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M3ydyeHure reHeTM4eCcKOro KOHTPOJIsl MUTMEHTALMU BbIsIBUIIO MHOXecTBO JIHK-MapkepoB, BAMSIIOIIMX HA
dopMupoBaHMe LIBETA IIa3 1 BOJIOC YeIOBeKa. 3apyoexxHas maHenb MapkepoB HlrisPlex paspaborana Ha
OCHOBE I'€HEeTMYEeCKOro pasHooOpasusi HacejieHUus1 3aranHoii EBporibl 1 MMeeT HECKOJIbKO CHUKEHHYIO
TOYHOCTb B POCCUMCKUX TOITYJISIIIUSIX, TOTIAa KaK OTeYeCTBeHHAs MaHe b MapKepoB, BKiTovatotias 31 SNP,
pa3paboTaHa Ha poccuiickux BeibopKax. B naHHOM ucclienoBaHMM M3YYEHO pacIIpOCTpaHEeHNE 3TUX Map-
KepoB B oy sAnusx Poccnu u conpenenbHbIX cTpaH. Kaxknplit 13 31 MapkepoB, BXOISIINX B OTEYECTBEH-
HYIO TTaHeJ b, ObUI TCHOTUITMPOBAH Y MpencTaBUTe ek 22 MOMyJIsSILUii, OXBaThIBAIOIINX OCHOBHOE Pa3HOO0-
pasue reHoponnoB CeBepHoit EBpa3um, mo cymmapHoii BEIOopKe 1153 yenoBek. Ha ocHoBe Imomyd4eHHBIX
aJUTIeJIbHBIX 4aCTOT ObUT CO3IaH KapTorpaduuecKuii aTiaac, KOTOPbI BKIIOYMII KapThl pACIIPOCTPaHEHUST 62
ajuteliei, a TakKe KapThl YyBCTBUTEILHOCTH TIPEAUKIIMK (peHOoTHUNa no reHoTuIry. Kaprorpaduyeckuii u
CTaTUCTUYECKUIT aHAJIU3bI BBISIBUJIM TP OCHOBHBIE 3aKOHOMEPHOCTH TeHETUUECKOTO JlaHa1adTa MapKe-
pPOB MMUTMeHTAalIMU. BOo-TIepBBIX, OCHOBHBIM ITAaTTEPHOM OOJIBIIIMHCTBA KapT SABJISIETCS TPAIUEHT U3MeHe-
HUI 4acTOT B HalIpaBJIEHUU “BOCTOK—3aran”. B 00JbIIMHCTBE cilydyaeB (HO €CTh M UCKJTIOUEHMSI ) K 3araay
HapacTaeT 4acToTa ajulesisl, OMPeaesIsTIONIero CBETIIYIO MTUTMEeHTAIINIO IJ1a3 M BoJjioc. Bo-BTOpBIX, OTCYT-
CTBYET CBSI3b MEXY BeJIMUMHOM reHeTnyeckoro Bkiana JJHK-Mapkepa B mUIrMeHTALIMIO U €r0 MEXIIOITY-
JISIMOHHOM M3MEHYMBOCTBIO. B-TpeThrx, 00HapykeHO TeHeTHnYecKoe cBoeobpasue momyssiuii Kaskasa
U Ypaia, y KOTOPBIX YaCTOThI TeHETMYECKUX MapKePOB IMMUTMEHTALIMM HECBOAUMBI HU K “3aIamHoMy”, HU
K “BocToyHOMY” THITY. KapThl 4yBCTBUTEIBFHOCTH IIPEANKIINY MUTMEHTAILIMK BBISIBUJIN TakKXKe CBOeoOpa-
3U€ PYCCKUX MOMYJISILIUA.

Knwoueswie crosa: reHoreorpacdus, atiiac, nurmeHrauusi, CesepHasi Espasust, JIHK-mapkepsl, ipenukius,
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KapThl.
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CrenieHb MNUTMEHTALIMM, OIIpelIesisiioniasl IBeT
[J1a3 U BOJIOC YeJIOBEKa, SIBIIIETCS TPAIULIMOHHBIM 1
OIHUM U3 Hanbosiee MTHTEHCUBHO M3y4yaeMbIX (DeHO-
TUITMYECKUX MTPU3HAKOB 3a BCIO UICTOPUIO TEHETUKM.
I'eHeTMYeCcKUiT KOHTPOJIb MMUTMEHTALIMY Y YeJIoBeKa
XOPOIIIO U3y4YeH, OIpeAceHbl OCHOBHbBIE T€HbI M UX
aJIjieJid, HO TIPU 3TOM IIPOJIOJIKAIOT ITOSIBIISITBCSI BCE
HOBBIE JaHHBIE — BO-IIEPBBLIX, O HOBBLIX MapKepax,
TaK>Xe BHOCSIIMX CBOI BKjad B (DEHOTUIBI ITUTMEH-
Talli, U BO-BTOPBIX, 00 OCOOEHHOCTIX IFeHETHUYE-
CKOTO KOHTPOJISI MUTMEHTALIMU B Pa3HBIX ITOMYJISIIIN-
gax. CTeneHb CIOXHOCTYA M3Y4YEeHUsSI TeHETUYECKOIO

! Nononuurenshas uHpopManys 1Ist 9TOI CTATbH AOCTYIIHA
no doi 10.31857/S0016675821120031 myisi aBTOPpU30BAHHBIX
MOJIb30BaTeJICH.

KOHTPOJISI HapacTaeT Tpu Tepexojie OT LiBeTa a3 K
LIBETY BOJIOC, U Aajiee — K [IBETY KOXU.

IlepBoe HampaBieHue — OOHapyKeHHWE HOBBIX
MapKepOoB — ceiiuac pa3BUBAETCI B OCHOBHOM 3a CUET
HaKOTILIeHUs OOJIBbIIIMX BEIOOPOK, KOTOPhIE OMHOBpE-
MEHHO 1 (DEHOTUIIUPOBAHbI T10 LIBETY BOJIOC, Y TEHO-
TUIIMPOBAHbI 110 IIMPOKOTEHOMHbBIM TaHeasM. Ha-
npuMep, ucciegoBanue [1] ocHoBaHO Ha TaHHBIX O
oosiee yeM 350 TwIC. yestoBeK u3 buodanka Coenu-
HEHHOT'O KOPOJIEBCTBA, a padoTa [2] — Ha JaHHBIX O
OoJtee yeM 150 ThIC. UeTOBEK, U3YYEHHBIX KOMITAaHUEH
23andMe. Ecnu BaxHelIIe reHeTUIeCKe BapruaH-
Thl, BHOCSIIIME OCHOBHOI BKJad B ¢OpMUpOBaHUE
1IBeTa BOJIOC U TJ1a3, eAMHUYHBI, TO YMCJIO BapuaH-
TOB, BHOCSIIIIUX MEHbBIINI, HO 3aMETHBII BKJIaJ, UC-
qucasgeTcs JecsaTKaMu, a oomiee ynciio SNP, accorm-
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MPOBAHHBIX C IIpU3HAKAMM ITMTMCHTAIIUM, 110 HCKO-
TOPBIM JaHHBIM IMPEBLIIIACT ACCATDH ThICAY.

Bropoe HanpaBieHne — n3ydeHne pa3HOOOpa3us
YyeJI0BeYeCTBA T10 TeHETUKE MUTMEeHTAlu — ToApa-
3yMeBaeT HE TOJBKO OYEBUIHBIC PA3IMUYUS B 4aCTO-
TaX KJIIOYEBBIX T€HOB MEXIY Pa3HBIMU ITOITYISIIIASIMU
(KOTOpBIC U OIpeacsiioT pa3HOOOpa3re MOy Ly
10 IIBETY IIa3, BOJIOC 1 KOXKM), HO 1 Pa3IN4usI B TOM,
KaK/e UMEHHO I'eHeTUUECKIE MapKephbl OMPEIeISTIOT
XapakTep NMUTMEHTAllMM B JaHHOM peruoHe. Hau-
OoJplllee pa3HoOOpasue Mo (peHOoTUIaM M TeHOTHU-
naM ITMTMEHTAIIMM HabIogaeTcs y eBporreiiies. [1pn
5TOM HETeMHbIE OTTEHKH 1IBETa BOJIOC U IJ1a3 BCTpe-
YarOTCA U B HEKOTOPBIX IPYIUX MOMYIALUAX MUpPA.
ITokazaHo, 9yTo HaOOp TeHETUIYECKNX MapKepoOB, ac-
COLIMMPOBAHHLIX ¢ 1IBETOM I1a3, B EBpore, FOxHO
Asun 1 BocToyHoii A3um HeoguHakoB [3]: XOTs B
HEM y4acCTBYIOT OOBIYHO OIHU U T€ K€ I'€Hbl, OOHU U
Te Xe MeTaboJIMYeCKUe MyTHU, HO HabOphl ajuiese,
BOBJICYEHHBIX B KOHTPOJIb MUTMEHTALIUM, MOTYT pa3-
JIMYAThCS B PA3HBIX MOMYIILusaIX Mupa. OcoOeHHBIM
0OOraTCTBOM U pa3HOOOpa3reM OTJIMYAIOTCS] BapUAHTHI
T€HOB, KOHTPOJIMPYIOIINE LIBET KOXU: UX pa3HOOOpa-
31e BEJIMKO JaxKe B Ionmysimsax Adpukny roxHee Ca-
Xapbl, HECMOTpPSI Ha UX Kaxyleecs: (peHOTUMUYECKOE
eIMHOoO0Opa3ue 110 LIBETY Koxku [4]. B 11e;1oM cunTaercs,
YTO LBET KOXU (hOPMUPOBAJICS IO CHIbHBIM TaBJIC-
HUEM €CTeCTBEHHOIo OTOOpa U oIpeaesiics oaiaH-
COM 3alllUTHl OT YyJbTpaduonera U HEOOXOIUMOTO
YPOBHs CHMHTe3a BUTamMuHa D, Torma Kak B paciipo-
CTpaHEeHUU aJljielieil IBeTa I1a3 U BOJIOC CYIIeCTBEH-
HYIO POJIb UTPAJIX 1 IIOJIOBOM 0TOOD, U Apeiicd reHoB.

3HaHUSI O TEHETUYECKOM KOHTPOJIe MTUTMEeHTAluU
yXe IIUPOKO TPUMEHSIIOTCS IO MeHblleit Mepe B
IBYyX obnactsax — npu n3ydeHun npesHeil JHK u B
KpUMMHaIUCTUKe. [Ipu aHanu3e ApeBHUX IOIYJIsI-
LIMI 4acTo MO UX FeHOMaM OIIpeNesISIIoTCsS BEPOSIT-
Hble PEHOTUTIBI, U B TIEPBYIO OUepellb KaK pa3 Mpu-
3HaKW NMUrMeHTaluu. Hampumep, reHeTu4ecKoe uc-
cliefoBaHre HacejJeHus JpeBHero (MMHONHCKOTO)
Kputa noxkazano, 4yTo OHO MMEJIO TEMHbIE IJ1a3a U
TEMHBbIE BOJIOCHI, & 3HAYUT BIIOJHE COOTBETCTBOBAJIO
CBOMM M300pakeHUsIM Ha KepaMUKe U ppeckax [5],
npuyeM 3TOT PEHOTHUIT OBIJT pacIpoOCTpPaHeH Ha OCT-
poBax Dreickoro Mopsi 1o MeHbIIIe Mepe ¢ OpOH30-
Boro Beka [6]. MccmemoBanus npesHeit JJHK Taxkske
IMOMOTaIOT BbISICHUTD, B KAKOE BPEMS U B KAKWX PETU-
OHaxX MUpa PaCOpPOCTPAHSIUCH AJUIETIU, CBSI3aHHBIE C
MNUTMeHTalueil, B IEpBYyIO odepenb “eBpolleiickue”
aJJICJIV CBETJION MMUTMEHTAMN. DTH aJijIeld oOHapy-
KUBawTCcsl y HacesleHUss CKaHIMHABUM, HauMHasl C
MEe30JIMTa, HO 151 Oosiee IOXKHBIX objacTeil (kak 3a-
nagHoM, Tak u BocrouHoit EBpomnbl) B Mme30JiuTe Xa-
pakTepHa TeMHasl MUTMEHTALIMsI, B TOM YUCJie KOXU
[7—9]. TloBblllleHUE 4YaCTOTHI “CBETJIbIX” ajuienei
Hayajaoch C HEOJUTA U MPOJOIKAIOCh B MOCENyIO-
e nepuoab! uctopuu [10]. IMpu 3TOM B IpenKoBoi
JUJTsl HEOJIUTUYeCcKoi EBpornbl momnyisiuuy aHaTOIM -
CKMX 3eMJIENENbIIEB 3TU aJLJIeJIU XOTS U BCTPEYaIUCh
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[11], HO OBITM penkn. UH(MOpMaLINM 11O IPEBHUM MO~
MYJISLMSIM C TEpPUTOPUU HbIHelIHel LleHTpaabHOM
Poccuu kpaiiHe Majio, HO MMEIOIIMECST JaHHBIE IO
daTbIHOBCKOM KynbType [12] yKaspIBalOT, 4YTO B
OpOH30BOM BEKe OOJBIIMHCTBO HACEJIEHUS ObLIO
TEMHOIIMTMEHTUPOBAHHBIM, XOTSI OKOJIO TpeTu (a-
ThSTHOBIIEB MEJIM TOJTyObIe I71a3a ¥ CBET/IbIEC BOJIOCHI.
Bce aTu olleHKM MUIMEHTAlUX 110 TeHOTUITY OCHO-
BBIBAIOTCSI HAa MCCJIEOOBAHUSIX CBSI3W T'€HOTUII—(de-
HOTHII, IIPOBEASHHBIX IJIsi COBPEMEHHBIX €BpOIIeii-
LIEB, MIOATOMY MX IPUMEHEHME IJIsI HaceJeHUs Opy-
rMX OBII0X M OPYyTMX PEruoHOB MUpa SBJSETCS
DKCTPAITOJISILIUCHA.

