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IIpoBeneH aHaIM3 TEHETUYECKOTO Pa3HOOOpa3us OOJIBIIOrO YKUCIA ITOMY/ISILIKIA 10 pa3IMYHBIM MapKepam
Y-xpoMocoMbl. 'eHOTUITMPOBaHUE LLIMPOKOTo Habopa HOBBIX BhICOKOMH(pOPMATUBHBIX MapkepoB SNP u
YSTR moka3ssiBaeT, 4TO B IIpeaeaax OOJBIIMHCTBA TaIIOrpynn Y-XpOMOCOMBI HAOJIOOAeTCs pa3aesicHIe
He TOJbKO Ha 3THOCIeLIM(pUUIEeCKIEe JUHUN, HO U Ha 0oJjiee y3Kre CyOJIMHUM U KacTephl raruioTunos. Ilo-
Ka3aHa 3HAauMUTeJIbHasl CTEIeHb IMOMYJISLMOHHON U MEX3THUYECKON reHeTudecKoi auddepeHirnalmni.
BoabIIMHCTBO 3THUYECKUX FeHO(OHI0B XapaKTePU3YIOTCS MpeodiafaHueM WIX JaxKe MOJHBIM TOMUHU-
poBaHueM crneunduaHbix SNP 1o BceM OCHOBHBIM TalljIOrpyIiaM, YTO OTKPBLIBAET OOJIBIION MOTEHIIXA
IIJISI UICTIOJIb30BAHUSI B STHUYECKOM MISHTU(DUKALIMYA OUOJIOTUUYECKUX 00Pa3LIOB MY>KUMH.

Karoueswvie crosa: Y-xpomocoma, reHOpOH I, OIS, TeHeTuIeckoe padHoobpasue, JIHK-unenrudu-
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AHau3 CTPYKTYpbl TeHOMDOHIOB MOIMYISILIMIA Ye-
JIOBEKa C UCHOIb30BaHUEM IUAJIICIBHBIX 1 MUKPO-
CaTEeJUIMTHBIX MApKepPOB Y-XPOMOCOMBI SIBJISIETCS O/l -
HUM U3 HauboJiee COBPEMEHHBIX U pe3yJIbTaTUBHBIX
METONOB M3YYEeHUS TeHETHMYECKOro pasHooOpas3us
pPa3UYHbIX MOMYJSILIUN YesloBeKa, MO3BOJISIET MPO-
BOJIMTh KOMIIJIEKCHYIO OLIEHKY TeHO(OHAa YesloBe-
yecTBa B 1IEJIOM, OTAENbHBIX 3THOCOB, BBITIOJHSTH
drnoreHeTMYECKUE PEKOHCTPYKLIMU OTIEIbHBIX JIU-
HUi, unoreorpaduyeckue MCCAeIOBaHUS Tarlio-
TPYIII, MUTPALIMOHHBIX TIPOLIECCOB U P APYTUX 3a-
nmady. HecMoTpst Ha OypHOE pa3BUTHE METOAOB, I0O3-
BOJISIIOILLIMX aHAJIU3UPOBAaTh FreHO(MOHIbI OIS
Ha YPOBHE MOJHBIX TEHOMOB, MCIOJIb30BaHUE Map-
KEpOB Y-XpPOMOCOMBI MO-TIPEXKHEMY SIBJISICTCSI aKTy-
aJIbHBIM JIJISI PELLIEHUST LIEJIOTO psiia BOIIPOCOB TOMy-
JISIIMOHHOM reHeTuku [1-—3].

ITomumo pyHIAMEHTAIBHBIX aCTIEKTOB PE3yIbTAThI
TaKMX padOT MMEIOT BaXKHOE 3HAUCHUE U IJ1s1 pa3padboT-
ku metomoB JIHK-mmeHTHM(hUMKAIMKM OMOIOrMYECKIX
00pa3lIoB YeIoBeKa. AHAIM3 MapKepPOB Y-XPOMOCOMBI
MOXeT ObITh 2(h(heKTUBEH B KPUMUHATUCTUKE U CylIE€0-
HOI MeIULIMHE U CITY>KUTh anbTepHaTuBoi JIHK-nneH-
THUHUKALTAN TT0 ayTOCOMHBIM JIOKycaM. JLOTIOTHUTEITh-

HBII aHAJIN3 TaTUIOTUTIOB Y-XPOMOCOMBI Hanbojee 3¢-
¢eKTUBEH B CiIydyasx OMOJOTMYECKMX O00pasioB CO
cMechlo Myzkckoit 1 skeHckoi JIHK, a Takske mpu He-
MpSMOI nAeHTU(GUKALIMY JIUYHOCTU, KOTIA CPaBHU-
TEeJIbHBIN MaTepuajl IpelcTaBiIeH B OCHOBHOM POZ-
CTBEHHMKaMM IO MYyXCKoii JIuHuu. [TpeumyiiectBo
JIMHUN Y-XpPOMOCOMBI 3aKJIIOYAETCSI B TOM, YTO OHHU,
00J1amasi JOCTaTOYHO BBICOKOIT MH(POPMATUBHOCTBIO
n s “oomein” JHK-unenTudukanmm, mepegaioT-
CSI CTPOTO MO OTHOBCKO JIMHUU, YTO MO3BOJISIET Ha-
MPSIMYIO YCTaHABIIUBATh POICTBO [4—6].

st MapkepoB Y-XpOMOCOMBI OKa3aH HauboJIb-
LU ypOBEHb T€HETUYECKUX PA3IMINI MEXIY TTOMy-
JISIHASIMU B CpaBHEHUM C JIIOOBIMU IPYTUMU TeHETYIEe-
CKMMH CUCTeMaMHU. DTO IPUBOAUT K 3HAYUTEIbHON
CTETIEHU TePPUTOPUATBLHON M MEXATHUYECKOM TreHe-
TUYECKOil muddepeHIManu U BBICOKOMY YPOBHIO
cne(UIHOCTH TaIUIOTUIIOB. BBICOKME TToKazaTenu
MEXITOIYJISILIMOHHOTO Y MEXTPYMIIOBOTO pa3HOOOpa-
3Us1 Y-XpOMOCOMBI AEIaloT €€ MapKephl HambOoiee
I depeHINPYIOIMIMMA U3 BCEX, IMPUMEHSIEMbIX B
MOIYJISILIMOHHOM reHeTUKe U TEHOMUKeE YeJIoBeKa, U
nogyepKuBaoT 3¢pPEKTUBHOCTh aHAIM3a TallIOTH-
OB Y-XPOMOCOMBI [IJISI BRISIBJICHUST Pa3 UM MeXK-
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Iy TIONMYISIINSIMHA U TIPY U3ydeHU W MUATpanunii [7, 8].
Takum oOpa3oM, Npu HAJTMYUU TOAPOOHOM MHGOP-
MallMM O YaCTOTax ajuleJieid M TaIUIOTUIIOB Y Haceje-
HUS KaKOTO-JIM0O pernoHa CTaHOBUTCS BO3MOXK-
HBIM MPOBOIUTH ONpeAeeHUE TOIYISILIUOHHOTO U
STHUYECKOTO IIPOMCXOXICHUS MHAUBUAA IO Y-XPO-
MOCOMHBIM MapKepam.

B nocnenHue rofabl mMpou3o1e HACTOSIIINMN ITPOPbHIB
B TIOIYJISILMOHHOM T€HETUKE, CBSI3aHHBIN C IIMPOKUM
BHEJIPEHUEM METOI0B MAaCcCOBOTO IapajlleIbHOIO ce-
kBeHupoBanust (MIIC), Kak 111 ITOJTHOTEHOMHOTO Te-
HOTUIMPOBAHUS OOPa3lOB, TaK U I IOMCKA HOBBIX
nHpopmatuBHbIX SNP-MapkepoB B pa3MYHbIX Taruio-
rpyrnnax Y-xpomocoMsbl [9—11]. Mcnionib3oBaHKe HOBBIX
BBICOKOMH(OPMATUBHBIX crenrduaHbix SNP-mapke-
POB Y-XpOMOCOMBI SIBJISIETCSI OMHUM U3 HauboJjiee
MEePCNEKTUBHBIX MHCTPYMEHTOB 151 aHAJIM3a PETMo-
HaJbHBIX U 9THUYECKUX MOMYJISIMOHHBIX TeHO(DOH-
IoB. Pa3BuTue METOIOB MacCOBOIO IMapasjiebHOIo
CEeKBEHUPOBAaHMS BBIBEJIO aHAIW3 FeHOMOHIOB TO-
nyasuuii Ha MaKCUMajlbHO BO3MOXHBIA YpPOBEHb
paspetieHusi. OOHapy>XeHUE OTPOMHOTO YKCJIa HOBBIX
MHOOPMATUBHBIX MapKepoB IMO3BOJISIET MCCIENO0-
BaTh (DUJIOr€HETUYECKUE B3aUMOCBSI3U OTHEJbHBIX
JIMHUI BHYTPU TaILUIOTPYMII C HEBO3MOXHOU paHee
TouHOoCcThiO [1, 3, 12]. 'eHOTUIIMpPOBaHNE HOBBIX
SNP-MapkepoB MOXET CIY:KUTb HE TOJILKO HOIMOJI-
HeHueM, Ho u ajbrepHatuBoit JIHK-uneHruduka-
LIMU 10 ayTOCOMHbBIM JioKycaMm. [Tpu 3ToM BO3MOXHO
co3ngaHue 3¢p@OEeKTUBHBIX TECT-CUCTEM IJIsl OIpele-
JIeHUs1 HanboJiee BEpOSITHOTO TTOMYJISILIMOHHOTO MPO-
HUCXOXIEHUSI UHAUBUAA.

