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OBHIASI XAPAKTEPUCTHUKA PABOTbBI

AkTyanbHOCTh. C O3ULIMY TONYJIAIIMOHHON F'€HETUKH COBPEMEHHBIE
OeperoBele YyK4YW, Aa3WaTCKHE OCKUMOCHI W KOMAaHAOPCKHE aJeyThI
MPEJICTABIAIOT COOOH MMEepBUYHBIE AHTPOIMOJOTHYECKHE H30JATHl B CTaIUH
pacnaza U yCKOPEHHOH acCUMWISUU. Mexay TeM OHHU BCE eIé OCTarTCs
OorarefdmUM HCTOYHMKOM TeHETHYECKOW WH(GOPMAINH IS PEeKOHCTPYKIIHH
9BOJIOLIMOHHBIX cOOBITHH Ha cThIKe CeBepo-BocTounoit EBpasun n AMepukw,
MIOCKOJIBKY ~ CBSI3aHBl T'€HETHYECKONM HENPEPBIBHOCTBID U KYJIbTYpPHOU
MPEEMCTBEHHOCTBIO C HaCEJIEHUEM JpeBHE bepunrun.

Ha cerogus B mnouckax TIEHETUYECKUX KOpHEH aMEpUKaHCKHX
uHaehnes paerambHOMy OHII-ananu3zy Opumm moaBeprHyThl Oonee 2000
WHIUBUTYaTbHBIX TEHOMOB aBTOXTOHOB Cubupu u Ceepa. OHAaKO XapakTep
¥ TIOCTIEA0BATEIFHOCTh MUTpAIil B paiione CuOupu u AJSICKH, CBSI3aHHBIX C
MPOLIECCAMHU 3aCEJICHUS aMEPUKAHCKOIr0 KOHTHMHEHTA YEJIOBEKOM, IO CHUX IOp
HE YCTaHOBJICHBI B MOJHOUM Mepe. PazBuTre TEXHONOIUI BBIACICHUS JPEBHEN
JHK n MaccoBoro mnapamieqbHOIO CEKBEHHUPOBAHUS W TI'€HOTUIUPOBAHMS
0003HaYMIIO HOBBIN BUTOK B M3yYE€HUH MOMYJIAINOHHONW HCTOPUH YeTTOBEKa.

Hear u 3amaum wucciaenoBanms. llenp Hactosmed paboTer —
HCCIEN0BAaTh H3MEHYMBOCTh SIACpHOM U MuUTOXOHjApuanbHOM JIHK 'y
OeperoBBIX YyK4el, HayKaHCKHX, YAaIUIMHCKAX M CHPEHHKOBCKHX 3CKHMOCOB,
a Takxe aneyroB KoMaHIOpCKHX OCTPOBOB ISl BBISICHEHMSI T€HETUYECKOU
WCTOPHH KOPEHHBIX OOMTaTeleil ceBepo-BOCTOYHONH okoHeuHocTH CHOMpH u
npuierarmux paiionos CeBepHOH AMEpPUKH.

Jnst  moCTHKEHHsT MOCTABJICHHONM LEAM CTaBWINCh CIEIyHOLIUE
3amaun: (1) BEISICHATH COCTaB M MPOMCXOKCHHE MaTEPUHCKHUX (PIIIETHIECKAX
JTUHUN JaHHBIX TOMYJSIIUH; (2) ONpeAenuTh BpeMs KOaJeCICHITUH s
MaTepUHCKUX JUHWDKEH; (3) ONEHWTHh BKIAJ HCCIEAYEMBIX IOMYJSAIUN B
TeHETUIECKYIO0 HCTOPHIO KOPEHHBIX HapoaoB Cubupn u CeBepHO AMEpHKH.

Hayuynasi HOBM3HA U NpaKTH4YecKas WEHHOCThb. [ToyueHsl HOBBIE
JaHHBIE 0 TEHOMHOM pa3HO00pa3uu KOpeHHBIX xwurtenei Kpaitnero Cesepo-
BocToka A3um, CBA3aHHBIX T€HETHIECKON MPEEMCTBEHHOCTHIO C OONUTATENIMHU
apeBHEell bepuHrum, yTouHeHBI MCTOKM M BpeMms auBepreHuunu MTIHK-
rarIorpymnN, XapakTepHBIX Ui OeperoBhIX UYyKYeW, 3CKHMOCOB W aJIeyTOB.
Pe3ynprarel MMEIOT MEXIUCIMIUIMHAPDHOE 3HAa4Y€HWE W MOTYT OBITh
WCIONB30BaHBl /IS peIIeHHs  3aJad  MOMyJAIUOHHON  Omosoruw,
aHTPOTIONIOTHN, HCTOpUH HapomoB Cubupm u AMEpHKH, a TakXke s
MOJTyYeHUs] JTOCTOBEPHBIX OIEHOK TIpH HWACHTHOUKANWN JIMYHOCTH Y
KOPEHHBIX XkuTeneid Cnoupu B cyeOHO-MEIUIIMHCKOH MPaKTHKE.

