HoBbIM MeT0/10M Hali/IeHbl HeaH1ePTaJIbCKIe BKIOYeHNs B a(ppMKaAHCKUX reHOMax

IIpenno:xen HoBblii MeTo 4 IBDmix 1751 moncka mocjaegoBaTejibHOCTel, 3aUMCTBOBAHHBIX U3 I€eHOMA JIpeBHUX BU/I0B, B
reHOMe COBPEMEHHOr0 YeJI0BeKa. ABTOPBI IPUMEHIIH €ro K JBYM € IOJOBHHOI ThICSIYaM re HOMOB U3 0a3bl JJaHHBIX
«1000 Genomes Project». ITuM MeTO0M YAAN0CHh HANITH HEAHIEPTAJIbCKIE BKJIIYEHUsI He TOJbKO B TeHOMaX
Hea()PUKAHCKOTO MPOUCXO0K/IeHHUs], HO U B a(ppuKaHCKuX reHoMax (000 0,3%). 1o 00bACHAETCA IBYMS IPUINHAMM:
oopaTHoil Mmurpanueii u3 EBpasun B Appuky 1 10TOKOM reHOB OT HEaHIEPTAJbIEB K CAallMeHCaM ellle 0 BbIX0/1a U3
Adpuxu. Oka3ajioch TaKkKe, YTO HEAHIEPTAJIbCKHUI CJie]I B reHOMaX COBPEeMEeHHbBIX MOMyJIsSIUil pacnpejeieH 0oJee
PaBHOMEPHO, YeM CUHTATOCH paHee. HOBBIN MeTO1 MOKA3aJ, YTO B BOCTOYHOA3HATCKAX MOMYJISIIIUSIX HEAHIEPTAaJbCKIX
BKJIIOUEHUI Bcero Juib Ha 8% 06oJbie, yeM B eBponelicknx (a He HA 20 %, Kak OBLIO MOKa3aHO paHee).

[Tpoucxonausiast B uctropuu Homo sapiens MeTucanusi ¢ HeaHIepTalibllaMU YK€ MHOTOKPATHO JIOKa3aHa, ¥ B TCHOMaX COBPEMEHHBIX
JIIOIEH OT TOTO MU30/1A COIEPKUTCS 0KoJIo 2% mnocnenopatenbHocTerd JJHK, 3anmMcTBOBaHHBIX OT HeaHAepTaibieB. Ho no cux mop
CUUTANIOCh, YTO TO KacaeTcs Jojied HeapprUKaHCKOTro MPOUCXOKICHUS (IPUUEM B BOCTOYHOA3UATCKUX TIOIMYJISIHUSAX COACPKHUTCS
npumepHo Ha 20% GoJiblile HeaHIePTATLCKUX TEHOB, YeM B eBPOIEeHCKIX). Y aprKaHIeB He ObUIO IIAHCA BCTPETUTHCS B CBOEM
TIPOIILIOM C HeaHJepTaJbl[aMH, COOTBETCTBEHHO, B IX TCHOMAaX He MOXKeT OBITh HeaH[IepTaJIbCKOTO Clie/ia. DTO yTBepKICHUE, TeEM He
MeHee, OKa3aJIoCh OMPOBEPrHYTO B MOCJIEAHEM UCCIIEJOBAHUM, PE3YJIbTAThl KOTOPOro_0mny0rkoBaHbl B skypHaie Cell. [Ipumenus
HOBBIH ITOJIXO[l, TEHETHUKH TI0/T PYKOBOJICTBOM CIIEITATIMCTOB 13 [IpHHCTOHCKOrO YHHBEpCUTETa MOKA3aJIH, YTO U B TEHOMAaX
a(pUKAHCKOTO MTPOUCXOXKICHUSI UMEIOTCSI HeaHIepTaIbcKue (DparMeHThI.

