BcemupHast ucropus Y-XpoMocoMbl

Ipodeccop Toomac KuBucui, ouH U3 BeyIHX e HOMHBIX CIEIAAJINCTOB, NpeacTaBassiomui KemMopuxckui
YHHBEPCHTET H JCTOHCKHI OHOLEHTP, OMyOJNKOBAJ 0030P IO HCCIeJ0BAHHAM Y-XpOMOCOMBI U3 IpeBHIX reHOMOB. B
3TOl 0000malneil padore oH choOKyCHPOBAJICA HA JAHHBIX 0 Y-XPOMOCOMHOMY Pa3HO00PAa3UI0 Ip €BHUX MO MYJISIIIHI
B pa3Hbix pernonax CesepHoii EBpazun u AmMepuku.

O606HI€HI/I€ PE3YIbTATOB, MMOJYYEHHBIX TP UCCIEJOBAHUAX Y-XpOMOCOM 13 IPEBHUX I'€HOMOB, OT Toomaca KI/IBI/ICI/UIJIa, OJHOIo 1u3
BEAYIIUX 'CHOMHBIX CIICHUATIMCTOB, OHy6J’II/IKOBaHO B XKYPHAJIC Human genetics .

Hayasio craTbyl HOCBAILEHO MeToAUYecKuM IpodieMaM. Ha pucyHke cxeMaTU4ecKu NpecTaBleHbl OIIUOKY, KOTOPbIE MOTYT
BO3HUKATh IPU MCCIIE0BaHUM JpeBHUX 00pa3LoB. Bo-nepBbix, yaie Beero apesHo0 JHK ynaercs cekBeHMpoBaTh ¢ HU3KUM
TIOKPHITHEM (He BCe HYKJIEOTH/IbI OKa3bIBAIOTCS IIPOUMTAHBI Iake 10 OTHOMY pasy). Bo-Bropbix, KuBncung ormevaer TpyiHOCTb
Pa3IuYUTh UCTHHHBIE (TPYKM3HEHHbBIE) MyTalluy U MyTaLlUK, IPOUCXOsAImue u3-3a nospexaenuit JHK npu qyurensHOM
npeObIBaHNM 00pa3lia B OKPYXalollel cpejie, B OCOOEHHOCTH 3TO KacaeTcst 3ameH HykieotunoB: C Ha T u G Ha A.
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Puc. 1. BiusiHue HU3KOTo MOKPHITUSA M post-mortem MOBpeXAeHUI Ha AJTMHY BEeTBEH U HA KapTUPOBAHUE MyTallMi Ha JIepeBe.
[pencrasiieH mpuMep (GUIOreHETHIECKOTO AEPEeBa, COCTOSAMIEr0 U3 OJHOTO COBPEMEHHOTo 00pasiia, CEeKBEHUPOBAHHOTO C BBICOKUM
nokpbitiieM (M1) 1 AByX ApeBHHX 00pa3lioB, CEKBEHUPOBAHHBIX ¢ HU3KMM MOKpbiTHeM (Al u A2). Ha oboux nepeBbsix 1udpamu
MOKa3aHO YKCJIO MYTAlWid MEX]y pa3BHUIKaMu AepeBa. KpacHbIMU cTpesikamu 0003HaYeHb! OIIMOKHY B YMCIIe MYTALUH.


https://link.springer.com/article/10.1007%2Fs00439-017-1773-z

OmmoKy MOTYT OBITH ABYX BUJIOB: MPOITYIIEHHBIE PEasIbHO IPUCYTCTBYIOIINE MYTAIUK (M3-32 HU3KOTO TIOKPBITUS) U
0oOHapyXeHHBIE HE CYIIECTBYIOIIME B IEHCTBUTEILHOCTY MyTalluK (M3-3a MoBpexaeHui nmponsomennmx B JJHK 3a
ThICSYENIETUS TIOCTIE CMEPTU €€ HOCUTEIIS).

