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Polymorphisms of genes predisposing to atherosclerosis, heart ischemia, osteoporosis, endometriosis,
and some malignant tumors are briefly outlined. Special emphasis is given to so called «environmental
genes» responsible for detoxification of different xenobiotics including industrial pollution, pesticides and
drugs . Benefits and obvious pitfalls of predisposing genes screening in a view of still non-resolved complex
ethical, social and medical problems on the way to sophisticated preventive biomedicine of the forthcoming
XXI century are considered.

Hapsgy ¢ pelsalowmmn ycnexamu MexxayHapoaHOM nporpaMmbl «[eHOM 4efioBeKa», Ha-
NpaB/IeHHON Ha CEKBEHVPOBaHWE U WAEHTU(MKALMIO BCEX FTEHOB YesoBeKa, KOTOpYyt Mpeanona-
raetcsi 3aBepwmTb K 2005 r. [1], Bce 6o/bluee BHUMaHWe WCCnefoBaTeseil NPUBEKaeT U Mpo-
6nema pa3HOO6pa3vs reHoMa YenoBeKa, T. €. FEeHeTMYEeCKOro nonumopgusMa. HayuHoe n npu-
KNaflHoe 3Ha4yeHue 3TOro CPaBHWTENbHO HOBOTFO HAMpaBfEHWs HALLIO CBOE OTPaKEHUE B [BYX
HelaBHO ChOPMUPOBAHHbLIX CaMOCTOSTE/bHbIX MeXayHapoAHbIX NpoekTax — «Pa3Hoob6pasue
reHoma 4enoseka» (Human Genome Diversity Project), Bo3rnaBnsieMom W3BECTHbIM amMepuKaH-
CKVM CMeuuaMcTom no reHeTuke yenoseka J1. Kosannm-Cdopca [2] u «BHeLHss cpefa u reHom
yenoseka» (Environmental Genome Project), co3gaHHbim B CLLUA no uHMumatvee AgupekTopa
HauunoHanbHOro MHCTUTYTa MO ruruMeHe okpyxawowleli cpegbl K. OngeHom [3]. Mpu atom, co-
rNacHo MepBOMY MPOEKTY, UCCNef0BaHUS FTEHOMHOr0 NMosMMopgu3Ma HaleneHbl rMaBHbIM 06pa-
30M Ha pelleHre (yHAAMEeHTaNbHbIX Hay4YHbIX MPO6/IEM, CBS3aHHbIX C MPOWCXOXAEHUEM Yeno-
BEKa, BO3HVIKHOBEHMEM pac, 3THOreHe3oM, aHTPOMOoJIorMeid, UCTOPUYECKOW NIMHIBUCTMKOM U Ap.
PaboTbl N0 reHeTUYECKOW 3MUAEMUONOIN HOCAT NPEVMYLLECTBEHHO MPUKIAAHOW XapakTep U
KacatoTCs BbISICHEHUS TeHETUYECKUX (FEHOMHbIX) OCHOB YyBCTBUTE/IbHOCTM WM YCTOMYMBOCTU
YenioBeKa K pasnMyHbIM, B TOM UKCMe N MyNbTU(AKTOPUaIbHBIM 3a60/1eBaHMSAM (aTePOCK/IEPO3,
nwemma cepaua, pasnuyHble onyxonu, anabet u ap.). Ocoboe BHUMaHWE Mpu 3TOM 0b6palaertcs
Ha MCCNefoBaHWs MOMYNALMOHHBIX YacTOT a//ieflbHbIX BapuMaHTOB FEHOB «MpefpacronoXeHHOo-
CTW», B 0COBEHHOCTUN TaK Ha3blBaeMbIX F€HOB «BHELLHeN cpefpbl», 06ecrneymBatoLnX AeTOKCUKa-
LM KCEHOOMOTMKOB, B TOM YMC/IE MPOMBILLIEHHBIX U CENTbCKOXO3SIMCTBEHHBIX S0B, EKApPCTB.
B HacTosiee Bpemsa uaeHTU(MLMpoBaHo 6onee 200 reHOB «NpespacnofioXXeHHOCTU», MHOTME 13
KOTOPbIX YK€ BK/IOYEHbI B 3TW UccnefoBaHua [3].

