HpeBussa JIHK paccka3zaja 06 oToope

Hapexna MapkrHa

['eHeTHKH M3yUYMIIN €CTECTBEHHBIH OTOOP y €BPOIIEHIIEB 3a 8 ThICAY JIeT

Bnepsrie no anaau3y apepHeii JHK yaanoch n3yunTh, 10 KaKuM reHaM H B KAKOM HanpaBJeHHH B MOMYJISIIUSIX
EBponsb! B nocieaane 8 ThiCAY JIET JelCTBOBAJ eCTeCTBEHHBIN 0TO0p. KyIbTypHBIe H conuanbHble H3MEHEHHS B
HEOJIHTE CONMPOBOXKAAINCH H3MEHEHUSIMU YaCTOThI FeHeTHYeCKUX BaApHAHTOB (auleneil), CBSI3aHHBIX C HEKOTOPbIMH
npusHakamu. ITog oT60poM HaxXoJUIHCH aJLIeJU TOJNEPAHTHOCTH K JaKTO3€e, MIUTMeHTallH KOXKHU U IJ1a3, MeTado1u3Ma,
a TaksKe poCTa U Beca.

[Nepexon k mpousBoaAIIEMy XO35UCTBY B EBporie, KoTopsiit Havascs okoso 8 500 et Ha3all, COMpOBOKIAICT U3MEHEHUSIMHU B
YCJIOBUSIX KU3HU, TUTAHUM, COLIMATIbHOM opranu3aiiu odiiectsa u rmp. O4YeBUIHO, YTO HA ITOM STare YeTO0BEYECKON UCTOPUN
reHO(OH/I TIOMYJIANNI HAXOIUIICS TO/1 BIMSIHUEM 0TOOpa — OTOMpaIch HanboJee Mojie3Hble B HOBBIX YCIIOBUSIX T€HETHYECKUEe
BapuaHTHL. JI0 CHX MOp MPeANoIoKeHNs O JeUCTBUU STOr0 0TOOPA JIeNIAMCh TOJIBKO Ha OCHOBe u3ydeHus coBpeMenHoi JJHK, Ho oHa
JIaeT JINIIh OTPaHIMYCHHOE TIPE/ICTABJICHIE O MPONUTBIX COOBITUSIX. HOo BOT MekIyHapoaHass KOMaH/Ia MCCIeIoBaTeNei o
pykoBozcTBoM [sBuaa Paiixa (David Reich) u3 I'apBapackoil MeqULIMHCKOM IKOJIbI BIIEPBbIE UCIIOIb30BaA AJIsl STOU 1eJn
uccnenosanue apesHer JJHK. Pesynbrarsl 9T0i paboThl OMyOIMKOBAHb HA CAliTe MPENPUHTOB bioRXiv.

ABTOpBI U3YYHJIM TeHOM 83 IpeBHUX WHIUBHUIOB, KOTOpbIE XWiU B EBpore B TeyeHue nocneaHux 8 Teicsid jieT. Cpey HuX ObUN
oopasups! JJHK 3amnagHoeBponeicKuX OXOTHUKOB-COOMpPATEIed paHHEro, CPEAHEro U MO3IHEro HeoJIUTa, MOMYJISAIMi OPOH30BOrO BeKa,
CKaHJMHABCKUX OXOTHUKOB-COOMpATesiel U HOCUTelel IMHOW KYJIbTyphl. TO ecTh, CCIIeI0BaHUEM ObLIM OXBAUYCHBI TPU JPEBHUEC
TIOMYJISILIMHM, KOTOPbIE, KAK ObLIO HE TaK JIABHO MOKA3aHO, CTAIM UCTOYHUKAMU (POPMUPOBaHMUsI TeHO(OH]A COBPEMEHHBIX €BPOIIEHIIER:
9TO 3aMaJHOEBPOIEHCKUE OXOTHUKU-COOUPATENIU, pAHHUE EBPOIIEHCKUE 3eMIIeIe IbIIbl M HACEJICHHE CTeTlel YepHOMOPCKO-
KaCIHICKOTO pernoHa (Ha3BaHHBIE B YIIOMSIHYTOH CTaThe ApeBHUMU nomyisaimsavu CeBepHoil EBpazum).