Btopoe HampasiieHre, mpuMeHsIOIIee 3HAHUS O
TEHETUYECKOM KOHTPOJE IMUTMEHTAlMU, — KPUMU-
HajmcTuka. OU4eBUIHO, YTO BO3MOXKHOCTD IMpencKa-
3aHMs BHEINHOCTH YenoBeka 1o ero JIHK, B Tom ync-
Jie OOHapYKeHHOI B CJI€IOBbBIX KOJIUYECTBAX, IS 1Ie-
JIeii KpUMUHAJIMCTUKU KpaiiHe BaxkHa. IToaTomy B
paMKax UMEHHO 3TOTO HampaBJIEeHUsI OBLJIM OTOOpa-
HBl M3 BCEr0 MHOXECTBAa I'€HETMYECKUX MapKepOB,
aCCOLIMUPOBAHHBIX C TMIMEHTalueil, Te peajbHO
3HaynMble JTHK-Mapkepbl, KOTOpbI€ TTO3BOISIOT IO
TEHOTHITY OIIPEACIUTh BEPOSITHBIN (peHOTUI, U pa3-
pabGoTaHbl KOHKPETHBIE aJITOPUTMBI IPEIUKIIVMU ITUT-
MeHTauuu. VicciaemoBaTeassMU TOJIAHIACKOTO YHU-
BepcureTa uM. Dpa3ma PoTTepmaMcKoro u nx KoJjuie-
raMu ObUIM IOCJeaoBaTeIbHO pa3pabdoTaHbl TPU
TaKHe ITaHeJId MapKepOB M COOTBETCTBYIOIINE ajIro-
PUTMBI IpeIuKInK (heHOTUIIA TI0 TEHOTUILY: TaHEeIb
IrisPlex (mpenukius useta a3 [13]), manens Hlris-
Plex (mpenukiuus uBera 171a3 u Bojoc [14]) u maHens
HlIrisPlex-S (mpemuxkiius 1BeTa Ij1a3, BOJIOC 1 KOXU
[15]).

DTHU maHeaM pa3paboTaHbl IPEUMYIIIECTBEHHO Ha
oOpa3uax U3 roJUIaHICKON MOMYJIsSIMU, U, XOTSI OHU
¥ OBUIM BaJMOVMPOBAHBI HA IIPEICTABUTEISIX eIlle TPex
cTpaH 3apyoexkHoi EBpomnbl, ocTaeTcsi HeM3BECTHBIM,
HACKOJIbKO OHM MH(pOPMAaTUBHBI IS HACEICHUS IpY-
TMX PErMOHOB MMpa, IOCKOJIbKY IT€HETUYEeCKMT KOH-
TPOJIb MUTMEHTALIMX HEONUHAKOB B HACEJIEHUM Pa3HbIX
yacTeit cBeta. OTo 0COOEHHO aKTyaIbHO IJTsI TeHO(OH-
J1a HaceneHus1 Poccuu 1 corpeneabHbIX CTpaH, KOTO-
PBIii XapaKTepU3yeTCsT HAOOIBIINM MEXITOITYJISIII -
OHHBIM pa3HOOOpa3WeM MO CPAaBHEHUIO C TEHO(OH-
JIaM1 KOPEHHOTO HaceJeHMsI BCEX APYTUX PEeTMOHOB
mupa [16]: reHodOHIBI HaceIeHUS pa3HbIX PETHOHOB
Poccuu reHeTHyecKy 3HAUUTEIBHO OTAMYAIOTCSI HE
TOJILKO OT HacejieHus 3armagHoii EBponbl, HO 1 1pyr
oT apyra. OQHU U Te >X€ MPU3HAKU BHEIIIHOCTHU B Ha-
CeJICHUM Pa3HbIX PETrMOHOB MOTYT OMpenessiThCs
pa3sHBIMUA MyTallMsSIMU B OJHMX M TeX K€ T'eHaxX WU
pasHeiMu  KoMmriekcamu JIHK-mapkepos. TTostomy
MPUMEHEeHNE 3apyOEeKHBIX KPUMUHAIUCTUIECKUX Ha-
6opoB i1 HaceiaeHus Poccuy MoxkeT MMeTh pas3imd-
HyI0 MTHPOPMaTUBHOCTh B pa3HBIX perrnoHax Poccum.
OnHako TOYHOCTh OMpelefeHUs] MUTMEHTAlUUuU IO
TEHOTHITY MOXHO ITIOBBICUTD, €CJI KOPPEKTHO IIPO-
BecTH ucciienoBanus cBsa3u JJHK-mapkepos 1 mipu-
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3HAKOB BHEIITHOCTU B MOITYJISIIUSIX, OXBATHIBAIOIINX
TeHeTUYeCcKoe pa3HooOpasue HaceiaeHus: Poccuu u
COIIpeNeNbHBIX CTpaH. Takas 3amada SIBJISIETCS HE
TOJIBKO MUOHEpCKoit st Poccuu, HO akTyanbHa IS
MUPOBOM HAayKHU B 1I€JIOM, a TaKKe JUISI KpUMUHAIM-
CTUYECKOM MPAaKTUKH.

IIpoBeneHHass HaMu IIpsIMasi IIPOBEPKA TOYHOCTH
npenckazanmit cucremMbl HIrisPlex Ha mmomyssiimmsix
Poccuu [17] mokaszana, 4To TOYHOCTh B LIEJIOM YIO-
BJICTBOPUTEJIbHAS, XOTSI M HECKOJIBKO CHIKEHHASI 110
CpaBHEHUIO C TOYHOCTHIO €€ pabOThl HA 3araTHOEB-
poOIleiCKMX nonyJsiuusax (mokasaTelr KadecTBa I10
pa3HBIM IIpU3HAKaM IIBETa I71a3 U BOJIOC COCTABIISIIOT
okojio 0.9 mmst HacenmeHus: 3apyOexHoii EBpombl u
okoJjio 0.8 mis1 HaceneHus1 Poccun). DTo 0COOEHHO
BBIpaXXEHO [UISI KOpeHHOro HaceneHuss Cubupu:
HlIrisPlex mipenckaspiBaeT TeMHBIC TJTa3a IIpakKTUde-
CKU JJIsl BCEX CMOMPCKMX 00pa3lioB, TOrIa Kak y He-
KOTOPBIX M3 HMX LBET IJIa3 B NEUCTBUTEIHLHOCTU
CBETJIBIM WJIM IO MEHbIIEH Mepe cMelraHHbIi. [1o-
3TOMY MBI IIPOBEJIN MOJTHORK30MHOE CEKBEHUPOBA-
HUe (a TaKXKe CEKBEHUPOBAaHNE MHTPOHOB IT'€HOB) JIJIST
TPEXCOT 00pPa3LOB IIPEACTABUTEICH pa3IMIHbBIX ITOIY-
il Poccym 1 corpeieIbHbIX CTpaH, ISl KOTOPBIX
OBLIO TAKXKE IIPOBEICHO onpeaeieHre (DEHOTUITIOB ITUT-
MeHTaluun. Pe3ynbraThl HO3BOMMIN BEIACIUTD IIaHEIb
reHETUYECKNX MapKepOB, OINTUMAJIbHBIX IJIs IIpe-
JUKIIWU MATMEHTAIIMK a3 U BOJIOC KOPEHHOTIO Ha-
ceneHusl Poccuu; mocienHuii BapyMaHT 3TOI MaHeIn
Bkaouni 31 mapkep [18, 19]. U3 atux 31 mapkepa
IIECTh MapPKEPOB BXOAAT Takke B ITaHenb HIrisPlex
elle ceMb MapkKepoB BxondT B maHeiab HlIrisPlex-S
(T.e. OJIsT €eBPOICHUCKUX MOMYISLUNA OHU CBSI3aHBI C
NUIrMeHTalel KOXU, HO He m1a3 1 Bojoc). Ho 6oJib-
IMMHCTBO MapkepoB (octaibHble 18 SNP) panee He
CBS3BIBAJIMCH C IIpU3HAKaAMM ITUTMEHTALIUM, T.€. ObI-
JIV BBISIBJIEHBI KaK 3((eKTUBHBIC UMEHHO JJISI HAace-
nenust Poccun. OmHako nxX MpoCTpaHCTBEHHOE pac-
npeaejieHrue B IIOIYISLIMIX KOPEHHOTO HaceJIEHUs
CesepHoii EBpa3uu octaeTcss HEU3BECTHBIM.

IMosToMy 11e7b MTaHHOM PaGOTHl — M3YYMTh pac-
MMPOCTpaHEeHUE TCHETUIECKUX MapKEPOB, CBI3aHHBIX
C MUTMeHTaluel (oTeyecTBeHHAas1 naHesb u3 31 Map-
Kepa), B tonyisanusx CeBepHoit EBpaszuut 1 m1st 3T0-
TO co3maTh KapTorpaduiecKuii aTrac reHeTUIECKOTO
KOHTPOJISI TUTMEHTAllMd B KOPEHHOM HAaCeJICHUU
Poccum u conpenenbHBIX CTpaH.

Kak m3BecTHO, “aTyiac — 3TO cHCTEMaTUYECKOE
cobpaHue KapT, BBIMNOJIHEHHOE 110 €AWHOI MporpaM-
M€ KaK LI€JIOCTHOE IPOU3BENCHUE U U3IAHHOE B BUIE
KHWTY WM KOMIUIEKTA JIUCTOB. DTO HE IIPOCTO HAbOp
KapT 11011 OOIIKMM IIepPeIIeTOM, HO CHUCTEMa B3auMO-
VBSI3aHHBIX U B3aUMONOIOJHAIOIINX APyl JOpyra
KapT”’, a OMHO M3 IpeaHa3HAYeHUIi1 aTjiaca — IIpOBe-
JIeHne yrmyOJneHHBIX HayIHBIX McciaemoBaHmit [20].
ATitac mpencTaBisieT co00i KOMIUIEKC KapT B3auMO-
CBSI3AHHOTO TEMAaTUYECKOIO COIAECPXKAHWS, BBIMOJ-
HEHHBIX B €IMHOM CTWJIe, MPOEKIIMK, MaciuTabe u C

BAJTAHOBCKA{ wu np.

eIMHBIM 0XBaToM TeppuTopun. [loaToMy maHHas pabo-
Ta HalleJieHa Ha CO3JaHue aTiaca TeHETUYeCKOro KOH-
TPOJIsI IMIMTMEHTALIMM KOPEHHOIo HaceleHust Poccnu n
COIpeAeSTbHBIX CTPaH, KOTOPBIM, YIOBIETBOPSIS BCEM
TpeOGoBaHUSIM KapTorpapudyecKoil HayKW, IT03BOJIMII
OBl BBISIBUTH OCHOBHBIE TPEHABI 1 OCOOEHHOCTU TeHe-
THUYECKOTrO JIaHAmAadTa TeHOB, OTBETCTBEHHBIX 3a
nurMeHTauio HaceaeHust CeBepHoii EBpaszun.

