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BeedeHue. eHoghoHO nonynayul Hawel cmpaHbl hopmupoesaricsi 8 xo0e 001208PEMEHHbIX KOHMaK-
moe Mexdy Hapolamu, MPoXusaroUWUMU 8 palloHax C pasuYyHbIMU KIUMamu4eCcKuMu ycrosusimu u obnada-
rowux camobbimHbIMU 3r1eMeHmamu Kysbmypbl u mpaduyul. ViccriedosaHue OCHOBHbIX Xapakmepucmuk
2eHopoHOa siersiemcsi 0OHOU U3 3adad SMHUYECKOU 2eHOMUKU. MI3MeHYU80CMb Kax0020 U3 2eHOMHbIX pe-
2UOHO8 xapakmepu3syem omOesibHyt0 UCMOPUYECKY0 POOOCIIO8HYHO JIUHUIO, CIIOXUBWYIOCS MO0 8USHUEM
ghakmopos eHewHel cpedbl. 3adadeli Hacmosiuel pabomel 8UNOCH MOJIEKYIISIPHO-2EHEMUYECKOe U3yye-
Hue rionynsayull ApxaHeaernbckol obnacmu ¢ ucronb3ogaHuem mapkepos [JHK pasnu4yHoz2o muna.

Mamepuarnbi u MemoObi. Micrionb3osaHbl obpa3sus! JJHK u3 psida nonynsyuli ApxaHaernbckol obracmu,
cobpaHHbIX 8 pe3yrnbmame akcrieduyuli 3a nepuod ¢ 1999 no 2010 e. B nonynsyuoHHbIe 8bI60PKU 8KIIHOYa-
iU HepodcmeeHHbIX npedcmasumerneli HaceseHUs, A6MSIWUXCS MOMOMKaMU YPOXEHUE8 KOHKPEMHbIX
patioHos ApxaHeeribckol obsiacmu 8 mpex rokKoneHusix. B uccnedoearusix ydacmeosanu morbKo /luya,
MUCbMEHHO 8bipasusliue ceoe 006po8oribHOe UHhOPMUpPO8aHHOe coernacue. B pabome ananusuposarscs
rnonumopguam mumoxoHOparnbHol [JHK, Y-xpomocombl u aymocomHol (s0epHod) AHK. C nomowbio map-
Kepoe mumoxoHdparnbHoU [HK onpedensnu ucmopudyeckue podoCio8HbIE 10 XEHCKOU JTUHUU, C MOMOWbIO
MapKepos Y-XpoMOCOMbI — 10 My>XCKoU. M3ydeHue nonumopgHbix Mapkepos sidepHol [JHK noseonsino npo-
800UMb KOMITIIEKCHYIO Xapakmepucmuky nonynsayut. OueHka eeHemuYeckol gapuabesibHOCmMuU 0CHO8bI8a-
J1acb Ha UCronb308aHUU PasfiuYHbIX MUMo8 MouMopgusma — rnouUMOPGOHbIX MUHU- U MUKPOCamesiumos,
UHCePUUOHHO-0e/1eUOHHOZ0 MosiuMopghu3ma, 0OHOHYKIIEOMUOHbIX 3aMEH, @ Mmakxe UX ycmoU4uebiX KOM-
6buHauul 8 cocmase 2arnnomurios.

Pesynbmamsi u obcyx0eHue. AHanus nonumopghusma MumoxoHopuansHoU [JHK e nonynsyusix ApxaH-
2ernbeKol obnacmu nokasarsi, 4Ymo 30echk npedcmasrieHo HECKOJIbKO UCMOPUYECKUX POOOCIO8HbIX M0 Mame-
PUHCKOU /TUHUU, OCHOBHasi U3 KOMOpbIX — 2ariogpynna H, cocmaensrouwas no4ymu rofio8uHy 8cex UMero-
wuxes u sensowyrocs munu4Hou 0151 egporelickoeo HaceneHus. OcmaribHble 2arioepynibl MakxXe xapak-
mepHbI Onsi Esponbl u npedcmasneHbl 8 Konu4yecmese, coomeemcmeeHHOM egapornetickomy. C noMowbro
aHarsnu3a rnonuMopgHbIX MapKepos Y-XpOMOCOMbI foKa3aHo cxo0Ccmeo amux nonynsayuli ¢ Opyaumu nornyris-
UusIMU PyCCKUX, HO, KPOME mOz2o0, 8bIsI8/IeHO 3Ha4umesibHoe fpucymcemeue (PUHHO-Y20PCKO20 KOMIMOHEH-
ma, obycnasnuearouie2o ceoeobpa3sue My>XCKo2o 2eHOOoHOa 3mMoeo peauoHa. M3ydeHue sapuaberbHoOCmu
510epH020 2eHOMa, OCHOBaHHO20 KaK Ha aHarnu3e nonumopgusma omaoesnbHbix eeHo8 (GSTA1, GSTT1, TP53,
DRD2), mak u ueribix XpOMOCOMHbIX Pe2UOH08, makxe 0eMOHCMpPUpPOo.8arno creyuuky pacrpedeneHusi
2EHOMHbIX MapKepos, orpederigouyro omauduss om nonyasayull pyccko2o HacesrieHus Opyeux peauoHos
Poccuu.

3aknoverue. bonbuwuHcmMeo uccrnedogaHHbIX 8 pabome MapKepos 8bisierisiem cgoeobpasue 2eHOOH-
Oa pycckoz20 HacerneHus1 ApxaHeernbckol obnacmu. OCHOBHast Yacmb U3MEHYUBOCMU U3YYEHHbIX MapPKepos
cosriadaem ¢ makoeol y 80CMOYHOCIABSHCKUX rornynsayuli, HO HEKOMopble 0CObeHHOCMU 1038071510M rpeod-
M1oMI0XUMb Haslu4yue KOMIOHeHma, xapakmepHozo 0515 Hapo008 (YUHHO-Y20pCKOU S3bIKO8OU epyrinbl. Pas-
JIUYHbIE yHacmKu eeHOMa ompakarom omaoeribHbIe JIUHUU 380MOUUOHHbBIX mpaekmopul 2eHogoHOa rnory-
nauul ApxaHaernsckol obracmu.

KnitoueBble cnoBa: ApxaHaesnbckasi obrnacmb, 2eHOMHoe pa3Hoobpasue, [JHK nonumopgusm, MuHuca-
mesnnumal, MUKpocamennumal, 0OHOHYKIeoMUOHbIU rnonumMopgu3amM, 2annomuribl
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Beeaenue

VccnenoBaHne OCHOBHbIX XapakTepUCTUK FreHo-
hoHa ABNSEeTCA OAHOM 13 3a4a4 3THUYECKOWN reHo-
MUWKM — Haykn 06 0CODEHHOCTAX FEHOMHOro pasHo-
0bpasms YenoBeka Ha pa3HbIX YPOBHSAX OpraHM3aumm
NONyNAUMOHHBIX CUCTEM HaceneHus — OTAENbHbIX
nonynsuun, 3THOCOB, 3THOTEPPUTOPUAanbHbIX ObLL-
HocTen. [eHOoH NONYNAUUI Hallen CTpaHbl Cro-
XUINCHA B Xo4e AONroBpEMEHHbIX B3aMMoOOencTBum
3THUYECKUX Fpynn, NpoXmBalowWmnx B panoHax C
PasnMYyHbIMK KNMMaTUYECKMMN yCcrnoBmammn u obna-
OaoLWmX CaMOBbITHBIMU 3NleMEeHTaMu KynbTypbl U
Tpaguumi. Hacenerne ApxaHrenbckon obrnacTu, pac-
NMOMOXEHHOM B LLUMPOKOM AnanasoHe KnMMaTuyecknx
ycrnoBwuii, UMeeT boraTtyto nctopuio. B gpeBHocTH Tep-
putopus obrnactu Gbina 3aceneHa pPUHHO-YropCcKu-
MU NfieMeHamMu, NOTOMKaMu KOTOPbIX B AalNbHENLLEM
cTanu Meps, Becb, Yydb, nepMb. CornacHo apxeo-
NOrMYEeCcKMM JaHHbIM, B Camble 3anagHble pPervoHbl
obnactu ¢ V B. H.3. Ha4anu NPOHWNKaTb CriaBsiHCKME
nnemeHa (KpuBu4K, CrioBeHe HOBIOPOACKME), O YeM
MO>XHO CYAMUTb MO HaNMYnio 3aXOpOHEHW B BUAE Kyp-
raHoB, XapaKTepHbIX ANs CNaBsHCKOW KynbTypbl. B
IX—X BB. C loro-3anaga Ha TeppuTopm1io 0bracTtu npo-
OBUraeTca HOBasi BOMIHA CNaBSAHCKOrO HaceneHus —
CrnoBeHe UrbMeHCKMe MrnemMeHa, npuHecLLne B Kpan
naweHHoe 3emnegenue. C XI-XIl BB. Hayanocb ak-
TMBHOE 3aceneHune Kpasi pycCckumu, npoxoausluee B
OCHOBHOM ABYMS NoTokaMu — 3 HoBropoackom 3em-
nun n Bnagnmmnpo-Cysganbckon Pycu, n npogormkas-
Leecs Bnnotb Ao XV B., KOrga 3akOH4YMIOCb CTaHOB-
NeHne PYCCKOM 3THUYECKOW OOLLHOCTM Ha AaHHOW
TeppuTopuu, B NpoLiecce KOTOPOro npovcxoanna ac-
CUMNNALNSA aBTOXTOHHOIO HaceneHuns, OTHOCSLLEero-
€S K (PMHHO-YrOpCKMM NrieMeHam.

Yepes apxaHrenbckvMe 3eMnu Lo NpoHNKHOBE-
HMe pycckux Ha Ypan u B 3aypanbe. Ha nepeceuve-
HWUM TOProBbIX MyTEW BO3HWKanM HOBbI€ MOCENEeHns:
Benbck (1137 r.), Wenkypck (1315 r.), Xonmoropsl
(1328 r.), Kaprononb (1380 r.), ConbBbl4erogck
(1492 r.) m gp. B XVI B. NomMopbe, Tepputopud, npu-
Mblkarowwas k benomy mopto n CeBepHomMy negoBu-
TOMY OKeaHy, COCTaBnsana BadKHYH 4acTb rocygap-
CTBa M urpana 3Ha4MTemnbHY pofib B CTAHOBMEHWM
KynbTypbl pycckoro aTHoca. B HacTosilwee Bpems u3s
hMHHO-YrOpCKNX HApPOLOB Ha TeppuTopun obnactu
XWUBYT BENChbl Ha 3anaze, KOMU Ha BOCTOKE, 1 HEMHO-
rodvMcrneHHble Kapernbl Ha toro-3anage. Pycckoe Ha-
ceneHve no gaHHbIM aHTPOMOMOrMKN N 3THOMOMK re-
TEPOreHHO N MMEET XapakTepHble 0CODEeHHOCTM B
KOHKPETHbIX pernoHax, (hopMUpPOBaHUIO KOTOPbIX
cnocobCTBOBaNM pasnuyns B 3THUYECKMX NpoLieccax,
a Takke B OnpeaeneHHoM pasHooOpasunm Kak couu-
anbHO-3KOHOMWYECKOro pa3BuUTUL, Tak 1 NPUPOSHO-
KnumMaTnieckmx akTtopoB

B HacTosiLel paboTe ocoboe BHMMaHWe yaene-
HO aHanuay COOCTBEHHbIX UCCreaoBaHWi No More-
KyNSpHO-TeHeTUYECKOMY U3yYeHuto nonynaumi Ap-
XaHrenbckon obnactu: noc. Xonmoropbl ApxaHresnb-
cKkoro panoHa, noc. OweseHckoe Kaprononsckoro
paiioHa, gep. benas Cnyna KpacHobopckoro pavio-
Ha, . Me3eHb MeseHckoro panoHa. bnarogaps uc-
nonb3oBaHuio Mapkepos [JHK pasnuyHoro tvna Bbl-
sIBNeHbl 0COOEHHOCTU reHooHaa 3TOro pernoxa,
Bxogsiero B coctaB Poccuiickon ®egepaumn.