Hannsie o gpesreit [JJHK cpasauBam ¢ 503 o6pasuamu JHK 13 nsTi cOBpeMEeHHBIX MOMYJISALMI, TOTyIeHHBIMH B XO/I€ ITPOEKTa
«1000 reHomoB». AHaim3 oxBatuil 6e3 Masioro 400 THICSY TOUSUHBIX MYTAlMi, B KOTOPBIX TPOUCXOASAT 3aMEHbI OIHOTO HYKJIEOTH/A
Ha Jpyroil (oaHoHyKIeoTAHbI nommopdusm, SNP). B ux umcie okasanock 0koj10 30 ThICSY HyKJIEOTHUIHBIX 3aMEH, KOTOPbIE
TIPE/IIOIOKUTENBHO OKa3bIBAIOT PeasIbHOE BIMSIHUE Ha CUHTE3 OEJIKOB M, CJIEI0BATEIbHO, MOTYT OBITh (DYHKIIMOHAIBHO BakHBI. [10
kaxaoi SNP-MyTanuy reHeTHKY OLEHUBAJIM €€ YacTOTY B IPEBHUX U COBPEMEHHBIX MOMyIsALuAX. Mcxoas u3 3Toro u cnosns3ys
BEPOSITHOCTHBIE MOJIEJIM, OHU JeJIajlv BBIBOJI, OblIa JIM IJaHHAsi MyTalusl (HyKJICOTHIHAsI 3aMeHa) HENTpaJibHaA WK MOJIEPKMBAIACh
€CTECTBEHHBIM OTOOPOM. ABTOpaM yIaJIOCh HAUTH MSITh JIOKYCOB (MECT PacHOJIOKEHHUsI TeHa), KOTOPbIE SIBHO CIIYKMJIA MUILIEHSIMU
€CTEeCTBEHHOI'0 OTOOpA B IPEBHUX HOMYJISALMAX, STU JOKYCH OHM M 0OCYKJAIOT B JAHHOH CTaThe.

Cnoco0HOCTb yCBaUBATh MOJOKO

IIpexne Bcero, 3To reH gakrassl LCT, hepMeHTa, pacieIUIIOEero MOJIOYHbIN caxap JlakTo3y. BapuanT rs4988235 nanHoro rena
obecreyrBaeT padoTy JIaKTa3bl M0CIe OKOHYAHHS TIEPUO/a TPYJHOTO BCKApPMIIMBAHHMSI, YTO TTO3BOJISIET B3POCIIBIM JIIO/SIM YIIOTPEOISITh
B MY MOJIOKO: 3TOT BApHAHT Ha3bIBAIOT aJlIeJIeM TOJIEPAHTHOCTH K J1aKTO3€. ABTOPBI CTaThbH HE HAIILIY €70 Y PAHHUX HEOJIMTUYECKUX
3eMJyie[esbLEB (HapuMep, B MOMYJIALUY KyJIbTYpbl IMHEHHO-TIEHTOYHON KePaMUKH) U He HallIM JAaXe Y CKOTOBOJOB SIMHOMN
KYJIbTYpBI, HECMOTPSI Ha TO, YTO T€ OJOMAIIHWIM poraTelii ckoT. Hao cka3aTk, 4TO MOCaeHUI pe3yIbTaT He COIacyeTcs ¢ JaHHbIMHU,
IOJyYeHHBIMU B HeJlaBHEM McciiefoBaHuy KoManas! Kpuca Kpucruancena u Dpcke Bumiepenesa, B KOTOpOM OHU OOHAPYXUJIM ajliesb
TOJIEPAHTHOCTH K JIAKTO3€ y TIPeCTaBUTENEH AMHOM KyJIbTYPBI, XOTSI U OTMETUIU, YTO 3HAUYUTEIbHON YaCTOTHI STOT BAPUAHT JJOCTUT B
Gosiee mo3Hee BpeMsl. ABTOPBI e JaHHOH CTaTbM CUMTAIOT, YTO STOT aJUleslb BIIEPBbIE BO3HUK B IOMYJISLUN KYJIbTYPbl KOJJOKOBHAHBIX
KyOKoB, npumepHo 4300 set Hazaa. Cpein COBpPEMEHHBIX eBpPOIEHIIeB YaCTOTA ajlielisi TOJIEPAHTHOCTH K JIAKTO3€ COCTABIISIET B
cpeaneM 70%, OYEBUAHO, YTO OTOOP OJIArONPHATCTBOBAN STOMY I€HETHYECCKOMY BAPUAHTY (T€HETUKH B TAKOM CJIy4yae TOBOPST O
CHJIbHOM MOJIOKHUTEIEHOM OTOOpE B MOJIb3Y JAHHOTO BapHaHTa TeHa).