MATEPUAJIBI U METO/bI
Obpa3sybl u eeHomunbt

ATJIac TEHEeTMYECKOIo KOHTPOJs ITMTMEHTalluU
ocHoBaH Ha JIHK-nipodusix 1153 06pa3uos 13 MHO-
XKECTBa MONYJISIIMIA, OXBAaThIBAIOIIMX OCHOBHOE TIe-
HETUYECKOE pa3HOoOOpa3ue KOPEHHOTO HacCeIeHUS
Poccuu u conpenenbsHbix ctpad. O6pasusl JJHK no-
JyaeHbl u3 bunodanka CeBepHoit EBpasuu u cobpaHbl
Ha OCHOBE TOOPOBOJBHOTO YYaCTUS M MMCHhbMEHHOTO
MH(OOPMUPOBAHHOTO COMIACUSI TIOJ KOHTpOJIEM DTU-
YeCKO KoMUCCHUU MenrKo-reHeTUIeCKOro HayqHo -
ro neHTpa. O0pas3ibl MOTyIeHBI OT HEPOICTBEHHBIX
MeXIy co0oii MmpencTaBuTesieii KOPEHHOTO Hacese-
HUSI, KOTOPbIE B TPeX ITOKOJICHUSX (BKJIIOYast 000MX
0alyllIeK U 1e10B) OTHOCUIU Ce051 K TaHHOMY 3THOCY
U TPOUCXOAST M3 ONHOM momyiasuuu (IMoapoOHO
rnomxoabl K cOopy o6pas3uoB onucaHbl B [21]). 1153
00pa310B, TeHOTUIIMPOBAHHBIX B JAHHOM HCCJIEI0-
BaHUM, He BKIo4aloT B ce0s1 301 oOpasell, CeKBEHU -
pOBaHHEINM B Hallleil Ipeabiayieii padote [18]. dasa
LieJiel TAaHHOIO MCCJIENOBAaHUSI ObLIM BbIICICHBI 22
METaIoNnyJISILMM, HAbOp KOTOPBIX OXBaThIBAET OC-
HOBHOE Ir'eHeTu4YecKoe pa3HoobOpas3ue HaceaeHus Ce-
BepHoi EBpasuu. 3areM m3 KoJuleKUuii O6mobdaHKa
OTOMpaIMCh 00pa3lbl, OTHOCSIIIMECS K KaxXIou u3
METanoMy/IsILMiA, TAKUM 00pa3oM, 4TOObl BLIOOPKa U3
KaxKIIoil MeTanoIy/sIuy cocTaBria okono 50 oopas-
11oB. I1py1 3TOM MBI CTPEMMIIMCH OXBATUTh U Pa3HOO0-
pa3ue BHYTPU METAIIONYJISIIINiA, HalIpUMep BKIIIOYUTh
0o0pa3libl HE OMHOI, a HECKOJbKMX 3THUYECKMX WU
CyO3THUYECKHUX TPYIIT B Mpeaeaax MeTaronyJIsiiui.
[IpenmouyreHure ormaBaaoch 0Opa3iaM, M0 KOTOPBIM
B OMoOaHKe MMENNCh HE TOJBKO OMOJIOTUYECKUE 00-
pa3slibl, HO U aHTponojorudyeckue dororpaduun ais
BO3MOXHOCTH oIpeneiieHnus ¢eHorura. IlepeyeHb
W3ydeHHBIX ITOIYJISILINI TTpeACTaBIeH B Ta0M. 1, mpuuem
HOMeEpa METaMNoNy/sIUi  COOTBETCTBYIOT HOMeEpaMm,
MOAIIMCaHHBIM Ha BCeX KapTax B MECTaX X PacmoJjio-
XKEHUSI.

I'eHOTMIIMpPOBaHME MPOBEACHO C UCMHOJIb30BaHU-
eM YMIla MHIMBUIyaJbHOTo nu3aitHa Infinium iSelect
HD Custom BeadChip (Illumina, CIIIA) Ha 1urat-
dopme iScan (Illumina, CIIIA). ITporpammoit Ge-
nomeStudio v2.0 cpopmupoBaHa IJIsT KaXIoro o0-
pasziia MHTerpajbHas OlleHKa KauyeCcTBa MOJy4eHHBIX
pe3yabraToB CallRate, xoTopast 11 Bcex oOpasioB
cocraBuia He MeHee 0.99. C momollblo mporpamMmm-
Horo obecneueHus: PLINK un3BiieueHbI reHOTUIIBI 110
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Ta6omuna 1. M3yyeHHbIe METAMOMYJISILIMU C yKa3aHUeM 00beMOB BEIOOPOK (N) 1 HoMepoB (N2), COOTBETCTBYIOIIMX MO/~
MUCSIM Ha KapTax

Meranonysims CocraB (3THUYECKHE
N leorpacdrueckre KoopauHaATHI METATIOIMYJISIIIUN
Ne | ycnosHoe Hazamue |M PETMOHATBHBIC IPYIIIbI)
1 Kamuarka Kopsiku, uykum 51 | CpenHue 110 JIOKQJIBLHBIM TTOMYJISILIMSM KOPSIKOB
u uykueit Kamuarku
2 Amyp Hanaiinsr 48 | CpenHue 110 JIOKaJbHBIM IOIYJISIIUIM HaHaH1IeB
IMpuamypbs
3 TyHrychH DBEHKU, 3BEHEI 54 | CpenHue 110 JOKAIBLHEIM ITONYJISIIASIM YBEHOB
¥ 3BeHKOB [lanibHero Bocroka
4 IOxHast Cubupnb TomxuHIIbI, Todazapbl 53 | KoopouHatsl Tohanapon
Anrae-CasHbl AJTaiIe 50 | CpenHue 110 JOKAIBHBIM ITONYJISIIASIM CEBEPHBIX
U I0XKHBIX aJITAllIeB
6 MoHronus MOHTOJIBI 50 | CpenHue 110 JJOKAJIBHBIM ITOMYJISIIUSM CyO3THOCOB
MOHTOJIOB
7 Vrpot XaHTbI, MAHCU 51 | CpenHue mo JOKAJIbHBIM NOMY/ISIIASIM XaHTOB U
MaHCU
8 Kazaxcran Haponsl Kazaxcrana 72 | KoopmuHatel neHTpa Ka3zaxcrana
9 Tampxukucran Haponb! Tamxukucrana 52 | KoopnuHathl mryrHaHiieB (Hapoasl [lamupa)
10 Samagusiii KaBkas AIIbITeAIIBI 61 | CpemHue 110 JIOKAJIbHBIM ITOMYJISILIUSIM afbIreiilieB
Y TPUYEPHOMOPCKUX I1ATICYTOB
11 Bocrounsiii KaBkaz | Haponws! /larecrana 50 | CpenHue 110 JOKJIBHBIM MOMNYJISILIASIM HApOIOB
JlarectaHa
12 3akaBKa3be A3zepOaitmkaHIIbl 49 | KoopnuHatel ieHTpa A3epOaiimkaHa
13 Pycckmii CeBep Pycckue ceBepHbie 51 KoopauHatse! [TnHexcKoro paitoHa ApxXaHTreJbCKOH
MOoNyJasILIun obnactu
14 Pycckue Pycckue nomymnssimmn 55 | KoopmuHats! SIpociaBis (0OCHOBHAsI 4acCTh
(LeHTpaJIbHBIC) neHtpa Poccun BBEIOOPKU)
15 3apyb6exHas EBporra | MakeToHIIBI 50 | KoopmuHathel HeHTpa MakeqoHUM
16 3amnamgHbie TBepckue Kapensl, 50 | CpenHue 110 JOKaJIbHBIM ITOMYJISILIUSIM UKOPBI
(UHHO-YTPHI mKxopa
17 BocTtounsie cnaBsgHe | benopychl M yKparHIIbI 52 | KoopnuHatsl ieHTpa benopyccumn
18 MopnoBust Honynsuuu Mopaosuu 50 | CpenHue 110 JOKaJIbHBIM MTONYJISIUSIM MOKIIIY,
LLIOKIIIW U 3P35TH
19 Tiopku [Mpuypanes | YyBamm 50 | CpemHue 110 JOKaJIbHBIM MOMYJISILIUSIM CyO3THOCOB
yyBalei
20 Mapuii D Mapuiinbt 50 | CpemHue 110 JOKaJIbHBIM MOMYJISILIUSIM TOPHBIX U
JIYTOBBIX MapUMILIEB
21 [Iepmpb Komu-tiepmsiku 50 | CpemHue 110 JTOKAJIbHBIM ITOITYJISIIIMSIM
KOMU-TIEPMSKOB
22 FOxHBI Ypan Bamkupsr 53 | CpenHue 10 JOKaJIbHBIM MOMYJISILIUSIM OallIKup

31 AHK-mapkepy, UCIOJIb3yeMOMY B OTE€YECTBEH-
HOM IIPEIMKTOpE IMUTMEeHTAlluK: 15 MapKepoB Hau-
GoJiee BaxXHBI, a 16 UMEIOT MEHBIIIWIT BeC IIPU pacye-
T€ BEPOSITHOCTH TOTO MJIM MHOTOo peHoTuIa [ 18, 19].
Ha ocHoBaHuM moJrydeHHBIX TEHOTUIIOB OBLJIM pac-
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CYHMTAHBI YACTOTHI BCTPEYAEMOCTH KaXKIOTO MapKe-
pa B KaXIOM MeTaloMmyIsaIInd. DTH YaCTOTHI TIPeI-
cTaBJIeHHBI B Ta0J1. 2 (ny1st 15 Hanboiee BaXKHBIX Map-
KepoB) U B TaGa. 3 (mist 16 MeHee 3HAYMMBIX
MapKepoB).
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B Ta6:1. 2 1 3 my1g KaxXImoro ajiess IpuBeacHBI 110~
Ka3aTeJIu ero TeHeTUYeCKOro BKJIaia B MUTMEHTALINIO
a3 (Cg), Bosioc (Cy) U pbKUHBI Bojioc (Cg), Takxke
yKazaH cyMmapHbIii Bkian (C) Bo Bce Tpu MpU3HaKa
(KaxXXIpIii M3 KOTOPBIX B3SIT IO MoAyJito). [eHeTnye-
CKuii BKJaa pedepeHCHOro U aJibTepHATUBHOTO ajl-
JieJielt OMMHAKOB T10 BEJIMUMHE, HO Pa3/IMYeH I10 3Ha-
Ky. I3 nByx anneneil B Tabauiiax MpuBeaeH TOT, KO-
TOPBII KOHTPOJIMPYET CBETJIYIO MUTMEHTALIMIO TJ1a3,
CBETJIYIO TUTMEHTAIIMIO BOJIOC U PhIKUHY BoJioc. [1o-
3TOMY MOJOXUTENbHbIN 3HAK T€HETUYECKOTO BKJIaa
yKa3bIBaeT Ha KOHTPOJIb CBETIOM MUTMEHTAILIU, OT-
pMLaTeNbHBI 3HAK YKa3blBaeT, YTO 3TOT MapkKep
KOHTPOJIMPYET TEMHYIO IMUTMEHTALUIO (WId OTCYT-
CTBUE PbIKUHBI). [TOCKOJIBKY CO CBETION MUTMEHTA-
1IMeil oKa3aJIuCh CBSI3aHbI MPEUMYIIECTBEHHO ajlb-
TepHATUBHBIC aJlJIeJd, B TaOJIUIle OHM YKa3aHbI 0e3
WHJEKca, a s pehepeHCHbBIX ajljiejiell yKa3zaH BepXx-
Huii uagekc R (AR, CR, GR, T'®).

B Tabnunax Takke ykazaHo, kakue 13 u3 31 JIHK-
MapKepOB MPUCYTCTBYIOT B 3apyOeXXHbIX KPUMUHA-
Juctudyeckux naHesnsix: wects JHK-mapkepos u3
naHenu HlrisPlex yka3zanbl kak H u ceMb 13 maHenu
HIrisPlex-S ykazansl kak H-S. Ocranphbie 18 JIHK -
MapKepoB OBLIM BBISABJICHBI B HAIIUMX MPEIbIIYIIIAX
paboTax KaK BaXHbI€ IJIsI TEHETUUYECKOTO KOHTPOJIS
MUTMEHTAlIMU KOPEHHOro HaceyneHus Poccuu u co-
MpeneyibHbIX CTPaH.