Tuns nomumopdubx Mapkepos JHK
B 3THHUYECKOHN I'€HOMHKE

Bce mapkepbl JHK ¢ nosunumin nonynsumoHHbIX
NCCNefoBaHUA MOXHO pasfenuTb Ha TpWU rpynnbi:
Mapkepbl MuToxoHapuansHon [HK, mapkepbl Y-xpo-
MOCOMbI M ayTOCOMHble Mapkepbl sgepHon OHK
[IlumbBopckasn, XycHytomHoBa, banaHoBckas, 2002;
JiInmbopckasn, Bepb6eHko, XpyHuH, CnoMuHcKun,
2007; Tapckas, lorones, EnpbumHoBa, Eroposa, Jlnm-
6opckasi, 2009]. B reHomMe MMeeTCs HECKONbKO TU-
noB NONMMOpPdU3Ma: OOHOHYKINEOTUAHbIE 3aMEHbI,
WHCEPUNOHHO-AENELUNOHHBIN NONUMOPdN3M, NOSu-
MOPHbLIE MUHUN — U MUKpOocaTennnTbl. Kaxxgomy Tuny
MapKepoB COOTBETCTBYIOT onpeeneHHbIe CBONCTBA,
NCNonb30BaHUe KOTOPbIX NMO3BOMNSET BCECTOPOHHE
nccnenoBaTtb MUKPOSBOMIOUMIO OTAENbHbIX MNONyns-
LM U nX COBOKYNHocTen. MonynauMoHHasa Bapua-
OMNBbHOCTb 3TUX MAPKEPOB onpeaenseTcs dakTopa-
MW MUKPOSBOMIOUUKN (MUTpaLUs, CENneKLmsl, reHeTu-
Yeckun apend, CNOHTaHHbIN MyTareHes) [ANTyxoB,
CanmeHkoBa, 2002; Kaptasues, 2005], ogHako ee
XapakTep no-pasHoMy oTpaxaeT pe3yrnkTaT 4eNCTBUSA
aTnx npoueccoB [Jlumbopckasi, BepbeHko, XpyHWH,
CnomuHckmi, 2007]. Hanprmep, OCHOBHbIMM OCOBEH-
HOCTSAMW NONMMOPU3Ma MUTOXOHOPUANIBHOIO FreHO-
Ma SIBMSIETCA OTCYTCTBUE PEKOMOWMHALMIA, BbICOKUN
YPOBEHb U3MEHYMBOCTU U MaTEPUHCKUA TUM Hacne-
poBaHnA. Y-XpOMOCOMHBbIN NONIMMOpPn3m sBnsieTcs
NPOTMBOMOMOXHLIM MUTOXOHAPUAINBbHOMY — Mapke-
pbl HAcreayTCsl TONMbKO MO OTLOBCKOW NnHMK. Oba
TMna nonmMopduama AoNoNHAKT ApYr Apyra, AaBasi
pasgernbHyo nHdopmMaumo 06 OTLLOBCKOM 1 MaTepuH-
CKOM BKNaje B 3BONIOLUI0 NONYyNsLMi. JTO ABMeHue
Jano HoBble, He CyLLeCTBOBaBLUME paHee BO3MOX-
HOCTW B MOMYNSILMOHHbBIX UCCNEAOBaHUAX — Npocrie-
OUTb M COMOCTaBUTb UCTOPUIO XKEHCKOM N MY>XCKOW
YacTu NoNynsUuM U OLEHUTb UX BKIaz B Nonynsaum-
OHHbI reHOOoHA,.

AnepHble aytocoMHble Mapkepbl JHK xapakTe-
pu3ytoT coobLlecTBa B LENOM, HE aKLUEHTUPYS BHU-
MaHue Ha 0COOEHHOCTM reHETMYECKOro BKIaga pas-
NUYHbIX NonoB. Vicnonb3oBaHue onpeneneHHbIX Tu-
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noB siAEPHOro nonnmopdmama, Kak nonararoT MHO-
rme uccnegosaTtenu, NO3BOMNSAET OLUEHUTb Te UNKU
MHble BPEMEHHbIE COObITUS, NPONCXOAUBLLNE B UC-
TOpUM NonynaumMn. Tak e, Kak MUTOXOHApPUAalbHbIE
N Y-XpOMOCOMHbIE MapKepbl, MHOMME y4YacTku Apy-
rmx XpoMocom (aytocom), obnagatwowme gocrarod-
HOW YCTOMYMBOCTbBIO B HacrnegoBaHun, UMEKT CBOKO
HEe3aBMCKMMYHO SBOJTHOLMOHHYI0 TpaekTopuio. [Nonara-
lOT, YTO B FEHOME 4YerioBeKa YMCNO TaKMX Yy4acTKOB
MOXET AO0CTUraTb HECKONMbKUX ThICAY, N Kaxdbl U3
HUX MOXET AaTb MHAOPMALNIO O reHETUYECKON UC-
TOPUM COOTBETCTBYIOLLIEN POAOCNOBHOW MMHUM.

CambimMu pacnpocTpaHeHHbIMU NONTMMOPdHBIMUA
y4yacTkaMu B reHOMe YerioBeka SIBMsITCA TOYKOBbIE
3aMeHbl HYKIeoTnaoB, Npeacraenawwme cobon Tak
Ha3blBaeMbli OAHYKNEOTUAHbIA NONNUMOPPU3IM
(OHTIT), koTopbIN XapakTepu3yeTcs O4EHb HU3KOW CKO-
POCTbO BO3HUKHOBEHUA. CornacHo nocrnegHuMm umc-
cnegoBaHuaM koHcopumyma «1000 reHOMOB», CKO-
pocTb myTauui ans OHIM coctaensiet 10 Ha Hykne-
oTua Ha nokonenue [Durbin, Abecasis, Altshuler et
al, 2010]. Yem MeHbLUE CKOPOCTb BO3HWKHOBEHUS
nonnmopdunama, Tem bonee otaaneHHble cobbiTUs
OH MapkupyeT. TakuM 006pa3oM, AaHHbIA TUM MNonu-
Mopdm3ma MCronb3yloT B TEX Cry4vasX, Korga XoTaT
BbISICHUTb COObITUSA, NPONCXOANBLUNE B OMEHb OTAA-
neHHble BpeMeHa [Jlumbopckas, BepbeHko, XpyHWH,
CnomuHckmi, 2007].

B reHoMe nmetoTca 1 gpyrue Tunbl nonnMmopguns-
Ma, Hanpumep, Tak Ha3blBaeMble rmnepBapuadens-
Hble Y4aCTKN: MUHU- U MUKPOCATENNUTHbIE MapKepbl
IOHK [Bepb6eHko, Jlumbopckas, 2008]. Okasanocb, 4To
BO MHOMMX y4acTkax reHoMa HaxoasaTcsl TaHAEMHbIE
NMoBTOpPbLI, T.€. 0OAHA HebomMbLAasa HyKkneoTuagHasi noc-
nenoBaTenbHOCTb MOXET ObITb NOBTOPEHA HECKOSb-
KO pas, npuyeM 3TW NocrefoBaTenbHOCTU cneaylT
O[VH 3a ApYIrMM CTbIK B CTbIK. YMCNO Taknx NOBTOPOB
B OOHOM y4acTKe reHoMa MOXEeT 3HauMTerNnbHO pas-
nnyaTbCAa y pasHbIX MHAMBMAYYMOB. [nsi Mukpoca-
TENNUTOB CKOPOCTb MyTauun coctaensaet 10°-10°
[Durbin, Abecasis, Altshuler et al, 2010], 4To 3Ha4Kn-
TerbHO BbIlLE, YEM B Criydae TOYKOBbIX 3ameH OHIT.
Kak OygeTt nokasaHo parnee, uayyeHue 3Toro tuna
nonmMmopcdunama no3BonseT TeCTMpoBaTb COOLITUS
OTHOCUTENbLHO HEeaBHEro MpPOLUIIOro.

B HacTosLlee Bpemsa nsyvyeHue nonnmopdusma
OHK nposogutcsa Bo MHormx nonynaumnax mupa. No-
OobHble nccrneaoBaHNs NO3BOMNUMNN BbISIBUTb 3HAYN-
TerbHbIE BHYTPU- U MEXMNOMYNSAUMOHHbIE pas3nnyns
B YacTtoTax nonmmopdHbIX pparmeHTos AHK Bo MHO-
rmx reorpadou4ecknx permoHax mMmpa, 4Yto crano opa-
HOM M3 BaXXHEWLUMX XapaKTEPUCTUK FreHeTUYeCcKomn
CTPYKTYpbI Nonynsumin Yenoseka. PervioH BoctouHon
EBponbl HaceneH 60MbLLNM KONMYECTBOM 3THUYECKNX
rpyn, B3anMOAEeNCTBYOLLMX B TEHEHME ONMUTENBHOIO
BPEMEHN U 3HAYMTENBHO OTIMYAIOLLMXCS MO aHTPO-

MOMOrMYECKNM, FIMHIBUCTUYECKUM U STHOrpaduye-
CKUM xapaktepuctukam. brnarogapsa atomy, ocobeH-
HOCTU reHodoHAa Nonynauun ApxaHrernbckom obna-
CTU MOXHO ornpefensiTe He TOMbKO B CPaBHEHUU C
reHooHOOM ApYrnX PYCCKUX NOMYNALMA HO U UHBIX
HapoaoB, HacenswLLmMx TeppuTopuio BoctouHom EB-
ponbl. iccnegoBaHMe reHOMHOro nonnmMopdusma
nonynsaunn ApxaHrenbckon obnactn NnpoBedeHo Ha-
UMM KOSNEKTUBOM C MCMOSb30BaHNEM Pa3fNyHbIX
TMNoB nonumopdHeix mapkepoB OHK, nogpobHas
XapakTepucTuka KoTopblX NpeacTaBneHa aanee.

Horumopduam MuTOXoHApUATHHOM JHK

MepebiM nonumopduamom OHK, koTtopbii Obin
MCMonNb30BaH AN U3ydYeHUs nonynsuun Yernoseka —
37O nonumopdunam mutoxoHapuansHon OHK. Cneay-
€T OTMETUTb, YTO KaxKaas KNeTKa Hallero opraHusma
COAEPXUT ABa reHoMa — OaWH SiepPHbIN, B KOTOPOM
3almncpoBaHbl OCHOBHbIE HalUW NPU3HAKK, OpYrou
COAEpPXKUTCA BHE siipa — B MUTOXOHAPUSIX, OCHOB-
Has posb KOTOPbIX COCTOUT B 006ecneyYeHnmn KneTku
3Hepruen. B kaxaon knetke uMeeTcst OT HECKOMb-
KX OECATKOB A0 HECKOMbKUX ThICHY MUTOXOHOPWIA.
Kak npaBuno, BCe MUTOXOHOPWUM OOHOMO N TOrO Xe
opraHuama obnagatoT oanHaKOBbIM FEHOMOM.

[eHoM MuTOXOHAPUI oYeHb Man (16569 Hykne-
OTUOOB), B HEM COAEpPXUTCH Bcero 37 reHoB, KOTO-
pble KoaupyoT Benku, Heobxogumble anst OYHKUMO-
HUpoBaHus MutoxoHapun. OH o0bnagaeT OveHb Bbl-
COKMM YpOBHEM nonumopduama, T.K. CKOPOCTb Ha-
KonneHust Mytauuin 3geckb B 10—15 pas Bbllle, 4eM B
saaepHoM reHome. MuToxoHapuanbHbIN reHOM Y Ye-
noseka HacneayeTcsi 0 MaTepPUHCKON NUHUK. Takum
o6pas3om, ero aHanu3 gaeT MHopmauuno O reHeTu-
YEeCKOM UCTOPMM MO XEHCKOW nuHuK [Jlumbopckas,
BepbeHko, XpyHuH, CnomuHckmn, 2007].

MwuToxoHApWanbHbIN FrEHOM, NpeacTaBnsloWmn
cobowi monekyny OHK, paccmaTpuBaloT Kak eguHoe
uenoe, nepegatoLleecs U3 NoKONeHus B NOKoNeHne
Nno MaTEPUHCKOM NNHMUM 6e3 CyLLLECTBEHHbIX M3MEHE-
HUN. YenoBeyecTBO MMeEET MHOXECTBO BapuaHTOB
MUTOXOHAPWNANbHOIo reHoMa, PasnuyatoLLNXcs Mex-
4y cobol covyeTaHMeM KOHKPETHbLIX MONMMOPMHBLIX
TOYEK, Ha3blBaeMbIM rannoTUMnoM.

Mpy nocTpoeHun geHaporpaMmm Ha OCHOBe rarn-
notunoB mutoxoHgpuansHon JHK obHapyxeHo, 4To
KOHKPETHbIE rannoTunbl 00beaUHSIIOTCA B BETBM Ha
OCHOBE CXOZCTBA MX MONUMOPHBLIX y4acTKoB. Takme
BETBM Ha3BaHbl ranmorpynnaMm U B OCHOBE KaXKOoW
13 HUX UMEKTCA onpeaeneHHble MyTaluumm1, Ha3bliBae-
Mble OUarHOCTUYECKUMU. VIMEHHO MO aHanuay 3Tux
MyTaLni MOXXHO OTHECTU KOHKPETHbIN BapuaHT MUTO-
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xonapuaneHon AHK (rannotun) K Ton nnu nHon ran-
norpynne. o cywecTtBy kaxaas rannorpynna (BeTBb,
COCTaBrieHHasa 13 POACTBEHHbIX rannoTunoB) npea-
cTaBnseT cobon UCTOPUYECKYD POAOCIOBHYO IW-
HWUIO, BeOyLLYI0 CBOE Hayano oT O4HOro npefka no
MaTepUHCKOW NMUHUK. Takne uctopumyecknme poao-
CNOBHbIE, rannorpynmnbl, NPUHATO 0603HaYaTb KOHK-
PETHbIMM NaTUHCKMMK DyKBamu.

B nonynauuax EBponbl XxapakTepHbIMU UCTOPU-
YecKUMU NHUAMU aBnatoTcea rannorpynnbl MTAHK,
obos3Havyaemsble kak H, J, K, W1, T, U4, U5, V, Xu W
[Ilnmbopckasn, XycHyTauHoBa, banaHosckasi, 2002;
Bepmuwesa, Buktoposa, XycHyTtamMHosa, 2003; Ma-
napyyk, 2004; XycHytauHoBsa, BuktopoBsa, AxmeTo-
Ba 1 ap., 2006; Tambets, Rootsi, Kivisild et al., 2004;
Roostalu, Kutuev, Loogvali, 2007; Loogvali, Roostalu,
Malyarchuk et al., 2004; Belyaeva, Bermisheva,
Khrunin et al., 2003]. MuToxoHapuanbHbI reHOOHS,
CnaBsiH SIBNSIETCA 4YacTblo reHooHOa BCEWN cucte-
Mbl €BPONenckMx HapoaoB. 3HauuMTenbHasa 4YacTb
(97.8%) rannorpynn MTOHK pycckoro HaceneHus
COBMajaloT C OCHOBHbIMU eBponenckumu [Malyarchuk,
Derenko, Grzybowski, 2004; Manspuyk, 2004; Mopo-
30Ba, HaymoBa, Pblukos, 2004; Malyarchuk, Grzy-
bowski, Derenko et al., 2010; Malyarchuk, Derenko,
Grzybowski et al., 2010; Grzybowski, Malyarchuk,
Derenko et al., 2007].