He)’[aeTCH BBIBO/[I, YTO, XOTA JIIOAU CTAJIM [TMTh MOJIOKO JAJIEKO HE CPpa3y MOCJIEC TOr0, Kak OAOMAlIHWIN JKUBOTHBIX, 9Ta MHHOBAUS
0OKa3aJIaCh HACTOJIBKO ITOJIE3HOI IUISL BBDKUBAaHUS, 9YTO paCIpOCTPaHWIACh OUY€Hb 6I)ICTpO.

IIBeT KOXKU
Hccnenosaresy HallUTH TakkKe YeTKHE JOKa3aTeIbCTBa 0TOOpA B BYX TeHaX, BIMAIONIMX HA MATMEHTAIMI0 KOXU. Bapuantsl rs1426654

reHa SLC24A5 n rs16891982 rena SLC45A2 0TBevaloT 3a CBETJIbIE OTTEHKH KOXKHU. Y COBPEMEHHBIX €BPOIICHIIEB X YaCTOTA BeluKa (y
MEPBOTO aJUIENsI OHA BO BCEX EBPOMNENCKUX MOMYJIALUAX 32 HCKII0YeHneM uctanieB coctasisieT 100%, y BToporo — 90%). B 1o xe


http://xn--c1acc6aafa1c.xn--p1ai/?page_id=475

BpeMsl, Y 3al1aIHOEBPOIEHCKUX OXOTHHKOB-COOMpATeell 9T! aJliesId OTCYTCTBOBAJIN MIIH e ObUIM OYEHb PEAKU, MOKHO
NPEIIOTIOKUTh, YTO KOKA Yy HUX ObLIa JOBOJBHO TEMHOM MM e PEryJIMpoBajIach APYTMMH reHaMH 1 ajuiessiMi. [1o JaHHBIM aBTOpOB,

TMIepPBbI aJUIeTIb BIIEPBbIE BO3HMK B PAHHEM HEOJIMTE, U €r0 YacTOTa HEM3MEHHO YBEJINIMBaIach BIUIOTH 10 COBpeMeHHOCTH. YacToTta
BTOPOTo ajuIens pociia ObICTpee U yxke B paHHeM Heosute gocturia 90%.
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Yacrora ajuiesneil, HaXOAAIIUXCA 10, 0TOOPOM, B pPa3Hble BPEMEHHBIE IEPHOIbL.