IlonoxkeHusi, BBIHOCMMBIE Ha 3amMTy. MUTOXOHApPUAIBHBIA U
SJIEPHBII TeHOM OeperoBbIX YyKuel, a3maTCKUX 3CKHMMOCOB M KOMaHIOPCKHX
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AJIEYyTOB COACPXKUT B cebe WHGOpPMANHIO, KOTOpas TO3BOJISET YTOYHHUTH
MOMYJISAIINOHHYO UCTOPHIO TIOCTIEAHNX obuTareneii npeBHel bepunrum.

AmnpobGanus padoTel. MaTepuanbl IUCCePTAIIUN OBLITH MPEICTaBICHBI
Ha MEXIyHapoAHON HaydHOW cTyaeHdeckoil koH(pepeHmnn «CTyAeHT W
Hay4JHO-TexHH4Yeckuii mporpecc» (HoBocubupck, Poccmsa, 2013), Ha
MeXJ1a00paTOpHOM CEeMHUHApE TapBapACKON MemuiuHCKOH mKkoiasl (Boctow,
CILIA, 2014). Pe3ynbTaTsl ANCCEPTAMOHHON pabOTHI BKIIOYEHBI B OTUETHI O
Hay4YHO-HCCIIeZIOBaTeNbckoi pabore mo rpantam POOU (Ne(09-04-00183,
Nel2-04-01851).

Bxaan aBTOpAa. ABTOD CaMOCTOATEIIBHO BBITTOTHUI
npob6omnoaroroBky JHK mms cekBeHMpoBaHWS W T€HOTHIIMPOBAHUS, a TaKXKe
¢unoreorpadUIeCKuid, CTATUCTUYCCKAA M OHO-MHPOPMATHUCCKUN aHAIN3
TreHeTH4YeCcKuX MaHHBIX. COOpBl meMorpaduuecKkux AaHHBIX, POJOCIOBHBIX U
mpo0 KpoBH OBTH TIPOBEACHBI paHEe, B TMPONECCEe MHOTOKPAaTHBIX
SKCHEAUIUN, BbINIONIHEHHBIX B ocHoBHOM P.M. Cykepuuxkom u E.b.
CrapukoBckoi. Ilpu cexBenupoBanun MTJIHK asTopy nomoran WM. B.
Mopo3zos. ['enotunupoBanne npod6 JHK Ha Omounmax OBLIO BEBITIOJHEHO
COBMECTHO C COTPYAHHKAMU J1a0OpaTOPUN TOIMYISIIIMOHHON W MEIUITMHCKON
reHetuku, [apBapackas Menuuunckas Ixoma, 1. bBbocton, CIIA
(3aBemytommuii maboparopueii: noxrop /1. Paiix).

Crpykrypa aumccepraumu. Jlucceprauus COCTOUT W3 BBEIEHUS,
o030pa JUTEpaTyphl, ONHCAHWSA MaTEepHajJOoB M METO/AOB, pE3YyIbTATOB,
oOCyXIeHWsT W 3aKII0YeHHs, a TakkKe BBIBOJOB W CIHCKA ITUTHPYEMOIl
JTUTEpaTypsl, B KoTopoMm coaepxurcs 111 ccputok. Pabota m3moxxena va 100
CTpaHUIaX MAIIMHOIIMCHOTO TEKCTa, COAEPX UT 4 Tabmuisl, 19 pucyHkoB u 5
MPUIOKEHUH.

Iyonuxanuu. Ilo pesymapTaraM W mpoOiemMaTvKke HACTOAIIETO
WCCIIEZIOBAHNS OIyOIMKOBaHO 3 pabOoThHI, U3 HUX 3 CTAaThU B PEHEH3UPYEMBIX
U3/1aHUAX PEeKOMEHI0BaHHOro nepeuns BAK.



COJAEP)KAHUE PABOTbI

MATEPHAJIBI U METO/bI

Besnuyuna u coctaB BbIOOpKkH. OOpa3isl KPOBH CPEeIH ICKUMOCOB,
yyKded M ajeyToB cOOpaHBl COTPYAHHKAMH JIA0OPaTOPHH MOJEKYJISIPHON
TEHETUKH YeJIIOBEKa B XOJ€ OKCICIUINN, BBHIMOTHEHHBIX B 1994 (1-0B.
Uykotka, moc. Hopoe Yammuuo), 1995 (m-oB. Uykotka, moc. CHpeHUKH, TIOC.
[IpoBunenwns), 2007 (HayHnckwuii paiioH, UyKOTCKHH aBTOHOMHBIH OKpYT, TIOC.
Ation, moc. Pertkyun, moc. Sapanait) u 2009 (IlerpommaBnosck-Kamuarckuit n
EnmzoBckmii paiton) romax (puc. 1). B kauecTBe MOTEHIMATBHBIX JIOHOPOB
OTOMpay JIONEH CpeIHEeTo M CTapIIero BO3pacTa, B POAOCIOBHBIX KOTOPBIX
HeT OONIMX MpEeaKoB Ha TIIyOWHY, KaK MUHUMYM, TpEX TOKOJEHHH, a BCe
MaTepUHCKHE MPEIKH KOTOPHIX HE CMEIIaHBl C JAPYTUMH THOIMyIsnusiMu. Bee
MpOoOBI KPOBH M3 BEHBI OBUTH B3STHI C JOOPOBOJIBFHOTO MMUCEMEHHOTO COTJIACHS
JTOHOPOB.