OnHo m3 nepBbIX UccnegoBaHWi MUTOXOHAPU-
anbHon AHK B nonynauusix ApxaHrenbckon obnactu
ObINo NpoBeAeHO HaMu B CpaBHUTENbHOM MCCeao-
BaHWM nonumopcuama mutoxoHapuansHon AHK B
nonynaumMm u3a cena OweBeHCKoe ¢ NonynsaunsMmm
6enopycoB u pyccknx ns Yool [Belyaeva, Bermi-
sheva, Khrunin et al., 2003]. Pe3ynsraTbl Nnokasanu,
UYTO B U3YYEHHbIX NONyNAUMsaX UMEETCH LUMPOKUIA
CMEKTP rannoTMmnoB, ogHaKko 0cobEHHO YacTo BCTpe-
YyaeTcsa rannoTun, OTHOCALWMICA K rannorpynne H,
XapakTepHon Ans 6onbLUMHCTBA €BPOMNENCKMX Hapo-
noB. B nonynsuum OwleBeHcKoro Yactota ee cocTaB-
nset 48.7%, 4TO CONOCTaBMMO C 4YacTOTOWN BCTpevae-
MOCTU B JPYruX PYCCKUX N €BPONENCKMUX NOMynaunsx.
MokasaHa Bblcokas yacToTa rannorpynnsl U (26.3%
B MonNynsauMmM pycckux ApxaHrenbckoin obnactu,
28.3% y 6enopycoB n 30% y pycckux baiuknpuu), B
ToM ymcne cybrannorpynnsl U5 (Hanbonee apesHen
eBponewnckon cybrannorpynnel knactepa U). Crnegy-
€T NOoAYEpPKHYTb, YTO B obpasuax n3 OleBeHCKOro
Gbina obHapyxeHa ¢ YactoTom 6.6% cybrannorpynna
U5b1, He xapakTepHas Ang eBponeounaHbIX nonyns-
LUWRA, HO oN1caHHas B nuTepaType Kak cneunduyHas
ans nonynsuumn caamos. CriegoBaTenbHO, MUTOXOHS-
pranbHbIA FEHOOH HEKOTOPBIX NOMYNALNA PYCCKUX
ApxaHrenbCckon obnacT CoXpaHAET OO HACTOSLLErO
BPEMEHU MaTEpPUHCKUE MUHUN NPeaKoBbIX (PUHHO-
YrOPCKMX MEMEH.

YactoTa rannorpynnbl K Takke saBnserca goc-
TaTOYHO BbICOKOW B MOMYNAUUN CEBEPHBIX PYCCKUX
n3 OweseHckoro (7.9%), B TO Bpems Kak B ApYyrux
N3y4YeHHbIX HaMK Nonynauuax He npesblwaeT 2.2%.
OpyrMmun pacnpocTpaHeHHbIMU ranforpynnamu B
N3YYEHHbIX NONyNAUUSAX SABMASKTCA rannorpynnbl J
(okono 5%) n T, oTHocuTenbHO nocnegHen cnegyet
OTMETUTb, YTO YacTOTa ee BCTPE4YaeMoCTH y ceBep-
HbIX pycckux n3 OLeBeHCKoro nosbiweHa 4o 9.2% B
cpaBHeHuUn ¢ pycckumn u3 bawkupun (3.6%). Oc-
TanbHblE ranaorpynnbl ABMASOTCA PELKUMU: Hanpwu-
Mep, rannorpynnsl |, W n X, koTopble LUMPOKO pac-
NpocTpaHeHbl B eBponencknx nonynsaumsax. MoxHo
Takke OTMEeTUTb, YTO BkNag rannorpynnsl M, wupo-
KO pacnpoCTpaHEeHHOW B MOHIOMOMAHbIX MNONynsum-
[x, B nonynaumm OweBeHckoro MuHumarneH (1.3%).

HecmMoTps Ha 3HaAYMMOCTb MccnegoBaHumn
MTOHK cuntaetcs, 4To paboTbl B HanpaeneHun aHa-
nvM3a MUTOTUMNOB CriaBAHCKUX nonynsuun [Grzy-
bowski, Malyarchuk, Derenko et al., 2007], n nx nog-
pobHOoe n3y4vyeHue elle Bnepeaun. Tem He MeHee,
UMerLLMecsa Ha cerogHsa pesynbsratbl N0 MUTOXOHA-
pvanbHorn OHK ApxaHrenbckon obnacty no3sonsawT
cyYuTaThb, YTO 31eCb NPEeaCTaBnNeHO HECKOMNbKO UCTO-
pUYECKNX POOOCMOBHbBIX MO MAaTEPUHCKOW JTMHWM,
OCHOBHas 13 KOTOPbIX — rannorpynna H, coctaensito-
Lasi MOYTM MONOBUHY BCEX MMEILLMXCH U ABASIO-
LLYOCA TUNUYHOM ANSA eBPOMNeNCcKoro HaceneHus.
OcrTanbHble rannorpynnsl Takke XapakTepHbl A5
EBponbl 1 npeactaBneHbl B KONMYeCTBe, COOTBET-
CTBEHHOM eBponenckomy. Taknm obpasom, no mate-
PUHCKOM NUHUKN reHoOoHS, HaceneHna ApxaHresnbc-
Kov 0obractn MOXHO CuYMTaTb TUMWYHBIM E€BPOMNENC-
KMM MUTOXOHOpPUanbHbIM reHOOHOOM, coaepxa-
LWMM TeM He MeHee HEeKOTopble XapaKTepHble OCo-
GeHHOCTW.

Homumopdusm JHK Y-XpomMocomsl

B reHome uyenoBeka umeeTcs Takke cuctema
MapKepoB, MO3BOMSALUX OLEHUBaTb FEHETUYECKUNA
BKMaZ B 9THUYECKYIO UCTOPUIO NO MYXCKOW NMUHUN.
Y-xpomocomMa coaepKUTCS TOMbKO B reHOME MY>XYNH
W nepefaetcsa B psay MOKONEHUN OT oTua K CbiHY,
COXPaHss OOMH W TOT Xe reHeTUYeCcKMn maTepuan u
OOHO U TO e coveTaHne NonMMOpPMHbIX MapKkepoB —
ranfoTunoB. OTa CTPYKTypa ABNSAETCA AOCTaTOYHO
YCTOMYMBOM BO BPEMEHU, XOTS U MOABEpPraeTcs us-
MEHEHMSAM 3a CYET CMOHTaHHbIX MyTaLUun.

B OHK Y-xpoMocoMmbl, kak noboro yyacTka saep-
HOro reHoMa, MMeTCH pasHble TUMbl NoNMMopdn3-
Ma, B TOM YMCIie — TOYKOBbIE 3aMeHbl 1 MUKpocaTer-
NUTHbIE Mapkepbl (nogpobHee 0 HUX CM. B pasgene
06 ayTtocomHbix mapkepax OHK). B 3aBucumocTtu ot
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MOCTaBMNEHHbIX 3a4ay MOXHO NPOBOAWUTb U3y4eHue
nonynsauMoOHHOro nonumopguama Y-XpoOMOCOMbI
nnbo No MUKpocaTeNNUTHLIM Mapkepam, nnbo no
TOYKOBbLIM 3aMeHaM, UMK xe no kKomobuHaumsm o6o-
MX TMNOB nonumopduama

lannotunel, NpeacTaensoLwme cobor coveTaHms
TOYKOBbIX 3aMeH Y-XpOMOCOMbI, UCMONb3YKT B Ka-
YeCcTBe WHCTPYMEHTOB ANS U3yYeHWUss JaBHUX FreHe-
TUYECKUX COOBLITUIA, B OCOOEHHOCTN — APEBHUX MUT-
pauuii, yYuTbiBas HU3KYH0 CKOPOCTb BO3HMKHOBEHMS
TOYKOBbIX MyTauui. [INs OLEHKN OTHOCUTENBHO He-
OaBHUX COOLITMI, NpoucxoamBLUMX B npegenax 1-
2 TbicAY neT, B uccnegosaHne Heobxoaumo 6partb
apyron Tun nonumopdunama — 6bICTPO MyTUpYOLLIME
y4yacTkm mukpocatennutHon HK [[lumbopckas, Bep-
6eHko, XpyHuH, CnomuHckuin, 2007].

OpHol 13 nepBbIX paboT No nccrnegoBaHuo ran-
NOTUMOB MUKPOCATENMMUTHBIX JTIOKYCOB Y-XPOMOCOMb!
ApxaHrenbckon obnactu ABnseTcsi NPOBeAEHHOoe
HaMu nccnegosaHve annenbHOro nonMMopduama u
ranfmoTUnoB MATU MUKPOCATENIUTHBIX MapKepoB
Y-xpomocomsl (DYS 393, DYS 392, DYS 391, DY'S 390,
DYS 19) B nonynsumax OwweBeHCKOro 1 noc. XormMo-
ropbl B cpaBHeHuun ¢ nonynsiunen Kypckon obnactu
[XpyHuH, BebsikoBa, MiBaHoB 1 ap., 2005]. CpaBHu-
TenbHas OLEHKa YacToT BapuaHTOB BbiSiBUIIA BbICOKO
OOCTOBEPHbIE Pa3nMyns Mexgy 9THOKYNbTYPHbIMM
rpynnamy CeBEPHbIX M HOXKHBIX PYCCKMX, B OCHOBHOM
00yCnoBMneHHbIE BLICOKON YacTOTON B ApXaHrefnbCKom
nonynauum BapnaHToB reHOMHbIX yyacTkos DY'S 392
n 393, cogepxalmx 14 NOBTOPSAOLLMXCHA SIEMEHTOB
[KpaBueHko, CnomuHckun, Beu n gp., 2002]. Bbico-
Kas yacTtoTa AaHHbIX BapMaHTOB OOHapyXeHa Takke
B psae nonynsauun CesepHon EBponbl. dpyrumun aB-
TOopaMn Takke OTMEYEHO CXOOCTBO CEBEPHbIX PYC-
ckux (MckoB) n nomopoB (ApxaHrenbckas obnactb)
C Yrpo-tvHCKMM 1 NpubanTUNCKNM HacerneHnewm, B
TO BPeMS Kak oCTarbHble BOCTOYHOCMABAHCKUE MO-
nynsaummn okasanncb Becbma b6rnmsky HaceneHumio LeH-
TpanbHOM 1 BOCTOYHOW obnactein EBponbl [Malyar-
chuk, Derenko, Grzybowski et al., 2004].

CpaBHUTENbHbIE pacyeT reHeTUYeCcKnx paccTo-
AHUIA MexXay nonynaumsammn us ApxaHrenbckon n Kyp-
ckon obnacten, a Takke nonynaumsmu EBponbl (B
TOM 4Mcrie BOCTOYHOCNaBsHCKMMM [KpaByeHko, Cro-
MUHckuI, Beu u gp., 2002]) nokasan, 4To nonyns-
umn 13 ApxaHrenbckor obrnacTtu, B oTniM4me oT Apy-
rMx NOMynsLUn BOCTOYHBIX CNaBsiH okasanack bonee
O6nM3kn K nonynsumsam (OUHHO-YTOPCKON 513bIKOBOWN
rpynnbl (Caambl U 3CTOHUbI). AT OCOBEHHOCTH 0BYyC-
NoBreHbl Hannynem B reHogoHAe ApXaHrenbCKux
nonynauni rannoTUnoB, KOTOpbIE rMaBHbIM 06pasom
XapakTepHbl Ans pMHHO-Yropckux, 4To GbINO noa-
TBEPXKAEHO U METOAOM MeOUaHHbIX CeTen.

Mpn ncnonb3oBaHUM MeTo4a MeanaHHbIX ceTen
6bIno 06HapyxeHo, 4To nonynaums Kypckon obnactu

MMEET O4HOMOIKCHYIO CTPYKTYPY, TOraa Kak nonyns-
umnsa ApxaHrenbCkor obrnactu umerna ABYXMOSHOCHYH
CTPYKTYPY, COCTOSILLYIO M3 ABYX rpynn rannioTunoB
OOCTaTOMHO yAaneHHbIx Apyr ot gpyra. OguH nontoc
nmen cxofcTeo ¢ Kypckon n gpyrmmmn BOCTOHHO-Ca-
BSHCKMMW NOMYyNsLMAMKU, TOr4a Kak BTOPOW MOMOC
VMEr rannoTunbl, XapakTepHble AN PUHHO-YTOPCKMX
nonynsauun. Takum obpasom, Obina BbiiBNIEHa NOYTU
paBHas NPeaCTaBneHHOCTb B 3yYaeMblX NONynsLmsax
ApXxaHrenbckor 06racTn UICTOPUYECKMX POAOCITOBHBLIX
MO MY>XCKOW NIMHWK, XapaKTEePHbIX OJ1S CNaBsHCKOro
HaCeneHns 1 aBTOXTOHHOTO (PUHHO-YTOPCKOrO.

MNocnegyowme ncenegosaHns Y-XpoOMOCOMHOTO
nonumopduramMa B HaceneHnn ApxaHrenbckom obna-
CTM MO3BOMNUI BbISIBUTb HOBbIE MHTEPECHbIE OCOBEH-
HOCTU. Takke Kak 1 B cnyvyae mutoxoHapuansHon JHK,
rannoTunbl Y-XpOMOCOMbI, COCTaBIEHHbIE U3 TOYKO-
BbIX NONMMOpPM3mMOB, 06pa3ytoT Ha AeHOporpaMmmax
eaunHble BETBU, Takke 0603Ha4Yaemble Kak ranmorpyn-
nbl. Y My>XCKOro HaceneHuss EBponbl BbISABNEHO He-
cKkonbko rannorpynn (B ocHoBHOM, R1b, R1a, I1a,
N1c1, E, J, P), oTpaxaloLwwmx Hannine 3aecb cooT-
BETCTBYIOLLIETO YMCMa UCTOPUHECKNX MYXKCKUX POAOC-
noBHbIX [Semino, Passarino, Oefner et al., 2000; Cte-
naHoB, XapbkoB, IMy3bipeB, 2006; Balanovsky, Rootsi,
Pshenichnov et al., 2008].