T'oayoble riaaza

Crnenyionuii anjens, B KOTOPOM aBTOPbl OOHAPYKHJIM OTOOP, OTHOCHTCS] K OCHOBHBIM BJIMSIIOLIMM Ha IBET IJ1a3. Bapuant rs12913832
reHa HERC2/0OCA?2 otBedaer 3a roiyO0# LIBET IJ1a3 y eBPOIEHIIEB M MOXET TaKkke BHOCUTh BKJIa]] B (DOPMHUPOBAHHNE CBETJIHIX OTTEHKOB
KOXH ¥ BoJioc. [IpaBia, B oTJIMuMe OT NpebIIyIX UCClleloBaTeieid, 0OOHAPYKUBIIMX CHIIbHBIHA TOJIOKUTEIBHBIA OTOOP STOTO aJuess,
ABTOPHI JaHHOW CTAaThU HAIIUTM NMPU3HAKHU CJ1a00r0 OTPULIATENILHOTO 0TOOpa (HANpaBIeHHOTO MPOTHB Hero). OOBsCHSS 9TOT (hakT, OHH
TOBOPAT, YTO IAHHBI BApHAHT OJIAaroNpHsATEH Ha ceBepe, HO HeOIaronpusTeH Ha Iore. TOMY COOTBETCTBYET SIPKO BbIPaKEHHBIN

rpaMCHT YaCTOThI 3TOI'O a/UI€JIAd B HAIIpaBJICHWU C 0ra Ha CEBEp, KOTOprﬁ, MO-BUANMOMY, COXPAHAECTCA B EBpone B TCUCHUC
OCJIEAHUX BOCbMU THICSUEIIETUM.

MeTa060.au3M

Jpyrue 1Ba JIoKyca, B KOTOPBIX TeHETUKH OOHAPY KWK NPU3HAKU 0TOOpa, HaxoasATcs Ha 11-i xpomocome B reHax FADSI u
NADSYNI. FADSI BoBie4YeH B MeTa0OJIM3M KUPHBIX KUCJIOT, U BAPUALIMM B HEM CBSI3aHbI C YPOBHEM JIMITUIOB U KUPHBIX KUCJIOT B
rtazme Kposu. Hanbonee 3naunmMerii SNP-BapuaHT B 3TOM JIoKyce — 15174546 — acconmmpoBaH CO CHIKEHUEM YPOBHS
TPUITLEPUIOB. ABTOPHI IUIIYT, YTO OTOOP MO 3TOMY AJIIENIO CBSI3aH C MI3MEHEeHHeM JueThl. Bapuantsl gpyroro rena NADSYN1

CBA3aHbI C COACPKAHUEM B KPOBU BUTAMUHA Du pas3imyaloTCs y reHETUYCCKN ONM3BKUX CeBepOCBpOHCﬁCKHX l'[OHyJ'[HHPIfI, HMMCIOIIUX
Ppa3HbI€ ICTOYHUKU BUTAMUHA D.
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CkananHaBcKas 3arajkKa

HeoxupanHbiil pe3ysIbTaT UCCieaoBaTeNu noayunim npu usydennn JJHK cemu ckaHIMHABCKUX OXOTHUKOB-COOMpATENIeH 13 I0KHON
[IBenuu (crositika Moraia), skuBmux okosio 7 700 jiet Hazad. B oTiMume oT OXOTHUKOB-COOMpaTesiel IEHTPaIbHOM U I0KHON
EBporibl, IMEIOIIMX MPEeIKOBbIE ajljieNu (T.e. 03 «<HOBOW» MYyTalluH, CBSI3aHHOI CO CBETJION MUTMEHTAIMEH) B IBYX OCHOBHBIX
EBPOIEHCKUX JIOKYCaX MMIMEHTALMK KOXH, POJICTBEHHbIE MM CKaHIMHABCKUE OXOTHUKH-COOMpATeNH 00J1aaiy PUoOPeTeHHBIMU
aJuleJIsIMU CBETJION MUTMeHTAlMK KOKU (reHoB SLC24A5 u SLC45A2). To ecTh, B OTJIMYHKE OT JOBOJBHO TEMHOKOKUX OXOTHUKOB-
cobupareneit 1IeHTPaIbHOM U 10:kHON EBpPOITbI, CKAHANHABCKHME OXOTHUKU-COOMPATENN UMEJIH CBETIIYIO KOXKY.