B panee cymiecTByoImmx MeTo/1ax, KOTOpble IPUMEHSIIUCH JUIsl IOMCKA BKJIIOYEHUH 13 IPEBHETO FeHOMAa B COBPEMEHHBIH,
MCIIOJIB30BAJIH /151 CPaBHEHUsI «OeCIpIMECHbIH» aprKaHCKUI reHoM (0OBIYHO M3 nonyJisiimu Hopy6a). Hoswlit Meton IBDmix,
pa3paboTaHHBIIl aBTOPAMU CTAThH, HE TPeOyeT HAJIMUYKs COBPEMEHHOro pedepeHcHoro reHoma. Anroputm IBDmix ocHoBaH Ha
BBIUKCJICHUN BEPOSTHOCTH, YTO HEKMIA YU4aCTOK B COBPEMEHHOM I'eHOMe He MMeeT OOIIEero NPOMCXOXAEHHS C y4aCTKOM I'eHoMa
JIpeBHero BUaa. ITo MeTo[ sBisiercs pa3sutreM Metozaa IBD (identical by descent), ncronb3yeMoro B MOIMYJISIIMOHHON TeHETHKE IS
BBISIBJICHHSI POACTBA MEXIy IApAaMU COBPEMEHHBIX TEHOMOB, B KOTOPOM HJIET MOMCK B HUX CETMEHTOB OOLIEro MPOUCXOK JCHHUSI.

IBDmix ucnosb3yer 6uornHGOpMaTHIECKHUI OIXO/ K aHAIU3Y NOCIIeI0BATeIbHOCTEH, KOTOphIe B TeHOME COBPEMEHHOTI0 YeIoBeKa
BBITJISIIAT OXOXKMUMHU Ha HEaHAEPTaJIbCKHE IOCIIE0BATEIbHOCTH. DTOT MOJXO/ MTO3BOJISIET Pa3IMUUTh, SIBJISETCS JIK 9TO CXOACTBO
CJIE[ICTBHEM ITPOUCXOXKICHHUS OT OOIIETO MTpe/ika CAllMeHCOB U HeaHAepTaIbleB (KOTOpbIi Xkt mpumepHOo 500 ThIC. JIET Ha3a), WK Ke
3TO Pe3yJIbTAT 3HAUUTEILHO MEHee JAPEBHErO COOBITUS METUCUPOBAHUA CAIIIEHCOB U HeanaepTaibles (0koso 50 Teic. et Hazan). Kak
W TIpY CPaBHEHWH 11ap TEHOMOB M3 Pa3HbIX COBPEMEHHbIX MOIYJISIUIA, OLIEHKa BPEMEHH JIeJIaeTCsi HA OCHOBAaHHUM JUTHBI CXOIHBIX
HocJIeIoBaTebHOCTEI: YeM [UIMHHEe I10CIeJ0BATeIbHOCTb, YeM MEHbIIe BpEMEHH IPOIIUIO ¢ MOMEHTA ee MOSABJICHHS. ABTOPHI
MOJJYEPKUBAIOT, UTO MO0 CPABHEHUIO C paHee CyIIecTBYOmUME Metogamu y IBDmix Hyke 4acToTa JOKHOMONIOXUTEbHBIX Pe3yJIbTaTOB
U BBIIIIE MOIIHOCTb ITPY BhISIBJIEHHH cerMeHTOB >30 kb (kus1o6a3, ThiCsSY ap OCHOBAHUIA).

HUccnenosarenu npumeHusin metoj IBDmix k reHomam u3 6a3bl aHHbIX ipoekTa “1000 Genomes Project”, UConb3yst reHOM
ANTACKOTO HeaH/AepTaJIblIa ISl IONCKA HeaHIepTaIbCKUX MHTporpeccuil. B reromax 2504 coBpeMEeHHBIX MHAWBUIOB OHU BBISIBIIIN B
o6meit cinoxuoctu 110,98 Gb (ruradas) HeaHAEpTATILCKUX MOCIEJOBATEILHOCTEH, a KOT/Ia UCKIIOUUITH [IepeKPhIBAHKE, B UTOTE
nonyuamw 1,29 Gb yHUKaIBHBIX HEaHAEPTAIBCKUX ITOCIIeJOBATEIbHOCTEH.