Oka3anocb, YTO MO HEKOTOPLIM MMHUAM UMELOT-
c4 pasnuuung B nonynsaumsx 3anagHown n BoctovHomn
EBponbl. Hanpumep, rannorpynna R1b pacnpoctpa-
HeHa B 3anagHou EBpone n pegko BcTpeyaetcd B
BocTtouHon. PogcteeHHas en rannorpynna R1a, Ha-
NpPOTUB, 3HaYMTErNbHa B nonynsaumnax BoctouHon E.-
ponbl U NpakTU4Yeckn oTcyTcTByeT B 3anagHon. VH-
TepecHo, YTo R1a ¢ BLICOKOW 4acTOTOM BCTpeYaeTcs
y 6paxmaHoB B WHgum [Underhill, Myres, Rootsi et
al., 2010]. B Haweln HegaBHen paboTe CTpykTypa
MY>KCKUX reHETUYECKUX NIMHUIA B reHodoHae BocTou-
Hon EBponbl n3yyeHa 6onee nogpobHo [Mirabal,
Regueiro, Cadenasi et al., 2009].

Cpenm uccrnenoBaHHbIX B AaHHOW paboTte BOC-
TOYHO-€BPOMNENCKMX MONYNALMIA HamMu Obina npoaHa-
nu3npoBaHa nonynaumsi 3 ApxaHrernsckon oon. (oep.
Bbenas Cnyna KpacHo6opckoro parioHa). B aton no-
NynsuMmn BbISIBIIEHO HECKOMNbKO BapUaHTOB, OTHOCS-
LLMXCS K YeTbIpeM Y-XpOMOCOMHbIM ranfiorpynnam —
R1a, I, N1c1 n E (puc. 1). Bce oHU B pa3HbIx coyeTa-
HUSIX BCTPEYAOTCS B MHbIX PYCCKMX NONYNAUUSX, YTO
TakKke NooTBEPXAEHO APYTMMMW UCCreLoBaTENAMM
[Balanovsky, Rootsi, Pshenichnov et al., 2008] no
aHanuay, B TOM 4YuCre apxaHrerbCKux monynsuun
(KpacHobopck, MeseHb, NMuHera).

Camas pacnpocTtpaHeHHast B BoctouHoln EBpo-
ne rannorpynna R1a BelpakeHHO BCTpeyaeTcs B No-
nynsaumax ApxaHrernbckon obracTtu, ee yactoTa B
MeseHnu gocturaet 44.4%, MNuHere — 39.5%, B Kpac-
Hobopcke — 19.8% u B benon Cnyge — 18%.
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Puc. 1. PacnpegenenueY-rannorpynn B nonynsumsix
BocTtouHon EBponbl

O6o3HaveHus: BEL (6enopycbl), EST (3cToHUbI),
FIN (cdouHHbI), LAT (natbiwm), LIT (nutoBupl), POL (nons-
k1), ROM (pymbiHbl), SLO (cnosaku), UKR (ykpauHubl),
ARK (pycckne ApxaHrenbckon obnactu), KUR (pycckue
Kypckon obnactu), TVE (pycckue TBepckoin obnactu),
KOI (Uxemckne komu), KOP (Mpunysckne komu),
MAR (mapunupl), Others (octanbHble rannorpynnbi)

B Benon Cnyge obHapy»xeHa 3KkCTpeMaribHO Bbl-
coKas yacToTa Takke Tunu4Hon ans Esponsl ranmno-
rpynnel | — 50%, a B 6nm3kon k Henm KpacHobopckon
nonynsauun yactota ee gocturaet 25.3%, B TO xe
Bpemsi OHa cocTaensieT B [uHere 5.3% 1 He obHapy-
XeHa B MeseHu. Mannorpynna | xapaktepHa ons eB-
ponenckmx nonynauun [Rootsi, Magri, Kivisild et al.,
2004]. Bpemsi ee BO3HMKHOBEHMS OLEHUBAETCH ne-
puogoM OO MocrnegHero MakcuMmyma onegeHeHus
[Mirabal, Regueiro, Cadenasi et al., 2009].

Cnepytolier 4acTo BcTpevatoLlencs B ApxaH-
renbckon obnactn Y-XpOMOCOMHOW ransiorpynmnown
sensetca N1c1, B benon Cnyge ee 4actota goctm-
raet 28.6%, B KpacHob6opcke 36.3%, B nonynsuuu
MuHern 23.7%, makcumanbHas 4Yactota obHapyxe-
Ha B MeseHu — 46.3% [Balanovsky, Rootsi, Pshenich-
nov et al., 2008]. 3Ta rannorpynna xapaktepHa ans
psga nonynsuun CesepHon EBpasuu, B TOM uucne
dUHHO-yropckux n 6antckux Hapogos [Rootsi,
Zhivotovsky, Baldovic et al.,2007 ].

Ewe oguH BapmaHT Y-XpoOMOCOMbI Obin HangeH
B ApXaHrenbckon obnactu, OTHOCALMINCS K OpEeBHEN
rannorpynne E, Takke BcTpedatowencs B Espone. B
Bernon Cnyge ee yactota coctasuna 3.6%, B Kpac-
HoGopcke, MNuHere n MeseHn OHa OTCYTCTBYET.

Taknum ob6pasom, nccrnegoBaHUSA MYXCKUX NUHUIA
B nonynsauuax ApxaHrenbckon obnactvu nokasano
CXOOCTBO 3TMX MONYNAUMA C OPYTMMY NONyNAUMAMU
PYCCKMX, HO, KDOME TOr0, 3HaYNTENbHOE NPUCYTCTBUE
(PMHHO-YrOpCKOro KOMMNOHEHTa, 0bycnaenvBatoLLero
cBoeobpasme MyXCKOro reHodoHAa 3TOro permoHa.
O6Hapy»xeHo otnunume nonynsAunn MeseHu n MNuHern
OT nonynsAumn tora ApxaHrenbckon obnactu (KpacHo-
bopckun panioH, Bkntovas benyio Cnygy n BO3MOX-
Ho, Takke OweBeHckoe). KOxHble panoHbl ApxaH-
renbckomn obrnacTu reorpaduyeckn ABnsoTca Gonee
yOaneHHbIMU OT OCHOBHbIX MUrPaLMOHHBLIX MOTOKOB
PYCCKUX W, KaK CNeAcCTBME, UX HacerneHne OOIIKHO
COXpaHsATb 601bLLe YePT PUHHO-YTOPCKOrO STHNYECKOO
cybcrpara. lMpucytctBre B ApxaHrenbckon Bbibopke
rannoTunoBs, BCTPEYaILNXCHA C BbICOKON YacTOTON Y
(UHHO-YropckMx Hapo4oB, CBULETENLCTBYET B
nonb3y Takoro NpeanonoXeHus.

MonosoxycHbIe MapKephl ayrocoMHo JHK

OpHoHykneotugHbin nonumopduam (OHIM unu
SNP - single nucleotide polymorphism) npeacras-
nset cobor 3ameHy OAHOMO HyKITeOoTMAHOrO OCHOBAa-
H1a B nocneposatensHocty AHK gpyrum. ToukoBas
HyKneoTuaHas 3aMmeHa obblYHO NpeacTaBnsAeT cobow
OBa pasnnyHbIX OCHOBaHUA B OAHOM nonoxeHun. B
reHome 4erioBeka BCTPeYaeTcs OrpoMHOE YWCho Ta-
knx 3ameH. OHI BecbMa 4acTo BCTPEYAlOTCA U Cry-
YanHbIM 06pa3oM pacrnpoCTPaHeHbl MO BCEMY rEHOMY.
B HacTosLlee BpeMsi UUCIO BbISBNEHHbLIX B reHOMe
yenoseka OHI1 yxe npubnmkaetcs k 20 mrH [National
Center... 2011]. OHIN ncnonb3ytoTcs B KavyecTse Map-
KepoB Mpv yCTaHOBMNEHWM POACTBA PasfMYHbIX MO-
nynauumn yenoseka. C Mx NOMOLbIO U3yyaeTtcs and-
depeHumnauUmsa OCHOBHbIX FPyMn YernoBeka, Co3aaHbl
6a3sbl JaHHbLIX MO 3THWYECKU OTNMYAKLNMCA UHLW-
Buayymam [Durbin, Abecasis, Altshuler et al., 2010].
OueHka M3aMeH4YMBOCTM reHodpoHaa nonynsumm mMo-
XKET OCHOBbIBATLCHA Kak Ha aHanunse nonvmopdusmMa
OTAENbHbIX JTOKYCOB (FEHOMHbIX Y4aCTKOB), TakK U UX
rpynn B coctaBe rannotunos. annotun npegcras-
nsieT cobow coveTaHNe annesnbHbIX BapuaHToB 6rma-
KOpacnonoXeHHbIX reHETUYECKUX MapKepoB OAHOM
XPOMOCOMBbI, XapakTepuayloLeecss COBMECTHbIM Ha-
cnefosaHveMm B pagy nokoneHun. Mcnonb3oBaHue
ransioTMnoB NO3BOSISIET BOBIEKATb B aHanM3 npoTs-
XKEHHbI€ YyYaCTKM pasfnyHbIX XPOMOCOM, MMetoLne
CBOI HE3aBUCUMYIO 3BOMIOLIMOHHYIO UCTOpuio. B Ha-
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lwen paboTte aHanuaMpoBanochb rannoTUnMyYeckoe
pa3Hoobpasune kak otgenbHbix reHoB (GSTP1 [MMo-
nosa, CnomuHckun, ManywkuH, 2002; XpyHUH, Xox-
puH, JNlIumbopckas, 2008], TP53 [Khrunin, Tarskaia,
Spitsyn et al., 2005], DRD2 [Flegontova, Khrunin,
Lylova et al., 2009]), Tak 1 LuenbiXx XPOMOCOMHbIX pe-
rmoHoB [Khrunin, Mihailov, Nikopensius et al., 2009].

Ienbl mogceMeNCTBA IIHTO30JIbHBIX ITYyTATH-
oH-S-TpaHcdepa3

myTtaTnoH-S-TpaHcdepasbl (GSTs) — knoveBomn
KOMMOHEHT BTOPOW hasbl AETOKCUKALUN KCeEHOBMO-
TUKOB. OTU (PepMeHTbI KaTanuanpylT npucoeguHe-
HUWe rnyTaTuoHa K aNeKTPoUNsEHOMY LIEHTPY pasHo-
06pasHbIX XMMUYECKUX COEOUHEHUI, YTO NMPUBOAUT
K MOTepe TOKCMYHOCTM U 0Opa3oBaHuto Gonee rngpo-
UnbHLIX NPoAYKTOB. Hamu GbINo M3y4eHo pacrpe-
JeneHne LeCTu LLIMPOKO BCTPEYAOLLUXCA N aKTUBHO
M3yyaeMblX B aCCOLIMATUBHbIX UCCNeLOBaHUSX NOMnu-
MOpdHbIX BapuaHToB reHoB GSTs B BbIOOpKax pyc-
CKOro HaceneHusi, NpoXxuneatoLlero B reorpagouyecku
pasnuyHbIX pernoHax Esponenckon yactu Poccuu,
a Takke BO B3STbIX ANS1 CPaBHEHUS BbIOOPKAX KOMM
n sikyToB. Cpean nccrnegoBaHHbIX NONMMOPdHBLIX Ba-
pvaHToB 6binn aBa OHIMN B reHe GSTP1 (A/G, rs1695;
C/T, rs1138272), oanH OHI1 B NnpoMOTOpHOW 30HE
GSTA1 (C/T, rs3957357), neneuus (HexsaTka) Tpex
HykneotnaoB AGG B reHe GSTM3, a Takke ageneuun
reHoB GSTM1 n GSTT1, npuogsLLue K OTCyTCTBUIO
GenKoBbIX MPOAYKTOB, KOQMPYEMbIX 3TUMU reHaMW.

AHanus nonumopduama reHos GSTP1 n GSTM3
He BbISIBUN 3HAYMMbIX pasnuMyuin B pacnpeaeneHuu
annenbHbIX BapuaHTOB UCCNe0BaHHbIX FIOKYCOB,
BkNtovas ApyxcantoBble GSTP1 rannotunsl, Kak B
BOMNbLUMHCTBE PYCCKUX NOMYMALUUIA, Tak U mexagy no-
nynauuamm komu. [JoctoBepHble pasnmuyng B KaxaoMm
13 nonapHbIX CPaBHEHUI MO 3TUM reHam Obinn Npo-
OEMOHCTPUPOBaHbI NULWb ANA AKYTCKOW BblOOpKK. B
cnydae xe reHoB GSTT1 n GSTA1 Hapsay ¢ oTnu-
YMAMU, HANOEHHBIMU MEeXOY AKYTCKOW nonynsaumen
M BCEMWU APYTMMU UCCReLOBaHHbIMU NOMyNALUUAMU
no reny GSTA1, oTMe4eHo, ocoboe NonoxeHue Bbl-
Gopkn pyccknx u3 ApxaHrenbckon obnactu (r. Me-
3eHb). Yactota Hynesoro reHotuna GSTT1(0/0) —
BapuWaHT, Korga y nHamemuagyyma Boobuie He CUHTe-
3MpyeTcs OaHHbIN 6enok — B MeseHckon Bbibopke
Gbina cylectBeHHo Hke (9%), YeM B Apyrux uccne-
OOBaHHbIX pycckux nonynaumsax: 17-24% (nonynaumm
Kypckon, CmoneHckon, Teepckon n eaHoBckowm
06n.). AHanormyHasa cuTyaumsi Obina xapaktepHa u
ans reHa GSTA1, raoe Habnoganucb 3amMeTHble pas-
nuyns No 4YacToTe BCTPEeYaeMOCTU MUHOPHOro an-

nenbHoro BapunaHTa «T»: 31% B Me3eHn n 38-42%
B OCTarlbHbIX PYCCKMUX NONynsuunsax.

