBUTUA U
MHOTMIMM TUIIAMU paka.