B [elCTBUTENbHOCTM TeHbl «MPeapacnonoXeHHOCTU» MNPeLCcTaBNAT CO60i Ha COBpPeMEH-
HOM YPOBHE HalUMX 3HaHWI JOCTATOYHO MOAMMOPGHYI TPYMMy FeHOB «O6LLMX (DYHKLUI», 1au
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FEHOB «[IOMALLHEro X031McTBa», KOTOPble YCNOBHO MOTYT ObITb MOAPa3feneHbl Ha FeHbl «BHELU-
Heil cpepbl» (environmental genes), OHKOFeHbl W TeHbI-<TPUITEPbI» MYNbTUHAKTOPUASIbHBLIX 3a-
60neBaHUA. HeKoTopble U3 TaKMX FEHOB, UX MyTauuK, NONYNALMOHHbIE YACTOTbl «OCNa6NEHHbIX»
annenbHbIX BapuMaHTOB M MynbTUaKTOpUabHble 3ab60MeBaHMs, K KOTOPbIM OHW Mpeapacrona-
ratoT, npvsefeHbl B Tabnuue.

eHbl «NPeAPacnofOXEHHOCTU» K MY/IbTU(aKTOpUabHbIM 60/1E3HAM

lex MyTauuns/ MepBryHbIiA aedexT YacTtota 3abonesaHne
noAMMopgu3m B Nnonynauuu
MTHFR 677C-T(A-V) oMOLMCTENHEMMSA 5% M/M 57%  [3HT
M/+ KBC
ATepock/epos
VDR EXON 9 T-C(l-1) YMeHblueHne mRNA 16% B/B lMpe- 1 NocTMeHoNay3HbIA OCTEO-
nopos
ACE del 287 bp MoBbILLIEHNE aKTUBHOCTMN 30% VHapKT Mrokapaa
Alu intr 16 thepmeHTa
Apo E E2,E3,E415% 15% E2/E2 ATepock/epos
T-C
Cod.l12;158
GSTM1 del HapyLuenve asbl 11 geTokem- 40% 0/0 Pak nerkux
Kauum XPpOHWUYECKNI BPOHXUT DHAO-
MeTpuo3
NAT-2 MUWCCEHC MyTaLun HapyLueHve 11 da3sbl feToKcu- 50% Pak nerkux,
Kauuy 13-3a yMeHbLLIEHUS MOYEBOrO My3bIps,
KOMMYecTBa befka unu ero MOJIOYHOM Kenesbl,
6bicTporo pacnaga TONICTOrO KULLUEYHUKA
TEPHX exon 3 T-C HapyLueHve dasbr | geTokeu- 6% XpoHuyeckas 06CTPYKLMOHHAsA
Tyr.-Hist. Kauum NHEBMOHUS, 3H(M3eMa Nerknx
P4501A1 exon 7 A-G To xe 7% PaK nerkux
(CYPIAT) 27%
CCR-5 de!32bp OTCYTCTBME XEMOKNHNHOBOTO 26% del/+ (YcToiumsocTb k CMNAy)
peLienTopa NMMMKOLMTOB 1,7% del/del

Hwxe npmsefieHbl OCHOBHbIE pe3y/bTaTbl U3YyYeHUs annefbHOro noAnMopgusma psaga reHos
«MPeapacrnooXXeHHOCTM» B OTEYECTBEHHbIX NONYAAUUAX U Y 60/bHBIX MYNbTU(HAKTOPUabHBIMM
(3HAOMETPKMO3), MOHOTFEeHHbIMU (MYKOBMCLMA03) U UHPeKUMoHHbIMK (CML) 3ab6oneBaHnsMM,
NoflyYeHHble B Halleii nabopaTopuu.

DHAOMETPMO3 — OLHO U3 Hanmboniee CAOXKHBLIX MYyNbTU(PAKTOPUa/IbHBIX 3a60/1eBaHUN,
BCTpeyarowjeecs Mo 0606LEeHHbIM MUPOBLIM AaHHbIM NoYTK Yy 10% >XeHWmH 6enoi pacbl [4].
3abonesaHne 06YCNOBMEHO MATOMOMMYECKON WMHBA3WEn 1 OMyXONenofobHbIMU paspacTaHUAMU
SHLOMETPUSA BHE MOSIOCTM MATKMW, COMPOBOXAAETCS TSHXKENbIMA KPOBOTEUEHUSIMU, BbIPAXKEHHBIM
60n1eBbIM CUHAPOMOM U 6ecnsioguem [5]. STmonorns u naToreHe3 aHAOMETPMO3a 40 HACTOALLEro
BPEMEHW OCTatoTCA 3arafjouHbiMU. Ha coBpeMeHHOM 3Tane WCCnefoBaHWi ero paccmarpyBatloT
Kak 3a60/1eBaHMe C BblPaXKEHHON FeHETUYECKON NpeapacrnofioXeHHOCTbIO, NpoBouupyemoe Aeii-
CTBVMEM He6MaronpuATHLIX BHELIHUX (hakTopoB [6]. B akcnepmmMeHTax Ha 06e3bsHax yAanoch
nofy4YnTb MOAe/b 3HAOMETPMO3a BBEAEHNEM CYOTOKCUMYECKUX [103 CENIbCKOXO3ANCTBEHHOrO Aaa
[MOKCUHa, YTO CTUMYNMPOBANIO HAC WUCCMefoBaTb as/eflbHblii MONMMOPMN3M HEKOTOPbIX eHOB
«BHELLHeli cpefdbl» B nonynaumn CeBepo-3anafHoro permoHa Poccum u'y 60MbHbIX 3HAOMETPUO-
30M.

