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B cootBeTcTBUM co CTpaTernen pa3BuTtMs MeaMUMHCKON HayKm B Poccuinckon deaepaumm
no 2025 roga [1, c. 33] cpean HanpaBAeHUN Pa3BUTUA MEAMLMHCKOM HayKM B BamKanwem
OECATUNETUM B MMUPE 3HAYMTENbHYKD [0MI0 3aMMYT reHeTuveckue wuccnegosaHua. Cpeam
NPOPbLIBHbIX HANPABAEHUN FTEHETUYECKUX UCCNeA0BaHUI cnegyeT 0COBEHHO OTMETUTb FEHOMMUKY,
pa3paboTKky TexHonornii cekseHupoBaHua [HK, uccnepgosaHuin perynatopHbix PHK, reHHyto
Tepanuto, NPOTEOMMKY U NOCTTEHOMHbIE UCCNen0BaHNA, CNOCOObI AOCTAaBKM IEKAPCTB, KNETOUYHble
TEXHOJIOTUMU, UCCNeLOBaHMA CTBOJIOBbIX K/IETOK, NMepenporpammmpoBaHnE MMMYHHOM CUCTEMbI,
dapmMaKoreHeTUKY U NePCOHANN3NPOBAHHYIO MeguumnHy. [loCTUXKEeHME pe3ybTaTOB B NPOPbIBHbIX
HanpaB/IEHUAX FEHEeTUYECKMX WUCCefOoBaHUMA MNOBbICUT 3¢dEKTUBHOCTb 60pbbbl ¢ BonesHAMMY,
KQuecTBO M MPOAO/IKUTENbHOCTb AKTUBHOM YKU3HW.

FeHeTUYeCKMne uccneaoBaHmUA B MeauLMHe Tpyaa

[eHeTMYeCKNe UCCNenoBaHMA B MeguuMHe Tpyda B3aMMOCBA3aHbl C UCCNEeAOBaHUAMMK B
obnactm meauUMHCKOW reHeTuKn [2, 3]. B meauumHe Tpyaa ocobyto BaXKHOCTb MMeeT
r’MrmeHnYeckas oLLeHKa yC0BUiA Tpyaa, BO3AENCTBYIOLWMX HA OpraHn3m paboTHuKa [4]. CNOoKHOCTb
MccnefoBaHUM CBA3aHA C HA/IMMMEM LIMPOKOrOo AManas3oHa peakuui y pasHbiX WMHAMBUAOB,
paboTaloWwmMx Npu CXOAHbIX YCNOBMAX Tpyaa. [103TOMYy MPUHATO BbIAENATb ONpeaefieHHble
OMArHOCTMYECKME MNpU3HaAKM (MapKepbl), XapaKkTepusylolwme BuL, W TAXKECTb NOBPEeXAeHUN
opraHusma [5, 6]. Mpn reHeTUYeCKMX UCCAea0BaHMAX PAacCMaTPUBAIOT HaAUYMe UM OTCYTCTBUE
NoAMMOPOHbIX BapMaHTOB reHoB (nosmmopdusmbl), KOTOpble MOTYT Kak cnocobcTBoBaThb, Tak U
NPOTUBOAENCTBOBATL Pa3BUTUIO NaTosioruu [5].

BBnay TOro, 4YTO HAKOMNEHHble CBEAEHMA MO OrPOMHOMY 4YMCAYy NOAMMOPPM3IMOB
HeobxoamMmo 6blno caenatb yaobHbIMM ANA MCNONb30BAaHWUA, ObIAM CO34aHbl COOTBETCTBYHOWME
6a3bl gaHHbiX. B 2011 roay y4yeHble BCEro Mupa MOAYyYMAM [JOCTyn K 6ase A[aHHbIX
OAHOHYKNEOTUAHbIX Nnoanmopodmamos Axiom. Toraa oHa cogepxana nHpopmauymto o 6onee 5 maH
OZHOHYKNeoTUaHbIX nonnmopodumamos [7]. Kak n npegnonaranocb paHee, 3TM AaHHbIE UCMNONb3YOT
ANA CO3[aHMA HOBbIX FEHETUYECKUX CKPUMHUHIOBbLIX CXeM W HabopoB ans amarHocTukun. C 2008
roga passuBaetca 6asa gaHHbix GWAS Catalog no MoOMCKOBbIM MCCAeA0BaHMAM accouMaLni
NoAMMOPOHbIX BAPUAHTOB LLEN0ro reHoma ¢ peHOTUNOM Npu NaTonoruax.