Pucynox 1. I'eoepaguueckoe pacnonodxcenue ucciedyemuvix nonyaayui.



[TonHOreHOMHOMY  CE€KBEHUpPOBaHHIO MuToxoHapuaiasHOoM JHK
MOJBEPTAN TPoObI OT 28 OeperoBeIX uyykded, 19 3CKMMOCOB W 5 aneyTos.
O6mas Beibopka mns aHanmza MTJAHK cocraBmna 204 obpasma: 52 HOBBIE
MOCTIEIOBATENIFHOCTH  TOJIYYeHBI B XojAe Hacrosimed pabotsr u 152
OITyOJINKOBAHBI paHee.

Hannbie renotTunupoBannsd Ha JJHK-muxpounmax Affymetrix Human
Origins (mo 594,924 OHII na xaxnaerit obpasem) mis 2273 o6pasmos u3 208
MOIYJISIIKN, BKITIOYasi Pe3yIbTaThl TEHOTUITUPOBAHUS 27 OEperoBeIX UyKuei,
30 cubnpcKux 3CKUMOCOB M 12 KOMaHAOPCKUX aneyToB B3ATH U3 [Lazaridis et
al., 2014]. Pesynbrarl reHOTHHUpPOBaHUS I momyisanuil CeBepHOM
Amepuku (kpu (n=13), amronkmHOB (n=9), omkubBe (n=17)) He
npencraBieHHbBIXx B [Lazaridis et al, 2014] B3ATeI W3 JaHHBIX,
onybnmkoBaHHEIX B [Reich et al., 2012].

Metoapl. MonekynapHO-TeHETHYECKHH aHalmu3 BKJIIOYal B ceOs
Boieneane W ounctky JIHK, ammmudukamumio ¢parmentoB MTtIHK u
CEKBEHHUPOBAHME IMOJHBIX MOcCienoBaTenbHOCTeN MuTOXOHApHansHoM JIHK
MetoqoM Canrepa.

AHanm3 CEeKBEHOTpaMM U BBIPaBHHBAHHE IOCIEIOBAaTEIBHOCTEN
OTHOCHUTENBHO pedepeHcHoil mocnemoBatenbHOocTH RSRS (revised sapiens
reference sequence) [Behar et al., 2012] ocymecTsmsimu B mporpamme Unipro
UGENE vl.11. [Okonechnikov et al., 2012]. OmnpexneneHue TramioTHIIOB
MTIHK 10HOPOB pOM3BOIMIN B COOTBETCTBHH ¢ HOMeHKIATypoit PhyloTree
build 16 [van Oven and Kayser, 2009]. CtpykTypy (HIOTe€HETHIECKHUX
JiepeBbEeB MOTydany npu noMoy nporpammsl mtPhyl v4.015.

Briuucnenne Bpemenu koanecueHiuu MTIHK mpousBoguiam aBymst
Meromamu: 1) p-craructuka [Forster et al.,, 1996] mpu momomm mtPhyl
v4.015, crangapTHyo ommuOKy cuMTainy Kak onncaHo B [Saillard et al., 2000];
2) ML-cratuctuka [Achilli et al., 2013] mpm momomm BEAST v1.8.1.
Hykneorunnusie mnoszummu m.16182A>C, m.16183A>C, m.16194A>C wu
m.16519A>N HCKIIOYEHB W3 aHalln3a W3-3a WX BBICOKOW BapHaOMIBHOCTH.
I'enerndeckoe paccrosHHE OBUIO TEPEBEAECHO B TOABI MPUHUMAs CKOPOCTD
MYTHPOBaHHs MHTOTeHOMa 3a 2.67x10™ 3amen Ha caiit B rox [Fu et al., 2013].