Onpedenenue uyscmaumenbHOCMU NPeouKyul

Ilpy aHamu3e 4YyBCTBUTEABHOCTH IIPEAUKIINUA
MUTMEHTALUU aHAJU3UPOBAJIUCh TEHOTUITHI TOJBKO
TeX WHIWBUIIOB, IUISI KOTOPBIX MMEINCh KaUYeCTBEH-
HBIC IBeTHBIC (poTorpadun. [TosToMy B BEIOOPKY HE
BOIIIJIM IIECTh METANTOMYJISILINIA: TpY 3apyOexkHbIe (N 6,
15, 17) u Tpu poccuiickue (Ne 4, 5, 13). Hactb MeTaro-
MYJISIIWI ¢ MaJIoi BEIOOPKOIM (heHOTUIMPOBAHHBIX 00-
pa3loB OblUIa 00bEAUMHEHA C 00JIe€ MHOTOUUCIICHHBIMU
B TPpYU pervoHajbHbIE IPYIIbL: 1) HEHTpallbHBIE PYyC-
cKuye nmonyJisinuyu 1 MopaoBus; 2) nomyasiinuun, de-
HOTUMUYECKU MOTPaHUYHBIC MEXIY €BpONEeNCKUMU
n asmarckumu (yrpel, Kazaxcran, FOxubiii Ypain,
Tamxukucran); 3) Haponsl Bocrounoro Kaskaza u
3akaBkasbsi. OcTajibHbIE BOCEMb METANOMYJISIIIUA
Nel,2,3,6,10, 19,20, 21) obiaganu 60abIIMMU Pe-
HOTUIHUPOBAHHBIMM BBIOOPKAMHM M Kaxmas U3 HHUX
chopmupoBajia COOCTBEHHYIO PETMOHAIBHYIO MTOMY-
o, CyMMapHBIM 00beM BBIOOPKM ITOTYyYECHHBIX
11 permoHaIbHBIX NOMYISALUI (TPU OObETUHEHHBIX U
BOCEMb HCXOAHBIX METAIONyJIsIlil) cocTaBua 425
oOpasnoB. IlurMeHTanust olpenessiiach MO ILBET-
HBIM aHTPOIIOJOTHYECKMM (oTorpadrsiM IO CTaH-
JapTHBIM aHTPOIIOJOTUYECKUM IIKajaM (LIBET Iia3
no mkajie byHaka, nBet BoJjioc 1o mkajie Puiiepa),
a 3aTeM CBOIMJIACh K TPeM AUXOTOMUYECKUM IIpHU-
3HaKaM: 1LIBET IJ1a3 (TEeMHBII, CBETJIbIii), 1IBET BOJIOC
(TeMHBII1, CBETJIbIi1), PDKMHA BOJIOC (HAJIMYMUE, OT-
cyrctBue). I1oCKOIBKY IsT 3TUX 00pa3l0B UMEINUCh

BAJTAHOBCKA{ wu np.

W TEHOTHUIIBI, M (PEHOTHUIIBI, IJIsI HUX ObLia BO3MOX-
HOCTb CPaBHUTb (heHOTUII, IIPEACKa3aHHbIM 10 TeHO-
TUIY, 1 PEHOTUI, OIIPEACICHHBII 110 (poTorpadusim.
DTO MO3BOJUIIO PACCUUTATh UYBCTBUTEILHOCTD Mpe-
UKW 111 11 permoHajabHBIX MOMYISIUNA W TO-
CTPOUTH KapThl PETMOHAIILHOM YYyBCTBUTECIBLHOCTU
OpeIUKIIVHU [BETA IJ1a3 U BOJIOC.

Kapmoepaghuueckuii anarus

I1o yacToram ayteneil, npuBeAeHHBIM B Ta0d. 2 1
3, MocTpOeHBI 62 KapThl pacipocTpaHeHus1 62 ajie-
neit 31 JIHK-mMapkepoB, UCTIOb3yeMBbIX TSI TPEINK-
MU [IBETA I71a3 1 Bojoc. sl ymo6cTBa UTEHMS B Ta0-
JIMIIaX U B TEKCTE YaCTOThI BhIPAXKEHBI B MIPOILIEHTAX,
HO Ha KapTax TPagulIMOHHO IIPUBEACHBI B TOJISIX OT 1.
JJ1s1 Kaxkmoit MeTaIIOIyJISIIUK B Ta0IMIIax yKa3aH HO-
Mep, MO0 KOTOPOMY €€ JIETKO HalTU Ha KapTax.

KaprorpadupoBanue pacrpoctpaneHHoctu JIHK-
MapKepOB BBITIOJIHEHO CITOCOOOM MOCTOMHO OKpac-
K1 Ha OCHOBE CETOYHOII IM(ppOBOIl MOaeIN, IIpea-
CTaBJIgIONIel cCO00I MaTpUIly 3HAaUueHUII KapTorpa-
dupyeMoro Irokazartesisi (4acTOT BCTPEYaeMOCTU) B
y3/1ax peryJisipHOil KBaIpaTHON CETKU B IIPOEKIINU
KapThl. ICXOOHBIMY JaHHBIMU [IJISI CO3AaHUSI MOJIE-
JIM cayxXat reorpaduyeckue KoOOpAUHAaTHI i-Toii Me-
TanonyJjasuuu (Touka p;) 1 3HayeHue yactothbl JJHK-
Mapkepa (¢g;) B Heil. 3HaueHre YacTOThl ¢ B KaX/IOM
y3JIe PETYJISIPHOM CETKU p BBIYUCIISIETCS C UCIIOIb30-
BaHMEM MPOLEAYPHl CPEIHEB3BEIICHHON MHTEPIIO-

Jsmu [22]:
z Wid;

q(p) = ﬁ

i

) w[ = I/Sd(papi)k ’ k > 07

IIe CyMMUPOBAHUE BEIETCS TI0 BCEM OMOPHBIM TOY-
KaM p;, TIOMAaBIIUM B KpYyr paauyca R ¢ LIEHTPOM B
TOuke p, a yepe3 sd (p, p;) 0003HAYEHO PACCTOSIHUE
MEXIY TOUKaMU p U p; Ha cepe (KOOpArMHAThl TOUKU p
B IIPOEKLIMHU TTPU 3TOM TEPECUNTHIBAIOTCS B IIIUPOTY
U Joarory). I KapT atjlaca MOIeTUpOBaHUE BBI-
HoJHSIIOCH ¢ TapameTpaMu R = 3000 km m k = 3.

TemaTtuueckoe comepxkaHUE KapT BKIIOYAeT HeE-
MpepbIBHOE TM0JIE YacTOT IIpU3HaKa, IoKa3zaHHOe
CITOCOOOM ITOCTIOMHOI OKPaCKM C HAJIOXKCHUEM aHa-
JIUTUYECKON OTMBIBKM pelibeda [23]; n3obpaxkeHne
penbeda COBMEIIEHO ¢ TeMaTUYeCKUM CoAepKaHUueM
C UCIIOJIb30BaHUEM OPUTUHAJILHOTO aliroputMa [24],
MO3BOJISTIONIETO BU3YyaJbHO BOCIIPMHUMATH 1IB€Ta HA
KapTe C TAKMM CUHTE3UPOBAaHHBIM U300paKeHUEM B
COOTBETCTBMU C IIBETaMH INKajibl. ba3oBble ciou
KapTorparyeckoii OCHOBBI €IMHBI IS BCEX KapT
arjiaca M BKJIIOYAIOT B ce0sl OeperoBylo JIMHUIO, 00b-
eKThI Tuaporpadumn (KpyIHble peKH 1 03epa), Tocy-
JIapCTBEHHbIE TPAHULIBI, CTOJIUIIBI TOCYIaPCTB B BEK-
TopHOM (popMmaTte, pejbed B BUIAE CETOUYHOI MGPO-
Boii Mmomenu (ucroununk — GMTED?2010 [25]). s
BCEX KapT aTjiaca MCIIOJb30BaHAa OMHA U Ta K€ IIBETO-
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TEHOTEOTPA®UYECKUWH ATJIAC JHK-MAPKEPOB

Basd M YMCJIOBas IKajia, BXoadasa B JICTCHIY KaxXIon
KapThbl 1 co3aaromas €CAMHCTBO aTjaca.

Jlerenma KapThl BKJIIOYAET TaKK€ CTATHUCTUYEC-
CKYy10 MH(}pOpMaLMIO: KOJIUYECTBO METAIIOIYJISILIUMA
“K”, MUHAIMaJIbHOE “min”, MaKkcuMajbHOE “max” u
cpenHee “avr” 3HaYyeHWS NMPHU3HAKa, paCCUMTaHHBIE
o HudpPoBOI MOAEIN KapThl. AHAJIOTUYHEIEC CTaTU-
CTMYECKME MOKAa3aTeJIM pacCYuTaHbl 10 MHPOpMa-
yuy Tada. 2 1 3 U IpuBeIeHBbI B 3TUX TaOIULIAX: MU-
HUMAJIbHbIE N, MAKCUMAIBHBIE Gyax U CPENHUE
gmeaN YACTOTHI, TMOKa3aTelb MEXITOMYJSIIMOHHOTO
pa3zHoobOpa3usi Ggp, OOLIET0 TeHETUYECKOTOo Pa3Ho-
o0paszus Hr, cpenHero BHyTPpUIIONYJISILIMUOHHOTO pa3-
HooOpa3usi Hg. CpenHue kaprorpacdupoBaHHbIE Ya-
CTOTHI (yKa3aHHBIC B JIETEHIE KapThl) 3aKOHOMEPHO
OTJIMYAIOTCSA OT TaOJMUYHBIX (YKa3aHHBIX B TaOJIU-
11aX), MOCKOJIbKY YUYUTBHIBAIOT BasKHEHIINI mapaMeTp
MOITYJISILIMM — €€ apeajl, a apeajbl MeTalOImy IS
pPE3KO pa3in4Hbl, KaK pa3jIndHbl apeajbl 3THOCOB,
BXOOSIINX B METAOMYJISIUMA, — OT MUHUMAJILHBIX
Ha KaBka3se 1o orpomMHbIX B Cubupu. IToaTomy Kap-
TBI HEeCyT Oousblle MH(pOpPMaAIINK, YeM TaOJIUIILI, HO
IIpU MHTEPIIpEeTalluX KapT II0JIE3HO OPUECHTUPOBATh-
Csl Ha JOIIOJIHUTENIbHYI0 MH(MOPMALUIO, IIPUBEICH-
HYIO B TaOIUILIaX.

Bce nmoctpoeHHble KapThl (62 KapThl pacipocTpa-
HEHUs OTIEJBHBIX ajUlejieil U 6 KapT IoKasareseil
YyBCTBUTEJILHOCTH) MHpuBeAcHbl B IlpuioxeHuu.
Baxneiiime KapThl IpeacTaBiAeHBI TAKXKe Ha pPUCYH-
Kax B CTaThbe.

PE3VJIBTATBI U OBCYXIEHHUE

st m3ydyeHus: pacrpoCTpaHEeHUsI TeHETUYECKIUX
MapKepoB 1IBeTa I1a3 BhIOpaHbI 22 METAIIOIY/ISILINU,
OXBaTbhIBAIOIIIME OCHOBHOE pa3HOOOpa3re HapoJlIoHa-
cenenus CesepHoit EBpasnn, 1 cdopMupoBaHa BhI-
6opka u3 1153 oopasuos JHK (B cpentHem 53 o6pa3-
1a u3 MetanonyJsinuu ). x reHotunmpoBaHue 1o 31
SNP-mapkepy, BXOASIIEMY B OT€UECTBEHHYIO CUCTE-
My OpeIuKIINY 1IBeTa a3 1 BoJioc [ 18, 19], mo3Bonu-
JIO ONIPEIEeIUTD YaCTOThI KaXKI0ro MapKepa B KaxXIou
nomnyisuuu (tada. 2, 3). Ha ocHoBaHMM 3TUX 4acTOT
MOCTPOEHBI KapThl paCHPOCTPAHEHUSI KaXKI0TO Map-
Kepa, IpudeM Kak pedepeHCHOro, Tak M ajibTepHa-
TUBHOTO ajijiesist, utoro 62 kaptel. B rabnuuax JHK-
MapKephbl pacloJIOXEeHbI IO CTEIIEH! YObIBAaHUS Te-
HETUYECKOI'0 BKJIaZa XOTsI Obl B ONUH M3 TpeX IIpHu-
3HakoB. 11 Hambojiee 3HAYMMBIX MapKepoB — C
BKJIaJIOM B OIMH M3 MpU3HAKOB OoJbliie 0.4 (Tabi. 2) —
MIpUBEACHBI KapThl X pacnpocTpaHeHus (puc. 1—3).
Hnsa JHK-MapkepoB ¢ BKJIaToM B OOMH U3 IIpHU3HAa-
koB 0.3 < C < 0.4 wiu c cymmapHbIM Bkitagom C > 0.4
JaHO KpaTKOoe OMM1caHue KapT (ITOJTHBIN KOMILIEKT 62
KapT npuBeneH B [IpunoxeHnn).
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Kapmut pacnpocmpanenus JIHK-mapkepos
¢ HAQUOOABUUM BKAAOOM 8 UBem 21d3 U 8040C

PaccMoTtpeHue aTiiaca cienyeT HayaTh C KapT IBYX
JHK-MapkepoB ¢ HanOOJBIINM BKJIAAOM B T€HETH-
YeCKUI KOHTPOJIb MUrMeHTaluu (puc. 1,a, 6; T1admn. 2) —
oHu o6a otHocsaTcs K reHy HERC?2, 06a BKITIoueHbI B
KpuMuHanncTnaeckyio naHenb HlIrisPlex-S, cpen-
HUE 4acTOThl 00oux npubamxkaroTcsa K 50%, yacrora
BapbUpPyeT B MTOYTU MakCcUMaibHbIX Mpeaenax (0 < g <
< 93%) 1 MeXTIOMYJISILIMOHHOE pa3HOoOpa3re 060ux
BesiMko (Ggr = 0.39). Ho korma mbl mepexoaum K
OlLICHKE WX BKJIaJa B KOHTPOJb MUTMEHTALIMU, OOHA-
DPY>XMBaeM 3HauyUTeJIbHbIE Pa3IM4us MEXIYy HUMMU.
Cymmapnbiii Bkinang HERC2 rs1129038 T B nurmeH-
tauuio MakcumaneH (C = 2.03) u B 3 pa3sa Oosbliie,
yeM Bkiag HERC2 rs12913832 G (C = 0.68). Eme
CyIIECTBEHHEE DPa3jnyuus B TOM, KaKuhe MPU3HAKU
OHM KOHTpOJUpyoT: eciau BTopoii JTHK-mapkep ot-
BeuaeT TOJBKO 3a cBeTblit iBeT mia3 (Cg = 0.68), To
MEepBbIii HE TOJBKOB 2 pa3a MOIIHEEe KOHTPOJUPYET
cBeTbli uBeT ma3 (Cy = 1.31), HO KpaliHe BEJIUKO U
€ro BIMsIHME Ha (h)OPMUPOBAHUE CBETJIOTO 1IBETA BOJIOC
(Cy = 0.71). Xora mHorue apyrue JHK-mapkepsl
TaKXe KOHTPOJIMPYIOT ABa WJIU 1aXe BCE TPU MpU3Ha-
Ka nurMeHTauuu, Ho HERCZ2 rs1129038 yHukaneH
KpaliHe OOJBIION BEIWYMHON BKJIaga B KOHTPOJb
nurMeHTauuu (C = 2.03): oHa B 5 pa3 cujIbHee, YeEM B
cpenieM y [JHK-MapkepoB, TpencTaBieHHBIX B
Tabn. 2, u B 17 pa3 cuibHee, yeM B cpegHeM y JTHK-
MapKepoB, MMPENCTaBJICHHBIX B Ta0JI. 3.