Kpowme Toro, B ueThipex 13 ceMu odpasiax u3 Morajbl HalIeH «HOBbIN» ajuielib 1s3827760 rena EDAR, BIUSIOIMI HA CTPOSHUE
3y0OB U TOJIIUHY BOJIOC. HEOOBIUHBIM SIBJISIETCS TO, YTO STOT aJUIeIb HAXOAUTCSI 1o/l 0TOopoM B BocTouHOM A3mu, U cerofiHs ero
BBICOKAsl YaCTOTA OTMEYaeTCsl B NOMyJIsAusax BoctouHol A3uu M y aMepUKaHCKUX MHIEHIIEB. Y COBPEMEHHBIX €BPOIEHIIEB OH
OTCYTCTBYET, 3a HCKToueHreM CKaHIWHABUY, TPUYEM Y CKAHIWHABOB €ro HaJIMUKe OOBIYHO CBSI3BIBAIOT C PACIIPOCTPAaHCHUEM Ha
3amnaji Hocutesiel (DUHHO-YTOPCKKX SI3BIKOB, TO €CTh C rOpasno OoJiee Mo3qHUMU coObITUsAMU. Ho TOT (hakT, UTO OH OKazajcs y
OXOTHUKOB-coOupatesier u3 MoTalibl, MOKHO OOBSICHUTb TOJILKO MMOTOKOM FE€HOB MKy X MpPeIKaMU U JIPSBHAMMU
BOCTOYHOA3MATCKUMU MOMYJISAIUAMHU.

POCT, Be€C U Ipyrue nmoJiMreHHbli€¢ IMNIpUu3HaKn

HccnenoBareny MpoBepuiv Tak)ke Ha CUTHAJIBI 0TOOpPA CIIOKHBIE TPU3HAKK, KOTOPbIE KOHTPOIMPYIOTCS MHOTMMH I'€HaMH, KK/IbIH 13
KOTOPBIX MO OTJEIBHOCTH BHOCUT c1adbil 3¢ppekT. OMH N3 TaKMX MPU3HAKOB — POCT YEJIOBEKA, KOTOPHI, MO-BUANMOMY, Y
€BPOIIEHIIEB HAXOIWJICS IO/l OTOOPOM. AJIJIENH, KOTOphIe CIOCOOCTBYIOT 60Jiee BHICOKOMY POCTY, B MOIYJISILIMAX CEBEPHBIX €BPOIIEHLIEB
BCTpEYaIoTCs Yallle, YeM B MOMYJISIMH I0KHBIX eBporieiilies. IHpMHU cioBamMu, B ceBepHO EBporie mponcxoaut otoop Ha BHICOKHI
pocT, a B 10xkHOI EBporie — Ha HU3KMA. ABTOPBI CTATUCTUUECKU ITPOBEPIII, YTO pacpesieleHHe YaCTOThl 3THX ajulesieil B
HaIlpaBJICHUH C CEBEPa Ha 10T OTJIMYAETCS OT CITy4yaitHOTO.
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l'unoTernyeckas cxeMa, MOKa3bIBAINAS, KaK B MOMYJIAIMAX MPoXoawt otoop mo pocty. KpacHeM (1) 0603HaueHO HarpaBlicHre
orbopa Ha yBeJM4YeHHe poCcTa, CHHUM (2) — HanpaBJieHHe 0TOOpa Ha CHIKEHHE poCTa.

Anamms ,I[peBHeﬁ ,HHK II0Kasaj, 4To HaHpaBHeHHHﬁ 0T60p O JIMHE TE€JIa UMEJI MECTO YK€ B PAHHEHCOJIMTUYICCKUX NTOMYJIANNAX Ha
TCPPUTOPHUU COBpeMeHHOﬁ Wcnanum. l"paJmeHT MEXKAY CEBEPHBIMU U I0KHBIMU NONYJIANUAMUA, IO-BUANMOMY, YCTAHOBWICS B paHHEM
HCOJIMTEC, YBECJIMUWIICA B CPEAHEM HEOJIMTE U HECKOJIbKO CHU3UJICA MO37KE, HO IIPHU ITOM COXPAHACTCA B TCUCHUE BCEX 8 THICAY JIeT.