Cpeamn reHOMHbIX MapKepoB BblAEAAT reHHble NOAMMOPPU3MbI, NpeacTaBaatowme cobom
3aMeHy OJHOro WAW HEeCKONbKUX HyKneoTuaoB B nocnegosatenbHoctn [HK, a Takke
NoAMMOpPGM3Mbl YNCA KOMWUI TEHOB M TaHAEMHbIX noBTopoB [8, 9]. MeHHble noanmopdU3mbl
npeAcTaBAAOT cobon Nnpumep MHPOPMATUBHDBIX TEHOMHbIX MAPKEPOB M LUMPOKO NPUMEHSAIOTCA B
accoumaTuBHbIX uccnegoBaHmax [9, 10]. ObHapyrKeHne u o06OCHOBaHMEe BblIOOpPa reHOMHOrO
MapKepa, CBA3aHHOrO C MOTEHUMasbHbIM Pa3BUTMEM oOmnpeaeneHHoro 3abonesaHus, ABAseTcA
CNOXHOWM uccnefoBaTeNbCKON 3agayveir. Hanuvume 3amMeHEHHOro HyKaeoTuga B FeHeTUMYecKoM
nocnefoBaTe/IbHOCTM MOXKET MPUBECTU K M3MEHEHUIO CTPYKTYPbl U GyHKUMIN 6enkoB n mMPHK [8,
9].

MAaTHaguaTb-ABaALATL NeT Hasag He 6Oblio obHapyXeHo accounaumin H60AbLUIMHCTBA
BbIAB/IEHHbIX FE€HHbIX NOAMMOPPUIMOB C natosiormyeckumm npoueccamm [10, 11]. basa gaHHbIX
OAHOHYKNEOTUAHbIX nonMmoppmM3amoB yesioBEKa dbSNP HauunoHanbHoOro LeHTpa
buotexHonormyeckon wuHbopmauum (CLUA) BkatoyaeTr yxke 6onee 718 maH 3anuceir o6
OAHOHYKNeoTUAHbIX nonmmopduamax [12], Ho BbiiBNEHNE BbICOKOMHPOPMATMBHbBIX aCCOLMALLUIM
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TpebyeT pasBuMTME HOBbLIX 3NUAEMMONOTMYECKMX MNOAXOAOB M MHCTPYMEHTA/NIbHbIX METO40B.
Hanbonee aKTyanbHbIM ANs MCCNefoBaHMA NpeacTaBAAeTcA MOUCK NOAMMOPOM3IMOB FeHOB
depmeHTOB 6MOTpaHCPOpPMaALMM KCEeHOBUMOTMKOB, pPerynauumM KAeToYHOro UMKAa, anonTtosa,
TPaAHCKPUNUNUKM, penapaumm.

MeToabl MONEKYNAPHON FeHEeTUKU ABNATCA 6a30BbIMM AN MPOBEAEHUA TeHEeTUYECKUX
nccnegoBaHMn B meanumHe tpyaa [13]. ObHapyKeHHaa accounauma nosMmopedusmMoB reHoB C
onpeaeneHHbIMMU NAaTONIOFMYECKMMM COCTOAHUAMM MOXKET NOMOYb NaLMeHTam u3bexKaTb pa3BuUTUA
NaToNI0OMMM MAM OCTAaHOBWUTb €e Pa3BUTME A0 HACTynneHua HeobpaTumbix npoueccoB. OgHako
Henb3s 6e3 AO0MNONHUTENbHbIX MCCNef0BaHUM YTBEPXKAATb, 4YTO MNOAMMOPGU3IMbI  ABAAIOTCA
NpPUYMHOM 60/Ie3HU, TaK KaK B OCHOBHOM 60/bLUIMHCTBO NPodeCcCMOHaNbHbIX 3a00/1eBaHNIA HOCAT
MHorodakTopHbI xapakTep [13, 14, 15].