B kadecTBe HMCXOOHBIX JaHHBIX g aHainuza saepHot JIHK
BBICTyHaJIN pe3yibTaThl reHotunupoBanus Ha JJHK-mukpounmnax Affymetrix
Human Origins, mo 594,924 OHII ma xaxnsni ooOpaser [Lazaridis et al.,
2014]. Onst mposenenust PCA B HacTosmiel padoTe NCITOIB30BAH IPOTPaAMMy
smartpca u3 maketa EIGENSOFT 6.1.1 [Patterson et al., 2006]. [xs
BBIUMCIICHNS f3-CTAaTHCTHKM HamNuMcaHa COOCTBeHHAas mporpamma. dopmyiisl
JUIsl pacyéTa CTATUCTUKY C HOpManu3anued u Z-3HaueHuil B341ol u3 [Patterson
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et al., 2012]. JlanHBle UIA TIOCTPOEHWS KPHUBBIX paclaja HEPaBHOBECHO
CIICTJICHHBIX TEHOB MOJydaiau Tpu moMolnu mporpammel alder v1.03 [Loh et
al., 2013]. Pa3nmubHble Momenu IS BBIABICHUS WHPoOpManuu o0
ONTUMAJHHOM KOJHYECTBE MPEIKOBBIX MOMYJSIIUKA MPOBEPSIN MPU TOMOIIU
ADMIXTURE v.1.3.0 [Alexander et al., 2009].

HammcanHble aBTOpPOM HW WCIIONB30BAaHHBIE B HACTOSIMICH padore
Node.js/Javascript- u R-ckpuntel, BKIroO9as peanu3anuio f3-CTaTUCTUKH, BCE
CKPHUNTHI I aBTOMATH3allMU 3amycka U rpaduyecKkoro u300paKeHUsI
pe3ynbTaToB OMOMH(DOPMATHISCKHX AHAIHM30B, a TAKKE KOHOUTYpaIllMOHHBIC
(dalael IS HACTPOWKHM pabodero OKPYKEHUS PACIOIOXKEHBI IO aapecy
https://github.com/stasundr/lhmg.

PE3YJIBTATHBI

JlaHHbIE, ONTy4YeHHBIE B pe3ybTaTe TeHOTUNUpoBaHud saepHoit JJHK
2312 obpasnoB u3 211 momymsmuii, B ToM gncne 27 O6eperopsix uykueit, 30
CHOUpPCKUX JOCKHUMOCOB ¥ 12 KOMaHJOPCKHX aJIeyTOB, HCCIEIOBAIN
OMOMH(POPMATHIECKUMH U CTATHCTHIECKIMH METOJaMH.

Jnisg  BBIABIEHUS CTPYKTYpHI B TMOMYJIIIHAX, a TakKe IOMCKa
OMM3KOPOACTBEHHBIX 00pasmoB W 0Opa3loB HMEIOMIMX HE AaBTOXTOHHYIO
TeHETUYECKYIO0 TPUMECh, IPUMEHSUIM METOJ TJIaBHBIX KOMITIOHEHT (pHc. 2).
OTOT MeTOoJ TakkKe TO3BOJMJ BHU3YaJU3WPOBATh TIOJOXKEHHWE JPEBHUX
00pasmoB dcknMoccknx KyasTyp Cakkak, [lopcer u Tyie.

Dpesuue o6pasuypi:
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AAroHKuHbI O W ullop(ev
P AnTaitup @ Cpepnwit lopcer
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Pucynox 2. I'paghux PCA, uzobpasicarowuti nonyisayuu 6 npocmpancmee
nepevix 08YX 2lAGHbIX KOMNOHEHM.
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Jns yrouHeHus u gomosHeHUs pesynbratoB PCA Beramcnmsum fi- u
ALDER-craructuky. ALDER-cTaTucTHKa IMOKa3ajia, 4YTO HA MPOTSKEHUU HE
menee 200 mociegHUX TOKOJIEHUNW UYYKYM HE HMEIM 3HAuYUTEIbHOU
WHOPOJHOW TEHeTHYECKOW NpHMEecH, KpoMeé TOH, uTo Obula IMOJydeHa OT
KOPSIKOB, WTEIHMEHOB, IOKarupoB M OSCKHMOCOB. AHAJIOTHYHAs CHUTYaIlHs
Ha0II0JaI1ach IS 3CKIMOCOB.

OcnoBHBIe reHeTHYecKne KomnoHeHTH (K) onpenensiyn mpu moMommu
anroputMa ADMIXTURE. TIpu 4<K<5 ¢ 1wra Ha ceBep UETKO
MPOCIIEKUBACTCS  TPAAMEHT BOCTOYHOA3MATCKOTO  KOMITOHEHTa  BIOJb
BOCTOYHOTO mobepexxbs Tmxoro OxeaHa B  CTOpPOHY  yOBIBaHUS.
AMepHUKaHCKHII KOMIIOHEHT, HAalpOTHB, BO3PACTaeT; MpPH 3TOM y aleyTOB
JaHHBII KOMIIOHEHT BBIpaXkeH cnabo. EBpomneickiii KOMIIOHEHT y dyK4el |
3CKUMOCOB OTCYTCTBYET, HO TIPUCYTCTBYET B 3HAUNTEIBHON Mepe y aleyToB U
B IJIEMEHAX WHICHUIICB KpH, OJDKUOBE, YUIIEBLSIHOB U aNTOHKUHOB. [Ipu K=6,7
MpOSBISETCS  CHOMPCKHM ~ KOMIIOHEHT, W3  KOTOPOTO  BBIAEISAETCS
cnenuuuecKuii  YyKOTCKO-KaM4YaTCKUH, Tpeobnamaommii y  dykdeid,
WTEIbEMEHOB, KOPSIKOB M 3CKMMOCOB, U BCTPEUAIOIINNCS y IOKarupoB | yiIbueit
mpu 8<K<I2. OtmensHO CTOWT OTMETHTh TyOajxapoB, CEIbKYIOB H, B
MEHBIIIeH CTENeHW, MAaHCH, Y KOTOpBHIX HaOmofgaeTcss HeOosbIIas MOPIUs
CeBepOaMEepHUKaHCKOTO KOMITOHEHTA JIaxxe NMpH yBenndeHnn K.