HanomHto, 4TO AeTOKCUKaLMA BCEX KCEHOOMOTWMKOB, MOCTYMNaloWMX B OpPraH13m, Mnpomncxo-
ouT B ABa atana. Ha nepsom (I hasa AeTOKCUKaLMKN) LMTOXPOMbI P450, MUKPOCOMasIbHbIE 3MOK-
CUrnaponasbl CBA3LIBAOT KCEHOOMOTUKM C 06pa3oBaHWEM FEHOTOKCUYECKUX MPOMEXYTOUHbIX
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3NeKTPOUIbHBIX MeTabonnToB, Torga Kak Ha BTopom (Il (hasa AeTOKCUKaumm) c
rnoratmoHTpaHcdepasbl, N-aueTunTpaHcdepasbl, UDF-rniokopoHcynbgoTpaHchepasbl
XOAMWT MpeBpaLleHne NPOMeXYTOUHbIX 3NeKTPOPUbHbIX MeTaboNnToB B BOLOPACTBOPUMbIE
TOKCUYECKME MPON3BOAHbIE C MOCNEAYHOWMM BblBEAEHUEM U3 OpraHv3Ma.

B cOBMeCTHbIX MCCnefoBaHUAX C rpynnoi (paHLLy3CcKMX aBTopoB OBEPHCKOro yHMBepcuTe-
Ta (KnepmMoHT-®eppaHf) YCTaHOBMEHO, YTO MOMYNALMOHHbIE YaCcTOTbl anneneli reHos P4501A1
1 TEPOXY 60/bHBIX 1 B NONynaumax Poccun n dpaHumMm He oTaMYanmncb. BmecTe ¢ TeM yacto-
Ta HYNeBOro anfens reHa rnoTatnoH-b-tpaHcdepasbl (GSTA770/0-geneHnsi B reHe ¢ OTCYTCTBU-
€M reHonpogykTa) o6Hapy»eHa noutn y 80% 60/1bHbIX 3HAOMETPMO30M BO PpaHummn n'y 56% B
Poccun npu 42% paHHOro annens B nonynsumsx obemx cTpaH [7, 8]. MepgneHHas dopma
N-avueTuntpaHcdepasbl Y 60/bHbIX 3HAOMETPMO30M TakkKe BCTpeyanach 3aMeTHO ualle B 06enx
nonynaumax (60 n 50% y 6onbHbIX 1 39 1 41% Yy 340pOBbIX COOTBETCTBEHHO), OAHAKO 3TV pas-
nnuna GblNM CTATUCTUYECKN HeLOCTOBepHbl. [anbHemwnii aHanus, OfHaKo, MOoKasan Haauyve
[LOCTOBEPHbIX OTANYNIA YaCTOT MeLIEHHOro annens NAT-2 TO/IbKO Yy 60/bHBIX C NErkoi u cpes-
Hei chopmamMu 3HAOMETPMO3a, HO He ¢ TsKenoi. CyLUecTBEHHO, YTO 60/bHblE C AeMLUTOM [y-
TaTUOHTpaHcdepasbl GSTM1 (GSTM10/0), paBHO Kak W rOMO3WUroTbl M0 MeA/eHHOMY afiento
NAT2 (S/S) okasanucb pedpakTePHbIMA K WMMYHOMOAYNMPYIOLLEN Tepanuui LUMKNOGepoHOM,
NpYMeHeHWe KOTOPOR y Apyrux rpynn 60/bHbIX 0Ka3anoch BeCbMa 3(PEeKTUBHBIM.

TakuMm 06pa3oM, HallyM McCnefoBaHUA MOATBEPXKAAIOT Po/b HebnaronpuATHbIX BHELUHMX
(hakTOpOB B 3TMOMOTMW 3HAOMETPMO3a. bosee TOro, CKNadbiBaeTCs BreYETNEHWE, YTO Hanyme
orpefeneHHbIX annenei reHoB GSTM1 NNAT-2 npefpacrnonaraeT K BO3HUKHOBEHWIO 3TOl MaTo-
NIOTUN N MOXET BAMATb Ha 3((eKTUBHOCTb €e MeAMKaMEHTO3HOro neveHus. CrefoBaTenbHO,
CKPUHUHI 3TUX a/neneli No3BOMSET BbISBAATb XKEHLUMH, NPeApacnonoXeHHbIX K 3HAOMETPUO3Y,
W NPOrHO3MPOBaThb TaKTUKY MeAMKAMEHTO3HOIN Tepanuu 3aToro 3abonesaHus. MpyUHYMas BO BHU-
MaHWe MHOTOYUC/IEHHbIE NUTEPATYPHblE AaHHbIE O BOB/EYEHWUU 3TUX TEHOB B BO3HWMKHOBEHWE
psifa OHKONMOrMYecKMX (pak MOSIOYHO Xenesbl, pak Nerknx, pak MOYeBoro nysbips U ap.) U He-
OHKOMIOTMYECKNX (XPOHUYECKMIA OBCTPYKTUBHbLIA BPOHXMT) 3aboneBaHuii [9—11], MOXHO CKa-
3aTb, YTO MOMY/ALUMOHHBIA CKPUHUHE anefbHbIX BapUaHTOB FeHoB GSTM1 U NAT-2 yxe cero-
[HA SBNSETCA NpegMeTOM LUMPOKOro obeyxaeHns [12].