MpodeccnoHanbHble 3a601eBaHUA NPM OANHAKOBBIX YCI0BUAX TPYAA M CTaXKe pa3BMBatoTCA
y 4actu pabotHukosB [16, 17, 18]. PasHble MHAMBWUAbI MOTYT COXPaHATb YCTOMYMBOCTb MU
0bOHapyXMBaTb MOBbIWEHHYIO YyBCTBUTE/NIbHOCTb K MOCTYNaloOWMM B OPraHM3m TOKCUYHbIM
Bewecteam. [lpy 3TOM reHeTUYeCKMe OCOBEHHOCTU WHAMBMAOB MOTryT ObiTb QaKkTopom,
npeapacnonaratoWmMm K pPasBUTUIO Y YYBCTBUTE/NIbHbIX NOAEN Pa3MYHbIX MNATONOrMYECKUX
nsmeHeHmn [19, 20]. BuotpaHchopmauma KCEHOOMOTUKOB B OpPraHM3Me Ye/1I0BeKa B OCHOBHOM
NPOUCXOANT C Yy4aCcTMEM cCneumanbHblX (GEPMEHTOB B MNEYEHW, KOTOPbIE TaKXe MUMEetoT
noanMmopdHble BapuaHTbl HYKNEeOoTUAHOW nocnepoBaTenbHocTM [16]. ToucK  mapKepos
WHAMBMAOYANbHOMW YYyBCTBUTENbHOCTU Yy NloAen, paboTalowmx B YC/NOBUMAX TOKCUYECKOTO
BO34€eCTBUA, NO-NPEXKHEMY He TePAET CBOEN aKTyanbHocTu [14, 15, 16, 17, 18, 21, 22].

KoHuenuma nepcoHannsnMpoBaHHON MegMUMHbI NO3BOJIUT Ha OCHOBE MHAWBWUAYANLHOIO
reHoTUnNa nauneHTa oNTMMU3NPOBATb MELULMHCKYIO MOMOLLb ANA YMEHbLUEHUA OC/NOXHEHUNA U
ynydweHma mncxogos [3, 5, 6, 9]. JlekapcTBeHHas Tepanusa, OCHOBaHHaA Ha dapMaKOreHeTuKe,
ABNAETCA OAHUM M3 MPUOPUTETHLIX PaA3[EeN0B MNEPCOHANNIUPOBAHHONM MeAWUMHbI, B KOTOPOM
OyAyT y4TeHbl HEXelaTeNbHble peakuum opraHM3ma Ha nekapctsa [23]. CornacHo cTaTUCTUYECKMM
AaHHbIM, Tonbko B CLUA nobouyHble peakuMn Ha /IeKapCTBa NPOMCXOasaT y b6onee yem 2 MAH
nauueHTos, npueoan K 100 Tbicadam cmepTei exkerogHo [21, 24].

MonHoreHOMHbIe accounaTUBHbIE UCCe0BaHUSA

MonHOreHOMHblEe accoumaTMBHble UccneaoBaHua (Genome-Wide Associative Study,
CcOoKpauweHHo GWAS) ocHoBaHbl Ha OAHOBPEMEHHOM aHa/IN3e COTEH W TbICAY TFE€HETUYECKMUX
MapKepoB. TaKoW ypoBeHb MCCNefoBaHW CTan BO3MOXEH 6narogapa pPasBUTUIO TEXHONOTUM
reHoTUNMpoBaHuA, obecneynBaemMon BbICOKOW pa3pellatolen cnocobHocTbio nnatdopm,
Ha3blBaeMbIX MUKpouunamu [25].

Mpu wuccnegoBaHun metogom GWAS He TpebyeTca BblABUMKEHWE nNpeaBapUTENbHbIX
rmnoTes B MOUCKE MapKepOoB, YTO MO3BONAET OOHAPYKMBaTb y4acTMe B TOM MAM MHOM Mpouecce
HOBbIX FTEHOB M HOBbIX NAaTOreHeTUYecknx nyten [25, 26]. B oTiMume oT UccneaoBaHMA CLENNEHHbIX
reHoB, MWMKPOYMUNblI MMEIT BbICOKYIO paspeLlatolyto CnocobHOCTb M OOHapy)KMBAKOT AaKe
nonMmopdHbie BapMaHTbl FEHOB C ymepeHHbIM addekTom [24, 25, 27].

B HacToswee Bpemsa ¢upmbl Affymetryx u Illumina npousBoasaT 3HaYUTENbHOE YMCNO
MUKpouunos ans aHanusa GWAS. Ha nocnegHei Bepcum mukpoumna (Affymetrix Genome Wide
Human SNP Array 6.0) Bo3mokeH aHanu3 bonee yem 906600 oHOHYKIEOTHUAHBIX 3ameH 1 946000
Bapuauui umcna reHos [25]. OpgHako nugepom B 0651acTM NPOM3BOACTBA TEXHOJIOMMM
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CEKBEHMPOBAHUA CNeayloLWero NOKoAeHMa ANA aHanvM3a OAHOHYKNEOTUAHbIX NoAMmMopdU3MOB
reHoB YyenoBeka AnaeTca Komnanua lllumina (ocHosaHa B 1998 1.) [27].