I'enomuass u3meHunBocTh MuTOXOHApHaabHO JHK. IIpoOsr
KpoBH OT 52 moHOpoB (28 uykdei, 19 cumOMpCKUX ICKMMOca W 5 aleyToB)
OBLTM 0TOOpPAHEI M3 KOJUIEKIINK paHee coOpaHHBIX 00pa3mos [Starikovskaya et
al., 1998; Derbeneva et al., 2002; Volodko et al., 2008] my1s MOTHOTEHOMHOTO
ananm3a mutoxonnpuansaoil JJHK. TloxyueHHbIe TOCIEIOBATEIHPHOCTH OBLTH
o0venuHEHBI cO 152 MuTOreHOMamH, OOHApy)KEHHBIMH Ha TEPPUTOPUHU
Bepunrum (B ceBepo-BocTouHON CnOupu, Ha AJICKe, B CEBEpO-3aMaJHOM
Kanane n I'pennannun) m omyOnmkoBaHHBEIMEU paHee [Ingman et al., 2000;
Derbeneva et al., 2002; Starikovskaya et al., 2005; Ingman and Gyllensten,
2007; Tamm et al., 2007; Gilbert et al., 2008; Volodko et al., 2008; Sukernik
et al., 2012; Achilli et al., 2013; Raghavan et al., 2014; Lopopolo et al., 2016].
Obmas BwIOOpka coctaBmia 204 mtJHK, cpemm xoropeix aOcomioTHOE
6ompmmHCTBO (n=196) momagaer B ramorpynnsl A2a, A2b, D2a (puc. 5) u
D4bla2 (puc. 6). IMeHHO 3TH TamIorpyIsl CTadH MPEIMETOM JIETalbHOTO
paccMOTpEHHUs. § MOCIEN0BATENbHOCTEN, MNPHUHAJIEKAIMUX Talorpynmnam
C4b2, CS5a2 u D3, ObLiM HMCKIIOYEHBI M3 aHajau3a, TaK Kak, IO BCEH
BHIMMOCTH, IPUBHECEHBI CO CTOPOHBI IOKarnpoB u/miu 3BeHoB [Volodko et
al., 2008; Sukernik et al., 2012]. s TOTHOTEI TPOBOJIUMOTO UCCIICIOBAHNUS B
BBIOOPKY Tak)Ke BKIIIOYEHBI JPEBHHE MHTOTEHOMBI M BCE JOCTYITHBIC
MOCIIEIOBATENIFHOCTH, OTHOCSmMuecs K ramiorpynmam A2a, A2b, D2a u
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D4bla2, ypm HOCUTENN NPHHAIIEKAT K APYTUM reorpaduuecKuM pernoHam
(mpunoxxeHne 3 K AMCCEPTALINN).

Tannorpynnsr A2a u A2b. 13 204 mt/IHK, o6HApyX)eHHOH MO 00e
cropousl oT bepumnrosa Ilpommsa, 108 obpasmoB (52,9%) momagaroT B
pasnuane noarpynmnsl rartorpynmn A2a (puc. 3) u A2b (puc. 4). B otnuume ot
rawtorpynn A2al, A2a2 u A2a3, pacnpocTpaHEHHBIX CpeAM 4YyK4ed u
JCKUMOCOB (Kak IONMHKOB, TaK W HWHYIUKOB), raruorpynmnsl A2a4 m A2a$
CBS3aHBI C Pa3INYHBIMA TUIEMEHAMH Ha-JIeHEe, alladd ¥ HaBaxo, HACEJTIONUMHI
oro-zanag  CIIA.  PacuérHoe  Bpemss  KoajleCUEHIMM il 66
MOCJIEIOBATENBHOCTEN, MpUHAAIEKAMUX K ramiorpynne A2a, paBHo ~3,9
TBHICSY JIET.