MyKoBM1CLMA03 camoe pacnpocTpaHeHHOe TsXenoe MOHOreHHoe 3abonesBaHue, 00y-
CMOBNEHHOE MyTaUWsMW B FeHe TPaHCMEMOPAHHOrO X/0PHOTr0 KaHana anuTenanbHbIX KIeToK
CFTR. VI3BECTHO TaKxe, YTO TsXKeCTb 3ab0neBaHNs U ero KIMHWYecKrne opMbl 3aBUCAT OT TUNa
myTauuii 1 AHK-nonmmopdr3MoB B CaMOM reHe 1 B KakOi-TO Mepe onpefenstoTcs hakTopamm
MOAN(UKALM, UHTEHCUBHbIMA NMOUCK KOTOPbIX NPOBOAUTCA B HacTosilee Bpems [13]. B kayecTse
nocnegHNX MOXHO NpeAnonaratb W reHbl «BHELUHEW cpefpl», He6naronpusTHbIe anfenn KoTo-
pbiX, KaK WM3BECTHO, MOryT npefpacnonaratb K pasnnyHbiM hopmMaM NeroYHoi naTonoruu, se-
NAOLWecs OCHOBHOW 1 NpU MYKOBUCLMAO03E.

ViccnepoBaHme «HYNeBOro» anfiens reHa GSTM1 (GSTM10/0) He NO3BOMWO BbISIBUTH TaKMX
pasnuunii y 60MbHbIX C NPENMYLLECTBEHHO IErO4HON (HOPMOA MYKOBMCLMA03a W B NONYNALUN.
OfiHaKo 4acToTa OYeHb Mef/IeHHOW (DOPMbl MUKPOCOMa/IbHOM 3NOKCUInaponasbl (Hannume AByxX
MyTaumWii B reHe TEPXH) y 60/bHbIX C IEFOYHON (hOPMOI OKasanacb JOCTBEPHO BbILUE, YeM B
nonynaumMn uam npu apyrux gopmax mykosmcumaosa (60, 40 un 37% cooTBeTCTBEHHO) [14].

Taknum 06pa3oM, eCTb OCHOBaHWUS CUYUTATb, YTO Y BONbHbIX MYKOBUCLMAO30M, WMMEIOLLMX
OYeHb Mef/IeHHbIV annenb TEPHX, HapylleHWst (yHKUUW NIErKMX BO3HMKAKOT paHblUe U NposiB-
NAOTCA TSHKENEE, YeM NPU HOpPMasbHbIX annensx aToro reHa. CnegosaTesibHO, CKPUHWPOBaHWE
anneneii reHa TEPHX Yy 60/bHbIX MYKOBUCLMA030M MOXHO WCMO/Mb30BaTh AN MPOrHO3MpOBa-
HUA K/IMHUYECKOTO TeYeHUs W pa3paboTKy paLmoHaNibHOW Tepanun MyKOBMCLMAO3A.
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Ccnna — cuHapoM NpuobpeTeHHOro NMMYHHOLePUUNTA, Bbi3biBaeMoro supycom HIV, —
OfHO M3 TPO3HbLIX MH(EKLMOHHbLIX 3ab0N1eBaHNi COBPEMEHHOCTM, CTPEMUTE/IbHLIA POCT anuje-
MWW KOTOPOTO CTUMY/IMPYET HanpsXKeHHbIA MOWCK 3almTbl OT 3TOW «4yMbl» XX B. V3BeCTHO,
04Hako, 4To Yy Yactu HIV-uHhMUMpoBaHHOro HaceneHus 3abofieBaHMe pa3BMBaeTCs O4YeHb Mef-
NEHHO, a OTAe/IbHble UHAMBUAYYMbl 06HAPYXXMBAIOT K HEMY BbIP@XKEHHYIO Pe3UCTEHTHOCTb. YC-
TaHOB/IEHO TaKXe, YTO 3TW pasnunyns 0bycnoBneHbl MyTaumen (geneumneld 32 nap HyKNeoTUAOB) B
reHe CCR-5, MeMOpaHHbI 6eNKOBbIA NPOAYKT KOTOPOro SBNSETCS KOPEeLenTopom Makpodar-
TPOMHbIX LWTamMmMoB Bupyca HIV. Ero oTcyTcTBME CYLLECTBEHHO 3aTPyAHAeT (Y reTepo3nroTr) uu
[lenaeT HeBO3MOXHbIM (Y rOMO3UIOT) NPOHWKHOBEHWE MATOreHHOro BUpYca B 3TW KeTkn. Hamu
M3y4eHa 4yacToTa HyNeBoro annens B pasivyHbIX nonynaumax Poccumn w ctpaH CHI [15]. YcTa-
HOB/NEHO, YTO «HYNeBOW» annenb CCR-5 BCTpeyaeTcs noyutn y 25% HaceneHus Poccun u Tatap-
CTaHa, CHWXascb Ao 15% y y36ekoB, 10% 1 MeHee — Y Ka3axoB, asepbaiixaHues, yirypues u
TyBUHLEB. [aHHbI annenb KpaviHe pefKo BCTPeYaeTCsl y TPy3uH, T. €. B C/lyYae MaccoBOrO pac-
npocTpaHeHus Bupyca HIV MMeHHO 3Ta Monynaums MOXET OKa3aTbCA FeHETUYECKU HauMeHee
afanTMpoBaHHON K uHdekuun Crna,.