BbisBneHHas cneuuduka pacnpeneneHus an-
nenbHbIX BapnaHToB GSTs B Me3eHckom nonynsumu,
C O[HOWN CTOPOHbI, MOXET BbiTb CBA3aHa C UCTOPU-
YECKMMWN OCOBEHHOCTAMM CTAHOBIIEHUSI PYCCKOro
HaceneHnsi CeBepHbIX TeppUTOPUN [XPYHUH, XOXPUH,
JInmbopckas, 2008]. C apyro CTOPOHbI, OHa MOXeET
ObITb M cNeacTBMem oTbopa nog AercTBnem akTo-
poB cpefbl 06MTaHusA, Hanpumep, bonee akcTpe-
MarbHbIX KNMMaTUYeCKUX ycnosuii. Tak MOHWXEeHHast
YyacToTa BCTpeYaeMOCTU AeneuuoHHbIX FreHOTUMNOB
GSTT1 (0/0) xapaktepHa ansa nonynsumi CesepHon
EBponbl ((bMHHOB, LWBEAOB, AaTyaH, 3anafHbIX pano-
HOB JCTOHWUM). Me3eHCKUin paioH, B 3TOM OTHOLLIEHUN,
ABNSIETCS OQHOM N3 Hanbornee CeBEPHbIX TEPPUTOPUIA
NCTOPMYECKOro NPOXUBAHUA PYCCKOrOo HaceneHus.
BaxHbIM, C TOYKU 3pEHNs pe3ynbTaToB BO3MOXKHbIX
CeneKkTUBHbIX BO3OENCTBUA Ha HaceneHue ApxaH-
renbckov obnactn saensaetcsa u Gonblias YactoTa
BCTpeYaemocTn nHamesuayymos ¢ «CCx»-reHoTnnom,
XapakTepusyLLUMCS HOpMarbHbIM (HE CHUKEHHbIM)
ypoBHeM copepxaHust 6enka GSTA1 B cpaBHeHUU C
BapuaHToMm «TT». C no3numin nsasectHoro cakTa ne-
PEKpbIBaHMSA CNEKTPOB CybGCTpaTHOM crneundunyHoc-
™ pepmeHToB GSTA1 n GSTT1, Takoe coyeTaHue
aKTUBHbIX BapUaHTOB MOXET paccMmaTpuBaTbCs Kak
NPUYNHHO 0BYCNOBMNEHHOE, TakK Kak, B LIefIOM, NOBbI-
laeT CyMMapHy OeTOKCUKAUMOHHYI0 (yHKLMO-
HarnbHYI0) akTUBHOCTbL cuctembl GSTs.

Ien onkocymnpeccopa TP53

BenkoBbIi NpoayKT reHa TP53 nrpaet BaxHen-
LUYIO POrb B ONOCPEAOBaHNM peakumn KIeTokK Ha Ha-
pylweHne LenoCTHOCTU CTPYKTYpbl monekyn OHK.
M3meHeHus B CTpyKType reHa TP53 obHapyxuBatoT-
Cs1 MOYTU BO BCEX TUMaXxX 3MOKavyeCTBEHHbIX HOBOOO-
pasoBaHuin. Hapsigy ¢ nameHeHnsiMn (MyTtaumsimm),
XapaKTepHbIMU AN KMMHUYECKNX CIydaeBs, BbisiBre-
HO HECKONbKO AECATKOB NMOMMMOPMHBLIX BapMaHTOB
nocrneaoBaTenbHOCTM reHa, BCTpeyaroLwmnxcs B nony-
nAumMsax yenoseka B HopMe. [1ns Tpex Taknx BapuaH-
TOB — Aynnvkaumm B 16 n.0. B 3 MHTPOHE, a Takke oa-
HOHYKIMEOTUAHbIX 3aMeH B 4 9K30HE U B 6 MHTPOHE —
OTMeYeHa 3Ha4YMMOCTb ANS MPOLECcCOB KaHuepore-
He3a, a Ans ogHoOW U3 UX KoMOMHaUMn — rannoTmna
1-2-2 — n yctonymBoe BO3pacTaHMe 4YacToThbl ee
BCTPEYaAEMOCTM B MONYNAUMAX NPy NPOABWXKEHUN C
tora Ha cesep. Hamn npoBegeH aHanu3 pacnpege-
NeHnst 3TUX NoNMMopdHbIX BapMaHTOB B COCTaBe
ranfioTMnoB B AeBATU reorpaduyeckn pasnmyHbix
nonynaumsax Poccuu, ogHoOM n3 KoTopbix Gbina Bbl-
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Wegaw

Pyoczmc 1

Eeno-pycu

Puc. 2. 'pacpmk MHOromepHoro LkanuposaHus (pasmep-
HocTwu /1) MaTpuLbl reHeTu4eckux pacctosiHun Hes,
paccyMTaHHbIX Ha OCHOBE YacTOT BCTPEYaeMoCTH
rannotunos reHa TP53 B nonynsaumax Poccuun, Benopyc-
CUK 1 psige NonynsuMin n3 pyrmx permoHoB mMypa

O6o3HayeHus: pycckne 1 — pycckue n3 Cbl4eBCKOro
parioHa CmoneHckou obn., pycckue 2 — pycckue 13 c. Olue-
BeHckoe ApxaHrenbckon obnactu, skyTel 1 — AKyTbl U3
MeruHo-XaHranacckoro panoHa pecny6nuku Caxa (Aky-
Tns), SIKYTbl 2 — SKYyThl U3 BepxosiHckoro panoHa pecny6-
nukn Caxa (AxkyTtns)

6opka pycckoro Hacenenus us c. OweseHckoe Ap-
xaHrenbckorn obnacTtu [Khrunin, Tarskaia, Spitsyn et
al., 2005]. YacToTbl rannoTMnoB OblNM UCNONb30Ba-
Hbl AN OLEHKMN FeHEeTUYECKUX PacCTOSHUN MexXay
nonynauusimMu. Pesynstatel 06paboTkn nonyyYeHHown
MaTpuLbl PACCTOSAHUA METOAOM MHOFOMEPHOrO LLKa-
NMPOBaHWS HArnmsagHO NPOAEMOHCTPUMPOBANV B3auMo-
CBSA3b MEXAy 4YacToTaMu rannotunoB reHa TP53 u
3THUYECKOWN MPUHAANEXHOCTLIO NoNynsAunm (puc. 2).
Mo vacTtoTe BCTpevyaemocTn rannotmnos 1-1-2
(23.6%) n 1-1-2 (8.6%) BbIOOPKA pycckux u3 Oule-
BeHckoro (RussiansO) oka3zanach cyLleCcTBEHHO 6mu-
Xe K nonynsaumsim MopaBbl, KanvbikoB U OypAToB,
Hexenu k nonynauusm 6enopycos 1 pycckux ns Cmo-
neHcka. Yactotbl rannotuna 1-1-2 Gbinn BooOGLLE
MUHUManbHbIMK Y 6enopycos (12.9%) n pycckmx 13
CwmoneHcka (12.3 %). B cny4ae xe rannotuna 2-1-1
Habnoganochk yMeHbLUEHNE YacTOTbl ero BCTpeyae-
MOCTM B M3y4aeMoOM pervoHe ¢ 3anaza Ha BOCTOK (OT
17.9 % y 6enopycoB A0 0.7% Yy BEPXOSHCKUX SIKY-
TOB). B cBeTe TOro, 4TO YacToTa BCTPEHAaEMOCTH ran-
nortuna 2-1-1, B uenom, cooTHocunacb ¢ Bo3pacTa-
HMEM KOHTUHEHTanbHOCTU KNumaTa U CBA3aHHOMo C
HAM U3MEHEHUsI YPOBHS CpedHerofoBbIX Temnepa-
Typ, 6onee HU3kas YactoTa ero BCTpe4aemMocTu B
Bblbopke c. OleBeHCKkoe MOXET ObiTb CNeACcTBUEM
Gonee CypoBbIX KNMMaTUYECKMX YCITOBUIA Ha Teppu-
Topun ApxaHrenbckon obnacTu

Ten penenrtopa nopamuna D2

[pyrum reHom, ransioTUNU4ecKnin NonNnMmMopcnam
KOTOporo Obin M3yveH B ApxaHrenbckon obnactu,
cTan reH peuentopa godamuHa D2 (DRD2) [Flegon-
tova, Khrunin, Lylova et al., 2009]. HelipoHanbHbIN
aodammHoBbI peuentop D2 urpaet BaxHyo ponb
BO MHOMMX (PYHKUUAX BbICLUE HEPBHOW AeATENbHO-
cT1. Hamu 6bino npoaHanuampoBaHo 5 nonumopd-
HbIX y4acTKOB reHa B 17 nonynauusx Poccun n be-
nopyccun. AHanus BbISIBUN psf, rannoTunos, Tpagu-
LMOHHO obo3HavyaeMmbix kak B2-D1-A2, B2-D2-A2 un
B1-D2-A1 n xapakTepHbIX A8 NOonynsauuin pasnny-
HbIX PerMoHoB Mupa. B npocTpaHcTBe nepBbIX OBYX
pasmepHoOCTen rpadmka MHOrOMEPHOrO LLKanuMpoBa-
Hus (puc. 3) nccrnegoBaHHbIe HaMy NOMyNsUUN BMEC-
Te ¢ apyrumu nonynsuuu BocTouHo-eBponemnckoro
pervoHa pasaensatTcs Ha ABe 060CcobneHHbIe rpynmbl,
0603Ha4yeHHbIe HamK kak «EBpona 1» n «EBpona 2».
Monynsuun nepBo rpynnbl oTiM4anuce donee Bbl-
COKOW YacToTon BCTpevaemocTv rannoTuna B2-D1-A2.
[lna BTOpOW rpynnbl, HANPOTMB, Oonee xapakTepHbIM
ObINo NoBbLILLEHHOE coaepXKaHme rannotuna B2-D2-A2.
B3datblie Hamu B 31O paboTe B aHanu3 BbIGOpkM pyc-
ckmx n3 OweBeHckoro (Rus 5) u Mesenu (Rus 6) Ha-
XOAUNUCb B HEMOCPEACTBEHHOW GnM30CTN ApYr K
OPYry M BXOOUNW Hapsagy € nonynsumsMu (OUHHOB,
YyyBalle M KOMU B COCTaB knacrtepa «EBpona 2».
MoXHO NpeanonoXuTb, YTO TaKOe pacnosioXeHne
nonynsaumi ApxaHrenbckon obrnacTtn oTpaxkaeT porib
(OMHHO-YropcKoro nu/mnmn 6anTckoro reHeTU4Yeckoro
cybcTpata B CTaHOBMEHUN UX reHodoHAa.

IloruMop(du3M reHOMHBIX PETHOHOB

Bonee macliTabHbI NOAXxon K U3YYEHUIO reHe-
TMYECKOro pa3Hoobpa3suns Hamuy ObirT OCYLLECTBIEH B
paboTe no uccnegoBaHuio nonumopduama 452 op-
HOHYKNEOTMAHbIX 3aMeH B 25 reHOMHbIX pernoHax 12
PasfNYHbIX XPOMOCOM B MOMNYSALMN SCTOHLIEB U OBYX
BbIOOpKaxX pycckoro HaceneHusi u3 Teepckon (AHA-
peanonbCcknii panoH) n ApxaHrenbckon (MeseHckui
pavioHa) obnacten [Khrunin, Mihailov, Nikopensius
et al., 2009]. ConocTtaBneHne annenbHbIX YacToT
Bcex 452 OHI B napax nonynsauni BbISBUNO BbICO-
KN YpOBEHb CXOACTBA MEXAY HUMU: KOIDPULNEHT
koppensauum MNMupcoHa 6bin 6onblue 0.9 (p < 108) ansa
Kaxgom n3 Tpex nap cpaBHeHus. CpegHee 3HadyeHue
BenuumHbl F ., 0.0054, Takke cBmaeTenscTBoBaso o
HEe3HaYUTENBHOCTN PasnNUYMI annernbHbIX 4YacToT U
HM3KOM ypoBHE AnddepeHumnaLmmn NccneaoBaHHbIX
nonynsumii. AHanormyHble pacyeTbl BenuyvH F . ans
nap nonynsuuin NPoAeMOHCTPUPOBAaNu, YTO HaMMeHb-
WMMK 3TN pasnuMunst ObINn mMexay pycckow Bblbop-
ko 13 AHgpeanons v actoHuamm (F. = 0.0022).
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Ons Toro, 4toGbI caenatb aHanus annenbHbIX
yacTtotr OHIT 6onee KOMMMEKCHbIM, TO €CTb Y4eCTb
(hbakT B3aMMO3aBMCUMOro pacnpegeneHunsa annenemn
PSLOM pPacronoXeEHHbIX FTIOKYCOB MeXay XpoMocoMa-
MW, HAMW Ha OCHOBE YCITOBHOW MOPOroBOW BENUYM-
Hbl HepaBHoBecuda no cuennexuto (D’ > 0.7) Bbin
BbluNieHeH psig rannobnokos. Becero B npegenax 25
reHOMHbIX PEMMOHOB ObIno BblurieHeHO 40 Nogo6HbIX
ranno6nokos, cogepxawwmx ot 3 oo 13 OHI. B kax-
OO nonynsaumMmn ons kaxagoro n3 6nokos Obinu pac-
CYMTaHbl YacToTbl rannoTunoB. MonyyeHHble YacToT-
Hble pacnpefeneHus ransioTUNnoB AEMOHCTPUPOBAM
BbICOKOE CXOACTBO MeXay NonynsumamMm 1 B 60nbLLNH-
cTBe crny4yaeB oT 3 40 5 Hamnbornee 4YacTo BCTpeyaro-
lwmxcs rannotunoB npegcraenanu 90-95% obuwero
reHeTM4ecKkoro pasHoobpasus. MoareepxaeHMem oT-
MeYeHHoOW BrmM3oCcTM YacToT BCTPEYaeMoCTu ranmno-
TUNOB MeXAy NonynsuMsaMM Cnyxar AaHHble F cratuc-
THKW. Kak 1 B cnyyae aHanusa nigusuayanbHbix OHIM,
BOMbLLUMHCTBO CPEOHMX M MOMapHbIX Benu4mnH F., He
npesbiwanu 0.01 unm Menn MeHbLUNE 3HAYEHWS.