Ho HecMOTps1 Ha CTOJIb CYLIIECTBEHHbIE PA3INYUS
B KOHTpOJIE TUTMEHTAlLIMU, KapThl OOOMX MapKepoB
MPaKTUYECKN HEOTIMYUMBI (puc. 1,a, 6) 1 MOXHO
JaTh UX o011Iee onrucaHue. MUHUMaIbHbIE 3HAYCHUS
(1 £ g £ 6%) oxBaThIBaIOT KOPEHHOE HaceJeHUe
HanpHero Boctoka, Monronuu u FOxHoit Cubupu.
Ha Anrae-Cagnax, B Kasaxcrane n TamkukncraHe
OHM HecKOIbKO BbIle (13 < g < 17%). Euie Bbiiiie ya-
cTOThl “ocBeTyieHUs1” Ha KaBka3e, B 3akaBKa3be U B
crensx KOxuoro Ypana (27 £ g £ 38%). C yacroroit
Beiie cpenHeit atu JIHK-mapkepsl oOHapyXeHBI B
CTOJIb reorpaUIeck pa3oOIIeHHBIX MOMYJISIIUSIIX,
Kak o06ckue yrpol (¢ = 46%) 1 CIaBIHOSI3BIYHBIC Ma-
kemnoHubl KOxuHoit EBponbl (¢ = 49%). Eiie Bbilie
yactota JITHK-MapkepoB, KOHTPOJIUPYIOIINX CBET-
Jiyto nmurMeHTtauuto, B [Ipuypaibe y uyBamieit, ma-
puiilieB 1 KOMU-TIepMSIKOB (62 < g < 74%). Makcu-
MaJIbHble 3HAaYeHUsI OXBaThIBAlOT apeaj OoT Mopao-
Bun (¢ = 78%) 1no 3amamHBIX (OUHHOS3BIYHBIX
MOTTYJISIUi Kapen u mxopsl (¢ = 93%). [omynsiiun
BCEX BOCTOYHBIX CJIaBSTH 3aHUMAIOT IIPOMEXYTOYHOE
ojoxkeHre (79 < g < 85%) Mexmy 3amagHBIMUA U
MpUypaIbCKUMU (PUHHO-YTPaMu.

Tpetuit JHK-Mmapkep 3TOro reHa —
HERC2 rs12916300 T — obnagaet TOJIBKO BKJIaAOM
B opMmupoBaHue cBeTbix a3 (Cg = 0.45) npu oT-
CYTCTBUHU BKJada B 1IBeT Bojoc. OQHAKoO KapTa ero
pacrpocTpaHeHus] CTOJAb HEeOTIMYMMa OT JBYX
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Puc. 1. Kaptsl pacnipoctpanenust JJHK-mapkepoB HERC2 rs1129038 T (a) v HERC2 rs12913832 G (6) B MeTanomyJIsILIUsIX
Poccun u conpenenbHbix cTpad. s puc. 1—3: Homepa MeTanomyJisILMii COOTBETCTBYIOT YKa3aHHBIM B TaOJIMLIaX YCIOBHBIM
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TEHOTEOTPA®UYECKUWH ATJIAC JHK-MAPKEPOB

MPENbIAYIIUX, YTO Mbl €€ He TIPUBOJIUM, TEM OoJiee
YTO MOYTHU TTOJTHOE CXOJACTBO PaCIIPOCTPAHEHUS BCEX
tpex AHK-MapkepoB nonrsepxaaet Tabdi. 2.

Yereeptoiit  JIHK-mapkep rena  HERC2,
HERC?2 rs2238289 A (puc. 2,a), BOLIEOIINIA B YUCIIO
ceMU HarboJiee BaXKHBIX TeHOB ITMTMEHTAIINH, TIO PSI-
Iy TTapaMeTpoB cBoeoOpa3eH. Bkiiag ero B murMeHTa-
LU0 HECKOJIbKO MEHbIlIe, HO OH BXOAUT B nmaHenab HI-
rusPlex (Tabim. 2) 1 B OT/IMYME OT TPEX BBIIIEPACCMOT-
PEHHBIX MapKepoB 3TOro TeHa OTBeYaeT TOJbKO 3a
ocsemieHue Bosoc (Cy = 0.40). Takke B 2 paza Huxe
pa3Max UBMEHYMBOCTHU ero 4acToThI (56 <g<100%) u B
5 pa3 MeHBIIIe ero MEXITOIYJISILIMOHHOE pa3HOOOpasue
(Ggr = 0.089). Kapra ero pacnpoctpaHeHust (puc. 2,a)
oTpaxkaeT 3TU pa3INJus: B Heil HeT TaKoro OyiicTBa
IIBETa, KaK Ha puc. 1: oHa oKpalreHa B KpacHOBaThbIe
1[BeTa BBICOKMX YacTOT, yKa3bIBalolllle Ha MOBCe-
MecTHoe pacmpocTpaHeHue 3toro JIHK-mapkepa,
OTBEYAIOIIIEeTO 32 OCBETIEHUE BoJIoC. B 11e710M Ha KapTe
coXpaHsIeTCsl OOLIUi IJIsT BCEX MapKepoB, CBSI3aHHBIX
CO CBETJION MUTMEHTAIVE, TPaTUEHT YaCTOTHI YBEIH-
YeHUs ee ¢ BOCTOKa Ha 3aran. Ho B pacripocTpaHeHUN
atoro AHK-mapkepa ectb cBou ocodeHHocTr. Hampu-
Mep, MUHUMalbHast yactota HERC2 rs2238289 A xa-
pakTepHa 1J1s TYHTYCcoB (g = 56%, momynsiiyst Ne 3),
B TO BpeMsI KakK y Apyrux HaponoB JansHero Boctoka
JacToTa HeCKOJIbKO BhIIIe: Ha KamyaTtke ¢ = 64%, Ha
Amype g = 68%. XoTs1 HaOIIOgAeTCS TOT XKe TPagUueHT
YBEJIMYECHUSI 4YacCTOThl MapKepa OT IIPUYpPaTbCKHUX
duHHOB (¢ = 86%) K 3ammanHbM (¢ = 100%), HO cpenn
TTOMYJISTIIAIT BOCTOYHBIX CJIABSH HAMOOJbIAs YacTO-
Ta ipuxoautcs Ha Pycckuit CeBep (¢ = 97%, norry-
Jaums Ne 13).

Kapta pacnpoctpanenuss SLC45A42 rs35407 G
(puc. 2,0) Ha TIepBbIi B3I ITOX0Xa Ha KapThl puC. 1:
CXOJICTBO BO3HUKAET M3-3a CTOJIb XK€ BbICOKOI M3MEH-
YUBOCTH 3TOT0 Mapkepa — 1 9acToThl (12 < g < 100%), n
MEXTOMYJISIUUOHHOTO pa3dHooOpasus (Ggr = 0.45).
Arot JJHK-Mapkep oka3pIBaeT BIUSHNE HAa BCE TPH
MpU3HaKa TMUTMEHTAllMU: U Ha OCBETJIEHHE BOJIOC
(Cy = 0.40), u Ha ocBemieHue a3 (Cg = 0.20), u gaxe
HeboJIbIIoe BIMsSHUE Ha phLKUHY Bosioc (Cyr = 0.02).
Ho nipm o61mem cxoncTBe ¢ KaptamMu puc. 1 pacrpo-
crpanenue SLC45A2 rs35407 G (puc. 2,06) obHapy-
KMBaeT JIOOOMBITHBIE OTANYMsL. Bo-miepBbIX, HAOJII0-
JIaeTcs 0oJiee pe3KUii mepexon OT HU3KMX 3HaUCHUI
YacTOThI K BBLICOKUM. O61acTh MUHUMAJIBHBIX 3HAUE-
Huit (12 < ¢ £27%) npocTupaercs BIUIOTh OO0 AJiTae-
Cagn. Ilepexon K 3HaYeHUSIM BBIIIIE CPESAHETO HAYN -
HaeTcs auilb B KazaxcraHe. [ToBblllIeHHbIE YaCTOTHI
Terephb 3aXBaThIBAIOT Haxke TamkuKucTaH (¢ = 68%).
OO6JiacTh BBICOKMX 3HAYEHUM YacTOThI OXBAaTbIBAE€T
3mech He TonbKo [1puypanse (77 <g<83%), HO 1 06-
ckux yrpoB (¢ = 74%). Ho Hanboiree sipko cBoeoGpa-
3ne storo JIHK-mapkepa nmpossisieTcst Ha KaBka3ze:
€CJIM Ha KapTax puc. 1 KaBKa3CKue 4acTOThI Kojieba-
JIICh oKoJio ¢ = 30%, To Ha KapTe puc. 2,60 OHU TOCTH-
raiot ¢ = 90%. O6patnM ocoboe BHUMaHWE 1 Ha BBI-
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COKYIO 9acToTy (¢ = 93%) y KOMU-TIepMSIKOB (TIOITy-
Jsiist Ne 21): ecin Ha KapTax pyc. 1 oHa Haxoauiach
B IMAITa30HE MEXAY YaCTOTAMH y MapUMIIeB 1 dyBa-
IIeiA, TO TeTieph TTepelilia B KjacTep HaOOJbIITX 3Ha-
yenuit (91 < g < 100%), oxBaThIBAIOIIWIA TTOITYJISLII
Mopnosuu (Ne 18), 3anagHbIx (GMHHOSI3BIYHBIX TTOITY-
JIAIIAIA M BOCTOYHBIX CJIaBSH, TOCTUTas MaKCUMyMa Ha
Pycckom Ceepe (Ne 13).

OcobenHocth KapT asyx JHK-mapkepoB, pac-
MIpOCTpaHeHWe KOTOPBIX IIPEACTaBIeHO Ha pHUC. 3,
CBsI3aHa ¢ UX HU3KoM nu3aMeHuYuBOCcThIO (0.03 < Gy <
< 0.05). OnHako uX BKJIaA B TeHETUYECKUI KOHTPOJIb
MUTMeHTAUUU 3HauuTeneH (s reHa TP63 C = 0.56;
mass MCIR C = 0.61), mosToMy JeTaabHO PacCMOT-
PUM KapThl X PacIipOCTpaHEHUSI.