OIMTPEAEJTEHUE ITOITYJIAOMOHHOIO
ITPONCXOXIEHHWA HEM3BECTHOI'O
NHIWNBUIA T10 OBPA3LY JHK

CoBpeMeHHbIC TOCTUXKEHUSI MOJIEKYJISIPHOI TeHe-
THUKUY ¥ TEHOMUKH YeJIOBeKa — ITOJTHOE CEKBEHUPOBaHME
OOJTBIIIOTO YMCIIa MHANBUIYTbHBIX TEHOMOB, CHCTEMAa-
TUYECKAsl KaTajJoru3alysi FTeHOB M Pa3INYHbIX TeHETH-
YECKMX MapKepOB, BBISIBJICHIE TIOJTHOTCHOMHOM CTPYK-
TYPBI TAIUIOTUIIOB Y HOBBIE CTATUCTUYECKME TTOIXOIBI
MO3BOJISIIOT MPOBOAUTH OYeHb IMOIPOOHOE UCCIen0Ba-
HHe TeHO(MOHIOB. YCIEeXH TTOMYJISIIIUOHHON TeHETUKH
B 00J1aCTH M3YYEeHUSI TEHETUISCKOTO pa3HOoOOpas3ms
00yCJIOBJIEHBI KaK OOHapy>K€HUEM PA3JIMYHBIX TUTIOB
WH(GOPMATHUBHBIX TeHETMYECKUX MapKepoB, TaK M
AKTUBHBIM Pa3BUTHEM TEXHOJIOTUI MX TEHOTUITMPO-
BaHMs1. HoBbIe MOAXOABI B JETEKIIMU PA3IUYHBIX TH-
noB JIHK-nomumopdusma (B ocodbenHoctu SNP)
pa3pabaTeIBaIOTCSI OYSHB OBICTPO, M Ha CETOTHSIIITHUIA
JIeHb CYIIECTBYET OOJIbIIIOE KOJUYECTBO MTPOTOKOJIOB
TeHOTUITMPOBAHUS pa3HBIX MapKePHBIX crcTeM. B Te-
YeHME IBYX MOCICIHNX IECATIICTHI TTPOM3O0IIIesT Ha-
CTOSIILIMI TIPOPBIB B MCCJAEIOBAaHUM T€HETUYECKOit
BapuabeTbHOCTH YeJIOBEUECKUX ITOITYJISIIINIA 10 Hell-
TpaJbHBIM MapKepaM, TIe HaKOIUICHBI MTaHHBIC I10

XAPBKOB u mp.

TBICSTYaM MHAIVBUAYAJILHBIX T€HOMOB MpeaCTaBUTE-
Jieit pa3IMYHbIX NOIYJISILIAIA.

Cpenu MUPOBBIX TIPUOPUTETHBIX HAaIIpaBJICHU B
obmactu AHK-uneHTMdhUKaLIMKM B HACTOSIIIIEE BPEMSI
Ha IIEPBHIN IJIaH BHICTYIIAIOT pa3pabOTKMU TECT-CHU-
CTEM, HampaBJIeHHBIX Ha CO3/IaH1E BbICOKOTEXHOJIO-
TUYHOI YCIIYTY II0 ONpEOeICHUIO ITPOMCXOXICHUS
nHAuBUIA mo oopasiry ero JIHK. AkTyainbsHOCTB 3TOM
Mpo0JIEMBI TTOATBEPKAAETCS OOJBIIMM KOJUYECTBOM
Hay4YHBIX pa0bOT, IOCBSIIIEHHBIX aHAIN3Y TCHETUIECKO-
IO pa3HOOOPA3US TTOIYJISILII pa3IMIHbBIX Teorpapuye-
CKMX perMoHOB. I1Ip1 3TOM ¢ KaxKIbIM T'OIOM YBEJINIM -
BaeTCsI HE TOJIBKO YMCJIO CTaTeli, HO M YMCJIO KPYITHBIX
MEXIYHAPONHBIX ITPOSKTOB, IOCBSIIEHHBIX pa3JIny-
HBIM acreKTaM aHajIi3a FeHeTUYEeCKOIo pa3HOoOpasus
yejioBeuecTBa. Pa3paboTka u mpakTudeckasl peaai3a-
s Texdosoruit JIHK-mperTndukaimmm HeBO3MOX-
HBI 0e3 (pyHIaMeHTAJIbHOM HAayYHOI OCHOBBI — KOM-
TUIEKCHOTO 1 BCECTOPOHHETr0 aHajIn3a CTPYKTYPhI re-
HO(OHIOB KOHKPETHBIX IOITYJISLIIT YeJToBeKa.

Kaxxngass mnonyiasnust XapaKTepU3yeTCSI CBOUM
COOCTBEHHBIM YHUKAJBbHBIM COCTaBOM TIeHO(MOHIA:
cnenuIHOCTEI0 nmMeronnxess SNP-mapkepoB, 4a-
CcTOoT ajyuieneii, raruiorpymnin Y-xpomocombl 1 MTIHK,
WISHTUYHBIX O MPOVCXOXIEHUIO GJIOKOB CLICTUICHUS
u T.1. i1 apdexTrBHOI nuddepeHIray TeHo(pOoH-
JIOB pa3myHbIX 3THIYecKuX rpyr v JJHK-unentndn-
Kalluy WHOVMBHAA HEOOXOMMMO BBISIBIICHHUE T'€HETHYe-
CKMX MapKepoB, HamboJjee MHPOPMATUBHBIX UMEHHO
TSI TeX MOMYJISILIMI M 3THOCOB, KOTOPbIE JOJIKHbBI OBITh
O0OBEKTOM MNPUMEHEHUs pa3padaThIBacMOM TEXHOJIO-
TMY 3THUYECKON WMIACHTU(UKALIMM, YTO IIO3BOJIUT
OnpeaeIsiTh HPUHAAIEKHOCTh MHANBUIA K KOHKPET-
HOI TTONyASILMU.

B pesynaprare crieliUIHOCTU HaCJIeTOBaHUSI U
OTCYTCTBUSI PEKOMOUHAIIUM Y-XPOMOCOMBI TTOMYJIsI-
LIMOHHAasI CIeU(PUIHOCTD Pa3IMYHbIX JIMHUI (Tario-
TUITIOB U CyOraIuIOrpyIil), IIpy JOCTaTOYHOM YHUCJIE UC-
MOJIB3YEMbIX MapKepOB, ITO3BOJISIET JOCTATOYHO TOUHO
MPOBOIUTH OMPEEIECHUE IMOMYISIIIMOHHOIO ITPOMCXOXK-
JIEHUST UHAWBUOIA MY>KCKOTO TToJ1a (110 OTIIOBCKOM JIN-
Huu) [13]. B HacTosI11Iee BpeMsl pa3paboTaHbl U MPU-
MEHSIOTCSI KoMMepueckne Habopnl JIHK-mapkepoB
Y-xpomocomnl, Ha ocHOoBe STR, KoTOopble pyTMHHO
ncnionb3ytores 1 JHK -unentudukanuu. K coxa-
JICHUIO, UX UCITOJIb30BaHUE MaJIOH(GOPMATUBHO IS
omnpelelieHUsT TOIMYJISSIAOHHON IPpUHAMIICKHOCTU
VHIWBUIA, IIOCKOJILKY IJIsI HOBBILIEHUS UIeHTUDM-
KallMOHHOIO ITOTeHIajJla B COCTaB HA0OOPOB BXOMST
STR, uMeronine BbICOKUI TeMn MyTupoBaHus. I1o-
JlydaeMble TraruioTUMbl Xopolo auddepeHIUpyoT
pa3Hbie 00pa3libl, HO OTHOCUTEIBHO ci1abo mudde-
PEHLMPYIOT 00pa3libl, IIPUHAIIEXKAIIAE IIPEICTaBU-
TEJISIM Pa3HbIX STHUYECKUX U CYOITHUYECKUX TPYIIIL.
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YSTR

CoBpeMeHHbIe TEXHOJIOTUN TTO3BOJISIIOT MCTOJb-
30Barh B Leiistx JHK-unentudnkanmm pasmmaHbie TH-
bl MapKepoB. Ha HacTosiMit MOMEHT U3BECTHBI pabo-
ThI 110 U3YYEHUIO MACHTU(PUKALIMOHHOIO MOTEHIIMaIa
TecT-cucteM, ocHoBaHHBIX Ha SNP, STR, rarmorumnax,
WHCEPLMOHHO-IEIEIIMOHHOM nojmMopdu3me [14—16].
Hawu6onee mmpokoe pacnipocTpaHeHUE TOTyYrIU MUK~
pocateumTHBIE MapKephl (STR) 3a cyeT BEICOKOTO TeM-
ma mytrpoBaHust (0.1% v BBIIIe, Ha JIOKYC Ha ITOKOJIe-
HUE), BEICOKOTO YpOBHS rerepo3urotHocT (70—90%) u
HeOoIbIINX pa3mepos [17].

