O/ 1H U3 reHOMHBIX PerHOHOB, CBSI3aHHbBIX ¢ (hOpMOI JINa Y JaTHHOAMEPUKAHIIEB,
0Ka3aJjics 3aMMCTBOBAaH OT JICHHCOBIIEB

I'eHeTnyeckyo 0cHOBY (pOpPMBbI JIMIA H3YYHJIH HA BbIOOpKe 6oJee 6000 yenoBek u3 monyssanuii Jlarmuckoit Amepuku. B
xoje ucciaegoBanusi GWAS BoissBuim 32 reHOMHBIX PernoHa, NPOSIBUBIINX /{0 CTOBEPHbIE ACCOMUAINY € IPU3HAKAME
¢popMbI IHI1A, U3 HIX 9 PErHOHOB, paHee He ONMMCAHHBIX B eBpomnelicKkux nomyasinuax. OQuH U3 HUX, B JoKyce 1p12,
acCcoONUHPOBAHHBIIN C TOJINUHOM ry0, nepekpbiBaicsa ¢ yuactkom JJHK, 3auMcTBOBaHHBIM OT /IeHHCOBIIEB.

VueHble yke He B IEPBbIA pa3 UCCIIEAYIOT TEHETMUYECKYI0 OCHOBY TaKOM 4epThl BHEIIIHOCTH Kak (popMa JnIa, HO 10 CUX TIOp OHU
OIpPaHUYUBAJIVCD MOMYJISIUSMH €BPONEHCKOro MPOUCXOkIeHHs. ABTOPbI HOBOI paboThl, OIyOIMKOBaHHOW B XypHase Science
Advances, npoBenyu MoJHOreéHOMHoe uccienoBanue accorpanuii (GWAS) napameTpos hopMsl Jinia B momyasauusax JlaTuackoi
AMepuKH. ITO YacTh NPOEKTa [0 FTEHETHYECKOMY MCCIIEIOBAHHUIO YepT BHEHIHOCTH JJATUHOAMEHPUKAHIEB, KOTOPBI IPOBOJUT
koHcopuuyMm Latin America the Consortium for the Analysis of the Diversity and Evolution of Latin America (CANDELA). Pa6ora
BBITIOJIHEHA OOJIBIIMM MEKIyHAPOJHBIM KOJUIEKTMBOM TP KoopAuHaImu crerpanictoB u3 Ppanuun (CNRS) u Benukobpuranuu
(YuuBepcuretckuil Kowiepx JIoHIoHa).

B BBIOOpKY 7151 TaHHOTO HccnenoBanus Boum 6169 genobek n3 6a3st CANDELA (3408 sxennmH u 2761 MyX4rHa), TPOKUBAIOIINE
B IIATH JIATHHOAMEPHKAHCKKX cTpaHax. O0cnenyemMble MHAMBHAB U3 JIaTHHCKON AMEpHKH UMM CMEeIlaHHOE ITPOUCXOXKACHHUE, B
CpellHeM B MX reHomax Ob110 51% eBporneiickoro KOMIoHeHTa, 45% KOMIOHEHTa KOPEHHBIX aMepHUKaHIEB U 4% — KOMITOHEHTa
A¢puxku 0xHee Caxapsbl.

AHanm3 npoBoaWIM 1o 59 mapamerpam (pacCTOsIHUSI, OTHOIIEHUS U YIJIbl), KOTOPbIE ObLIM U3MEPEHBI 10 AByMEPHBIM (hoTOrpachusm
npouIielt; 9T MapaMeTpsl OTpakasid MOP(OJIOTHIO BepXHEel, CpeiHEN U HIKHEH JacTel JIuIa. Y JacTHUKK 00C/IeJOBaHUS ObLTH
reHoTUnMpoBaHsl 1o nanenu Illumina’s OmniExpress BeadChip, misa anammsa B3sum 671 038 SNP.

Bosbluast yacTh mapaMeTpoB (hOpPMBI JIMLA AEMOHCTPUPOBAJIA KOPPEJIALMK OT HU3KOW JO CpeJHe! CTEeleH! ¢ BO3PacTOM, MHAEKCOM
MAacCCHI TeJa, IOJIOM M TeHETUYECKUM MPONCXOKIEHHEM Ha YpOBHE KOHTHHEHTa. CaMblil cuiibHBIN 3¢ekT Bo3pacta, UMT u mosna
OTMeYaJICS IS TOJLIMHBI I'y0, VIS IApaMeTpOB, CBA3AHHBIX C TOJIIMHON IIeH, U 1)1 HAZOPOBHBIX OYT.