Syt pasjinuus B pocTe (IUII/IHC TCJ'[a) OCOOEHHO YETKO BBISIBIISIOTCS Ipyu CpaBHEHNHU I'€HOTUIIOB CPEJHEHCOJIUTUYCCKHUX UCITAHCKUX
l'[Ol'[yJ'[SIIII/Iﬁ U CTCITHBIX HOHyJ'IHLII/Iﬁ SIMHOM KYJIbTYPBI. SIMHMKM MeH Hanboiee BBIPA)KEHHbIEC TCHETUYECKNE BAPUAHTBI BBICOKOI'O
pocta, U, IO-BUANMOMY, HeﬁCTBHTeﬂbHO, OBL/IM BBIIIIE CBOMX COBPEMEHHUKOB. 310 COIIACy€eTCA U C JaHHBIMU apX€0JIOT'OB.

Uro kacaercs Beca TeJa, TO B aJUIeIIsIX, BIMSIONMX Ha MHAeKC Macchl Testa (UMT), uccnepoBateny oOHapyKUIM CUTHA 0TOOpa B
MOMYJISIMSIX HEHTPaJIbHBIX EBPOIIEHIIEB MO3IHETO HEOIUTA-OPOH30BOTO BEKa, XOTsI U OueHb cialblil. ['eHeTHueckuii nonumoppusm
BJIMsIET Ha Bec ropaszo ciabee, yem Ha poct. [IpoBepusiu 1 Apyrue CIokHble NPU3HAKU — OTHOIIeHUE Taus-Oe/ipa, quader 2-ro Tua,
BOCHAJIUTEIbHbIE 3a00JIeBaHNsI KUIIEYHUKA ¥ YPOBEHb JIUIUIOB, HO CPEI COOTBETCTBYIOIIMX aJUIeNield He 0OHAPY KM CUTHATIOB
orbopa.

ABTOpr HCCIe0BaHus AeJIal0T BbIBO, YTO JPEBHAA HHK BIIOJIHE MOKET OBITh UCIIOJIb30BaHA JJI U3yYCHU A 0T6opa,
MPOUCXOOUBIICTO B JPEBHUX MOMYJIANUAX. Takum criocoOoM MOKHO MMpoCIEAUTb UCTOPHUIO I'€HOB, BIIMAIOIINX HA JKU3HEHHO Ba’KHBIC
IMPU3HAKU. Xorsa B pa60Te YAaJI0Ch BbIAABUTDH TOJIBKO IATH JIOKYCOB C IIPU3HAKAMMA 0T60pa, ABTOPBI NTOJIAraloT, YTO UX U HE NOJI’KHO
OBUTO OBITH MHOTO. BCpOi{THO, C IOABJICHHUEM MPOU3BOAALIETO XO3SIMCTBA CHJIbHBII 0T60p eI BCEro Jimuib 1o HECKOJIbKUM



MIPU3HAKaM.

Ho ectp 1 HEenoHsTHOE. y,IlI/IBI/ITCHBHO, 4qTo 0T60p HE BBIABJICH HU 110 OAHOMY I'€HY, CBA3aHHOMY C PIMMyHHOﬁ cucrtemon. B To BpeMA
KaK ajanrtanyAa K HOBBIM IIaTOI'€HaM B HEOJIUTE ObLIa HCO6XOJII/IMa, HalpyuMeEp, B pe3yJibTaTC OJOMAIlIHUBAHUA ) KUBOTHBIX U
COBMECTHOM JKU3HU C HUMH. BOSMO)KHO, B 6yﬂyHH/IX HCCICNOBAHUAX YAACTCA MMOKA3aTh OT60p U IO APYI'MM JIOKYyCaM C 0osee craObIM
9C1)(1)CKTOM, KOTOPBIE B CYMME MOI'YT 1aBaTb TOT K€ PE3yJIbTaT.
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