HeT paHb:;
LT 3.94:2.16
YykoTka AZa

Anscka
IpeHnanama
CLUA 1 Mekcuka
Jckumochl  Yykuu  HayKaHCKMit W/, MUHyntbl
(=11)  (n=13)  3cKumocC A (n=2)
0.60 £ 1.42 1.96 £ 1.96 1.44£1.98 0.57 £ 0.65 1.49 £1.17
Aza3 A2a5
Uykun  Sckumoch  HayKaHckue Yykuu  HayKaHckmii H/a H/A
CZ M2) () e BAPHMPK . (g) ackumoc (n-2) () D (n-3) (n=7) A

Pucynok 3. Cxemamuueckoe ¢unocenemuuecxkoe opeso eaniozpynnsi A2a.
Bospacm koanecyenyuu eanniozpynn ykasau 8 mulcAayax iem.

Jns rammorpynmsl A2b, mo-BUANMOMY, BO3HHKIIEH Ha TEPPUTOPUHU
YKpBITOW cerogHs Bomamu bepuurosa Ilponmsa/bepunroBa Mops, Bpems
KOAJIECLICHIIUN COCTaBISET 2,6 THICSAYU JIET — HE3aJ0Nr0 0 PA3ACIICHUS U
MOCJEAYIOUIEr0 pacCeNeHUsI HHYTMKOB MO AJISICKE U KaHaJACKONH ApKTHKE.



2.57 + 1.80 “lykotka

A2b TpeHnaHauz
Kamuatka
2.07 £ 1.72
A2b1
[ [
n y \
Yykuy ~ayKaHCKME —gyugy Sckumochl MHyMTBI
=3 Ce5T o=17) (=) (e=t0) V7€ Hopak

Pucynok 4. Cxemamuueckoe ¢unocenemuuecxkoe opeso eaniozpynnwi A2b.
Bospacm koanecyenyuu eanniozpynn ykasau 8 mulcAayax iem.

l'anaorpynna D2a. Cpeaun 63 mnocnenosatensHocTedt MTHHK,
nonajarIux B ramwiorpynny D2a, 36 npuHaanexat aneyraM KomaHzopckux
OCTpPOBOB, 22 xuTeasIM UyKOTKH, OCTaBIIMECS 5 MPOUCXOAAT U3 TEPPUTOPUHU
KaHajckoW ApkTukn W ['penmanmmm  (puc. 5). Cpeam HHUX IIUPOKO
npeacrasiieHa ramnorpynna D2al, onpegensemas myrtanueir m.9667A>QG.
Ona oOBpenuHsAET B cebe maneo-sckumoca Cakkak, alneyToB W3 TaluIOTPYIIITEI
D2ala, CHpeHHKOBCKHX JCKHMOCOB W3 Tamrorpymmel D2alb w maneo-
3CKMMOCOB CpeJiHero gopcera u3 Betsu D2al-m.11176G>A.

YykoTka
[ D2 |

_rpeﬂnaupm 4.43 £ 1.46
22 [0
3.96 + 1.16 2.23+1.98 Ny Knacmep
D2a1 [p2az2 ] Cubupu

1.35+1.27 1.15+1.18
[ D2ata ] D2a1b

CMpEHNKOBCKMe e

Yykun
e (0=5)  (n=8)

Cakkak

Pucynox 5. Cxemamuueckoe punocenemuuecxoe opego eaniozpynnst D2a.
Bospacm xoanecyenyuu eannoepynn ykazam 6 molcauax nem. /[pesnue
00pasywvl 6bl0eeHbl NOIYICUPHBIM UWPUDMOM.
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I'anumorpynnma D4bla2. Ha pucyHke 6 mpuBeleHa 4acTh
CXEMaTHIeCKOTO (pmoreHeTHIECKOTO IpeBa BOCTOYHOA3MATCKON
rammorpynnsl D4b. [TomuMo penkoro ramioTnma, IprHAAIEKAIEro I0Karupy
(EU482395.1), mpoucxoasmero HEMOCPEACTBEHHO OT KopHs D4bla2, croga
BXOJAIT JIB€ OCHOBHBIE cyOrarurorpynmsl: D4bla2al u D4bla2a2, nmeromue
obmryto mytamuio m.13720C>T.

leorpaduuaeckoe pacmpoctpanenne MTAHK mnpuwHamrexammx K
D4bla2 n nx BpemeHHast riryowHa (8,7 TBHICAY JIET) MOTYT OBITH CBSI3aHBI C
CHOMPCKUMHU TIOMyJAUAME, TU(G(EpeHINPOBABIIMME B aJlTae-CasHCKOM
pebyruymMe ® 3aTeM paCCENMBIIMMHCS BIUIOTH JIO CEBEPO-BOCTOUYHOM
okoHeyHOCTH CHOHMpH. DTO MPEANoNoXKeHne MOATBEPKAAeTCS TeM (hakTom,
gT0 B raruorpynmny D4bla2a momanmaior kak TyOamapbl, anTai-KukH, OypATEI
W TYBHHIBI, TaK W IOKarHpbl, YyKYW W HAYKAHCKHE ICKUMOCHI M HHYHTEHI
Kanane! u I'pennanguu.