IlepBbIii KOMMepyecKuii HaOOp TeHeTMYECKMX
MapKepoB 151 UAEHTU(UKALIMU YesloBeKa ObUT co30aH
B 1988 r. [5], mepBbie MH(pOPMATUBHBIE MUKpPOCATEI-
JuTHBIE TOKYCHhI (STR) yenoBeka ObLUTN OXapaKTepu30-
BaHbI B 1991 1. [5, 18]. B 1992 r. 611 OmnvicaHbI TepBbIe
nHdopmaTuBHBIe STR Y-XpoMocoMBI 11 BIiepBEIC TIPH-
MEHEHHI B JieJie 00 u3HacuioBaHuu [5, 19].

st Bcex Tpex cucteM MapkepoB o1t JIHK-uneH-
ndukauum (ayrocomuble STR, Y-xpomocomHBIE
STR, MmTAHK) BrjioTh 10 HEJaBHETO BPEMEHU OTCYT-
CTBOBWJIM CUCTEMaTUYECKME 3HAHUS O YacToTax aj-
Jiesieit B nonyssinusix Poccun, KoTopble MOXKHO ObLIO
Obl KCIIOJIb30BaTh B KadyecTBe pedepeHCHBIX. Jls
ayrocoMHbIX STR cranmapra CODIS, npumeHsieMo-
ro B Poccuu, ata nmpoGsema Havaia ycrnelrHo pa3pe-
IIaThCsI, B TOM YMCJIe M HAIIMMU MPEAbIIYIIUMU pa-
6otamu [20], mist MapkepoB Y-xpomocoMbl 1 MTJIHK
OHa Ype3BblYaHO aKTyasbHa.

K HacrostieMy BpeMeHHM Ha Y-XpOMOCOMeE UASH-
TUGUIUPOBAHO HECKOJIBKO COT MOJIMMOP(PHBIX MUK-
pOCaTe/UIUTHBIX JIOKYCOB [6], KOTOpbIE TO3BOJISIIOT
peuiaTh MOIYJISIIUOHHBIC W 3BOJIIOLMOHHBIE 3a1a4u
pa3JIMYHOro Maciitada — OT XapaKTEPUCTUKU MUPO-
BOTO TeHO(OHIA 10 BLICOKOpA3peIIaloNIero aHaim3a
OJIM3KUX TTOMMyJIsIumii [21].

SNP

Borpoc 0 Bo3MoxKHOCTH 3aMeHbBI KPpUMHUHAJINCTH -
YeCKMX CTaHIapToB MUKpocaTemnToB SNP-mapkepa-
MU BriepBbie ObLT roctasieH B 2000 r. [22]. ITouckom
OTBETa Ha 3TOT BOIIPOC 3aHUMAJIMCh MHOTHE HaydHbIE
KOJUIEKTUBBI, HO BCE OHM Ha TOT MOMEHT IPHIILIN K BbI-
Boay, 4To SNP He criocoOHBI CTaTh paBHO3HAYHOI 3a-
MeHoit STR-Mapkepam. OcHOBHAasI IIpUYMHA 3TOTO 3a-
KJTI0YaJIach B TOM, YTO 3a CYET HU3KOM ITOJIMMOpP(HHO-
CTM OJHOHYKJICOTUIHBIX 3aMeH [Jisl JOCTUXKEHUS
MH(OPMATUBHOCTU COOTBeTCTBYIOIIEeH maHenu STR
HEOOXOMMMO TIPOBOIUTL TeHOTUITMPOBAHME OOJIb-
1oro yuciaa Mapkepos (~50), 4To He BBITOJHO KaK B
IUIaHEe TPyJ03aTpar, TaK U SKOHOMUYeCKoM [22—28].
CoBpeMeHHBbIE TEXHOJIOTUM T€HOTUIIMPOBAHMS I103-
BOJIJIU PELIUTH 3TY IIPOoOJeMy, U MHTEPEC K BOZMOX-
HocTsaM SNP mapkepoB B chepe KpUMUHAIIMCTUKU
Bo3zoOHoBMIICH [29, 30].
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SN P-mapkepsl, UMerolIie 3HaYeHIE 11T KPUMU -
HAJICTUKU, MOXKHO pa3[e/IMTh Ha JBE I'PYIIILI.

1. Mapkepsl MTHIMBUIYAJIbHON NASHTU(MUKALINH.
Mapkepbl, BXOASIIWE B COCTaB 3TOI T'PyMIIbI, TIpe-
CTaBIISIIOT cO00it HAGOP BEICOKOTIOIMMOPGHBIX SNP,
KOTOpPBIE COBMECTHO JAIOT BHICOKOE 3HAYEHUE BEPO-
SITHOCTU YCTAaHOBJICHUS Pa3IUUUil MEXIY IBYMSI He-
pOICTBEHHBIMUY MHAMBKUIaMu [31—33].

2. Mapkepsl I aHalIu3a Ha POJACTBO M MPOMC-
XoxXneHue. MapKepbl JTaHHOI TPYIIIBI B COBOKYITHO-
CTHU IMTOMOTAaIOT OIIPECACJANTb BOIIPOC O HAJIMYUUN POI-
CTBEHHOM CBSI3U C 0o0Jjiee BBICOKON BEPOSITHOCTHIO
[16]. Tak, SNP-mapkepnl Y-xpoMmocombl U1 MTHK,
3a CYET YHUPOIMUTEIbCKOTO HacJeJOBaHUs, Nepeaa-
IOTCSI OT TIPEIKOB K MOTOMKAM MPAaKTUYECKU 6e3 13-
MEHEHMI1, YTO MO3BOJISIET HE TOJILKO aHAJIU3UPOBaTh
POOCTBECHHYIO CBsA3b, HO U IIp€AcCKa3aTb BECPOATHYIO
STHUYECKYIO MPUHANICKHOCTh MHaANBUAA [34].

OnHOI1 13 OCHOBHBIX IPOOJIEM B ITOITYJISILIMOHHO-TE-
HETUYECKUX MCCIIENOBAHMSIX C IPUMEeHEHEM MOHOMDM -
JIETUYECKMX JTMHUM Y-XpOMOCOMBI 1O HEJABHETO Bpe-
MeHU ocTaBajics AepuuT uHpopMmatuBHbIX SNP-Map-
KEpOB I JETAJIbHOIO aHaimm3a (HIOreHEeTHYeCKOM
CTPYKTYPBI U TIPOMCXOXAeHUS rariorpymmn. Ho B mo-
cliemHee BpeMsl CUTyalldsI 3aMETHO M3MEHWIACh B
Jyunryio cropoHy. HoBere SNP Y-xpoMocoMel B pas-
JIMYHBIX Traruiorpyrinax BCe aKTUBHEE BBISIBIISIIOTCS B
XoJie pabOThI IIPOEKTOB I10 MTOJHOI€HOMHOMY CEKBE-
HUPOBAHUIO U CHELUAIILHOMY MOUCKY TaKMX MapKe-
POB HayYHBIMU IPYIIIIAMU U PA3TIUYHBIMU KOMITAaHUSI -
mu. KonmmnaectBo Taknx SNP, OTKpBITBIX 32 OIMH-IBA
MOCJIeTHUX rofa, TOCTUTaeT yKe MHOTHUX Thicsad. Ox-
HaKO TOYHBIX JAHHBIX MO MX (PUIOreHETUYECKUM
B3aMOOTHOIIIEHUSIM B IIpeAeiiaxX pa3IMYHbIX TaIlio-
IPyNI B KOHKPETHBIX ITOIYJISIIMSIX 3a4acTylo HET,
MmHorue SNP roaTBepXXnaeHbsl Ha OrpaHUYEHHOM Ha-
6ope 00pa3loB U TaHHBIC O YaCTOTaX OIPEIe/IIEMbIX
VMU CyOJIMHUI B peaIbHBIX STHUYEKUX IPYIINax OT-
CYTCTBYIOT WY SIBJISIIOTCSI BECbMa MPUOIU3UTEIbHbBI-
MU B CUJIy HEpeIlpe3eHTATUBHOCTHU MCCJIETOBAaHHBIX
BBIOOPOK. [ToKa OTCYTCTBYIOT pe3yabTaThl TeHOTUIIN -
poOBaHMSI MHOTMX OOHapy*kKe€HHBIX MapKepoB Ha Ma-
Tepuaje IIOIYISILIMOHHBIX BBIOOPOK, 3HAYMTEIIHLHO
3aTpydHEHbI X ¢puaoreorpadIecKuii aHaanu3, J0-
CTOBEpPHbIE PEKOHCTPYKIIMM BOZHUKHOBEHMS U pac-
IIpOCTPaHEeHUSI BHOBb OTKPBITHIX JIMHUIA.