Takum 06pa3oM, CKPUHUPOBaHWE «HYNEBOro» annens reHa CCR-5 UMeeT MPUHLMMINAIBHO
B&KHOE 3HaYeHWe A4/19 BbIACHEHUS MEXNONYNALNOHHBIX PasnnyniA YyBCTBUTENbHOCTM K MpPeano-
naraemoil naHgemun Crda. bonee TOro, yxe ceitvac Takme TeCTbl BaXKHbI ANA PauMOHaIbHOro
nosbopa MegULIMHCKMX KaApoB M 06CNY>XMBAOLLEro nepcoHana B 60bHULAX Ana neveHust 60b-
HbIXx CMOom.

MpuBeneHHble pesy/bTaTbl CBUAETENbCTBYIOT O GONLLIOM MEAMLMHCKOM U COLMaIbHOM
3HaYeHNM TeCTUPOBaHWUSA ansneneii reHoB «MpPeapacrnofioXeHHOCTU», MO KpaliHeli Mepe, B Cnyyae
TPex pas3NnyHbIX 3ab60MeBaHNA Pa3HOM 3TUONOTUN — MYNbTU(PAKTOPUATIbHOW, FeHHOW U MHMEK-
LIMOHHOW. HeT COMHeHWIA B TOM, YTO MpPU AOCTATOYHO BbICOKOM YPOBHE MeAWLMHCKOro o6cny-
YKUBaHUA BbISIBIEHWE UL, C HACNEeACTBEHHOM MPeapacrnonOXeHHOCTbIO K TOW WAM MHOM natoso-
MU MOXET UMETb BaXXHOE 3HaueHve Ans NPoMuAakTUKK, NeYeHUs W MPOrHo3a TeYeHUs TaKux
3aboneBaHMii. HanomHI0, 0fHaKO, YTO TaKUX FEeHOB B HACTOsLLee Bpemsa n3BecTHO 6onee 200 [3].
MprueM y>xe CerofHs M3BECTHbl FeHbl «MPeapacrnofioKeHHOCTU» K ocTeonoposy (PDR-3), fe-
(heKTaM 3apallleHnss HepBHOM TPybKU, KOpOHapHOI 60ne3HK cepaua u atepockneposy (MTHFR),
nHhapkTy Muokapga (JICE), atepockneposy (ApoE), ageHoMe W paky npocTatbl (//?), gnabety
(JDDM-1-5) 1 MHOrue gpyrvie. VI3BeCTHbI TakKe MHOTME OHKOreHbl (Ras, Mic) U aHTUOHKOTrEeHbI
(p53), MyTaLMN KOTOPbIX C BOMbLLONA BEPOSTHOCTHLIO BEAYT K Pa3MUHbIX OMYXOAM. YXXe UAeH-
TUPULUPOBAHBI MHOTME TeHbl, MyTauuy KOTOPbIX He TOMbKO NpeapacnosnaratoT, HO U ¢ 60/bLUOIA
BEPOATHOCTbIO NPUBOAAT K CEPbe3HbIM 3a60neBaHNsM (BRCAL, BRCA2 — pak MOJIOYHOW kefe-
3bl, PS-1, PS-2 — 6one3Hb AsbLreiimepa 1 ap.). BbICTpo yBeNMUMBAETCA CUCOK HACNeCTBEH-
HbIX 3a60neBaHWii ¢ NO34Heli MaHudecTaumeld, And KOTOPbIX BMOSHE peaslbHA PaHHAS LOCUM-
nToMaTuyeckas AMarHOCTVMKa B M06OM Bo3pacTe (xopes [eHTUHITOHa, Apyrue HeiipogereHepa-
TUBHbIe 3a60/1eBaHNS, paK TONCTON KULLKK, LUUMTOBUAHOW Xenesbl 1 ap.). HakoHeL, cTana BMO/He
peasibHOM 1 BbICTPO COBEPLUEHCTBYETCA AMArHOCTMKA MeTepo3MroTHOr0 HOCUTENLCTBA Hanbonee