Kawaga 8731443
_qyKTOKa [ D4b1a2 |
LlenTpanbHasa Asusa
peHnaHana 6.95 + 3.77

D4b1a2a

5.39 +3.33
D4b1a2a1 D4b1a2a2

1.92 £ 1.89 | ‘

4.34+2.84 |

\

\

/
/ /\
/ /
/ /
/ /
/ /
HaykaHckune

UHynTbI Yykumn Baprytel  H/p
(n=3) 4 PR ) ()

lOkarup

Pucynox 6. Cxemamuueckoe ¢punocenemuuecxoe opego eannozpynnel D4bla?.
Yucna nao éemsamu ykaswvlearom Ha 803paAch KOAIECYEHYUU 2ana102pynn (8
mulcsauax iem,).

OBCYXKJIEHUE
Bo mHormx paboTax, MOCBSIIEHHBIX Mpoleccy 3aceireHns Hosoro
Cgera, aBTOpPHI OTMEYAIOT, YTO HECMOTPSA Ha OONBIIOE KOJIMYECTBO
HCCIENOBAHUN, MapIIpyThl, BpeMs U XapakTep MHIpaluil ocTarTCs
Hem3BecTHBIME [Tamm et al., 2007; Reich et al., 2012; Raghavan et al., 2014;
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Llamas et al., 2016]. D10 cBfi3aHO CO MHOXXECTBOM IPHYUH, CPEAN KOTOPBIX
W3MEHEHNe KIIMMaTa, NOBJEKIIee MacIiTaOHble W3MEHEHHWs JaHamadgTa,
¢bnoper u (ayrer. CiaeacTBHEM JTHX IPOIECCOB SBHIOCH TO, YTO cehdac
MCCIIEIOBATEISIM HEJTOCTYITHBI MHOTHE HNCTOYHHUKHU JTAHHBIX
(HEMHOTOUYNCIICHHBIE apXEOJIOTHYECKHE CTOSHKH, OCTAHKH JKMBOTHBIX W
pacTeHnii TOr0 BPEMEHH IOTPYKEHBI MMOJ BOJIY WM JETPajnpOBaHBl M3-3a
MHOTOKPaTHOTO 3aMopaxuBaHus W pasMmopaxwuBanus) [Elias and Crocker,
2008; Raghavan et al., 2014].

Cunbupckre 3cKIMOCHI, OeperoBble YyKYH W KOMaHJOPCKUE aJeyThl —
nmocnenaHne oburarenn bepwHTHM — TeHEeTHYeCKH CBS3aHBI C HaceleHHEeM
npeBHell bepmHrmm, a 3HaYMT HecyT B cebe mHpOpMannio o COOBITHAX,
MPOUCXOAMBIINX C WX TpeAKaMH HE TOJBKO IIOCie, HO W J0 Hadaja
MOCTIETHETO JIETHIKOBOTO MaKCUMyMa.

[lomyuenHsle HaMHM pe3yibTaThl OTPAXAIOT MHOTHE  AaCIEeKTHI
HONyJssIMUOHHOW uctopunm bepunrum. Ilpm 53TOM  pasnauuHbBlf  TUD
HaclieJoBaHusl MUTOXOHApUanbHOU U saepHod [JHK 3nauntenbHO BiuseT Ha
Ha0roMaeMoe TEHEeTHYEeCKOe pa3zHooOpasne, UYTO TO3BOJISIET IPOBOIUTH
IBOJIIOLIMOHHBIE PEKOHCTPYKIIMH, MICXO/IS U3 PA3HBIX TOUEK 3PEHMS.

B Hacrosmee BpeMs aBTOXTOHHBIE HApOJBI, TNPOKMBAIOIINE Ha
TEPPUTOPHH CEBEPO-BOCTOYHOW OKOHedHOCTH CuOWpH, IEMOHCTPUPYIOT
oudeHb HeOONBIION HaOOp MHUTOXOHAPHANBHBIX TaIIOTPYMI, CHEIH(PHIHBIX
WMEHHO T 3TOTO peruona: A2a, A2b, D2a, D4bla2al, a tak xe C4b2, C5a2
[Starikovskaya et al., 1998, 2005; Volodko et al., 2008; Sukernik et al., 2012;
Dryomov et al., 2015]. bmmwkalimmmMu poJICTBEHHHKAaMH TI0 MaTEPHHCKOH
JUHUHA OKa3bIBalOTCS 3ckuMochkl Kananpl m ['peHmanamm, a Taxke aneyThl
Amsacku u Aneytckux octpoBoB [Saillard et al., 2000; Helgason et al., 2006;
Gilbert et al., 2008]. [Ipoune mOMyNAINHU, MPOKHUBAIOIINE OTHOCUTEIHHO
Hemaneko (KOpSKH, UTeITbMEHBI, JOKarupsl, HHIACHIBI Ha-leHe, OKNOBe, KpH,
QITOHKWHBI)  WMEIOT  POJCTBEHHBIH, HO  YETKO  OTIMYHBIA Iy
MUTOXOHJpPHAIBHBIX rarmtorpymnn [Starikovskaya et al., 1998; Starikovskaya et
al., 2005; Volodko et al., 2008; Perego et al., 2010; Achilli et al., 2013].