BoJbImMHCTBO NapaMeTpoB (POPMBI JIMIA TOKa3aIH c1abble MM CpeJHIe KOPPEIISLMH C TeHOMHBIM TTOJIMMOP(MU3MOM, HO [UIS
HEKOTOPBIX, TAKMX KaK KYpHOCOCTb HOCA HOC MJIM TOJIIMHA Ty0, Habmogammuch Beicokre Koppessiuuu (>0,8). Camblil cuinbHbIN 3¢dekT
MIPOUCXO3KIeHNsI (TTpeobiIaaHne eBpPOTecKOro MO0 aMepHH/ICKOTO TeHETHYECKOT0 KOMITOHEHTA) OTMevasICst 1Sl TTOJIOKEeHH S
HazuoHa. HekoTopsle mapaMeTpsl BBICTYNIAHKA HOCA U OAOOPO/IKA U TOJIIMHBI I'y0 umenu 6ojiee ci1adyo KOPPEsLHUIO C
npeodJiaJjaHueM eBpOIEHCKOro Wi aMepUHICKOro npoucxoxjeHueM. CyOKOHTHHEHTaIbHOE TeHETHYECKOe IIPOUCX 0K IEHHE
(Cesepnas Espomna — U6epust; LientpanbHbie AHbI — or FOkHON AMEpHKH) TakKe JOCTOBEPHO KOPPEIUPOBAIIO C OIpe/Ie/IeHHBIMU
HapamMeTpamu, 0OCOOEHHO B CpeiHe 30He JIMLa.

ABTOpBI BBIYUCIIMIIN HACIIEyEMOCTh Pa3HbIX MPU3HAKOB (POPMBI JIHIA (hz); JUIS1 BCEX MPU3HAKOB OTMEYallach CPEe/IHSS CTeTIeHb
Hacnenyemoctu — ot 0,20 no 0,61. Camas Beicokasi Haceayemocth (>0,60) 0GHapyYKUJTACh JUIs BEIMUMHBI BBICTYTAHUS HAJOPOBHBIX
IyT, Hoca U Ty0. ['eHeTnueckast KOppessiys Mex/1y MpU3HaKaMu ObLIa MPUOIM3UTEIbHO MPOMOPIMOHATbHA (DEHOTUTMIECKON
KOPPEJISILIAM, 3TO YKa3bIBAET HA CXOJJHOE BIIUSIHAE F€HETHUYECKUX U CPEIOBbIX (DAKTOPOB HA YEPTHI JIUIIA.

B pa6ote 6bu10 BBISIBICHO32 FeHOMHBIX pervoHa (Bkmodaommx 2684 SNP), accolnpoBaHHBIX 110 KpalHER Mepe ¢ OJTHUM ITPU3HAKOM
¢popmsl uia. COOTBETCTBEHHO, U3 59 N3yUEHHBIX MapaMeTpoB (HOPMBI JiLa 32 MpOABJISIN ACCOLMALMIO [T0 KpailHell Mepe ¢ OJHUM
T€HOMHBIM PErMOHOM (OT OIHOTO JI0 TATH).


http://генофонд.рф/?page_id=9503
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HpI/I3HaKI/I Hpoq)HHH JiMa, IpossBUBIINE NOCTOBEPHBbIE TEHOMHbBIE aCCOLIMAlINM. BBeryI U3MEpPSAEMBIC ITapaMETPhI. BHI/I3yZ BBIAABJICHHBIC
GWAS CUTHAJIbI, XPOMOCOMHbBIE PETUOHBI U 6HI/I3HC)KEIHII/IC KaHINJATHBIC I'C€HBI OJ14 HauooJIee CUIBHBIX accounaunﬁ.