SNP-mapkepsbl, B O0JIbIIIOM KOJTWYECTBE OOHAPYKI-
BaeMbl€e C [TOMOILIbIO METOIOB MaCCOBOTO MapaliebHO-
rO CEKBEHMPOBAHUS, UMEIOT OTPOMHbIiA IOTEHITUA IS
WICTIOTb30BaHMSI B STHUYECKOW WMAECHTU(MUKALIMU OUO-
JIOTUYECKMX oOpaslioB MyxXuuH. K coxaneHuto, misi
MOJABJISIONIET0 OOJBIIIMHCTBA U3 HUX OTCYTCTBYIOT
CUCTEMaTUYECKNE CBEAEHMS O YacToTax ajuieel u
raruioTUIIOB B monyJsiiusax Poccuu, KoTopbie MOX-
HO OBIIIO OBI MCITOJIL30BaTh B KauecTBe pedepeHT-
HbIX. {JIs1 pa3paboTKu HOBBIX 3(D(HEKTUBHBIX TECT-
CUCTEM Ha OCHOBE Y-XPOMOCOMHBIX MapKepoB JJisi
onpeaeyieHus MONyJSIHMOHHON TPUHAIJIEXHOCTU
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HEU3BECTHOIO MHAMBUIA HEOOXOAUMBI TPOBEAECHUE
MacCOBOTO MOMYJISILMOHHOTO CKPUHMHra, OTOOp
nuHdopmaTuBHbIX SNP, nuddepeHIMpyOIINX Te-
HOGMOHIBI pa3IMYHBIX TTOMYJISALMIA, pa3paboTKa Me-
TOJIOB UX COBMECTHOI'O TEHOTUITMPOBAHUS U CO31a-
HUe pedepeHTHBIX 6a3 JaHHBIX YaCTOT T€HOTUIIOB.

Ilenblo Hallero uccienoBaHus ObLIa OllEHKA BO3-
MOXHOCTH U TOYHOCTM OTIpeaeSIeHUSI STHUYECKOTO
MPOUCXOXAEHUS MHAMBUIOB U3 MOy Hacese-
Husl Poccumn ¢ moMollbio KOMIUIEKCHOTO (hUI0reo-
rpacgpuueckoro aHanuza STR-ramiotunos Y-xpomo-
COMBI U ATHOCTIELIU(DUYHBIX CYOJIMHUIA Taraorpyrn
mo SNP-mapkepam.

OOPMHWPOBAHUE CITMCKA MAPKEPOB

B pamkax pa®oThl ObLIO NPOBEAECHO T€HOTUIIUPO-
BaHME IIIMPOKOTO Habopa MapKepoB Y-XPOMOCOMBI
J1s1 appekTuBHOM TrddepeHIMaALNNT MYy KCKUX 00pa3-
1oB. [17151 3TOro moTpeboBajioch MPOBECTH BLIOOP Map-
KEPOB, KOTOPBII MO3BOJIsT Obl BHITIOJTHUTH JIBE OCHOB-
HbIe 3a1a4. Bo-niepBbIX, MpUnmcaTh MCCaeayeMblii 00-
pasel] K KOHKPETHOI raruiorpymre Y-XpoMoCOMbI (JIJ1st
3TOTO HEOOXONMMO TE€HOTUIUPOBAHUE PA3IUYHBIX
SNP, onpenessionmx Kak KOpHEBbIE, TaK U KOHLIEBbIE
BETBU COBPEMEHHOTO (DUJIOTeHETUUECKOTO ipeBa Y-Xpo-
MOCOMHBIX JIMHUI1). BO-BTOpBIX, MPOreHOTUIIMPOBATh
MapKepbl, KOTOPbIE MPOSIBIISLIN Obl MAKCUMAJIBHYIO 3T-
HUYECKYIO CIIEHM(PUIHOCTD aJUIelIeil (I 9TOro Heoo-
xoguMo TeHotunmpoBanne SNP criennuaHbIX os
KOHKPETHBIX 3THOCOB U IIKpokoro Habopa YSTR,
OMpeNeNsIIoIIuX  3THOCIEUU(PUUHbIE TaroTUIIbI
Y-XpOMOCOMBI).

dopMupoBaHue MepeyHs MOTeHIIUATbHO UHDOP-
MaTtuBHBIX SNP-MapkepoB nmpoBomMiIoch Ha OCHOBE
paboThI ¢ FTeHETUYECKUMU 0a3aMy JaHHBIX U JIMTepa-
typoii. Ecim 10—15 et ToMy Ha3ag reHOTUIIMPOBAaHKE
HoBBIX SNP 1 YSTR naneko He Bcerma mpuBOIMIIO K
3HAYUTEIbHOMY YBEJIMYEHUIO MH(OPMATUBHOCTU BbI-
OpaHHOI TECT-CUCTEMBI, TO ceiiuac MOXXHO OTOUpPATh
JHK-Mapkeppl, IIMPOKUIA TOTUMOPGU3M KOTOPHIX
yXe ToarBepxaeH. bojee Toro, MOXXHO BBIOHMpPATh
Kak ObicTpo Mmytupyoomue STR misg mompoOHOro
aHaju3a OTHOCUTEIBbHO MOJIONBIX CYOJIMHUMI, TaK U
MapKephl ¢ ropasio 6ojiee MeIJICHHBIM TEMIIOM MYy-
TUPOBaHUsI, BbIACSIONIME B Tpeneaax OTAEIbHbIX
rariorpyni peruoHajabHble U B3THOCTEUdUUHbIE
KJ1acTephbl rarjoTUIIOB.

K coxamenuio, nj1s 0ombImImHCTBAa HOBBIX SNP-
MapKepoB OTCYTCTBYET MH(MOPMALIUS O UX YACTOTaX B
OOJIBLIIMHCTBE MOMyJsIuMiA. Mbl BbIOpaid HedaBHO
OOHapy:XeHHbIC B Pa3IMYHBIX Tariorpymmax Y-Xpo-
MocoMbl SNP, noreHumaabHO MHHOPMATUBHBIE TSI
MOJIEKYJISIPHO-(PUJIOTeHETUYECKOTO aHajli3a Taruio-
TPYII U THUYECKOH MAEHTU(UKAIIUY B TIOMYJISLIUSX
eBponeiickoil yactu Poccumn, Cubupu u arecraHa.
ITocne orbopa SNP Obu1 IIpoBeneH ITOA00P YCIOBUIA
F€HOTUIHMPOBAHUS, TPEUMYIIIECTBEHHO C TTOMOIIbIO

XAPBKOB u mp.

IMAP®-ananun3a, BLIITIOJHEH I1OA00P COOTBETCTBYIO-
I1X PEPMEHTOB U OJIMTOHYKJIEOTUIHBIX IIPpaiiMepOB.

st BeIoopa Takux JIHK-mMapkepoB U3 Bcex JOCTYII-
HBIX NICTOYHMKOB (HAyYHBIX ITyOaMKaLuii, JaHHbIX The
1000 Genomes Project, Hap Map, International Society
of Genetic Genealogy, Family Tree DNA, YFull u ap.)
OBUTM OTOOpAHBI HeJAaBHO OOHApYyXKEHHBIC B TaIlIo-
rpyriax SNP, moreHMaabHO MHPOpMATUBHEBIC OIS
MOJIEKYISIPHO-(PUIOreHETUYSeCKOro aHaJIn3a TaIlio-
rpynmn B momyisuusx Poccum, KoTopbie ¢ BRICOKOM
JoJIet BEepOSITHOCTU IT03BOJISAT 3(M(PEKTUBHO BBISIB-
JIATh U aud@epeHIpoBaTh KaK HOBBIC KPYITHBIE
CyOJIMHUIM B Ipeliesiax raIuIOTPYII, TaK 1 00Jiee MeJI-
Kue, cnetuGuIHbIe IJ151 OTAEJIbHbBIX THOCOB U ITOMY-
JISILUIA.