Takmm obpas3om, pesynbraThbl aHanu3a, NpoBeaeH-
HOro C UCMOSb30BaHNEM GOMbLLIOTO YMCria MapKepos,
CBUAETENLCTBYHOT O HE3HAYUTENBHOCTU FEHETUYECKNX
pasnuunin He TONbKO MeXay reorpaduyecky yaaneH-
HbIMM BblGOpKamm pyccknx n3 MeseHn n AHgpeano-
NS, HO U NpUHaAnexallen K Apyron aSTHAYECKOM rpyn-
ne nonynsaumen dacToHUeB (puc. 4). ITo CXOOCTBO
Mexay uccrnegoBaHHbIMU NOMyNALUSMU MOXET pac-
CMaTpuBaTbCs Kak pesynbraT Ux UCTopnyeckoro dop-
MUWUPOBAHMSI HA POACTBEHHOM (OMHHO-YTOPCKOM U/1nn
GanTcKkoMm) reHeTu4eckom cybcTpare unmn gaxe BeCctu
CBOE npoucxoxaeHne u3 bonee gpeBHero nepvoaa,
Korga HacereHme K Hry 1 Horo-BocToky oT bantuiickoro
MOps MPEACTaBNANO rnobanbHoe pernoHanbHoe Cco-
00LeCcTBO, y4nTbIBasA, YTO OaAHHbLIA TUM MapKepoB
XapakTepuayeT BeCbMa OTAaneHHble cobbITUS.

MyibTHAIIEIbHBIE MAPKEPBI AYTOCOMHOM
JHK

Muxpocamennummsie maprxepor JHK

OOGHapyXeHre B reHOMe 4YerioBeka runepBapu-
abernbHbIX MapKepoB, NpeacTaBnsoWwmnx cobon TaH-
AEMHO OpraHn3oBaHHbIe NOBTOPSIOLLMECS NOCNeao-
BatenbHocTn [AHK, cbirpano BaxHylo posib B pa3su-
TN FEHOMHbIX Y MOMNYNAUMOHHBIX MCCreA0BaHUA. U
MapKepbl MPUHATO KraccudpuumpoBaTtb Kak MUKPO-
caTennuUTHbIE C pa3MepPOM 3fIEMEHTAPHOrO 3BEHA OT 2
0o 6 n.H. (STR — short tandem repeat) n muHucaren-
NWTHblEe — ¢ pa3mepoMm 3BeHa bonee 10 n.H. (VNTR —
variable number of tandem repeats) [BepbeHko, Jlnm-
6opckas, 2008].
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Dimension 1

Puc. 3. 'pacdmk MHOrOMEpPHOrO LUKaNMpoBaHNs Mo
OaHHbIM reHeTnyeckux paccrtosHui Fst (yacTtoTbl
rannoTtunoB reHa DRD2) mexay nonynauusmmn Poccum u
Benopyccuu.

CokpalueHus: Byel1 (6enopycsl, T. [NuHck, Bpectckuii
panoH), Byel2 (6enopychl, r.Msaens, MUHCKUn paiioH),
Rus1 (pycckue, r. AHgpeanonb, TBepckas obnactb), Rus2
(pycckme, noc. CbiueBka, CmoneHckas obnactb), Rus3
(pycckue, MoHbipu, Kypckas obnacte), Rus4 (pycckue,
r. Myyex, MiBaHoBckas obnactb), RusS (pycckue, c. Owe-
BeHCckoe, ApxaHrenbckaa obnactb), Rus6 (pycckue,
r. MeseHb, ApxaHrenbckasa obnacte), Komi 1 (Izhemski)
(vkemckne komm), Komi 2 (Priluzski) (npunysckue komm),
Khants (xaHTbl, XMAQ), Nenets (HeHubl, AHAO), Yakuts
(sikyTbl, noc. TwoHrionto, Pecnybnuka Caxa (AkyTus),
Kalmyks (kanmbiku, 1. Onucta, Pecnybnvka Kanwmbikus).
Ipynnbl nonynsaumi, Bbigensemole metogom UPGMA, oT-
MeuyeHbl annuncamu (European 1, European 2: eBponei-
ubl 11 2)

Ceou nccrnenoBaHWs B 3TOM HanpaBneHun Mbl
Hayanu C NonynsiUMOHHOro aHanu3a TPUMMETHOro
noBTOpa B reHe MUOTOHWHMPOTEMHKNHAa3bl (XpOMO-
coma 19). 3TOT NOBTOP HAXOAMTCS B HEKOAMPYIOLLEN
obnactv reHa u U3BECTEH TEM, YTO €ro 3Ha4uTerb-
Has aKkcnaHcus (yoanuHeHue) ABnseTcs NpuYnHOn
HacneacTBEHHOW HEBpPOSorMyeckon 6onesHn, Hasbl-
BaeMOn MMOTOHUYecKon auctpodmen. HopmaneHbIn
nonnmopdnam obycrnoBneH Bapuauuen uncna Tpun-
netHbix CTG NOBTOpPOB AaHHOro y4vacrtka, KoTopoe
BapbupyeT oT 5 go 30 u Heckonbko Gonee. Mpu Mmuo-
TOHUYECKOW ANCTPOMM YMCNO NOBTOPOB AOCTUraeT
COTEH U ThicAY, 0Opasysa rmMraHTCckMe no pasmepy
MUKpOCAaTENUTHbIE Yy4acTKn Ha xpoMmocome. o Ha-
3BaHNO 3TOM GONE3HM OaHHbIA TPUMSETHbIA JTOKYC
yacTo o6o3Ha4vatoT kak niokyc DM [[Nonoea, Mukynny,
CnomuHckun n gp., 1999].

OpaHako, HeCMOTPA Ha TaKyl TECHYH CBA3b C
HacneacTBEHHOW NaTonoruen, MUKpocaTennUTHbIN
NOKYC B HOpMe BefeT cebs Kak HemTpanbHbIn Map-
Kep U UMEET XxapakTepuCTMKW, AenatoLwme ero npu-
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roAHbIM ANst NOMyNsAUMOHHBIX MccrnefoBaHuin. B pas-
TNNYHBIX NOMYNSAUMAX KONMMYECTBO anfenbHbIX Bapu-
aHToB pgocturaet 20. Ha puc 5. npencraBneHo B Ka-
YecTBe NpMMepa pacnpeneneHne annenen gaHHOro
MUWKPOCATENNIMTHOIO ydacTka Ans Tpex nonynsunin:
pycckne ApxaHrernbckon obractu (c. OweBeHckoe),
AKyTbl 1 BaLkupsl.

Y pyccknx Hanbonee 4acTo BCTpevaeTcs naTu-
UNEHHbIA MOBTOP (Tak Ha3blBaEMbI MaXKOPHbIN Ba-
pWaHT), ero Yyactota BCTPEYAEMOCTU B NOMYNAUUAX
cnaesiH gocturaet 40, a nHorga 50%. Kak BugHo n3
puc. 5, y 6alukmnp, Kak U y MHOTUX APYrMX ypanbCKnx
HapoaoB, BCTPEYAEMOCTb MATUYNEHHOro noBTopa
YMEHbLLAETCA — Yy 9TUX HApOOOB BTOPbLIMW MO 3HA4n-
MOCTW BapuaHTamu siensitoTest 12-, 13-, nHorga 14-uneH-
HbI MOBTOP. [N CpaBHEHWS1 HA 3TOM € PUCYHKe
npuBeneHbl pesynsraTbl N0 pacnpeneneHno 4acToT
y SIKYTOB, OTHOCSALLMXCSA K MOHronongam. BugHo, 4yto
CMEeKTpP 34eChb CYLLECTBEHHO OTNIMYAETCS, OOHapYXu-
Bas TEM CaMbIM PacoBO-ANarHOCTUYECKME CBOMCTBA
OAHHOro reHOMHOTO y4yacTka.

CpaBHeHue annernbHbIX pacnpeaeneHuin 4actoTt
nokyca DM B nonynsaumsax ApxaHrenbckon obnactu
C OPYrMMM pyCCKMMM NOMynsiuMsMn He obHapy»Xuno
CTaTUCTUYECKN OOCTOBEPHbLIX pa3nundui [[Monoea,
CnomuHckmi, bebsikosa, llumbopckasi, 2000]. Nogob-
Has KapTuMHa nokasaHa WM Ans ApYrnx U3y4YeHHbIX
HaMMU MUKPOCATENIMUTHbLIX Y4aCTKOB, CBSI3@HHbIX C
pasBUTUEM CMMHHO-MO3XEYKOBOM aTakcum 1 Tuna
(SCA1) n atpochun agep cteona mosra (DRPLA),

45

cogepxawwux TpunnetHole noTopbl GAG [[Nonosa,
CnomuHckmii, bebsikoea, Jinmbopckas, 2000; Mono-
Ba, CrnoMuHckni, ManyiukmH u ap., 2002; Popova, Slo-
minsky, Pocheshnova et al., 2001]. HecmoTps Ha pas-
nnyns, BbISBNSiEMblE OAHHLIMW MapKkepamu B Mony-
NAUMAX pasHbIX pac, NpU CPaBHEHUM PYCCKUX NOMyns-
LI MO TPEM BbILLEYNOMSHYTHIM MUKPOCATESTUTHBIM
rniokycam pasnuumsi obHapyXuTb He yaanochb.

lunepsapuabdensvrvie MUHUCAMEANUMHbIC
mapkeps, JJHK

Cpeawn pasnuyHbix TvnoB mapkepos [HK B no-
NYNSLMOHHBIX UCCIEef0BaHNAX aKTUBHO MCNOSb3YH0T-
CSl MUHMCATENNUTLI: TaHAEMHbIE MOBTOPbI, pasmep
3MIEMEHTAPHOro 3BeHa KOTopbIX paBeH 10 nap Hyk-
neotngoB unu 6onee. OgHUM 13 Hambonee XopoLLOo
N3yYeHHbIX SBMSETCSA rmnepBapuabenbHbli y4acTok,
Haxogswmncsa Bonnam reHa anonunonpoTtemHa B
(ApoB). 'eH anonunonpoTenHa B pacnonoxeH B Ko-
POTKOM Mrie4e XPOMOCOMbI 2 B pernoHe 2p23-p24.
OcHoBHOM ©enok, kKognpyembiin reHom, — aT1o ApoB-
100, umetowmin pasmep 550 kDa. OH BXoauT B cocTaB
NMNoNpoTEMAOB HU3KOM NITOTHOCTU U UTPAET BaXKHYHO
ponb B obmMeHe xornectepuHa, obecrnevmBasi ero no-
CTaBKY B KINeTKM pasnuyHbiX TkKaHen. B obnactu, ne-
Xalleln HenocpeaCTBEHHO 3a reHOM, OOHapY>KeH TaH-
OEMHbI NOBTOP — MUHUCATENMNUT — COCTOABLUNIA U3
POACTBEHHbIX AT-60raThiX NOBTOPSOLMNXCA €ANHNL,
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Puc. 5. PacnpefeneHue 4acTtoT BCTPEYaEMOCTU BapyaHTOB reHOMHOro Mapkepa DM ansa Tpex nonynsuui: pycckue
ApxaHreribCckon 0bnacTu, sKyTbl U GalLKUpbI
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3MeMeHTapHbIM 3BEHOM KOTOPbIX SABMASETCA TaHOEM
OBYX nocrnegosarenbHocTen anuHon 14 1 16 nH, no-
3TOMy annenbHble BapuaHTbl OTNMYalTCa Apyr ot
apyra npenmyuiectseHHoO Ha 30 nH. MHorodncnex-
Hble MccneaoBaHUs CBUAETENbCTBYIOT O BbICOKOW
MHOPMaTUBHOCTM Nonumopduama runepsapua-
6enbHoro yyactka APOB gns nonynsunoHHO-reHe-
TUYECKMX MCCIefoBaHUM U O ero pacoBO-AMarHoC-
Tnyeckux csonctBax [Jiumbopckasn, XyCHyTAMHOBA,
BanaHoBckas, 2002; Nlumbopckasn, BepbeHko, Xpy-
Hu1H, CnomuHckun, 2007; Verbenko, Pogoda, Spitsyn
etal., 2003; Verbenko, Knjazev, Mikulich et al., 2005;
Khrunin, Verbenko, Nikitina, Limborska, 2007].