B nocnegHue 10 net uccnenoBaHMA NONHOFEHOMHbIX acCOLMALMM LUMPOKO MCMNOAb3YHOT
AN OTKPbITUA TEeHETUYEeCKMX OCHOB PaCnpOCTPaHEHHbIX CAOMHbIX 3ab60neBaHUM, K KOTOPbIM
OTHOCUTCA M BpoHXManbHana actma [28, 29]. o ucnonb3oBaHus meTtoga GWAS 6bl10 MHOro
MOMCKOBbIX UCCNeAOBaHMIN reHOB-KaHAWAATOB, ydacTBylOWMX B natoreHese actmbl [30, 31], Ho
GONbLWMHCTBO MOJIOKUTENbHBIX accouMauMii He HawAW MNOATBEPXKAEHUA NPU UCCNef0BaHUU
metogom GWAS nunbo um3-3a pasnuvuumii B onpegeneHnm ¢GeHoTuna acTmbl U NPOMCXOXKAEHUS
$aKTOpOB, NOBAMABLIMX Ha MaLMEHTOB (BPOXAEHHbIE UNM CpeaoBble BO3geincTemA), nMbo m3-3a
JIOXKHOMOJI0XKUTEIbHbIX PEe3y/IbTaTOB UM HEAOCTAaTOYHOrO pasmepa BblbopKku [31].

OnpegeneHne MakCMmanbHOM  6e3onacHoit  A03bl  Ha MNPOM3BOACTBE  ABAAETCA
NPaKTUYECKMM NPUMEPOM 3HAYMMOCTM MNOHUMAHUA OTHOCUTENIbHONO BKNAZA BO3AEMUCTBUM
OKpy*KatoLe cpeapbl U nocnenoBaTenbHOCTU reHoma [13]. Bknag nonmmopdHbIX BAPUAHTOB reHoB
B PWUCK BO3HWKHOBEHWS MPOU3BOACTBEHHO-00YCN0BNEHHbIX 3a60/1€BaHUIN ABAsSeTCA NpegMeToMm
LUMPOKNX UCCIeA0BaHNM yKe HecKonbko gecatunetmin [13]. B 2005 roay 6bina onyb/MKkoBaHa
CTaTbAl O MOBbIWEHMM YACTOTbl CNy4YaeB HeBpacTeHUM y paboumx B KuTae, conpoBoOKpaBLIMXCA
U3MEHEHMAMM B CTPYKTYpe MeyveHWu, BblABNAEMbIX Y/bTPa3ByKOBbIMM METOAAMMU UCCAeA0BaHuUA,
npu yBeAUYEHUN KYMYNSTUBHOW A03bl BO3AENCTBUA BMHUAXAOpMAA [32]. ITO OTKpbITME 6biNO
3HAYMMbIM, TMOCKONbKY OOHapy)KeHHas KOHLEHTpauus Ha npousBoAacTBe Oblla  HUXKe
YCTaHOBNEHHOro B KuTae NoporoBoro 3HayeHuA. TakKe B 3TON CTaTbe yKa3blBaeTcA TOT GaKT, uTo
NOAN, Y KOTOpbIX 06Hapyxuamn noammopdusm clc2/c2c2 8 reHe CYP2E1, nmenn 6onee BbICOKUIA
PUCK pa3BuTUA 3aboseBaHMN neyeHu (OTHOLWIEHME LWaHCcoB paBHO 3,29, p <0,01). OgHako no-
MPEXHEMY COXPaHAKTCA MeHTa/lbHble CNAOXHOCTM B  NPUMEHEHUM WHbopmauum o6
06HapyXeHHOM BOCMPUMUMUMBOCTM K BO3AENCTBUIO BpeaHbIX MPOWU3BOACTBEHHbLIX (GAKTOPOB B
oxpaHe Tpyaa v 3g0posbsa [33]. B oTAanume oT 403bl BELWECTBA, BO3AENCTBYIOWEN HA paboTHMKa,
KOTOPYKO MOXHO CHM3WUTb WAW WCKAKYUTb MOMHOCTbIO, €C/IM  AOKa3aHa ee BPeaHOCTb,
yHacnegoBaHHble BApPWAHTbl FEHOB He MOryT ObiTb M3MEHeHbl M MOryT ObiTb nepepaHbl
nocneayrowmm nokoneHmam. MoaTomy yyeHble pa3BMBaOT METOAbl U CNOCOObI A1A OLUEHKM LLeNbIX
CUCTEM, COCTOALLMX M3 AOECATKOB W COTEH TEHOB, WM M3y4yaloT MX NPOodUAM 3IKCNpeccun no
OTHOLUEHMIO K PUCKY 3aboneBaHua [2, 13, 34]. B HOBOI cTpaTerMm mMccneaoBaTenn UCNO/b3YHOT
NONHOTEHOMHOE CKaHMpOBaHME A/1A MOWCKAa FEHOB, Y4YacTBYHOLWMX B BO3HMKHOBEHUM W/MAK
pasButMn 3aboneBaHua [35]. Takol crnocob no3BonAeT ucc/eAoBaTensim  onpeaenuTb
NoANMOpPOM3MbI TbICAYM FTEHOB OAHOBPEMEHHO 6€3 PacCMOTPEHUA MEXaHM3MOB UX BAUAHUA [35].