J1s1 24 u3 32 reHOMHBIX JIOKYCOB, ITOKa3aBIINX JOCTOBEPHbIE ACCOLMALINY C TIPU3HAKaMU (hOPMBI JIMLA, ECTb TIOATBEPKICHNIE B
JaHHbIX Jutepatypbl 1o GWAS uccinenoBanusm. Hampumep, 3To KacaeTcst MO3UIMU Ha3MOHA, KOTOPasi acCOLIMMPOBAHA C
Heckonbkumu SNP B rene PAX3 perunona 2q35. B To e BpeMsi HEKOTOpBIE JIOKYChI B paHee OIyOJIIMKOBaHHBIX pa00Tax U B JAHHOM
MCCIIeIOBAaHNH OKA3aJIMCh aCCOLIMMPOBAHBI C Pa3HBIMM NMpHU3HaKamu ¢opmel Jina. Hanpumep, ren WARS2/TBX 15 pernona 1pl2 B
NpeIbIIYIINX UCCIEOBAHUAX ITOKA3aJl ACCOLMALIMIO C PA3HBIMHU ITPU3HAKAMH BHYTPEHHETO YXa JIM00 MOP(MOJIOrHH CpeJHel JacTi
JIMIIA; B JAHHOW paboTe ObUT ACCOLIMMPOBaH C JABYMsI OKA3aTE SIMHU TOJIIMHBI I'y0. [l HEKOTOPBIX JIOKYCOB, MOKA3aBIINX
JOCTOBEPHYIO aCCOLMALIMIO C MTPU3HAKaMU (POPMBI JIMIa, paHee OblIa BbISIBJIEHA aCCOLMALINS ¢ HEKOTOPBIMU HACJIENCTBEHHBIMH
3ab0JIeBaHUSAMY (TaKMMHM Kak pacluiervienre Héoa myist rena MYC pervona 8q24.21) wiaM B 9KCIEPUMEHTaX Ha JKMBOTHBIX TTOKA3aHO UX
y4Jactue B SMOpHUOHAILHOM (hopMupoBaHuH deperna (reH 7bx15 peruona 1pl2).

O6Hapyxwics nHTepecHsiil pakt. SNP B pernone 1pl2, B mecte pacnionoxenusi reHa WARS2/TBX 15 Obli acCOLIMMPOBAHBI C
HPU3HAKOM OTHOIIEHHS TOJIMHBI I'y0 (OTHOILLIEHHE TOIIMHBI BEpXHEH IryObl K CyMMapHOH TOJIIMHE BepXHel 1 HuskHelt). Takas
accouyanys Jyis MoJuMopdu3Ma 3TOro reHa Oblla BBISABIIEHA BIIEPBbIE (KaK CKa3aHO BBILIE, TPEKIE ero aCCOLUUPOBAIN COBCEM C
JPYTMMH IIPU3HAKaMK). TOT I'eH, Kak ObUIO MOKAa3aHO paHee, OblI MULLIEHbIO MOJIOKUTEIBHOTO 0TO0pA Y HHYUTOB, YTO CBSZBIBAIOT C
ajlanTanyen K HU3KUM Temnepatypam. Ho, Kpome Toro, okasanoch, 4TO PErMOH 9TOTO TeHa NEPEKPHIBAETCS C yYaCTKOM I'eHOMa,
3aMMCTBOBAHHBIM COBPEMEHHBIM YEJIOBEKOM Y JPEBHUX JIOJEH, BEPOSITHEE BCETO, Y JEHHCOBIIEB.



U3 32 reHOMHBIX JIOKYCOB, OOHapyKHBIIMX JOCTOBEPHbIE ACCOLMALIMY C YePTaMH JIMLA, 9 ObLIN ONMCaHHI BriepBble. [1o MHEHMIO
aBTOPOB, ITPUYMHA B TOM, 4TO npexkge GWAS o npusHakam (popMsl JMIa TPOBOAMIN HA JHOAX €BPONEHCKOTO MPOUCXOKICHHS.