JOHK-mapkep TP63 rs6804480 T (puc. 3,a) oka-
3bIBaeT BIUSIHUE U Ha ocBeTieHue Bosioc (Cy = 0.44),
u Ha ocBeTiieHue a3 (Cg = 0.12). Pasmax nuameH4u-
BocTH ero yactot (13 <¢<56%), Bcero B 2 paza MeHb-
e, yeM SLC4542 rs35407 G (puc. 2,6), HO MEXITO-
MyJITIIUOHHAs U3MEHYMBOCTh Ggr HIKe ToutH B 10
pa3, 4To OTpaXkeHo Ha Kapte (puc. 3,a) B CLNIAXKEHHOM
reHeTuyeckoM penbede. Ho mpu 3TOM maTtTepHBbI
obeux KapT (puc. 3,a u 2,0) B ie10M cxoxu. Obpaiiia-
eT Ha ce0s BHUMaHME, 9TO0 KoMmu-mepmsku (Ne 21)
BHOBB BXOJISIT B KJIACTEP MOITYJISIIUIM C BBICOKMMU Ya-
CTOTaMM, TIPEBOCXOMIS IO YacCTOTEe W PYCCKUE TOIY-
JISIUWA, ¥ MOpHOBCcKMe. HesHauuTenbHBIE OTIWIMS
KapThl TeHa 7TP63 cBsI3aHbI, HAIIpUMep, C TEM, 4YTO
00J1aCTh MUHUMAJIbHBIX 3HAYEHU I TOCTUTAaeT OOCKUX
yrpoB; KaBkas u [1puypaibe BXomST B 06J1acTh Cpem-
HHUX, 2 He BBICOKUX 3HAYCHMIA 4acTOThl; a B TamKu-
KHUCTaHe, HAMPOTHB, OUYeHb BbICOKA 4YacTOTa 3TOTO
Mapkepa.

JAHK-mapkep MCIR rs1805007 _T (puc. 3,6) ne-
MOHCTpUPYET MaTTEepH KapT ¢ KpaliHe HU3KUMU 4Ya-
crotaMu U Manoit usmenunBocTthio (0 < g < 13%,
Ggr = 0.032). IIpu 3TOM ero reHeTUYeCKuii BKJIaa B
ocBeTiieHue BoJioc BenuK (Cy = 0.40), a BKJ1az B pbl-
JKUHY BOJIOC JOCTUTAeT MaKCUMAaJIbHON BEJIWYUHBI
(Cr =0.21). BunMo, UMEHHO TTO3TOMY OH BKJIIOUEH
B nmaHenb HIrusPlex-S (ta6i. 2). 'eHeTnueckuit pe-
Jbed KapThl BbIpaXKeH O4YeHb cj1a00. MOXHO JIMIIb
OTMETHTBh HEKOTOPOE TTOBBIIIICHNE YaCTOTHI MapKepa
Ha PycckoMm CeBepe, y kKapenr 1 Ha 3armagHoMm Kaska-
3e. SIBHBIM JIUAEPOM BHOBb BBICTYITAIOT KOMU-TIEP-
MSIKH, Y KOTOPBIX YaCTOTa 3TOTO MapKepa, CBI3aHHO-
IO C PBDKMHOI BOJIOC, JOCTUTaeT MaKCMMyMa M B
6 pas BhIllIE CpETHEN YACTOTHI KapThI.

PaccmotpeB cemp JITHK-mapkepoB ¢ Haubob-
IIUM BKJIAJOM B KOHTPOJb MUTMEHTALUU BOJOC U
I1a3, Mbl YBUJIEJIM BECh OCHOBHOM CMIEKTP MAaTTEPHOB
MPOCTPAHCTBEHHOM M3MeH4YMBOCTU (cM. [Tpuioxe-
Hue, puc. I1.1-I1.31): ot pe3ko BEIpa>keHHOT'O IeHe-
TUYECKOTO pebeda ¢ IPKO 0003HAUYCHHBIMHU 3aTiajl-
HBIM M BOCTOYHBLIM “HoOJjiIlocaMHu” IO KpaiiHe cIjia-
XeHHoro penbeda. I[Toatomy mist octanpHbix JJHK-
MapKepoB 13 Tab. 2 (C BKJIAAOM B OIMH U3 IIPU3HA-



1370

koB B uHTepBajie oT 0.3 mo 0.4) MOXHO IPUBECTU
JIMIIB KpaTKoe ONMucaHue KapT (HAaIIOMHUM, 4TO Ca-
MU KapThl IpuBeacHEI B [1puioxeHumn).

Kapmuwt pacnpocmpanenus [ HK-mapkepos
C eeHemu4ecKuM KOHmMpoaem ygema 21a3 u 6040C
om 0.4 0o 0.3

DEFS rs8051733 G (puc. I1.5), Bxondmuii B na-
Henmb HlIrisPlex-S, okaswpiBaeT BAMSTHME TOJIBKO Ha
ocsetmiieHue Bosioc (Cy = 0.39). Ilpu cpenHeii Benu-
yrHe nuana3oHa 4acTort (9 < ¢ <43%) oueHb MaJia ero
MEXITONYJIIMOHHass u3MeHYuBocTh (Ggp = 0.031).
ITosToMy Ha KapTe HeET Haxe CJIa0OBBIPAXKCHHOIO
rpagveHTa “BOCTOK—3anan’: MUHUMAJIbHbIE YacTO-
Thl TIpUXOAATCS Ha Hapoabl KamMuaTtku (KOpsiku u
YyK41) U Ha BOCTOYHBIX CJIaBsSIH (YKpauHIIEB U O6€J10-
pycoB), MakKcUMallbHble — Ha TYHIycoB JlanmbHero
Bocroka, Haponsl IOxHoit Cubupu, KOMU-TIEPMSI-
koB u Pycckmuit CeBep.

EDAR rs3827760 A (puc. I1.6) oka3sIBaeT Takoe
K€ BIMSIHME Ha ocBeTsieHue Bojioc (Cy = 0.38) u cina-
Oblit Bk1aa B pekuHy Cr = 0.02. Ho pa3Max usMeH4u-
BocTH (22 £ ¢ <£99%) 1 0COOEHHO MEXTIOMYJISIIITOHHAS
n3MeHYUBOCTD (Ggr = 0.54) orpomHbl. [TaTTepH KapThl
B 1LIEJIOM CXOX C ITpeACTaBICHHBIMU Ha puc. 1,a, 6 1 2,6.
I'pampieHT YacTOTH Ha KapTe BhIpaXkKeH YIUBUTEIBHO
sapko: Ha JampHeMm BocTtoke wyactora mMana (1< g <
< 12%), a yxxe HaunHas ¢ [Ipuypanbs u nanee Ha 3a-
nan JIHK-Mmapkep nocTuraetT MakKCMMalbHbINA 4acTO-
TH (90 < ¢ £99%). Ho He MeHee sIpKoit 0COGEHHO-
CcThIO pacnpoctpaHeHus storo JJHK-mapkepa, KkoH-
TPOJIMPYIOLIETO CBETJbIA 1IBET BOJOC, SIBISIOTCS
MakKcuMabHble YacToThl Ha KaBkase (93 < ¢ < 99%)
u B Tamxukucrtane (¢ = 97%). I1pu sTom B Kazaxcra-
He ero yactoTa B 2 pa3a Huxe (¢ = 49%), a B FOxHoit
Cubupu nagaet etie B 2 pasa (¢ = 22%).

SPATA33 rs71396951 C (puc. I1.28) cxox ¢
JHK-mapkepom MCIR rs1805007 T (puc. 3,6) He
TOJIBKO KpailHE HU3KMMMU YaCTOTaMU U MAION U3MEH-
yuBocThio (0 < g < 13%, Ggp = 0.032), HO 1 TeHeTUYe-
CKHM BKJIaJIOM Kak B ocBeTieHue Bojoc (Cy = 0.33),
TaK ¥ BTOPBIM 110 3HAYMMOCTH BKJIAJIOM B UX PBIKUHY
(Cg = 0.13). KapTbl ux pacnpocTpaHEeHUsI OUECHb MO~
XOKW: OUeHB CJTA0BIN TpaINeHT YBEIUICHUS YaCTOTHI
¢ JlanmpHero BocToka Ha 3amazn, HO caMble BBICOKHE
4acTOThbl BHOBb IMPUXOJSITCS HA KOMU-TIEPMSIKOB.

SLC45A2 rs28777 A (puc. I1.26) oGnamaetr TeM
>Ke TaTTepHoM, Kak u apyroit JIHK-mapxkep atoro re-
Ha (puc. 2,a), IpU CTOJIb XK€ BEICOKOM NU3MEHUYNBOCTU
(12 < ¢ <100%; Ggr = 0.433). XoTs ero BKJIAI B TINT-
MEHTAlMIO 3aMETHO HUKE 3a CUET MEHBIIIETO BJIMSI-
HUS Ha LIBET IJ1a3, HO U OH OKa3bIBaeT BJIUSIHUE Ha BCE
TPM aHAJIU3UPYEMbIX TPU3HAKA: Y Ha OCBETJIEHUE BO-
Joc (Cy = 0.32), u Ha ocBemieHue mia3 (Cg = 0.08), u
Ha ppiKUHY Bojioc (Cyr = 0.05). KapTel pacnpocTpa-
HEHUs 000X ajiiesieil OUeHb CXOXU: Te Xe 3aKOHO-
MEPHOCTH MPU HEOOBIIIOM Pa3IniUn YacToT.

BAJTAHOBCKA{ wu np.

RALY rs6059655 A (puc. I1.20) oka3sIBaeT Takoe
K€ BIUsiHUE Ha ocBeTyieHue BoJioc (Cy = 0.32), kak 1
MpeAbIIyIINi MapKep, HO ero TeHeTUJeCKUil pesibed
OTJINYAETCSl KapIMHAILHO: 3TU ABa MapKepa IpencTaB-
JISTIOT cO0OI1 ABa TI0JII0ca TTATTEPHOB — MaKCUMAaTLHOM
¥ MUHMMAaJIbHOU n3MeHuYuBocTU. Ho gaxe mpu cTosb
HU3Kol BapuadenbHocTu RALY rs6059655 A (0 < g <
< 8%; Ggr = 0.02) Ha ero KapTe BCe XKe €CTh IPaMeHT
Bo3pacTaHusl 4acToThl oT JanbHero BocToka K eBpo-
neiickoit yactu Poccuu. Ilpu 3TOM MakcuMaibHbIe
YacTOThl TIPUXOASATCS KakK Ha BOCTOYHBIX CJIaBSH
(pycckux, yKpauHIIeB, O€JIOpyCcoOB), TaK U Ha TamKu-
KHUCTaH.

LOC100996492 rs12915889 T (puc. I1.14) BHOBB
BJIUSIET TOJIbKO Ha ocBemieHue Bojioc (Cy = 0.31).
HecMoTpst Ha TO 4TO €ro 4acTOTHI KOJIEOIIOTCSI OKOJIO
0.6, MEXITOMYISALMOHHAS U3MEHYMBOCTh OY€Hb MaJjia
(Ggr = 0.03). CBoeobOpa3ue reHeTuYecKoro peabeda
€ro KapThl MPOSIBJISIETCS B MOBBIIIEHUN YaCTOThI HE
TonbKo Ha 3amane CeBepHoii EBpa3nu, HO 1 Ha BO-
ctoke (y TyHrycoB HanpHero Boctoka), m Ha 1ore
(MOHTOJIBI).

RUNX2 rs2820339 G (puc. I1.23) BTOpUT 110 OCHOB-
HBIM TIOKa3aTe/IsiIM MPeAbIIyIIEMY MapKepy: OH TakKe
CBSI3aH TOJIBKO ¢ ocBeTieHueM Bojioc (Cy = 0.31), ya-
CTOTHI KOJIeOMI0TCSI 0KOJI0 0.7, MEXITOIYJISIIMOHHAas
U3MEHUYUBOCTh CTOJb Xe Mana (Ggr = 0.02). Ho ero
MPOCTPAHCTBEHHOE pacnpeaeieHue pe3Ko oTanJyaeT-
cs1 oT Beex octanbHBIX JIHK-MapkepoB murMeHTalINg:
MaKCHUMaJbHbIE YaCTOThI COCPEIOTOYEHBI Ha BOCTOKE
(74 £ g £ 86%) v Ha 10Te (MOHTOJIBI, ANTANIIEl; 74 < g <
< 82%) CesepHoii EBpasun. B To Bpems kak B EBporie
HanOoJIbIINE 3HAYCHUST 0OHAPYKUBAIOTCS JIMIIb y Ma-
KeIOHLIEB ¥ KOMU-TIEPMSIKOB (72 < g < 73%). Takoe ke
HeCcTaHJIapTHOE pacIlipelieIeHUe — C MAKCUMYMOM Ha
BOCTOKE 1 MUHMMYMOM Ha 3arajie IeMOHCTPUPYET Kap-
Ta enie onHoro reHa — OCA2 152871886 C (puc. I1.18).
OH wuMmeeT HEOOJbIION TIOJOXMUTENbHBINA BKIad
(Tabn. 3) B ocBetneHue BoJioc (Cy = 0.14) u cnalwblii
BKJIaJ B TEMHbIE OTTeHKHU 1BeTa mia3 (Cp = —0.02).
OnHako, HECMOTPSI Ha BBICOKYIO YaCTOTY Ha BOCTOKE
U TMIOJIOXKUTEbHBIN BKJIaJ B CBETJIbIE OTTEHKU BOJIOC,
HU OJHOMY 13 00pa3lioB Ha BocToke EBpa3uu, obma-
nmarommx 3tumu JIHK-Mapkepamu, He Obutn mpen-
CKa3aHbl CBETJIbIE BOJIOCHI. DTO O3HAYAET, YTO HA BO-
CTOKE TPU TeHETUYECKOM OMpeaeeHU! LIBeTa BOJIOC
oompimii Bec umerot apyrue JHK-mapkepsr. Bungu-
Mo, 3tn nBa JHK-mapkepa yaydmiaioT npeauKinio
CBETJIBIX BOJIOC Ha 3amajie, Mpyu 3TOM MPaKTUYeCKU He
BJIMSISI Ha TIPEAMKIIMIO 1IBETa BOJIOC HAa BOCTOKE apealia.