B ApxaHrenbckon obnactu Obino npoBegeHo
n3ydeHve nonmmopdurama muHucatennuta APOB B
Tpex nonynsaumsax, pacnosioKEHHbIX Ha 3HAYUTENb-
HOM paccTosiHum apyr ot apyra: KpacHobopckuin paii-
oH (aoep. benasa Cnyna n BepxHsasa YdTiora), ApxaH-
renbCKuin panoH (noc. Xonmoropsl), Kaprononbckui
pavioH (c. OweBeHckoe) [Verbenko, Pogoda, Spitsyn
etal., 2003; Verbenko, Knjazev, Mikulich et al., 2005;
Verbenko, Pocheshkhova, Balanovskaya et al., 2004].
Bbino BbisiBNeHo 16 annenbHbIX BapnaHToB MUHWCA-
Tennuta APOB ¢ pasmepamu ot 29 1o 52 noBTOpoB
N C pa3nNnYHON 4YacToTon BCTpeyaemocTu. Hanbonee
YacTblMU B MCCNEeAOBaHHbIX NONyNAUMAX ABMASKOTCA
annernbHble BapuaHTbl C YNCITOM NOBTOPOB 34 n 36;
npudem npeobnagaeT YactoTa anfenbLHOro BapmnaH-
Ta 36. CornacHo nutepaTypHbIM AaHHbIM npeobna-
AaHue annenbHoro BapmaHTta 36 BbISIBIIEHO BO BCEX
nonynsuusix esponeongoB EeBponbl n CeBepHon
Amepukn. OgHako, B NonynsaumMsix MOHIONouaoBs U
CaamMOB MpeBanupylLLmMM SBMASETCS annenbHbln Ba-
puaHT 34. [Npu cpaBHEHWN YaCTOTHLIX pacnpenene-
HUA MrHucaTennuta APOB B nonynaumsix ApxaHresnb-
Ckol obnacTtu ¢ nutepaTypHbIMUA JaHHLIMU MOXHO
OTMETUTb HambonblUee CxOACTBO M3y4aeMmbiX Momy-
naumn ¢ eeponeovgamm [Verbenko, Pogoda, Spitsyn
et al., 2003; Verbenko, Knjazev, Mikulich et al., 2005;
Khrunin, Verbenko, Nikitina, Limborska, 2007; Verben-
ko, Pocheshkhova, Balanovskaya et al., 2004].

Ha pucyHke 6 npencrtasneH rpaduk MHOromep-
HOrO LUKanMpoBaHWs No AaHHBIM N3MEHYMBOCTM MU~
HucaTennmMTHoro ydactka APOB B nonynsumsx Boc-
TouHOM EBponbl (MaTpuuen nokasartenen cxoacTtea
B J@HHOM Cfny4vae cTana Matpuua reHeTU4YecKknx pac-
cTtosHuM no Hetw). Ha rpadumke 3ameTHO, 4TO BOC-
TOYHOCNaBsAHCKME nonynsaumm obpasyoT OCHOBHOM
Knacrtep, BHyTpy KOTOPOIro MOXHO OTMETUTb OTAENb-
Hble rpynnbl PyCCKunx, ykpavHueB n 6enopycos. MNpu
3TOM nonynsaummM ApxaHrenbckon obnactu pacnosno-
)KEHbl BHYTPW 3TOTO Krnactepa v NpakTU4ecKkn He pas-
nuyatoTcs Apyr ot gpyra.

Opyrum runepeaprabenbHbiM MapKepomM, LWnpo-
KO MCMOMNb3yeMbIM B 3THUYECKOW reHOMUKe, ABMNSETCA
MUHUCATENNMTHbIN y4acTok D1S80, pacnonoXeHHbin

Ha XpoMocome 1 1 NpeacTaBnaroLWLMA COG0N TaHOEM-
HO OpraHn3oBaHHbI MOBTOPSAIOLLNMNCS Yy4aCTOK, OSu-
Ha 3reMeHTapHOro 3BeHa KOTOpOro cocTaBnsier 16
nap HykneotuaoB. AnnenbHble BapuaHTbl Mapkepa
BapbMPYHOT MO AJNIMHE 33 CYET pasfM4HON NoBTOpSE-
MOCTW arieMeHTapHoro 3BeHa (ot 15 go bonee 4yem
41 noBTopoB). B nonynsumax ApxaHrenbckon obna-
CTU BbISIBNEHO 23 annenbHbIX BapMaHTa MyuHucaTern-
nuta ¢ pasmepamu ot 16 go 6onee 4em 41 nosTopa
[Ilnmbopckasn, XycHytanHoBa, banaHoBckasi, 2002;
JiInmbopckasn, Bepb6eHko, XpyHuH, CnoMuHcKun,
2007; BepbeHko, Jlnmbopckas, 2008; Khrunin, Ver-
benko, Nikitina, Limborska, 2007; Verbenko, Pochesh-
khova, Balanovskaya et al., 2004; Verbenko, Kekeeva,
Pogoda et al., 2003; Verbenko, Slominsky, Spitsyn et
al., 2006; Limborska, Khrunin, Flegontova et al., 2011;
Limborska, Verbenko, Khrunin, Slominsky, 2010]. B
cny4ae muHucatennuta D1S80 mexnonynsaunoHHble
pa3nuyus BbISIBMSIOT ABa MaXOPHbIX BapuaHTa annenb-
Hble BapuaHTbl C 41crnoM noeTopos 18 n 24. B nonynsa-
umsix OweBeHckoro n benon Cnygbl COOTHOLIEHUS
3TMX BapVaHTOB NPUONN3UTENBHO PaBHbl, U 3aMETHO
OTMMYAIOTCA OT TaKoBbIX B MONyNsiLusix XoriMorop u
Me3eHu, rae 3aMeTHO CHWXKEHME YPOBHS reHeTu4e-
CKOro pa3Hoobpasms No CpaBHEHMIO C APYIMMU U3Y-
YEHHbIMW NONyNAUUAMU ApXaHrenbCcKon obracTu.

XapakTtep pacnpegeneHunst annenbHbIX BapuaH-
ToB D1S80 B monynaumax ApxaHrenbckon obnactu
SABNSETCS reTeporeHHbIM (puc. 7). o pacnpeneneHuo
YacToT annenbHbIX BapuaHTtoB 18 1 24 nonynsaumu
Benon Cnygbl n OweBeHCKOro 6nmskn K yparnbCKum
nonynsauMsam, a nonynaumm Xonmorop n MeseHn — k
€BpONencknm, B TOM 4nciie BOCTOYHO-CITaBSHCKUM
[Verbenko, Slominsky, Spitsyn et al., 2006].

Ha pucyHke 8 npencrtaeneH rpaduk MHOromep-
HOrO LUKaNMpPOBaHMS NO AaHHBbIM N3MEHYMBOCTM MU-
HucatennuTHoro niokyca D1S80 B nonynsumsx Boc-
TouHOM EBponbl. [pu paccmoTpeHnmn nepeon pasmep-
HOCTW criegyeT OTMETUTb TpW KracTtepa: OCHOBHas
rpynna BOCTOYHOCMABSHCKNX U aablro-abxa3ckux
nonynsiuuii cocpeoTodeHa creea oT Havarna oTcye-
Ta KoopauHaT, reHeTU4eckoe poAcTBO 3TUX ABYX
rpynn fierko MHTepNpeTupoBaTh NCxoast U3 oBLLHOC-
TV MX eBponeoMaHoro npomcxoxaeHus. pynna
ypanbCKnx Nonynauui: yamypTbl, MapuiLbl, KOMU-
nepmsikun, Galknpbl pacrnornoXeHa crnpaea OT Havana
oTcyeTa KoopauHart. UcknioyeHne 13 BocTo4HOCNA-
BAHCKMX COCTaBMAOT Monynsumm pyccknx us Ouwe-
BeHckoro u benow Criyabl, pacnonoXeHHble BHYTpU
Knactepa ypanbCkux nonynauun. pynna, BkAoYato-
was B cebA MOHIoNoMaHbIE NOMYNALUUN KarMbIKOB U
SIKYTOB, pacrnosio)keHa Ha yaaneHuy oT rpynnbl yparb-
ckux nonynsumn. Ocoboe nonoxexue pycckmx OLe-
BeHckoro n benon Cnyabl BHYTPU ypanbCkux nony-
NAUMA MOXET BbITb 0BYCITOBNEHO OTPaXXEeHNEM B U3-
MeH4YMBOCTU MuHucatennuta D1S80 ocobeHHocTEN
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nx aTHM4Yeckon ncrtopuu. Nonynsauum Apxanrenbckonn  Khrunin, Flegontova et al., 2011]. B otnnumne ot
obnactn NpoXxmBalT B panoHax AOMTOBPEMEHHOrO  TPaAMLMOHHOIO Nogxoda UCnosb30BaHMe ABYXKOMIMO-
KOHTaKTa PYyCCKMX U OUHHO-Yropckmx HapodoB 4To,  HeHTHow (VNTR + OHI1) cuctemMbl No3BonseT nonyyartb
No-BMOMMOMY, HANOXWIO OTNEeYaToK Ha POPMMPOBa-  AaHHble MO CNEKTPY pa3Hoobpasns MUHUcatennuta
HWe NX reHooHaa, B TOM YKCIe U Ha reHoMHbIV pe-  D1S80 kaxaon u3 napbl XpoMocom (puc. 9).
rMoH, cogepxalunin nokyc D1S80. Okasarnochb, YTo BbIsIBNIEHHbIE paHee B CnekTpax
OcHoBHasa BapnabenbHOCTb M3YYEHHbIX MUHUCA-  4acToT MuHucatennuTta D1S80 ero pacoBogmarHoc-
TENMUTHBIX MapKepoB COBMAaZaeT C TaKOBOW Yy Hapo-  Tudeckne ocobeHHocTu (puc. 7—8) Hawnm cBoe oT-
aoB EBponbl, HO HEKOTOpbIE OCOBEHHOCTU MO3BONSIOT  pPaXkeHMe U B pasfderieHHbIX CrneKTpax, MonyYeHHbIX
NPeanorioXUTb HanMyYne KOMMOHEHTA, XapakTePHO-  C MOMOLLbIO HOBOro nogxoda. CnekTpbl MUHUCATEN-
ro Ans HapogoB YMHHO-YTOPCKOM A3LIKOBOW TPYMMbl,  NIUTHBLIX MOBTOPOB, HAXOASLUUXCS HA XpPOMOCOMaX,
B nonynauuax OweseHckoe n benas Cnyna. Pacnpe-  MapkupoBaHHbIX « T» BapuaHToMm OHI1, 3HaumMTensHO
AerneHne 4acToT anfnernbHbIX BapyaHTOB MMHUCATEN-  OTNMYalTCA OT TaKOBbIX, HAXOOALWMXCA Ha XPOMO-
TNINTHBIX MapKepoB B nonynsaumsix Xonmorop n Mese- comax ¢ «G» BapvMaHToM. Hanbonblume pasnnyums
HW, HacensALWmnx NOMOPCKUA permoH, 6onee 6nmnskn  CNeKTPOB ObINM BbISIBMEHbI Y HErPOMAOB, MO CPaBHe-
K TakOBbIM Yy eBponenueB. BeposATHO, UIBMEHYMBOCTb  HUIO C NPEACTaBUTENSAMU EBPONEOUAHON Y MOHIOfO0-
MUHUCATENIUTHBIX MapkepoB MO3BOSSIET BbIABUTbL  MAHOW pachl. [MonydYeHHble JaHHble MO3BONWUY NPea-
0COBEHHOCTU KOHKPETHBIX NMONYNAUMA APXaHrenbCKoM  MOMOXUTL, YTO MONyNsAuMK, Bbiweawmne n3s Adgpuku,
obrnacTtu, KoTopble popMmnpoBanucb B pesynbTate  Hecnu B cebe TONbKo YacTb CnekTpa MUHMUcaTennmra
OTHOCUTENbHO HepaBHen konoHmsaumm Momopbs  D1S80 Ha 06enx Tnnax xpomocom («T» n «G» Bapu-
BbIXOALAMV U3 HOBrOpOACKOrO M Cy3[4arnbCKOro KHs-  aHThl). [lanbHenwas ux 3BOMoLMOHHAs NCTOpUS CO-
XKeCTB. npoBoXaarnacb NPOXOXAeHWeM Yepes nepuoabl pes-
HepaeHo Hamy Obina paspaboTaHa TEXHOMOMMSA  KOrO CHUXKEHWUSI YACTIEHHOCTU (KrOPIbILLKO BYThINKMY),
rannoTUNUPOBaHUS MUHUCATENNUTHOrO Nokyca D1S80,  koTopble Obiny Gonee 3HaAYMTENbHLI MO pasmaxy y
OCHOBaHHasa Ha OOHOBPEMEHHOW aMnnudukauMm npeagkoB MOHIONOMAOB MO CPABHEHMIO C Npegkamu
MUHUcaTennuTHoro yyactka D1S80 n npuneratowero  eBporneongoB. B pesynbrate atnx cobbITuin U BO3-
K HEMY OAHOHYKNEOTMAHOIO MONIMMOPMHOro canTa  HUKM TE€ pasnuMynsa B CNeKTpax MMHMCATENUTOB,
(GIT, rs16824398) c ucnonb3oBaHWeM annernb-cnewn-  accoummpoBaHHbIX ¢ «T» n «G» BapuaHTamu Xpo-
duyHoM nonumepasHou LenHon peakuum [Limborska,  mocom [Limborska, Khrunin, Flegontova et al., 2011].
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Pvc. 7. PacnpepgeneHve 4acToT BCTPeYaeMoCTM BapMaHTOB MUHMcATENNMTHOro Mapkepa D1S80 y HapodoB pasHbixX
pac: pycckue ApxaHrenbckoi obrnactu (MeseHb), CMoneHckoii obrnactu, SKyTbl U HErpouapbi
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C ucnonb3oBaHneMm pa3paboTaHHOM TEXHOITOTUN
OblN NPOBEAEH aHanNn3 reHeTYeCKoro pasHoobpasms
B MONynsuMsx pycCcKoro HacerneHus ApxaHrerbCKon
(MeseHckuin p-H) u CmoneHckon (Cbl4eBCKUA P-H)
obnacten EBponeickon 4Yactn Poccun, a Takke BO
B3ATbIX Af1s1 CPaBHEHWS BbIOOpKax SAKYTOB U NpeacTa-
BUTENEN HErpOMAHOM packl. [nsa Kaxgon nonynsaumm
ObINM Nony4YeHbl NO ABa CNekTpa pacnpegeneHus
MuHncatennuta D1S80, mapkupyemMbix BapuaHTamm
«T» 1 «G» OQHOHYKNEOTUAHOIO NONMMOPEHOIo y4a-
cTKka rs16824398. O6HapyXeHbl cneuundundeckue
accouunauun «T» n «G» apmanTtoB OHI1 ¢ Hanbo-
nee 4acTto BcTpevarwmummcs nostopamm D1S80 —
18 n 24 (puc. 10). Tak B nonynsymnsax pycckux n siky-
TOB BapuaHT ¢ 24 nosTtopamu 6onee yem B 10 pas
Yalle BCTpevarncs B codeTaHuu ¢ «T» BapvaHToM
OHTI1, yem ¢ «G». B TO e BpeMs B HEMPUTSAHCKON
BbIOOPKE YacTOThl BCTpe4aemMocT obenx kombuHa-