[To pesynpraTtam uccnenoBanus anepuoit JJHK nokaszano orcyTcTBue
3HAYUTENHHOTO TOTOKA TEHOB HM3BHE B TEHO(OHJ OEperoBBIX UyKuell u
3CKMMOCOB Ha MpOTSXKEHUU Mo MeHbled Mepe 200 moxoneHuil, kpome
TaKOBOTO OT WX HEMOCPEICTBEHHBIX COCeNeil — KOpPSKOB, MTEIBMEHOB W
FOKarupoB; MPOJEMOHCTPHPOBAHO YETKOE TEHETHUECKOE OTINYNE HAYKaHCKUX
3CKUMOCOB OT TMPOYUX CHOMPCKHUX ICKUMOCOB, a TaKXKe TO, YTO OHH, HAPSIY C
nayntamMu Kananel u ['peHimaHanm, SBISIOTCS MOTOMKaMH HEO3CKHMMOCCKOM
KyabeTypsl Tyie.
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BbIBO/JbI
MWUTOXOHAPHANBHEIA TeHO(MOHT YyKYeH, HAyKaHCKHX, CHPEHUKOBCKHAX H
YAIUIMHCKUX 3CKHUMOCOB, ¥ KOMAaHAOPCKUX aJ€yTOB MPEACTABIICH
ramtorpynmamMu A2a, A2b, C4b2, C5a2, D4bla2al, D4blc/D3, D2al,
D2ala, D2alb.
IToxa3aHbl reHEeTUYECKUE pa3auuMsl B SJEPHOM M MHUTOXOHJPUAIBHOU
JHK w™exny rtpynmamMu CHOUPCKHX OSCKHMOCOB, IPEACTABIISIONINX
najaeo- ¥ HEOICKUMOCCKHE BeTBH. CUPEHUKOBCKUE 3CKUMOCHI, HOCUTEIU
MUTOXOHJpHANbHON ramrorpymnmsl  D2alb, BeposTHO, SBIAIOTCA
MOTOMKaMHU MaJ€O3CKUMOCOB [0 MATEPUHCKOM JIMHUM, TOrJa Kak
HayKaHCKHE 3CKHMOCHI, HOCUTen! ramiorpynmsl D4bla2al — motomMmkamu
HE03CKUMOCOB.
Ha ocHoBe oOHapyxeHHS CECTPHHCKHX rammotunoB D4bla2al y
TyOasapoB ceBepHOTO AnTas, HAyKaHCKHX JCKHMOCOB WM KaHAJCKUX |
TPEHJIAHJCKUX MHYUTOB, IPOJEMOHCTPUPOBaHA UX IEHETHYECKasl CBS3b,
MOJATBEp)KAAfoIas TUMOTe3y O TOM, HYTO0 4YacTh reHodoHzaa
HETIOCPEJICTBEHHBIX MpeAKOoB HHJeleB CeBepHOl AMEpUKHN BO3HUKIIA B
pedyruyme FOxuo#t Cubupnu — Anrae-CassHCKOM Haropbe.
Bo3pacT BO3HUKHOBEHUS MUTOXOHIPUANbHBIX IaIUIOrPyII, NOJIy4YEeHHbIN
npu  ToMomM  OMOWH(OPMAaTHYECKHX  METOJOB,  XapaKTepU3yeT
BPEMEHHYK)  KapTHHY  pacHpoCTpaHEHUss  HUX  HOCUTENEeH U
MOATBEPKAAECTCSI NaHHBIMU PAJUOYTIIEPOAHOIO aHAIN3a HMEIOIUXCS
IpeBHHX oOpa3moB. I[loka3aHo, WTO Nal€03CKMMOCCKAs TaruIorpymmna
D2al Oonee uWemM Ha [Be TBHICSYM JeT CTapiieé HEOICKHMMOCCKOH
ramtorpynmsl D4bla2al — m.11383T>C — m.14122A>C — m.16093T>C.
Ha ocnoBe ananmu3a snepraoit JIHK mast GeperoBeix gyk4eid M CHOMPCKUX
3CKMMOCOB MOKa3aHO OTCYTCTBHE 3HAYUTEJIBHON I'€HETUYECKOM MpUMeECH
Ha OpOTsKeHUU no MeHbuiedl mepe 200 mokosneHwil, kpome TOH, 4TO
OBLTa IMoJTydeHa OT KOPSAKOB, HTEIHbMEHOB M FOKarMpOB.
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