GLBI1 rs72856153 T (puc. I1.8) ornunyaercst ot
oonmpmmHcTBa npyrux JHK-mapkepos anbrepHa-
TUBHBIM TE€HETHYECKUM KOHTPOJIEM ITMTMEHTAIINU
BOJIOC U I1a3: ocBeTiieHue uBeta a3 (Cg = 0.28), Ho
noteMHeHue 1Beta Bosoc (Cy = —0.12). [1pu 3TOM XO-
pOIII0 BBIpAaXXEHBI W MEXIIOMYJISIIIMOHHAS M3MEHYM-
BocTb (Ggr = 0.12), U reHeTHyecKuii pesnbed: MUHU-
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MaJIbHBIE YaCTOTBI HAa BOCTOKe M 1ore (46 < g < 66%),
MaKCHMaJIbHBIE Y BCEX BOCTOUHBIX C/IaBsH, B Mopoo-
BHH U Y 3alagHbIX (GUHHO-YTPoB (90 < ¢ <93%), npu-
4yeM 00J1aCTh BEICOKMX YaCTOT ITOJIHOCTHIO 3aXBAThHIBACT
1 Bech KaBkas (81 < ¢ < 88%).

Kapmut pacnpocmpanenus JTHK-mapkepoe
€ He0OAbUWIUM 2eHeMU1ecKUM KOHmMpoaem
usema eaa3 u eonoc (C < 0.3)

XapakTepuCTUKMU KapT pacIpoCTpaHEHUSI OCTaIb-
HbIX 16 JIHK-MapKepoB ¢ MEHBIIINM BKJIAJIOM B TeHE-
TUYECKUI KOHTPOJb MUTMEHTAIIMU AaHbl B TabO. 3.
He Bxons B onuvcaHue KaKaoi KapThl, yKaXkeM Ipu-
HaJIJIEXKHOCTD K YK€ OIMUCAHHBIM TaTTepHaM pacipo-
CTpaHeHHus B TOMyJsiiusx Poccum u comnpenenbHbIX
CTpaH U PacCMOTPUM TOJIBKO HauboJiee SIpKue OT-
KIJIOHEHUS OT 3TUX MAaTTEPHOB.

INaTTepH OrpoMHOro IMarna3oHa 4acToT, OTpakKeH-
HBII Ha pUC. 2,0, eIie sipue BhIpaskeH Ha KapTe pacIpo-
crpanenus JIHK-mapkepa SLC24A5 rs1426654 A
(puc. I1.25): npu Mmunumyme Ha HanbHeMm BocToke
(5 £¢<9%) makcumaabHbIe 9acTOTHI (95 < ¢ < 100%)
OXBaTBIBAIOT HE TONBKO BCIo Bocrtouno-EBpomeii-
CKYIO paBHMHY, HO U Bech KaBKa3, BOJTHOII BHICOKMX
YacTOT 3aXBaThIBast 0OCKUX yrpoB (¢ = 76%) Ha ceBe-
pe u TamkukucTaH Ha ore (¢ = 92%). Apyrune JHK-
Mapkepbl — SLC24A4 rs12588868 T (puc. 11.24) n
HERC?2 rs7494942 G (puc.I1.11) — neMOHCTpUDPYIOT
y>Xe HaMHOTO 06oJee CIaXeHHBIN TeHeTHIeCKUM pe-
JIbed KapThl, HO 3alladHbIiA 1 BOCTOYHBIN “mojoca”
COXpaHSIOT CBOM apeaibl. Ha ocTaqbHBIX KapTaxX C
OYeHb HU3KON MEXITOIMYISIIMOHHON W3MEHYUBO-
CThIO TaKXXe OOHapy>KMBAIOTCSI 3TU JBa IMOJIOCA, HO
apeajilbl X OYeHb Pa3MBITBI — HACTOJIBKO, YTO Ha
kapte FANCA rs75570604 C (puc. I1.7) ¢ MamsiM
nuarna3zoHoM 4JactoThl (0 < g < 13%) yxXe mpakTude-
CKHM MICYE3al0T.

MHorue uX 3TUX KapT AEMOHCTPUPYIOT JI1000-
MBITHBbIE OTKJIOHEHUSI OT 001Iero narrepHa. Hampu-
Mep, Ha Kapte TYR rs1042602 A (puc. 11.30) mipu
BBIDAKEHHOM MEXITOMYJISILIMOHHOU W3MEHYUBOCTU
(Ggr = 0.12) 1 IpU YETKOM TpagUeHTE POCTa YACTOThI
“BOoCTOK—3aman” MakKCHUMajJbHbIE 4YacTOTHI SIPKO
MPOSBIAIOTCS TOJbKO Ha KaBkase (43 <¢g<48%). Ha
kapre JIHK-Mapkepa C19rf45 rs685034 C (puc. I1.3),
OTJINYAIOIIEroCsl CaMOU HU3KOM MEXIOIMyISIIIUOH-
HOIi u3MeH4YuBOCThIO (Ggr = 0.02), “3ananHblii No-
JIToc” BHOBb HauOoJiee sSIpKo IposiBisieTcs Ha KaBkaze
(61 < g <70%). I1pr 5TOM MaKCHMMAaJTBHBIN BCIDIECK Ya-
cToThl (¢ = 77%) HEOXUIAHHO TIPUXOMWTCS Ha IIeH-
TpanbHyI0 yactb CeBepHoli EBpa3uy — Ha 0OCKUX Yr-
poB. Ha npyroii kapre (ANKRDII rs3114908 T,
puc. I1.2), HampoTUB, UMEHHO HA OOCKMX YTPOB ITPH-
XOISTCS MUHUMAaJIbHBIE 3HaueHus (¢ = 17%), a Mak-
cuMyMHI (35 < g <£48%) pazdbpocaHbl TeorpadyecKu
XaOTUYHO, MPUXOJISICh HE TOJIBKO Ha 3amaaHbIX (hUH-
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HO-YI'POB, pyCCKUE U MOPAOBCKHE MOMYJISLIMU, HO U
Ha IOxHyto Cubups, u Ha HanbHuii BocTok.

Ha xapte CACNA2D3 rs11283625 A (puc. 11.4)
00J1acTh MaKCHMMaJIbHBIX YaCTOT CBOEOOpPa3HO OXBa-
ThIBaeT 3allaJHOM Iyroil Mmomyisuuu ot Pycckoro
Cesepa no Bocrounoro Kaskaza, ocrasisst [ToBoi-
xbe u [Ipuypanbe B o0i1acTi 60jiee HU3KMX YacTOT. A
Ha Kaprte 1534191540 T (puc. I1.22), neMOHCTpUPYIO-
el 3HAaYMTEJIbHOe TE€HETHMYECKOoe pa3HooOpasue
(19< ¢ £100%; Ggr = 0.18), 30Ha BBHICOKUX YacCTOT,
nmocrturamoiias Mmakcumyma (¢ = 100%) B I1puypaibe
u Ha BocrouHom KaBkaze, 3axoouT 3a Ypajl, BKIIO-
yag B ce0sl HE TOJIBKO OOCKUX yrpoB (g = 68%), HO He-
OXMIAHHO MOABISIACH naxe Ha Kamuartke (¢ = 69%).
Tak 4TO mII MUHMMAJbHBIX 3HAYCHUIA OCTaeTCs
TOJIBKO FOTO-BOCTOUYHEII apeall — oT Amypa (¢ = 19%)
10 Mounronuu (g = 27%).

leoepaghuueckoe pacnpedeserue uyecmeumenbHOCMU
npedukyuu yeema 2aa3 u 8010¢

YyBCTBUTEIBHOCTh IIPEAUKIIMU  OIIPEIeISIeTCS
KaK OTHOIIIEHME YKrciia 00pa31ioB, KOTOPBIM I10 T€HO-
TUMY ObLT MpeacKa3aH ONpeaesieHHbI (heHOTUI (1
KOTOpbIC AECMCTBUTEIBHO UM 00JIamaloT), K OOIIeMy
YUCIIy UHAWBUAOB ¢ JaHHBIM (peHoTUnoM. ITocKoib-
Ky IJIsl 3TOTO Hago UMETh He ToJibko oopa3ibl JJHK,
HO 1 KauyeCTBEHHBIE LIBETHBIE (hoTOrpadumu IpeIcTa-
BUTEJIE KOpeHHOro HacejgeHus1 Poccum, BeIOOpKa
JUIST aHaJW3a YYBCTBUTEJILHOCTU MEHBIIE, YeM s
OCHOBHOI YaCTH aTJIaca: OHa BKJIIOYIA 11 pernoHaib-
HbIX HOMYJISILUIA, JJIs1 KaXKI0M U3 KOTOPBIX paCCUMTAHbBI
rokKasare/ii YyBCTBUTEIbHOCTU (11 OWMHAPHBIX IMPpU-
3HAKOB OHM XapaKTepHU3YIOT U CIIe(PUIHOCTD AJIbTEP-
HaTuBHOTO (heHoTumna). Illects KapT (4YyBCTBUTEIBHO-
CTU NPEIUKIIUHU IIECTU (DEHOTUIIOB) IIPEACTABICHbI B
IMpunoxenun (puc. I1.32—I1.34). Ha puc. 4 npuse-
JIEHbI ABE M3 IIEeCTU KapT — IJIs1 YyBCTBUTEIBHOCTU
MPEIUKIIMY TEMHBIX I71a3 1 TEMHBIX BOJIOC, TTOCKOIb-
Ky 3TU (peHOTUIIHI (B OTJIMYKE OT CBETJION IIMTMEHTA~
LII1) pacIpOCTpaHEHbI IIOBCEMECTHO.

YyBCTBUTEILHOCTh MPEAUKIIMA MPU3HAKA “TeM-
HBII 1BeT m1a3” (puc. 4,a) 04eHb BBICOKA, COCTABIISIS
B cpenHeM 1o 96% (mo kaprorpadupoBaHHBIM 3Ha-
yeHUsIM — 98% ). MUHMMaITbHBIC 3HAYCHUS TIPUXOISIT-
cs Ha TIONYJISALMN pycckux u Mopmosuu (p = 76%).
HemHormm BhIlIe TIOKa3aTedb y TIOPOK Ilpuypanbs
(p = 89%) u mapwmiitieB (p = 93%). B ocTaabHBIX pe-
TMOHAIBHBIX TTOMYJISIIIASIX YYBCTBUTEIBHOCTh MaK-
cUMaJibHO BbIcoKka: 98 < p < 100%.

YyBCTBUTEILHOCTD TIPEINKIINY TIpU3HAKa “TeM-
HBI 1BeT Bojioc” (puc. 4,0) HEHAMHOTO HIDKE: B
cpeaHeM 1o nomnynsuusaM 88% (o kaprorpadupo-
BaHHBIM 3HAYeHUSIM — 92%). MUHUMATbHBIE 3HaYe-
HUsI BHOBb NPUXOMATCS Ha TOIYJISIIIUA PYCCKUX M
Mopnosuu (p = 69%), HO TaKKe Y Ha KOMU-TIEPMSI -
KoB (p = 70%). Heckombko cHmkeH (82 < p < 89%)
ToKa3arejib BHOBb Y TIOPOK [lpmypanbs u y Mapuii-
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Puc. 4. KapTbl peroHaIbHON YyBCTBUTEILHOCTHU MPEAMKIIMY TTPU3HAKOB “TeMHBIN LIBET ia3” (a) U “TeMHbIiA LIBET Bojioc” (0).
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3HAYEHMST YaCTOThI 0003HAYEHBI KpaCHO-KOPUYHEBbIMM TOHaAMU, HIKaJIa IMEPEXOA0B IPUBCIACHA B JICTCHIC 1101 Kap’roﬁ; Hn3y-
YEHHBbIC NOIMYJIALIMH 0003HaYeHbI YEPHbBIMU KPY>XKKaMM.
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LIeB, HO TaKXe y 3amamHbIX (GMHHO-YIPOB U Ha 3a-
magHoM KaBkasze. B ocTajibHBIX MeTaroOMyJIsIIHsIX
YyBCTBUTEJILHOCTH BhIcoKa: 93 < p < 100%.