uunn 6binun 6nnsknmm: 20.5% n 15.1%, COOTBETCTBEH-
Ho. [Ins MuHKUcaTennuTta ¢ 18 noBTOpamMun BbiSiBNEH-
Hasi accounaums He nmerna nonynsAuMoHHON cneum-
UKK: BO BCEX MONYNSALUSX OH BCTpeYancs Nuwib B
KombuHauum ¢ «T» BapuaHTom (puc. 106). CpaBHe-
HWe pacnpefeneHust annenbHbIX BapnaHToB D1S80
Kagoro u3 CrnekTpoB MokKasasno, YTO OTMEYeHHble
paHee anddepeHumnpyoLme CnocobHOCTM JoKyca
D1S80 B OTHOLIEHMM pPYCCKMX monynsauuin obycros-
neHbl pasnuMuMaMK B YacToTax BCTPEYaemocTu arn-
nenemn, KOMOUHMPoBaHHbIX ¢ «Gy»-BapnaHtom OHI
(puc. 10). Tak, B cnyvae pycckux nonynauun, B Me-
3eHCKOWN BbLIOOpPKE OHM ObinKn cBA3aHbl ¢ bonee
BbICOKMM, B cpaBHeHMM ¢ Cbl4eBCKOW BbIOOPKOW, CO-
OepXaHNeM BapuaHTOB C 60MbLIMM YMCIOM MOBTO-
poB (28, 31 un 37). B cnyyae xe MUHUCATENNUTHbLIX
NOBTOPOB, KOMOWHUPOBAHHLIX C «T» BapuMaHTOM,
pasnuunii B X pacnpegenenn He Habnoganoch He
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Dimension 1 (Calculated units)

Puc. 8. padhmk MHOrOMEPHOTO LUKanMpoBaHUS MO AaHHbIM M3MEHYMBOCTU MUHUCATENNUTHOro Mmapkepa D1S80 B
nonynaumax BoctoyHon EBponbl
O6o3HaueHus: Ky (pycckue Kypcka), K (ykpauHupl, . Kues), OweBeH (pycckme ApxaHrenbckon obnactu, c. Owe-
BeHckoe), Xonm (pycckue ApxaHrenbckon obnacTu, nrt. Xonmoropsl), ALB (agbirenubl ropHbix parioHoB), ALl3 (aabirei-
Lbl YepHoMopckoro nobepexbs), C (pycckne CmoneHcka, r. Yrpa), M (6enopycel MuHcka), Bobp (6enopyckl Bobpyiicka)
. FeomeTpunyeckne curypbl npMBeaeHbl NyLb AN 0603HAYEHUST NMMHIBUCTUYECKON Kraccudukauum ndyyeHHbIX rpynn
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MuWHWCATEANUTHBIRA OAHOHYKAEOTHAHBIR
mapkep D1S80 NOAMMOPHbLIA MapKep
. G
| .l
I = =p T

HCCK‘D.'IIuH‘IJ IIURTOPHIO]IIHXCH
nocaenoareabnocrei JTHK

Puc. 9. Cxematuyeckoe npeacraBneHne ranioTUnM4eckmx
COYETaHWU MUHUCaTeNNUTHOro mapkepa D1S80 (nokasaHo
CTpenkaMmmn) U ogHOHYKIEoOTUAHOro nonuMmopdunsma
(nokasaHo ToYKamu), PacrnoNIOXKEHHBIX HA Pa3HbIX
y4yacTKax OOHOW U TOW e XPOMOCOMbI

TOMbKO MEXAY PYCCKMMU MOMYNAUUSAMN, HO U MEXAY
nonynsiuMamMmn pycckmx u sikytos. lNMpepctaButenu
HErpoVMaHON pachkl OTNMYanucb BOMbLUMM pPa3HO00-
pa3veM ansesnbHbiX BapuaHTOB BHYTPW KaX4oro u3
CNEKTPOB.

OTu pesynbTaTthl, C OAHOW CTOPOHbI, AaAOT Npea-
cTaBreHue 06 04YeHb AaBHNX COObLITUSIX, MPONCXOOUB-
LUXX B NEPUOS PACXOXOEHUS HALLEro BMAA Ha OTAENb-
Hble pacbl 1, C APYro CTOPOHbI, MO3BONAIOT BUAETb
AeTanbHOe pasnuune B ABYX GNM3KMX nonynsuusix,
0bycnoeneHHble 0COBEHHOCTAMM UX POPMUPOBAHUS
3a nocnegHee TbicaveneTme.

3axkiroueHue

MpoBeneHHbIN aHanM3 nokasan oco6eHHOCTU U
onpeaeneHHbI ypoBeHb pa3Hoobpasmsa reHodoHaa
nonynauuin, Hacenswwmx Tepputopmnto ApxaHrenb-
ckol obnactu. OcHOBHas 4acTb N3MEHYMBOCTY U3Y-
YeHHbIX MapKepoB COBMagaeT C TaKOBOW Y BOCTOYHOC-
NaBsIHCKMX NONynsAUnMiA, a Takke y HapogoB Esponebl,
HO HeKOTopble OCOBEHHOCTU MO3BONAT Npeanorno-
XWUTb HanuMume KOMMOHEHTa, XapaKTepHoro Ans Ha-
poaoB (PMHHO-YrOPCKOW A3bIKOBOW rpynmbl.

PasnuyHble y4acTku reHoma oTpaxkarloT OTAemNb-
Hble NMUHUK 3BOMIOLIMOHHBIX TpaekTopui reHodhoHaa
nonynauui ApxaHrenbckorn obnactun. UlaMeH4MBOCTb
KaXkgoro M3 reHOMHbIX PErMOHOB BbISIBNSET KOMOU-
HaLMo 0COBEHHOCTEN STHUYECKO NCTOPUM CTaHOB-
neHus reHooHAa U BNUAHUSA Ha Hero ¢akTopoB
BHeLUHewn cpeabl. HekoTopble Mmapkepbl [AHK, xapakTe-
pY3ytoLLMECS HENTPAIbHOCTHIO U BONbLLION CKOPOCTHLIO
MYTaUMOHHbIX U3MEHEHWIA, OTpaXatoT cBOoeobpasmne
nonynauui ApxaHrenbCkon obnactu kak pesynsraT
HefaBHMX NONYMALNOHHBLIX COObITUIA, B TO BPEMS Kak
Apyrve mapkepbl, HaxogawWwmnecs Nog AaBneHneMm cra-

ounuaupytowero otéopa nnbo nmetoLme 3ameaneH-
HbI TeMN MYTMPOBaHWS, NO3BOMSIOT BbISABUTL Boree
OONroOBpeMEHHbIE CODBbITUS, OTpaXkas OBLLHOCTb UC-
XogHoro cybcTpaTta reHohoHAa PyCCKUX Monynsaumn
[Limborska, Verbenko, Khrunin, Slominsky, 2010].

Hanpumep, psag vccneqoBaHHbIX HAMW Mapke-
poB (rannorpynnbl MTOHK 1 Y-xpomocombl, MMHUCa-
TENNUTHbIE MapKepbl) NO3BOMAIOT YBUAETb OTNNYME
nonynsaumi cesepHon (MeseHcknin n ApxaHrenbCKui
P-Hbl) OT NOMYMAUUA FOXHON YacTn ApxaHrenbcKom
obnactn (KpacHo6opcknii n KaprononbCkuin p-Hbl).
KOxxHble paroHbl ApxaHrenbckon obnactu reorpadcu-
Yyecku sBnstTCca 6oree yganeHHbIMU OT OCHOBHbIX
MUIPaLMOHHBIX MOTOKOB PYCCKWUX, MU MOXHO npeano-
NOXMWTb, YTO UX HAceneHme MOrno COXpPaHSATb 6onb-
LYo NPONOpPLMIO NPeakoBoro YUHHO-Yropckoro aT-
HuM4eckoro cybcTparta. [ipyrme Mmapkepbl (B OCHOBHOM
pacnonoXeHHble B y4acTkax reHoma, NpoayKTbl KO-
TOPbIX BaXKHbI ANS NOA4AEPXKaHNA HOPMarbHOIo QyH-
KLMOHMPOBaHMS OpraHn3ma) NoKasbiBaloT OTCYTCTBUE
N3MEHYMBOCTM B MONYNAUMAX HE TOMNbKO ApXxaHresb-
CKoW obracTu, HO M 3a4acTyro BO BCEX EBPOMENCKNX
nonynsaumsx. HecMoTps Ha pasHoOOOpas3HbIN xapak-
Tep nonumopdunama mapkepos OHK pasnuyHoro
TMna, 6ONbLUMHCTBO UCCreoBaHHbIX B pabote map-
KepoB BbISIBMAIOT cBoeobpasme reHooHaa pyccko-
ro HaceneHuss ApxaHrenibCKon obrnacTtu, KOTOopbIn
Oaxe npu cpaBHEHUU ¢ ApYrMMK NonynsauusMm Boc-
TOYHbIX CNaBsiH UMeET cneumduyHecknx 0COGEHHOCTM
N XapaKTeEPUCTUKMN.

HeCOMHeHHO, YTO ganbHenwee nyvyeHne map-
kepoB [JHK B n3yyaembIx nonynaumnax no3sosmT Joc-
KOHanbHO BbISIBUTb OCODEHHOCTM reHodoHaa Hace-
NeHns n3y4aemoro pervoHa.

baaromapuaocTH

PaboTa BbinonHeHa npu rHaHCOBOW noaaep-
xke OLIM «HayyHble 1 Hay4yHO-Nejarornyeckue kaa-
pbl MHHOBaLMOHHOM Poccumny» Ha 2009-2013 rogbly,
nporpamm «MonekynsipHasi U KNeTo4Has buonorms»
n «dyngameHTanbHble Hayku — meguuunHe» Poccunin-
CKOM akageMuy Hayk, nporpaMmbl MOAOEPXKKN Be-
OyLWNX Hay4YHbIX WKon Poccnnckoro MmHucTepcTsea
Hayku n Poccuiickoro choHaa chyHAaMeHTarnbHbIX UC-
cnegoBaHuUn.
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ETHNIC GENOMICS: ANALYSIS OF GENOME POLYMORPHISM
IN THE POPULATIONS OF ARCHANGELSK REGION

S.A. Limborska!, D.A. Verbenko!, A.V. Khrunin!, PA. Slominsky!, N.A. Bebyakova*

! Institute of Molecular Genetics of Russian Academy of Sciences, Moscow
2 Northern State Medical University, Archangelsk

Introduction. The gene pool of populations in Russia was formed during the long-term contacts between
ethnic groups, inhabiting areas with different climatic conditions, having the peculiar elements of culture and
traditions. The investigation of basic gene pool characteristics is one of the aims of ethnic genomics. Variability
of each of genomic regions is characterized by a historical pedigree line that has been formed under the
environmental factors action. The aim of the present research was to study the gene pool structure of
populations of Archangelsk region by using different types of DNA markers.

Materials and methods. DNA samples collected in Russian populations from different parts of Archangelsk
region during expeditions to Archangelsk in 1999-2010 years were tested. Only the individuals with no history
of interethnic marriages down to two generations, and whose ancestors lived in the regions examined were
included in the study. The informed consent was obtained from each individual. The polymorphisms of
mitochondrial DNA (mtDNA), Y-chromosome as well as autosomal (nuclear) DNA polymorphisms were
analyzed. mtDNA and Y-chromosomal markers were applied to test maternal and paternal historical lineages
differently. Autosomal markers were explored to characterize gene pool of population as a whole. Different
types of DNA markers — polymorphic mini- and microsatellites, insertion-deletion polymorphisms, single
nucleotide polymorphisms, including their combinations (haplotypes) — were involved to study genetic diversity.

Results and discussions. The analysis of mtDNA polymorphism showed that Russian populations form
Archangelsk region bear quite a number of different maternal lineages, the most frequent — about 50% —
being the so-called haplogroup H typical of most European peoples. Other haplogroups were also found and
their frequencies were similar to those in European populations. Y chromosome polymorphisms not only
showed similarity between Russian populations from Archangelsk region and other ethnic Russians but also
revealed their specificity as they had substantially more Finno-Ugric component. Autosomal variability data
also demonstrated the peculiarities that differed them from Russian populations of other regions. The results
were inferred from both the analysis of polymorphism of single genes (GSTA1, GSTT1, TP53, DRD2) and
chromosomal regions.

Conclusions. Most of DNA markers reveal the specificity of gene pool of the Russian population of the
Archangelsk region. The main part of the variability of the studied markers coincides to that of Eastern Slavic,
but certain features suggest the presence of a component, typical for Finno-Ugric people. Different sites of
the genome represent separate lines of evolutionary trajectories of gene pool of populations of Archangelsk
region.

Key words: Archangelsk region, genome diversity, DNA polymorphism, minisatellites, microsatellites,
single nucleotide polymorphism, haplotypes
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