Kpome 3T0ro, ObU1 NCITOIB30BaH pacIIMPEeHHBIN Ha-
oop YSTR-mapkepoB, 4TO MO3BOJIWIO TIepeiiT Ha
MPUHIWNNAIBHO HOBBIM YPOBEHb JAeTaIM3allii MOJIC-
KYJIIPHO-(PWIOT€HEeTUIECKOM CTPYKTYPHI FarUIOTrPYIII 1
nuddepeHIauy nonyJsiinuii. YpoBeHb MHPOpMa-
TUBHOCTHM TaIlJIOTUIOB II0 BHEIOpAaHHBIM MapKepaM
JIOJDKEH OBLI TOCTUYb 3HAYEHUI, IPAKTUIECKU 1103~
BOJISIIOIIMX WIEHTUDUIMPOBATL PA3TUUYUSI MEXIY
STHUYECKUMU TIpylmnamMu. Mbl mpearoiarajv, 4To
9TO C BBICOKOM I0JIeii BEPOSITHOCTU ITO3BOJIUT 3(-
(GEKTUBHO BBISBISATh U AU PEepeHIINPOBATh KaK HO-
Bble KPYIHBIC CYOJMHUM B Tpeaesiax Traruiorpymnil,
Tak 1 0oJiee MeIKKe, cieu(pUIHbIe IJIsI OTAEIbHBIX
9THUYECKUX IrpyIn. B pe3yiabraTe reHOTUIMMPOBAHUS
SNP-MapkepoB OOJIBIIMHCTBO U3 HUX MOATBEPIAUIN
BBICOKYIO MH(POPMATUBHOCTb ¥ STHUYECKYIO CITEILIM-
(GUIHOCTB.

MATEPUAJIBI U METO bl

Marepuan mist ccieqoBaHUSI COCTaBUIN 00pa3-
nbel JIHK, BeImeneHHBIC M3 JIEMKOIIMTOB KPOBU MYX-
YUH, NpUHAIIEXalluX K pa3IMYHBbIM 3THUYECKUM
rpynmnam HacesieHust Bocrounoii EBponbr, CeBepHO-
ro KaBkaza, Cuoupmn, JanpHero Bocroka m CpenHeit
A3um, He COCTOSIIUX B POACTBE, Oe3 MeTHCALUU,
MpUHAAIEKAIINX K IommynsiuusaM P u corpeneiab-
HbIx rocygapcts (bank JTHK “HWHN MenuumHcKOA
reHetuku’’). OxapakTepusoBaHo Oojiee 70 momys-
LIOHHBIX BRIOOPOK, IIPUHAMIeXAIIUX K 34 3THUYE-
CKMM TpyImiaM. B mccienoBanme ObUIM BKITIOYECHBI
36 MuKpocareJUIMTHBIX JoKycoB (DYS: 19, 385a,
385b, 388, 3891, 38911, 390, 391, 392, 393, 426, 434,
435,436, 437, 438, 439, 442, 444, 445, 448, 456, 458,
462, 504, 505, 525, 531, 537, 552, 635, YCAlla,
YCAIIb, GATAH4, YGATAA10, GGATT1B07). I'e-
HOTHUITMPOBAHME IIPOBOAMIIM C TTIOMOIIBIO KaITWJLISIP-
HOTO TeJib-2JIeKTpo(ope3a Ha TCHETUYECKUX aHAIU -
3atopax ABI Prism 3130xl u 3730. Takke B uccienye-
MBIX BBIOOpKaxX OBLIO ITPOTeHOTUIIMPOBAHO OoJiee
250 SNP-mapkepoB. I'eHoTunuposanue SNP mpo-
Boauau ¢ moMouubio ITIIP 1 mocnenyoliero aHains3a
pa3IMYHBIMU METOIAMMU.
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PE3VYJIBTATbBI 1 OBCYXIEHUWE
Cneyuguunocmo YSTR-eanaomunoe

B pesynbraTe aHanmM3a IMOJIy4EHHBIX T€HOTUIIN-
YeCKUX JAaHHBIX OBLIO II0KAa3aHO, YTO TaIlJIOTUIIBI,
IMOCTPOEHHBIC C TIOMOIIbI0 TeHOTUIUPOBaHUS 36
STR-mapkepoB Y-XpoMOCOMBI, 00JIanaloT OTPOMHOM
STHUYECKOI U IIOIYJISILIMOHHON CIIEU(UIHOCTHIO.
YcraHoBIeHAa OYE€Hb BBICOKAsT MEXITOIYJISILIMOHHAS
nuddepeHanms nonydyeHHbIX YSTR-rariotumnos,
YTO MO3BOJISIET 3((PEKTUBHO UCIIOJIL30BaTh OTPabo-
taHHBI Habop YSTR-mapkepos misa ueneit JJHK-
naeHTupukanuu. CTereHb OeTaau3aldid 3aBUCUT
MIPaKTUUECKM JUIIb OT KoandectBa YSTR, ncnonab-
3yeMBbIX JJIsl TOCTPOEHMUSI TarIOTUIIA: €CJIU IJISI BBICO-
Kopa3pellamllero aHajinu3a MHIMBUIOB IIPU TeHeaso-
TMYECKUX PEKOHCTPYKIMAX TpedyeTcs oT 30 u Ooee
MapKepoB, TO ISl IIOJAPOOHOI0 ONKUCAHUS MOITYJISILIM-
OHHoro reHodoHaa gocraroyHo 15—20 YSTR. Ana-
JIN3 CTPYKTYphl MEAWAHHBIX CETEM TrarIOTHIIOB II0
pPa3JIMYHBIM TaIUIOrPYIIIIaM MOKAa3bIBaeT, YTO B IIpe-
Jenax OOJBIIMHCTBA JIMHUI HaOJrogaeTcsl pasiese-
HUE HE TOJIBKO Ha 3THOocHeUn(pUIHbBIE TPYMIIILI Tall-
JIOTMIIOB, HO 1 Ha OoJiee y3Kue Kiactepbl. Tak, mis uc-
cnenoBaHHbIX Tiomyssiiuii CeBepHoro KaBkaza B psiie
CJIydaeB MOKa3aHa BO3MOXHOCTh YCTAHOBUTD ITOITYJISI-
LIMOHHOE TMPOMCXOXACHUE MHIWBUIA BIUIOTH IO Hace-
JICHHOTO TTyHKTa. B OONBINMHCTBE ClTy4yaeB OTYETIMBO
BUIHBI TaIUIOTUIILI-OCHOBATEIN. BOJIBIIMHCTBO 3THU-
YECKHX U PETMOHAIBHBIX TeHOMOHIOB XapaKTepU3yIOT-
csl TIpeoOIalaHreM COOCTBEHHBIX JIOKJIBHBIX TPYIIIT
raIuIOTUIIOB, SIBJISSIOIINXCS MPOM3BOAHBIMU OT IIpE-
KOBOI'O JIJIsI KOHKPETHOI TarulorpyIimbl. DTHOCIEL -
¢UYHbIE U pa3BETBJICHHbIC MeIMaHHbBIE CETU TaIlio-
TPYIII CBUIETEIBCTBYIOT O pellalolieii poJii reorpa-
drIeCcKOM U30ISILUN TONMYAIIUA B pOpMHUPOBAHUM
COBPEMEHHOI KapTUHBI TEHETUYECKOTO pa3HOOOpa-
311 IO TUHUSIM Y-XPOMOCOMBI.