Camoe UHTepecHOe, YTO HOBBIM METOJIOM BIIEpBbIE YIaJIOCh BHISIBUTh HEAHAEPTaIbCKHUE TOCIIEA0BATEIbHOCTH B appPUKAHCKIX
reHOMax, OHM cOCTaBIIM B cpeaHeM 17 Mb (meradas) na renom, npumepHo 0,3% renoma. [Ipuyem 6omee 94% HeaHepTaIbCKUX
MOCJIEJOBATENILHOCTEH, OOHAPYKEHHBIX B appUKAHCKMX F'€HOMaX, IPUCYTCTBYET TaKXkKe U B FeHOMax Hea(ppUKaHCKHUX HOIYJISIUIL.


https://www.cell.com/cell/fulltext/S0092-8674(20)30059-3?_returnURL=https%3A%2F%2Flinkinghub.elsevier.com%2Fretrieve%2Fpii%2FS0092867420300593%3Fshowall%3Dtrue
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BennurHa HeaHIepPTAIbCKUX BKJIIOUSHHUI Ha reHoM (B Mb) B pa3Hbix nomyssiusax u3 6a3el «1000 Genomes Project»: EAS —
Bocrounas Asus, SAS — IOxnas Asusa, EUR — Esponia, AMR — Amepuka, ACB/ASW — cmemannas nonyssiuust, AFR — Adpuxka.
I'paduk cripaBa oTOOpakkaeT STy BEJIMYMHY B PA3HBIX a(DPUKAHCKHX TOITYJISIIMSX.

B pabote Takke nmepenpoBepeHo CoiepKaHNe HeaHAePTATLCKIX HHTPOTPECCHI B TeHOMaX HeahpUKAHCKUX MOmyJisuid. Tak, B
reHOMaX eBpOIEHCKOro MpOUCXOkIeHre HaieHo 51 Mb HeaHIepTajibCKUX TOCIIeIOBATeIbHOCTEN Ha TeHOM, B BOCTOYHOA3HATCKUX U
10KHOA3UATCKUX TeHOMaxX — 55 Mb Ha reHom. To ecTb HOBBIN METO[ ITOKa3al IpeodiialaHne HeaHIepTAIbCKOrO FeHETUIECKOrO
crefia B a3MaTCKUX MOMYJISANUSX 110 CPABHEHHUIO C eBPONENCKIMHU BCETO JIMIIb Ha 8% (110 MpeIecTBYIONIMM OLEHKaM pa3HULa
cocrasiisieT 20%).

7151 TOro, 4TO0BI MOHSATH MPOUCXOKICHUE HEAHIEPTAIbCKUX BKIIIOUEHUH B ahpUKAHCKUI T€HOM, aBTOPBI OLICHUIN B HEM TaKXke
BKJIIOUCHUSI ICHICOBCKOTO TIPOUCXOKICHHUS, oMy 1,2 Mb Ha reHOM. DTO CpaBHUMO C COfIepKaHNEeM JEHUCOBCKHUX (PpParMeHTOB B
Hea(ppUKAHCKUX TeHOMaX U 3HAYNTEIFHO MEHbIIE, YeM COollepKaHue HeaHIepTaTbCKUX (PparMeHTOB B appHKAHCKUX TeHOMaX.