YacTbIX, CMepTe/bHbIX HAcNefCTBEHHbIX G0Me3He B CEMbAX BbICOKOIO pucka (MyKOBUCLMAO3,
muogucTpodus [toweHHa, PeHNNKeTOHYpuUs, cuHapom MapTuHa-benna, remopunns, cnnHasb-
Has MbllleyHas aTpopus, agpeHoreHUTaIbHbIA CUHAPOM W Ap.). YMEeCTHO HarnOMHWUTb, YTO BCE
3TM W MHOrMe Apyrue TsKefble HacnefCTBEHHble 60ME3HN C YCNEeXOM AMArHoCTUPYHOTCA elle
npeHaTasIbHO, YTO MO3BO/AET NPeA0TBPATUTL POXKAEHME 6OMbHLIX UHANBUAYYMOB.
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WNTaK, BaXHEWLUMM pe3ynbTaTOM WCCNEf0BaHWIA reHOMa YesnioBeKa SB/sEeTCs He
NAEHTUDUKALUS TeHOB, MyTaLWK KOTOPbIX SIBASKOTCS HEMOCPEACTBEHHOW MPUUMHOM MHOMMX Ha-
CNEACTBEHHbLIX G0/e3Hel, HO W BbISICHEHWE FEeHETUYECKOW NPUPOdbl (haKTOPOB, OKAa3blBaOLLVX
CYLLECTBEHHOE B/MsIHME Ha BbIPAXKEHHOCTb MATOMOrMUecKoro npouecca, Npeapacnonaratolwyx K
TEM WM UHBIM TSXKENbIM MyNbTU(AKTOPUaNbHbIM 3a60/1eBaHMAM. BrnofHe peanbHbIMU YXKe ce-
rofiHst NPEeACTaBNSIOTCA He TOMbKO MpeHaTa/lbHasi AMAarHOCTUKA HACNeaCTBEHHbIX GOMe3Hel, Ho U
UX AOCUMNTOMATUYECKAs AMArHOCTMKA. BaXKHbIM pasfenom MeanKo-reHeTUUecKo Cryobl cTa-
N0 BbISICHEHME FeTepo3NroTHOr0 HOCUTENLCTBA MyTaLUil B CEMbSIX BbICOKOrO pucka. Bce ualle
MOAHVMMAEeTCs BOMPOC O LieNecoo6pasHOCTY TECTMPOBAHUS 1 AaXe MacCoBOr0 CKPUHMPOBAHUS
FEeHOB «MpPeAPacnofioKeHHOCTW». Ecin fo6aBuTb K 3TOMY, YTO Mpo6rieMa reHeTUYecKol WaeH-
TUMKALMN TMYHOCTY METOAAMI TEeHOMHOW AaKTUMOCKOMUM YXKe peLleHa U AaHHbIA MOAXOA YXKe
LUMPOKO MCMO/Mb3YETCA He TOMbKO B KPUMUHANIUCTMKE, HO U B APYTMX COLUMasbHBLIX Cepax, To
BMOSIHE 3aKOHOMEPHO Y)XKE CEerofHsi CTaBUTb BOMPOC O LiesIecoo6pasHOCTY pa3paboTKu U MyTsX
BHEAPEHUs B XW3Hb CBOEO6PA3HOTO FeHEeTUYECKOro nacnopTta (MHAMBMAOYabHOM 6a3bl fAaHHbIX)
NS KOKAOTO YenoBeka. BO3MOXHbIV 11 MOKa TOMbKO CXEMATUYECKMIA BapuaHT Takoro nacropra
MpUBEAEH HUXeE:

COBEPLLEHHO CEKPETHO

FEHETUYECKUIA MACMOPT
psigoBoro XXutensa 3emnu 2007/r.
V1aeHTU(NKALMOHHBIN HoMmep: 4512713193748

HauuoHanbHocTb
KAPVOTMN 2n*46;XX CKPUHWHI FEHOB
TpaHciokaLum - «MPEAPACTONOXEHHOCTU»:
WHBepcun inv(9)