IMonynsiumu KopeHHbIX 3THOcOB Cubupu u [lare-
CTaHa BbIIEJISIOTCS Ha (DOHE NPYrvMX 3HAYUTEJIbHO
0oJiee BBICOKUM YPOBHEM MEXXATHUYECKOH TeHeThye-
ckoii muddeperHumanmu mo YSTR-rarorumnam. Ilo
JIAHHBIM O POJIOBOM COCTaBe ajTailieB, XaKacoB, 1110p-
11€B, XaHTOB U TEJIEYTOB U TEHETUYECKOM XapaKTepUCTU-
K€ OTJEIbHBIX POIOB OOHAPYKEHO, YTO TeHO(POH ITUX
TPYINI TakXke IEMOHCTPUPYET BbICOKOCTIELU(DUUHbBIC
kimactepbl YSTR-raruiotunos, 4To MO3BOJISET IIPOBO-
muth JTHK-uneHtTndukamuio Ha ypoBHE CyO3THOca
wiu poaa. OueHKa MEeXITOMYISILIMOHHBIX Pa3IUIUil 1o
YSTR-rariotunaM BbIiBUIa CTATUCTUYECKU 3HAUU -
MbI€ Pa3IndrsI MEXIy BCEMU MapaMUu CPaBHUBAEMBbIX
3THOCOB U CYO3THUYECKUX I'pynn. BeiOpaHHbIE MUK-
pocaTeJUIMTHbIE MapKepbl SBJSIOTCS JOCTaTOYHO
BBICOKOMH(MOPMATUBHBIMU 1151 OOJIBIIMHCTBA MOMY-
JISIMOHHBIX BbIOOpOK. Takum oo6pazom, YSTR-Mapke-
PbI UMEIOT OTPOMHBII TTOTEHLIMA JJ151 UCTIOJIb30BAHMS
B 3THUYECKOW WACHTU(UKAIUU OUOJIOTMYECKUX O00-
pasioB, YTO, HECOMHEHHO, MOXET HAWTHU LIMPOKOE
MPUMEHEHUE JJI1  MOJIEKYJISIPHO-TE€HETUYECKOTO
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aHaJin3a XepTB IPECTYIUIEHU, KatacTpod, Teppo-
PUCTUYECKUX aKTOB, IMPECTYITHUKOB, KOHTUHIEHTOB
crneLyaibHbIX NOApa3aesIeHUl apMUU U CUJT TIpaBoO-
MopsIIKa.

HexoTopblie Hapolibl ¥ TPYMITbI 3THOCOB, B MOITY-
JIIIAOHHOM UCTOPUH KOTOPBIX UMEIA MECTO CUJILHBIC
2 deKTh OCHOBATENIsI M UIMTEIbHAS W3O0JISILIUS OT
BIIVSTHUSI MUTPALIMI B CUTY TeorpaduecKoi ynaaeH-
HOCTU WJIM TPYIHOOOCTYITHOCTU TOPHOI MECTHOCTH,
OTJINYAIOTCSI OY€Hb HM3KMM pPa3HOOOpa3meMm II0 CO-
craBy raruiorpyni. B Cubupu 31o SKyTHI U OypsITHI, a
B €BpoIIeiicKoii yacTu Poccuu 310 MajiourciaeHHbIS
Hapopbl JlarectaHa, IIpoXUBaloOlIne B I0XXKHOI rop-
HOI yacTu pecnyoauku. ITonyasinmu ropHbIX paiio-
HOB XapaKTEPU3YIOTCS 3HAYUTEIbHO 00Jiee HU3KUM
YPOBHEM I'€HETUYECKOTO Pa3zHOOOpa3us Mo TaIuio-
rpymiaM Y-XpOMOCOMBI I10 CPaBHEHUIO C APYTMMU
CEeBEPOKABKA3CKUMU IToNyIsiuusiMu. I1pu 3ToM BHYT-
pu ramiorpynnsl J1 HaOmMomaeTcss orpoMHOE pa3HO-
obpasue YSTR-ranioTurios, 4To CBUIAETEIBLCTBYET O
3HAYUTEJLHOM ApeBHOCTU J1 Ha 3TOMl TEppUTOPUU

(puc. 1).

PesynbTarhl GHIOTeHETUUECKOTO aHAIN3a TTOKa3hI-
BAlOT, UTO cOocTaB U cTpykTypa YSTR-ramiorumnos mist
raruiorpymmsl J1 1 ypoBeHb TeHETUIECKOro pa3HOoOOpa-
31 1 BHYTPUITHUUECKOM reHeTUYeCcKou nnuddepeH-
ALY DONYJISIHUIA B IIpeaenaax OTASIbHBIX JIMHUMA
Y-XpOMOCOMBI SIBJISIIOTCSI IIOJIHOCTBIO 3THOCHEIIM-
¢uunsiMu. HabmomaroTcst 3HaYMTEIbHBIE HETaBHUE
3¢ deKTh OCHOBATE S 110 rarutorpyrine J1 B OTAeIbHBIX
HacCeJICHHBIX ITyHKTaxX IS OOJBIIMHCTBA 3THOCOB.
ITpakTyecKu Bce 3THOCHI IEMOHCTPUPYIOT CJIeIbI 3HA-
YUTEJIBLHOTO POCTAa YMCICHHOCTU, MPOSIBISIONINECS B
MIPUCYTCTBUM HAa MEAMAHHBIX CETSIX 3THOCIIELIM(PII-
HBIX 3B€37000pa3HbIX KJIACTEPOB rarjoTUIIOB C BbI-
pPaXXeHHBIM TaIlJIOTUIIOM-OCHOBaTeJeM, B IMpeaeaax
OTIEJIbHBIX HaceJIeHHbIX MyHKTOB. Hanboiee oTuer-
JIMBO 3TO BUJHO Ha IpUMepe 11e30B, T'YH3UOILIEB U
axBaxIIeB.

Cneyughuunocms cybaunuil 6Hympu
eanaoepynn Y-xpomocomol

Boiblias yacTe 0TOOGpaHHBIX B UCCJIEOBaHUE HO-
BBIX TepMUHaIBHBEIX SN P, onpenelsiionx MoaoabIe
y3KMe CyOJIMHMY B Ipeieiax KOHKPETHBIX raIlIorpyIil,
0o0amaeT 3HAYUTETbHON STHO-TIOMYJISIIIMOHHON CIie-
muduIHOCThIO. B OONBIIMHCTBE CllydyaeB CpaBHU-
TeABHBIN aHaIN3 CIIydaifHO BBIOpaHHBIX OOpa3loOB
JIOJIKEH MO3BOJISITh IIPOBECTU MONYJISIIMOHHYIO IIPU-
BSI3KY 00pa3iia ¢ TOUHOCTBIO 10 3THOCA. DTO O3HAYa-
€T BO3MOKHOCTB 3(pPeKTUBHO Ucrnoyib3oBaTtb SNP n
YSTR-Mapkepsl 11 pa3pabOTKM TECT-CUCTEM M
JHK-unentTudukamuu. ToUHOCTh onpeaesieHUs 0y-
JIeT 3aBUCETb OT MPUHAIIEXXKHOCTU OOpaslia K KOH-
KPETHOM raruiorpyrimne, ocobeHHOCTel ee paclpo-
CTpaHEeHMUs B IIOIYJISIIUSIX 1 9acTOThl SNP y paznuy-
HBIX 3THOCOBU crienuduyHocty YSTR-rammorura.
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Puc. 1. MenuaHHasi ceTb MUKPOCATE/UTMTHBIX TaIJIOTUIIOB rarutorpynibl J1 B monyssitusix Jdarecrana, oTHocsiiumxcst K Lles-
CKOIi I3bIKOBOI1 rpymniie. KpacHbIM 0003Ha4YeHBI 11€3bl, 3¢JICHBIM — I'YH3UOIIbl, CUPEHEBBIM — OCXKTUHIIbI, CHHUM — TMHYXIIbI.

Curyaiys, Koraa Kakasi-To OJIHa JIMHUS Y-XpOMOCO-
MBI COCTaBJISIET 3HAYMTENILHYIO JOJI0 TeHO(MOHOa OT-
JeMbHOI TIOMYJISILIUY WJIM 3THOCA B LIEJIOM, SIBIISIETCSI
JIOBOJIBHO PeaKOi. BOJIBIIMHCTBO 3THOCOB XapaKTepH-
3YIOTCSI pa3HOOOPa3HBIM IO COCTaBYy ITYJIOM Y-XpOMO-
COMHBIX JTMHUIA. HO TIpM 3TOM B OONBIIIMHCTBE CITyJacB
5TU pa3IW4YHbIe TAIIOrPYIIIbl OTJINYAIOTCS 110 TePMU-
HabHBIM SNP 1 CTpyKType rarioTUIIOB 1aske Yy TEppU-
TOPHUATIBHO OJIM3KUX MTOMYJISILINIA.

ITpuBenemM KOHKpeTHbIE MPUMEPHI STHUYECKOM CIie-
LM(UIHOCTH OTAETBbHBIX cyonmHuiA o SNP-Mapkepam
(He Mo BceM MCCJIeJOBaHHbBIM TarlIorpyIiam, a rno Hau-
0oJiee IIMPOKO PacCpOCTPAHEHHBIM, JOCTATOYHO 4Ya-
CTBHIM U BaXKHBIM JIJIsI UACHTU(PUKALINN).