EBponeicKkan rpynna no 3TUKe B HayKe M HOBbIX TEXHONOIMAX MPUAEPHKMBAETCA TOYKM
3peHMA, COrnacHoO KOTOPOM BpayM M CNeunanncTel MO OXpaHe Tpyaa [AOJ/IKHbI  ObiTb
NPOMHGOPMMUPOBAHbI 06 3TUYECKMX NPaBMAAX MCNONb30BAHUA FEHETUYECKMX AaHHbIX PAabOTHUKA
npu MeaULMHCKMX OCMOTPax U MoHUTopuHre [36]. Mo opuumanbHOMY NpeanoxeHuto BcemmpHoi
opraHusauumn 3apasooxpaHeHus (BO3), pe3ynbTaTbl reHETUYECKUX TECTOB AO/IKHbI AepKaTbCs B
cekpete oT paboTogateneil, areHToB MeAULMHCKMX CTPaxoBbiX KOMMAHWM, LWKON WU
roCy4apCTBEHHbIX  YYPEXKAEHWN, TMOCKONbKY HM OAUH  YeNloBEeK He OO0/XKeH ObiTb
OVNCKPMMUHUPOBAH MO XapaKTepUCTUKamM cBoero reHoma [36]. B npepnoKeHHbIX pyKOBOAALLUX
NPUHLUMNAX YKa3blBAeTCA, 4YTO HeAOoMNycTMMa HeaobpoCoBECTHAA AUCKPUMWMHAUMA B coepe
3aHATOCTM, CTPAXOBAHMA MAWN LIKONbHOIO 06pa3oBaHMA Ha OCHOBE FeHeTUYecKon WMHbopmauuu.
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0o noboro reHeTMYecKOro TeCcTUPOBAHMA  AO/MKHO ObiTb  nosydyeHo A06pOBOAbHOE
MHbOPMMpPOBAHHOE cornacue. NleHeTUYEeCKoe KOHCYIbTUPOBAHME A0/1XKHO NPeAoCTaBAATb TOUYHYIO,
MOMIHYIO M Henpeas3ATyld WMHbopmaumto. MpU KOHCYNbTUPOBAHUM A0/KHA MNOAAEPXKMBATLCA
KOHOUAEHLUMANbHOCTb OTAENbHbIX NUL, U cemen OT HeOBOCHOBAHHbIX BTOPMKEHWI CO CTOPOHDI
paboTogaTeniei, CTPaxoBLMKOB U LWKOA [36].

Takum o6pasom, uHboOpmauMa O nNOAMMOPOHbIX BapuaHTax reHoB pPabOTHUKOB B
MeguUunHe Tpyga sBnsetcA BOCTpeboBaHHOW pAnA pa3paboTkM npoduNakTUYecKux cpeacTs
3aWMTbl 340POBbA PAbOOTHUKOB Ha MHAMBUAYANbHOM YPOBHE M ANA WX peanu3auuu Tpebyertca
COBMECTHOEe y4yacTue paboTHWMKOB, roCyAapCTBEHHbIX CAYXKalWmX U paboTogatenen. CoxpaHeHue
30p0BbA KBANNDULMPOBAHHbBIX PabOTHUKOB OyAeT cnocobCTBOBATL IKOHOMUYECKOMY Pa3BUTULO
cybbeKTOB CcOLMaAbHbBIX OTHOLLEHUN.
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