B pa60Te ObLIN MOJIYyY€HBI JOKA3aTEJIbCTBA, YTO T€HOMHBIE aCCOLMAIIUU C ITPU3HAKAMHA Cl)OpMI)I JIMa HEOANMHAKOBbBI B PA3HbIX
MOmyJIAnugXx. Yacrora aJmeneﬁ, ACCOLUMUPOBAHHBIX C YEPTAMMU JIMIIA, PA3JINYIACTCS KAK Ha YPOBHE KOHTUHCHTOB, TdK U B Pa3HbIX
peruoHax BHYTPHU OJHOTO KOHTUHEHTA. Har[pI/IMep, peruoH EDAR B HaHHOf/’I pa60Te ACCOLMUPOBAH CO CTEIEHbIO YIUIOMIEHWA JIULIA U C
BBICTYITAHHUEM HIDKHEH YeJTIOCTH. DTU ACCOMMPOBAHHBIE BAPpHUAHTHI ITOJIHOCTHIO OTCYTCTBYIOT B EBpone, CJI€10BaTe/IbHO, B
eBpOHeﬁCKOﬁ MOMyJIAIrur 3TOT Sq)q)CKT HEC 6yI[CT 06Hapy)KCH. Takast uBMeHUYMBas1 reHeTUYecKas APXUTEKTYpa [PHU3HAKOB q)OprI JiMa
YKa3bIBa€T Ha HeO6XOIII/IMOCTL (&9 IIaJ'[LHeﬁLHPIX I/ICCJ'IC)IOBB.HI/IIZ B pa3HbIX 9THOFeOFpaq)I/I‘{eCKI/IX rpymmax ajis NoJiHoro ornvucaHnus
Tre€HETUYECKOM OCHOBBI MOp(bOJ'lOFI/II/l JIMa y COBpEMEHHOI'O Y€JI0OBEKA.

EcrecTBeHHBII 0TOOP UrpaeT OOJBIIYIO POJib B SBOJIOLNY YEPEITHO-JIMIIEBOM MOP(OIOrUY y MHOTHX BHJOB MJIEKONUTAIOIINX, B X0/
MX MPUCTIOCOOJICHHSI K Pa3HbIM YCIIOBUSAM OKpYXKaiomien cpeabl. He uckimodeHne u yenoBek. ABTOpbl OOHAPYKHUITH, YTO JIOKYC
WARS2/TBX15, nposIBUBIIMI aCCOLMALMIO C OTHOILIEHUEM TOJIIUHBI T'Y0, OJIHOBPEMEHHO HECET CUTHAJ TIOJIOKUTEILHOTO 0TOOpa U
MIEPEeKPHIBACTCS C YIACTKOM, 3aMMCTBOBAHHBIM U3 TeHOMa JEHUCOBIIEB. VIHBIMHU CIOBaMH, 3TO MPUMED aJaNTUBHON HHTPOTPECCHH 13
IpeBHero reHoMa. EcTh mpeArnosoxeHne, 4To 3TOT ajuieslb ObUT MOJIepkKaH OTOOPOM B CBSI3H C aJallTallield K XOJIOJHOMY KJIUMATY.
JlpeBHUe JT0/iM, BKJIIOYAs JEHUCOBIIEB, CTOJIKHYJIUChH C TOU MPOOJIEMOi P MUTpalu U3 GoJiee OIarompusiTHON KIMMATUIECKON
30HBI B CHOUPE.

SNP B peruone WARS2/TBX15 no nanaeiMm GWAS accouunpoBaHsl ¢ paciipeieJIeHUeM KUpa, BBICOTON U IPONOPLUAMU
koHeyHoctel. Ho atu SNP, kak oka3zanock, He MepeKphIBAIOTCS C YYaCTKOM JEHUCOBCKOW UHTpOrpeccuu. JIeHUCOBCKUIA TaryIoTHIT
OYEHb PEJIKO BCTPEUaeTCsl y EBPOIIEHIIeB, HO C BHICOKOM YaCTOTOM B MOMyJIsIuaX BoctouHol A3uu, a Takke y KOPEHHBIX
amepukaHiieB. B narnHoamepukanckoin Boioopke CANDELA, yuyacTByIoliel ¢ UCCIeI0BaHUM, ero 4acToTa cocTaBuiia okoso 50%.
V4eHble BBIIBUTAIOT TUIIOTE3Y, YTO JEHUCOBCKUIA TalIOTUIT MOXET BJIMATH Ha €Hbl aJalTalluy K XOJIOAY MyTeM peryJsisiiuy ux
skcnpeccur. OJJHAKO 3TO MPETOJIOKEHUE HyKIaeTcs B IPOBEPKE.

mexcm Haodexcovr Maprxunoii
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