Kramga N Y-xpoMocoMBbI pa3aelsieTcsl Ha JBe
KpymHbIe rarutorpyrisl: Nl1al u Nl1a2. SIkyTsI, B co-

craBe reHodoHJa KOTOPbIX JNOMWHUPYET Trario-
rpynma Nlal, B OOJBIIMHCTBE OTHOCSITCSI K BETBU
N1al-M1979-M1988-M1991. Bce octanibHble HC-
clieqoBaHHBIC HaMU oOpas31nbl Kiansl Nlal, oTHOCS -
IIMecsl K IpyTUM 3THOCAM, TIpUHAJIeXaT K APYTUM ee
BeTBSIM. | eHeTnyecK OM3KYe SIKyTaM 3BeHKU 3abaii-
KaJIbsi UMEIOT TOJIBKO JIBE U3 3TUX MyTalIUii U TTPUHAJIEe-
Kat cecTprmHcKoi iuHun N1al-M1979-M1991xM 1988.
Y OypsITOB U KaJIMbIKOB OOHapykeHa TOJIbKO JIMHMS
N1lal-B219, y ka3zaxoB — Tonbko N1al-B220, y uykueit u
KopsikoB — Nlal-B204, y yaMypToB U KOMU —
N1lal-B211, y mapuiines — N1al-B194, y kapeiaoB u
BericoB — N1al-Z1936 u N1al-VL29.

YV xakacoB 1 IIOPIIEB ITPAKTUISCKN BCE 00pa3IIbl
kiagel N npuHamiexaT K BeTBu N-B187-B499, a 'y
OJIM3KMX UM TYBUHIIEB — K cecTpUHCKOI N-B187 X
%x B499. I1pu atom N-B187-B499 noiHOCThIO OMU-
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Q1-B33 KeTbl

Q1-YP1693 XaHTbI
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Q1-B287 Xakacsbl

QI1-B31 KeTtnr

Q1-B30 TyBuH1IBI

Puc. 2. MenuaHHast ceTh MUKPOCATETUTHBIX MaIJIOTUIIOB Taruiorpymsl Q1 B momysisiiusax CUOoUpH.

HHpPYET I10 4aCTOTE B XaKaCCKMX pojax (CeoKax) XbIi
M XOOBIiT M POICTBEHHBIX IMOPCKUX KB M KOOBIA,
YyTO He HabmomaeTcs OOJbllle HE B OOJHOM JIPYTrOM
ceoke. Y XaHTOB 3To a3uaTckas BeTBb Nl1a2-B170-
Y81068, y xakacoB — ee cectpuHckag N1a2-B170 x
Y81068, y ryBunueB — N1a2-B175-PF3415, y yamyp-
ToB — Nl1a2-B226-B528, y wmapwuiiiieB — Nla2-
YFCO036.

ITo ximane Q1 Ttakke oOHapy:KeHa IpPaKTUYECKU
TOJTHAsI STHUYECKasl CIIeI(UIHEOCTh TUHUI. Y Ty-
BuHIIEB — 3T0 Q1-B30, y xantoB — Q1-L716 n Q1-
YP1693, y xakacoB — Q1-B287, y airaiirieB 1 1opieB —
Q1-BZ2199, y xketoB — nBe cyonuuuu: Q1-B31 u
Q1-B33, y kopsikoB 11 HuBX0B — Q1-F746, y KanMmbI-
KoB 1 KazaxoB — Q1-F1340 (puc. 2).

Krnaga R1a nenvrcst Ha azuatckyto (Z93) u eBporneii-
CKy10 (Z282) BeTBU. Y I0XXHBIX aJITAIIEB (C OYEHB BHICO-
KOI1 9aCTOTOI 3TOM TaIruIOrpyImibl ¥ CHTBHBIM 3P deK-
TOM OCHOBaTeJisl) fToMUHMpYyeT cyomHus Rla-YPI1518,
a y OJIM3KOPOACTBEHHBIX UM KUPIru3oB — R1a-YP1563,
y Ty6anapoB — R1a-Y42090, y xantoB — R1a-S7280,
y y30eKoB 1 yiirypoB — R1a-Y30. ¥ roxxHOoCcHOUpCKUX
TYBUHIIEB, XaKacOB U LIOPILIEB pacCIPOCTPaHEHbI Cpa-
3y HECKOJIbKO CYyOJMHUWI, OJHU U3 KOTOPBIX, BUIM-
MO, MapKUPYIOT paHHUII €BPOMNEOUIHBIM KOMIIO-
HEeHT, a apyrue — OoJiee Mo3nHUlt Topkckuii. [lpu
5TOM BBISIBJIEHO YETKOE pa3fesieHUe pa3HbIX CyOIu-
HUI MeXIy pasHbIMU POJOBBIMU TpYyMIIaMU (CEOoKa-
MH): TaK, XaKaCCKUe CEOKHU TWITBIP 1 UbICTap Mpe-
CTaBJ€eHbl B OCHOBHOM oOOpasllaMy TarjorpyIbl

TEHETUKA Ne 9
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R1a-Y62155. I1pencrtaBuTean ceoka TypaH OTHOCSIT-
ca K cyormanu R1a-Y43850. Ceok ynTH-TTyYp OTHO-
cutcs K cyonunuu Rl1a-Y43109. MyX4uHBI-XaKachl
M3 CEOKa Xapra M BCE IIOPLbI POICTBEHHOIO CEOKa
Kapra npuHamiexar K cyommaun R1a-YP1509. Cpenn
MOMyJISIIUiA eBporieiickoit yactu Poccuu 1o muHUM
7282 CWIbHBIX MEXATHUUECKUX pa3Inyuii He oOHa-
pyXeHo. Bo3aMOXHO, 3TO CBsSI3aHO C TE€M, YTO OBLIO
OTOOpaHO HEJOCTaTOYHO WHPOpMaTUBHBIX SNP-
MapKepOB, a YaCTUYHO OOBSICHSICTCSI aCCUMUJISILICIA
Pa3IMYHBIX (DUHHO-YTOPCKMX 3THOCOB IPU CJIaBSIH-
CKOM 5KCITaHCHUMU.

I'erOTUTIMPOBAaHWE HOBBIX BBICOKOMH(MOPMATHUB-
HBIX MapKepoB ITOKa3bIBaeT, UTO B Ipeaenaax 00Jib-
IIMHCTBA TaIUIOTPYIIT Y-XPOMOCOMEI HaOJIomaeTcs
pasnelieHne He TOJNBKO Ha 3THOCIIeHU(pUUYHBIC JIH-
HUU, HO U Ha 0oJjiee y3K1e CYOJIMHUU U KJIaCTephbl ra-
IJIOTUIIOB. BOJILIIMHCTBO 3THUYECKUX TeHO(POHIOB
XapaKTepU3YIOTCSI TIpeobIamaHnueM WIN JaXe IIOJI-
HBIM JOMMHMPOBAHUEM CITeLIU(PUIHBIX TePMUHAJIb-
HBIX SN P 110 00JIBIIMHCTBY KOHIEBBIX CYOJIMHMIA 1151
BCEX OCHOBHBIX Taruiorpyimi. CTerieHb AeTaan3alumn
3aBUCHUT IMPaKTUYECKU JIMIIb OT KojaudecTtBa SNP u
STR-MapkepoB, UCIIOJIL3YEeMBbIX IUISI [IOCTPOCHUS ra-
IUIOTHIIA.

Takum 06pa3oM, BO3MOXHO C BBICOKOH TOYHO-
CThIO MIPOBECTU ONpeAeeHe ITHUUECKONH MpUHall-
JIEXKHOCTH MY>KUMH, 13 OMOJIOTMYECKOro MaTepuaa Ko-
TOPBIX OBLI ITOJy4eH HMCcclenoBaHHBIN obpasen JHK.
Takoe 3aKmo4eHIe, KOHEYHO, HE OYIET SIBIISITHCS a0CO-
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JIFOTHO TOYHBIM, ITOCKOJIBKY, BO-IIEPBbIX, HALIMOHAIb-
Hasi caMOUJISHTU(MUKALIMS YeJIOBeKa MOXET HE COOT-
BETCTBOBATb €r0 OMOJIOTMYECKOMY IIPOMCXOKACHMIO,
HampuMep B CIydae €CIU OH SBIISIETCSI IOTOMKOM OT
MEXXHAIlMOHAJILHOIO Opaka, BO-BTOPBIX, OH MOXKET
MPUHAJIEXATh K APYTOM POACTBEHHON HAllMOHAJIb-
HOCTH, JUISI KOTOPOI OTCYTCTBYIOT JTaHHBIE O YaCTOTax
U3y4yaeMbIX T€HETUYECKUX MapKepoB, B-TPETbUX, €TO
Y-xpoMocoMa MOXET OBITh YHacjelIoBaHa OT COBEp-
IIEHHO HEPOACTBEHHOIO 3THOCAa MHOIO ITOKOJICHMIA
Hazazn. [IpuHamIeskHOCTh 00pasla K APYriM 3THUYE-
CKUM IpyHIiaM IpH 3TOM HOJTHOCTBIO HE CKITIOUAETCS,
OOHAKO C YY€TOM OTHOCHUTEJHbHO HEOOJBIION MOIU
TaKUX CJIydyaeB Cpeayd OOJbIIMHCTBA ITOMYJISILIMIA
MNPUHAIJIEXXHOCTb aHAJIM3MPYyeMOro obpasla K Apy-
TUM TTONYJISIIHUSIM B OOJIBIIMHCTBE CIyd4aeB HAMHOTO
MEHee BEepOsiITHA, @ UMEHHO 3TO U BaXKHO JUISI MMpaK-
TUYECKUX LIEJICIA.