A. TEHbI «BHELWHE CPE[bI»
Ap.ocoberHocTy - CYP2D6 CYP1AI -Mc/Me

o o MEPHXS/S NAT-2 SIR GSTM1- O/O
CEMEWHbIVN PUCK no mykoBucumaosy

F508/+ B. OHKOTEHb!
p53
OOCVIMMTOMATUYECKAS Ras
ANATHOCTUNKA [pyrue oHKOreHbl
HeliposereHepsTuBHbIE 3a60NeBaHuUs
HD +/+; SCA 1+/+; SCA -2 +/+; C. FEHbI-«TPUMTEPbI» (TPOBOKATOPbI)
DRPLA +/+; AR +/+; MP-1 +/+ MYNbTUGAKTOPUASbHBIX BONE3HEN

Pak MONO4HOI Xenesbl
BRCA-I 185delAG/+; BRCA-2+/+
CeMeiiHblil Pak ToncToii kuiiku (FAP)

Octeonopo3 VDR-3—T/T;
Atepocknepos3 MTHFR —677 C-T/+

APCH+ ApOE — E2/E4

BonesHb Anbureiimepa [lebekTbl eBpanbitoil Tpyokm MTHFR - 833 T-C -/+
PS-1+/+ PS-2+/+ VHchapkT Mrokapaa ACE - 287bp- Ins/Del

[lpyrue GonesHn Pak npoctartbl AR —

WVHCyNnH3aBUCUMBII AnabeT:
IDDM 1 - HLA- DR3/DR4

CKPUHWHI TETEPO3UIOTHOIO IDDM2; IDDM-3; 1DDM-4
HOCUTENBCTBA MYTALNI: YyscTeuTenbHoe!b K CMNINAY  32dc!CCR5/+
MDD-auctpodumn ++
HA-FVAIl ++
PKU- PAH ++

FEHOMHAA JAKTUNOCKOMA

AGS-CYP21B + VWF -4/5; ApoB -12/7; AR-13/19 HPRT -3/7;
SMA-SMN +/+ STRXI 4/8; HLA
NAIP ++

MEANKO-FTEHETUYECKOE 3AKJ/TKOUEHUE
PEKOMEHOALVN BPAUA-TEHETUKA:
R%I/ITEJ‘IHM
CEMEVIHOMY NOKTOPY
CYBBEKTY
OC06eHHOCTY NUTaHusA, BOCNMTaHus, o6pasosaHms,
npochopreHTaLny, 3aHSTWS CNOPTOM U np.
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Ero aHanm3 MoKasbIBaeT, YTO YXKe CErOfHs KaX[blil YeloBeK He3aBMCMMO OT Bo3pacTta (npw
HeoO6X0AMMOCTU AaXKe B aHTEHaTa/IbHOM Mepuofe) MOXET MOMYYMTb AOCTAaTOYHO MOSHYIO WH-
thopMaumio 06 YHMKaNbHbIX 0COGEHHOCTSIX CBOErO FeHOMa, B TOM 4uc/ie 06 afine/lbHOM Nomu-
MOp(M3Me MHOIMX TEHOB «MPeApacnoioXKEHHOCTU» K MYNbTU(haKTOpUaibHbIM 3a601eBaHUSM.
EcTecTBeHHO npefnonaratb, YTO MPU HAMMYWKN Takol MHAMBMAYaNbHON 6asbl JaHHbIX, BbICOKO-
KBa/IMPULMPOBAHHOM 1 CBOEBPEMEHHOM MeAMKO-TeHETUYECKOM KOHCY/IbTUPOBaHWUMW, BAYMYU-
BOM CEMEHOM [OKTOpPE, BHUMATE/bHbIX POAMTENNX U Pa3yMHOM WHAMBUAYME TaKol reHeTunye-
CKWIA NacnopT MOT 6bl CbIrpaTh BaXKHYHK MOMOXKUTE/bHYIO PO/Ib HAa BCEX 3TanaX XXM3HU YenoBekKa.
CBOEBpEMEHHast KOPPEKLMS NUTaHWs, NpogopreHTaLMM U Np. NO3BOUAN Bbl M36EXKaTb MHOTUX
KaTacTpod, cnocobcTBoBav 6bl MPOhMNIAKTMKE MHOTMX Heayros, obecneunnn 6bl gonroe TBOp-
YecKoe [ONroneTue.

K coxaneHuto, peanbHas cUTyauys 3HaUMTENbHO CNOXKHee. Hanuume Takoro reHeTU4ecKoro
nacropTa He TO/IbKO OTKPbLIBAET HOBbIE FOPU30HTLI [/151 34PaBOOXPAHEHUs, HO U MOPOXJaeT Mac-
CY CEpPbe3HbIX COLMANBbHBIX U 3TUYECKMX MPO6EM, KOTOpble MOKa OcTaloTcs 6e3 0TBeTa.