Hcxons uz 31010, yYeHsle MpeyIoKIWIN IBe IeMorpadruecKiie MOAe !, OObCHSIONIE HeaHepTaTbCKUH Ciie/l B ahpUKaHCKUX
reHoMax. OJiHa MOJIe b OOBSICHSIET ero 0OpaTHOU MuUrpanuei u3 EBpasun B A(ppuky Tofei, B UbMX FeHOMaX yXKe COJIePKaNCh
HeaHJepTalbCKUe BKIIIOUeHus. Bropas — paHHell MeTucanueil ¢ HeaHepTaiblaMy, KOTOpas MPOU30LLIO ellle JO BhIXOAA
COBPEMEHHOTO 4eJIoBeKa U3 A(QpuKy.
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Jemorpacuyeckue MoJeu BKIIOUeHHs HeaHIepTalIbCKUX ajliesieil B FeHOM COBPEMEHHOro yesioBeka. CieBa — oKa3aH TOJIBKO MOTOK
IeHOB OT HEaHJEPTAJIbLIEB K canreHcaM Nocjie Bbixosia u3 AQpuKy; B LIEHTpe — [oKa3aHa oOpaTHast Murpaius u3 EBpornsl B Appuky;
CIIpaBa — MOKa3aH MOTOK FeHOB OT COBPEMEHHOTO YeJIoBeKa K HeaHAepTallbliaM [0 BhIXoa U3 AQpPHUKH.

11 MOz ObUTH TIPOBEPEHBI MO OTASIBHOCTH U CyMMAPHO, IIOC/IE Yero C/IeNIaH BBIBOJ, YTO UMEIU MECTO 00a CLieHapHsl: KaK paHHUA
(mo BhIXOIa M3 A(ppHKH) MOTOK TEHOB OT COBPEMEHHOT'O YeIOBEKa K HeaHAepTajbliaM, Tak 1 odpaTHast Murpaums u3 EBpaszun B
Adpuky. Oba crany NpUUNHON HEaHAEPTAJIbCKOTOo cliefia B a)pUKAHCKOM FeHOME, XOTS poJib OOPaTHOW MUTPAIMH MPE/ICTaBIISETCS
3HauMTeNIbHEE. DTO MOATBEPKAAETCA OONBIINM IEPEeKPHITUEM HEaHAEPTAIbCKUX MOCTIeloBaTeIbHOCTEN B aDPUKAHCKOM T€HOME C
TaKOBBIMHU B F€HOME €BPOIIEHLIEB, YeEM C TAKOBBIMHU B a3MATCKOM T€HOME.
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ABTOpBI UCIOJIB30BAJIN HOBBIM METOA 1 AJIs1 OLIEHKH aJJalTUBHOTO 3HAYEHUS HEaHIEPTAIbCKHUX aJUIesiedl B FTeHOME COBPEMEHHOTO
yenoBeka. OHU NMPOaHATM3UPOBAIN 38 HEaHAEPTAIBCKUX IalIOTUIIOB, BCTPEYAIONINXCS C BRICOKOM YacTOTON B Hea)pHKAHCKUX
reHoMax (panee OBUTO U3BeCTHO 19), a Takke 31 raruioTur, JOCTUTAIOIIIIA BHICOKOW YaCTOTH KaK B Hea(DpUKAHCKHX, TaK U B
apUKaHCKUX MONYJIANUX, ¥ 13 cienduieckux s adpruKaHIEeB HeaHIePTaIbCKUX raruioTunoB. Cpeau nociaeAHuX ObUTY FeHBl,
BoBJieueHHble B cuctemy ummyHuteTa (IL22RA1 u IFNLR1) u B 3amury ot yiabrpaduoneroBoit paguauuu (DDB1 u IL22RA1).

B crartbe ormeuaercs, uto meror IBDmix nmeer Heckosbko orpaHuueHuil. [Ipex e Bcero, oH TpeOyeT HaIMUKs CEKBEHUPOBAHHOTO
JIPEBHETO reHOMa, MI03TOMY He MOJXOJUT U1l TOUCKA UHTPOrPECCH OT HEM3BECTHOTO BUa TOMUHMH U OT BUJIa C HEU3YyUEHHBIM
reHoMoM. MeTtop padoTaeT ¢ BHIOOpKaMu OOJIBIIONO pa3Mepa, IO9TOMY €ro TPYJHO IIPUMEHUTD K MHAUBHUAYAIbHBIM F€éHOMaM WU K

JAPEBHUM I'€HOMAaM COBPEMEHHOI'O YE€JIOBEKA, I'/I€ 00BeEM BbI60pKI/l OI'paHUYECH.
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