SAKJTIOYEHUE

IToxkazaHo, 4TO GOJIbIIAs YacTh HOBBIX YSNP, B
coyetannn ¢ YSTR-rammorummamu, obiragaetr 60Jb-
IO 3THO-TIONYJISIIMOHHON crieuduIHocThio. B
OOJIBILIMHCTBE CJIy4aeB CpaBHUTEIbHBINA aHAJIU3 CIIy-
YailHO BBIOpaHHBIX OOpPA3lOB MO3BOJISIET IIPOBECTU
MOITYJISIHUOHHYIO MIPUBSI3KY 00pa3iia ¢ TOUYHOCTHIO 10
3THOCA, CYOATHOCA UJIU POJIa, @ B OTIAEJIbHBIX CITyJastx
¥ 10 KOHKPETHOIO HACEJIEHHOIO MyHKTa M IaXe He-
OoJIBIIIOTO YKcia aMUJIN HOCUTEJISH 3TOro CIIeKTpa
CYOJIMHUIA U TaIUIOTUIIOB. DTO 03HAaYaeT BO3BMOXHOCTh
addextnBHO Uctonb3oBath SNP 1 YSTR-MapkepoB
st pa3paboTku Tect-cucteM u JJHK-nnentnduka-
mur. TOYHOCTh oIlpenesieHUsl 3aBUCUT OT IpUHA-
JIEXXHOCTH 00pa3lia K KOHKPETHOM TraIIorpyliie,
0COOEHHOCTEI ee pacIpOCTPaHEHMSI B ITOIYJISILIUSIX 1
yacToThl SNP y pazInuyHbBIX 3THOCOBU CrieLIU(PUIHO-
ctu YSTR-ramnorumna.

OueBUIHO, YTO HpU pa3pabOTKe HOBBIX HAOOPOB
YSTR 1 nneHTHOUKAIIMY TTIHOCTA ITOMUMO JIHC-
KPUMMHUPYIOIIIETO MOTeHIIMajla BBIOpaHHBIX MapKe-
pPOB HEOOXOAVMO YYHUTHIBATb U CTEIEHb IIPeICcTaB-
JIEHHOCTHM MH(pOpMaIIMK O TeHOTUIIAX 10 Pa3IMIHBIM
MUKPOCATEJUIMTHBIM MapKepaM B JOCTYIHBIX TeHe-
THYeCcKUX 6azax JaHHBIX. [IOMCK COBITagaroInX ram-
JIOTUTIOB B 0a3axX MaHHBIX, STHUYECKOI 1 reorpadu-
YeCKOI MPUBSI3KE TaKUX 0OPa3ILOB MOXKET SIBJISITbCS
BaXXHOIT COCTaBIISIONIEH pabOThI IT0 KPUMHWHATUCTH -
YEeCKOMY aHaJIM3y TOTO WM MHOTO OMOJIOTUYECKOIO
MaTepuana.

OcobeHHocTh Poccun ¢ TOUKM 3peHUST MTHTEPITPETU -
pyemocTu nanHbIx ripu JIHK -nnenTnduxanmim coctont
B €¢ MHOTOHallMOHAJIbHOCTU. BciiencTBue Toro, 4to
MOJMMOP(MIU3M MapKepoB Y-XPOMOCOMBI 0OO0JIagaeT
MONYJISIUMOHHON M 3THUYECKON crnelu(GUIHOCTHIO,
HeoOXoanMO co3maHmre 0a3 JTaHHBIX, COIEePXKAIINX MH-
¢dopMaIrio Mo HECKOJbKUM peepeHTHBIM TOMYJIsi-
LIUSIM, TIPEICTABIISIIONIUM BCE CYORTHUYECKUE U BT-
HUYECKHE TPYMIIbI.

XAPBKOB u mp.

[MonyyeHHBIE pe3yabTaThl MCCICIOBAHMUS MOTYT
OBITb MPUMEHEHBI JJIs1 pa3pabOTKA CUCTEM U CTaH-
IapToB reHerudeckux Mapkepon i JAHK-unenTtu-
¢duKammM, TECTUPOBAHUS OTIIOBCKOIO IIPOCXOXKIE-
HUS, a TakKxke I pa3paboTKu pedepeHTHBIX 0a3
naHHbIX 11 JJHK-TecTupoBaHusl U TEHOMHOI peru-
crpauun. [IpuMeHeHre BO3MOXHO B OOJIACTH KPH-
MUHAJIMCTUKU, cyneOHoi menuuuHbl, JJHK-TecTn-
poBaHUs, pa3pabOTKU YCIyT TEHOMHOM MEIUIINHBI.

PaGora BhIMONTHEHa B pamkax HaydHo-TexHuue-
ckoii rporpaMmbl Coro3HOTO rocynapcrsa “Pa3paborka
WHHOBAIIMOHHBIX TeHOreorpauyecKux U T€HOMHBIX
TEXHOJIOTUI MAeHTUDUKALINU JUYHOCTU U UHAVBU-
JlyalbHBIX OCOOEHHOCTE! ueloBeKa Ha OCHOBE M3Y-
yeHus1 TeHOPOHAOB pernoHoB COI03HOro rocyaap-
crBa” (“JJHK-mmentudumkamus™), rocymapCTBeHHBIN
koHTpakT Ne 011-17 ot 26.09.2017, a TakKe Tmomuep-
KaHa rpaHToM PO®U Ne 18-29-13045 “Ilomynsium-
OHHasl TeHOMMKa Y TPaHCKPUINITOMUKA YyeJIoBeKa: Io-
KCK CUTHAJIOB HE-HEUTPpaIbHOM SBOTIOLUN .

Bce npouenypsl, BEIITOJIHEHHBIE B MCCJIETIOBAHNN
C y4aCTHUEM JIIOALH, COOTBETCTBYIOT 3TUYECKUM CTaH-
JapTaM UHCTUTYLMOHAIBLHOTO 1/WIN HAalIMOHAJIbHO-
ro KOMHUTETA IO MCCIIEN0BATEIbCKOM 3TUKE U Xeb-
CMHKCKOM nmekjapanuu 1964 r. u ee Mmociieayonmm
M3MEHEHUSIM WIX COIIOCTABUMBIM HOPpMaM 3TUKMU.

OT Kaxmoro u3 BKIIOUYEHHBIX B MCCIICAOBaHUE
YYACTHUKOB OBUIO MOJTy4eHO MHMOPMUPOBAHHOE T00-
POBOJIBHOE COTJIACHE.

ABTODBI 3asIBJISIIOT, YTO Y HUX HET KOH(MJIMKTA MH-
TEepPECOB.
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Y-Chromosome as a Tool for DNA-Identification
and Determination of Ethno-Territorial Origin

V. N. Kharkov* *, A. A. Zarubin?, K. V. Vagaitseva’, M. O. Radzhabov” <,
L. M. Novikova“, L. V. Valikhova“, 1. Y. Khitrinskaya“, and V. A. Stepanov*

“Research Institute of Medical Genetics, Tomsk National Research Medical Center
of the Russian Academy of Sciences, Tomsk, 634050 Russia

bDagestan State Medical University, Research Institute of Ecological Medicine, Department of Personalized Medicine,
Makhachkala, 367000 Russia

¢Physical Institute of the Federal Dagestan Center Russian Academy of Sciences, Makhachkala, 367015 Russia
*e-mail: viadimir.kharkov@medgenetics.ru

An analysis of genetic diversity of a large number of populations was carried out using various Y-chromosome
markers. Genotyping of a wide range of new, highly informative SNP and YSTR markers shows that within
most of the Y-chromosome haplogroups, there is a division not only into ethnospecific lineages, but also into
narrower sublines and haplotype clusters. A significant degree of territorial and inter-ethnic genetic differen-
tiation is shown. Most ethnic gene pools are characterized by the predominance or even complete dominance
of specific SNPs across all major haplogroups, which opens up great potential for use in the ethnic identifi-

cation of biological samples of males.

Keywords: Y-chromosome, DNA-identification, genetic diversity, runs of homozygosity, human popula-

tions.
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