— Kakve MHCTUTYTbI 34paBooOXpaHeHns 1 Kakum 06pa3om CMOryT obecrneumTb ero atek-
TUBHOE UCMO/b30BaHWe?

— KT0 peasibHO 6yfeT uMeTb JOCTYN K UHAMBMAYaNbHONM 6a3e faHHbIX?

— Kak 6yaeT obecneyeHa ee CTporasi KOHpUAEHUNAbHOCTb?

— B Kakoii Mepe OHa MOXET NPUHUMATLCSA BO BHUMaHWE Npu BCTYMAeHUN B 6pak?

3TU M MHOTMe Apyrue BOMPOCHI, CBSI3aHHbIE C FEHETUYECKUM MacnopToM W BOOOLLE ¢ npo-
6nemoii npeackasyemoro (predictive) reHeTUYecKoro TeCTUPOBaHMS, BCE uYallle CTaHOBSITCA
NpeaMeTOM LUMPOKUX AUCKYCCUIA. VIX aHannM3 CBUAETENLCTBYET O TOM, YTO B LiE/IOM Ye/I0BEeYeCT-
BO MOKa He rOTOBO K 3(h(heKTUBHOMY BOCTIPUATUIO JOCTUXKEHWIA COBPEMEHHOW reHeTUKN. TeM He
MeHee, y4uTbiBass HEOTBPaTUMOCTb Aa/bHEMLLIEro pocTa CBefieHWiA 0 reHOMe YenoBeKa, UX Mpo-
HVWKHOBEHME BO BCE 0BMACTU XM3HW 1 MPEX[AE BCEro B MeAWLMHY eCTb BCE OCHOBAHMS CUMTaTh,
4TO 3TW U MHOTrMEe ApYyrue BONPOChbI CO BpeMeHeM ByayT peLleHbl. MoAroToBKa BbICOKOKBaMGNU-
LIMPOBaHHbIX CMELMa/IMCTOB N0 MEAULMHCKON reHeTMKe, CBOGOAHO OPUEHTUPYHOLLMXCS B FEHOME
UeNioBeKa, MOBLILLIEHME YPOBHSI TEHETUYECKMX 3HAHWI HaceneHusi, paspaboTka XOpOLIO Npoay-
MaHHbIX HOPUANYECKUX NPaBUN 1 HOPM FEHETUYECKOro TECTUPOBaHUS — HEeNpeMeHHble YCoBMA
LN JOCTVDKEHUS TaKoMi Lenn. YMeCTHO 3aMeTUTh B CBSI3W C 3TUM, YTO Npo6reMa NOBbILLEHNS
YPOBHS1 FEHETUYECKMX 3HAHWI LUMPOKMX CI0EB HACeNeHMs akTyaslbHa He TOMbKO B Poccuu, HO 1
BO BCEM Mupe. EBpOMENCKMM KOMUTETOM MO BUOMEeAMLMHCKONM 3TMKe ewle B 1994 r. HavyaT npo-
eKT «3TNKa FeHEeTUYECKOro CKpUHMPOBaHUA — Euroscreen», a B eBpane 1997 r. OTKpbIT nep-
Bblii MeXyHapOAHbIA FreHEeTUYECKMIA KOHCYMbTATUBHLIA LieHTp (MaHuecTep, BenukobputaHus),
B KOTOPOM /1060 4Ye/loBEK MOXKET MOMYUUTb KBAIM(ULMPOBAHHYHO KOHCYNMbTALMIO MO /060N
MeAVKO-TeHeTUYeCKol npobneme, B TOM 4ucie MO BOMpOcam MPeAUKTUBHOIO TeCTUPOBaHWS
[16].

B 3akntoueHune N060NbITHO OTMETUTL, YTO NPU 3aKPLITOM FOI0COBAHWM O LienecoobpasHo-
CTW FEHEeTMYECKOro macrnopTa u3 57 CneuuaucToB — YYaCTHMKOB LUKOSbI MO DKOMOrMYECKON
reHeTuke B C.-MeTepbypre (1998), 47 fann NoNoXMTeNbHbIA OTBET, 3 — OTPULATENbHbIA N 7 —
HeonpefeneHHbIi. Mpu 3TOM, 04HAKO, 6OMbLUMHCTBO PECMOHAEHTOB MOLYEPKMBAIM HeobXoaw-
MOCTb COBMIOLAEHNS CTPOroi KOH(MAEHUMANbHOCTU U A06POBOMILHOCTM Takol nacnopTusaumm.
CnepfyeT, O4HaKO, YYMUTbIBATb, YTO TaKOBO ObINI0 MHEHME CMELVANNCTOB-TEHETUKOB.
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