YyBCTBUTENBHOCTD MPEAUKIINN “OTCYTCTBUE PhI-
JKMHBI BOJIOC” HMMEET OYe€Hb CXONHBIM IMaTTEpPH: B
cpenHeM 1o normynsinusM 84% (o kaprorpadupo-
BaHHBIM 3HaYeHUsIM — 87%). MUHUMaIbHbIE 3Ha4Ye-
HUS TIPUXOIATCS BHOBb HA KOMU-TIEPMSIKOB (p = 60%)
U Ha TIOITYJISILIMKM pyccKuX 1 Mopnosum (p = 67%). He-
ckobko cHIKeH (71 < p < 85%) nokasartesib BHOBB Y
Tiopok IIpuypanbsa, Mapwuii 91 n Ha Bcem KaBkase. B
OCTJIbHBIX METATIOMYJISILIMSX YyBCTBUTEJIbHOCTD BbI-
coka: 90 < p < 100%.

PaccMmoTpeHure KapT 4yBCTBUTEJIBHOCTU TIPEIUK-
LIMM 1LIBETa IJIa3 ¥ BOJIOC YKa3bIBaeT, MpexXae BCEro,
Ha BbICOKUI1 ypOBEHb F€HETUUECKOTO KOHTPOJIS TTUT-
MEHTalUud IMpPU MCIOJIb30BAaHWM CO3NAHHOU HaMM
nanenu 31 IHK-mapkepa. Ho Takske OH BBISIBIISIET T€
PETrUOHbI, IS KOTOPBIX XapaKTepeH cBOeoOpa3Hblit
T€HETUYECKUI KOMIUIEKC KOHTPOJISI MUTMEHTALUN —
9TO KOMU-TIEPMSIKY, Hapoabl KaBkaza u HeoXuaaH-
HO BBISIBUBILIMICSI PETMOH PYCCKUX TMOMYJISAUMA U
MopnoBuu. B oTHOILIEHHM YTPOB, K COXKaJIEHUIO, ITO-
Ka HEeT 0CTaTOYHOU MH(OopMalInH.

PaccmoTrpeHue Bceil COBOKYITHOCTHM KapT aTjaca
MO3BOJISIET BBIIEIUTD PSIT OOIINX 3aKOHOMEPHOCTE.
OCHOBHOI U3 HUX SIBJISIETCSI UBMEHEHME YaCcTOT B Ha-
MpaBJIeHUU “BOCTOK—3amaja”’. DTOT MaTTepH MOXKET
MIPOSIBIISITHCS SIpYE WJIN cllabee, HO IIPUCYTCTBYET MO~
YTH Ha Bcex KapTax. JAapom “BocToyHOro mosoca”
MMPaKTUYECKHN BCETaa BBICTYIIAIOT ITOIYJISIuuU Jaab-
Hero BocToka, K KOTOPBIM OOBIYHO MPUCOSIUHSIIOTCS
nonyassuuu LlenTpanbHoiT A3, HO B 60Jiee ocab-
JICHHOM BapuaHTe. Slgpom “3amamHoro Ioiroca”,
KaK IIpaBWJIO, BBEICTYIAIOT MOIYJISILIAM BCEX BOCTOU-
HBIX CJIaBsIH (PYCCKUX, YKpauWHIIEB, O€JI0PYyCOB), 3a-
MagHBIX (PMHHO-YITPOB YU MOPABLI. OXUIaeMO, 4YTO K
3araay Bo3pacTaioT OOBIYHO YaCTOTHI aJljIelIsl, OIpe-
JIEJISIIOIIEro CBETIIYIO TIMIMEHTAIUIO T71a3 W/UJIU BO-
JIOC, HO BBISIBJIEHBI M IBa Cjlydas, KOrga 4acToTa
“cBeTJIoro” ajuiesisi Bo3pacTajia K BOCTOKY.

BTopoii yepToii, BBISIBICHHOU B pe3yJibTaTe Kap-
TOorpadMuecKoro aHajim3a, SIBJISIETCS 0Cco00€e TTOJIOXKE-
Hue HacejieHus1 Kaskaza: no omHum JIHK-Mapkepam
OHO TTOJTHOCTBIO BXOIUT B “3amamHBbIi MOJIOC”, T10-
poii maxe npeobianas B HeM; 1o apyrum JJHK-map-
KepaM — PE3KO OTHAEJISIETCS OT “3amaaHoro” IoJoca.
Panee yxXe BbICKa3bIBaJIOCh MpeAroioxeHue [17], uyro
ts HaceneHusT KaBKa3a MOTyT OBITh XapaKTEpHBI OCO-
OeHHOCTU Habopa ajuieeil, KOHTPOJUPYIOIIUX MUT-
MEHTAaIMIo Bojoc U Ia3. K ToMy ke pa3Hble permno-
BBl KaBkaza MoryT pasmuyatbes: o omauM JHK-
Mapkepam HaceneHue KaBKaza BBICTYMAET €AMHBIM
0JIOKOM, II0 IPYIrMM — peTrMoHBI 3amagHoro, Bocrou-
Horo KaBkaza u 3akaBka3bsi 00J1a0al0T COOCTBEHHBIM
TeHETUYECKUM peJibehoM. DTO yKasbiBaeT Ha OIHO U3
BO3MOXKHBIX HaIIpaBJISHM 111 OyAYIIMX UCCIeA0Ba~
HU: U3y4eHHEe TEHETUIECKOTO KOHTPOJISI IMTMEHTa-
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oy HaceneHns KaBkasa TpebyeT He TOIBKO 0Cc000-
ro, HO 1 T depeHIIMPOBAaHHOTO aHAIMU3a.

CBoeo0Opa3Hoe MoJI0XKEeHUE Ha psifie KapT 3aHUMAaloT
TakKe JBe MOIMyIsSIuuu (UHHO-YTOPCKOro Mrupa — 00-
CKHU€ yIpbl U KOMU-TIEpMSIKU. B 11eJ10M yrpbl (XaHTBI U
MaHCH) 3aHUMAIOT YETKO BBIPAXXEHHYIO MPOMEXY-
TOUHYIO 30HY MEXIY IBYMS IMOJIOCaMU, 4YacTO €€ U
¢dopmupys. Ho Ha psine KapT OHU MPUCOEIUHSIIOTCS
K “3amagHoOMy TIOJIIOCY”, Ha APYTUX — K “BOCTOYHO-
My”, Ha TPETbUX — (POPMUPYIOT COOCTBEHHOE SIAPO
aKCTpeMaabHbIX 4acToT. [TocKoIbKY 00CKue yrpbl —
€IMHCTBEHHbIE B HaIllEM TMOMYJISLIMOHHOM MacCuBe
MPEACTaBUTENIM KOPEHHOTO HaceJeHUs1 3amnaaHou
Cubupu, BO3BMOXHO, 3TOT PETMOH 00J1a1aeT 0COObIM
COCTaBOM I'€HETMUYECKOTO KOHTPOJISI MUTMEHTALIUU U
TpedyeT oTAaeabHOro usydeHusi. Ho ecim ocoboe mo-
JIOXKEHUE YIpOB BIOJIHE 3aKOHOMEPHO, TO CBoeoOpa-
31e reHo¢oHIa KOMU-MEPMSIKOB HeoxuaaHHo. Ha
MHOTHMX KapTax OHU 3aHUMAalOT 0CO0O0€ IOJOXKEHUE
HE TOJIbKO Cpelu CBOUX reorpaduyeckux U JUHTBU-
CTMYECKUX COCEEN, HO U Cpeau BCEro MaccuBa Mo-
nynsuuit CeBepHoii EBpazuu.

Tpetweit 4depTOif, HEOXMIAHHO TIPOSIBUBIICIICS
IPY COBMECTHOM CTaTUCTUYECKOM U KapTorpaduye-
CKOM aHaJiu3e, SIBJISIETCS] OTCYTCTBYE BUAUMOM CBS3U
MEX]y YPOBHEM U3MEHUMBOCTHU aJljIejIsl U ero BKJla-
JIOM B IUTMEHTalMI0 (KO3(MOUILIMEHT KOppeasuuu
CnupmeHa p = 0.2 HEIOCTOBEPEH): CpeIU MapKEPOB,
BHOCSIIIIMX OCHOBHOI BKJ1aJ B opMUpoBaHue peHo-
TUIA, IPUCYTCTBYIOT KaK aJUIeId, YaCTOThI KOTOPBIX
PE3KO pas3anyvaloTCsl MeXAy MOMYJISUsIMU, TaK U Te,
YacTOThl KOTOPBIX paclpeaesieHbl Cper HapoloHa-
ceneHusi CeBepHoii EBpasuu 1ouyTd paBHOMEPHO.
AHajiornyHasi 3aKOHOMEPHOCTb HabII01aeTCs U Cpe-
JIM TEHOB, €J1a00 y4yacTBYIOIIMX B KOHTPOJIE TTMTMEH -
Talluu.

Mp&I Oj1arogapuM BceX JOHOPOB 00pa3oB, KOTO-
pble TIPUHUMAJIN y4acTHe B JTaHHOM MCCJIEJOBAaHUU.
Konnexkuusa ob6pasuos JJHK u aHTpomonornyeckmx
dororpaduii opu1a mpemocraBiecHa AHO “buobank
CesepHoii EBpazun”.

UccnegoBanne mnpoBeaeHO TIpu (PUHAHCOBOM
noanepxxke HayuHo-texHudeckoit rporpammbl Co-
1o3Horo rocymapcrsa “JIHK-umnenTudukanmsa” (re-
HOTMNUPOBaHUE, KapTorpadgupoBaHue, HallMcaHUe
TeKCTa CTaTbU) M lOCymapCTBEHHOIO 3adaHUs IS
Menuko-reHeTHYeCKOro HayqHoro 1HeHTpa (TomnyJisi-
LIMOHHO-TEHETUYECKUIA aHaInu3 MEXIOMyJsUOH-
HOI U3MEHYUBOCTH).

Bce nipolienypbl, BbITIOJTHEHHbBIE B UCCIEIOBAHUM
C YYaCTHUEM JIIOJIEi, COOTBETCTBYIOT 3TUYECKUM CTaH-
JapTaM UHCTUTYLMOHAILHOTO 1/WUJIN HALIUOHAIBHO-
ro KOMUTETa 110 UCCACA0BATEILCKOM 3TUKE U Xeb-
CUHKCKOM nexyapaiuu 1964 1. ¥ ee IOCIEayIOLIM
U3MEHEHUSIM UJIA COMTOCTABUMBIM HOPMAaM 3THKU.

OT Kaxmoro M3 BKJIIOYCHHBIX B HCCJIEIOBaHUE

YYaCTHUKOB OBIJIO IIOJIy4YeHO HH(POPMUPOBAHHOE
JTOOPOBOJIBHOE COIJIaCHE.
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Gene Geographic Atlas of DNA Markers Controlling the Color of Human Eyes and Hair

E. V. Balanovska® » *, 1. O. Gorin® ¢, S. M. Koshel* 4, and O. P. Balanovsky* ¢
4Scientific Institution Research Centre of Medical Genetics, Moscow, 115478 Russia
bBiobank of North Eurasia, Moscow, 115215 Russia
“Vavilov Institute of General Genetics Russian Academy of Sciences, Moscow, 119991 Russia
4L omonosov Moscow State University, Moscow, 119991 Russia
*e-mail: balanovska@mail.ru

The study of the genetic control of pigmentation has identified many DNA markers that affect the human eye
and hair color formation. The foreign panel of markers HlIrisPlex was developed based on the genetic diversity
of the population of Western Europe and had a slightly reduced accuracy in Russian populations. In contrast,
the domestic panel of markers, including 31 SNPs, was developed on Russian samples. This work studied the
distribution of these markers in the populations of Russia and neighboring countries. Each of the 31 markers
included in the national panel was genotyped in representatives of 22 populations, covering the main diversity
of the gene pools of Northern Eurasia, for a total sample of 1153 people. Based on the obtained allelic fre-
quencies, a cartographic atlas was created, which included maps of the distribution of 62 alleles, as well as
maps of the sensitivity of the phenotype prediction by genotype. Cartographic and statistical analysis revealed
three main patterns of the genetic landscape of pigmentation markers. First, the main pattern of most maps
is the frequency gradient in the east-west direction. In most cases (but there are exceptions), the allele fre-
quency that determines the light pigmentation of the eyes and hair increases to the west. Second, there is no
relationship between the value of the genetic contribution of the DNA marker to pigmentation and its inter-
population variability. Thirdly, the genetic peculiarity of the populations of the Caucasus and the Urals was
revealed, in which the frequencies of genetic markers of pigmentation are irreducible to either the “western”
or the “eastern” type. Prediction sensitivity maps of pigmentation also revealed the uniqueness of Russian
populations.

Keywords: gene geography, atlas, pigmentation, Northern Eurasia, DNA markers, prediction, maps.
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