OmumoOKY MepBoro Tuma (JIOKHOOTPUIIATeIbHbIE). M3-32 HU3KOTO MOKPHITUS YaCTh PealibHO MPUCYTCTBYIOIIUX MYTAIIUH HE
oOHapyXkeHa B OJTHOM WJIK 000MX ApEeBHUX oOpasiax. Eciu myTtalys npomnyiieHa B OJHOM U3 IpeBHUX 00pa3ioB (cTpesku 1 u
2), TO Ha UTOTOBOM JIEPEBE OHA MOSIBIIAETCS TOJBKO Ha BETBH, Beaylleil Ko BTopoMy oOpasiy. Eciu MyTanus npomnyiieHa B
000MX JpeBHUX 00pasiax, OHa Ha JiepeBe MOSIBIISETCS Ha JIMHUM, BeAYyIIEeH K COBpeMeHHOMY 00pas3ily (KOTOpBIi po4YnuTaH 6e3
om60k). Oumodku BTOporo tuma (JIoKHOMooxurenshbie). Eciu o6paser; Al HeceT Oosibliie MyTaIUi MOBPEXACHUS YeM A2
(13-3a GOJIBIIIErO BO3pACTa), TO BETBb, Beylast K 00pasiry A2, OyJeT BHIIIAAETh HAMHOTO JAJIMHHEE, YeM B NeHCTBUTEILHOCTH,
a BeTBb Belyllasi K A2 — JIMIIIb HEMHOTO JUTMHHEE, YeM B JeHCTBUTEIEHOCTH.

B meTonuueckoii yactu 0630pa Kusucui paccmarpuBaer /iBa oJxo/ia K CEKBEHUPOBAHUIO Y -XPOMOCOMBIL: shotgun 1
hybridization-capture based. Tlo metony shotgun («metoa apooosuka») IHK dparmeHTHpyeTCs Ha MEIKKE YJaCTKH, KOTOpPBIE
CEKBEHUPYIOT, a MOJTyYeHHbIE IIePEeKPhIBAIOIINECS MI0CIeA0BATEIBHOCTH COOUPAIOT B OAHO LieJoe. DTOT MeTO 1, IPUMEHSETCS IIpU
CEKBEHMPOBAHMU COBPEMEHHBIX TEHOMOB; €T0 e UCIOJb3YIOT IPH CEKBEHMPOBAHUH APEBHUX I€HOMOB C XOPOIIEeH COXPaHHOCTHIO, B
9TOM Cllyyae OH 00eCleYrBaeT MPOYTEHHE C BHICOKUM MOKpbiTHeM. TexHosorus hybridization-capture based — 3710 11e1eBoe
CeKBeHUpOBaHKe. [Ipy 3TOM CUMTHIBAIOTCS YUACTKHU, COIEpIKallie onpeeaeHHble MumeHr (SNP), 1 3To 1o3BoJIsIeT YBeINYUTh
BEJIMYMHY TIOKPBITHSI STUX MHUILIECHEN B UTOTOBBIX JAHHBIX. MeTO[] MO3BOJISET IOJTyYHTh JOCTOBEPHbIE JaHHBIE JaXke B CIydae II0X0
coxpanuiieiicst JHK, HO ero He1ocTaToK B TOM, YTO OH He IO3BOJISIET OOHAPYKUTh HOBBIE BAPUALIU B TCHOME.

Y-xpomocomuas ucropusi EBpazun

B cooTBeTcTBUM C 0OIIMM BHICOKMM I'€éHETHYECKUM pa3HooOpa3ueM B Adpuke, HanboJbliiee YUCIIO MIyOOKHUX pa3/ieieHHbIX BeTBer Y-
XPOMOCOMBI OTMeYaeTcsl B appUKaHCKUX MOy iAnusAX. Ha Ipyrux KOHTUHEHTaX OCHOBHOE Y-XPOMOCOMHOE pa3HOOOpa3ue
orpannumnBaetcs Tpems kiaagamu: D, C u F. BHyTpu HUX OCHOBHOE pacxXoxJeHue MpuypodeHo ko Bpemenu 60-40 TwiC. 1eT Ha3aj, B
COOTBETCTBHH C MOJIeJIbIo Bbixoza u3 Adpuku. Kpome Toro, obHapyxuBaemble B nonysiusix bimknero Bocroka u EBporisl Mosiojibie
CyOBeTBU rariorpynsl E, BEposTHO, OTpakaloT SMU30/1bl TEeHETHYECKHUX TIOTOKOB U3 A(PHUKH B TEUSHUE ITOCIEIHUX 25 THIC. JIET.

Tpu ocHoBHBIX eBpasuiickux BeTBH D, C u F pazpemumicy Ha npumepHo 40 cy6BeTBeld, Bo3pacT KoTopsix 6osiee 30 Thic. jeT. Ha
BETBSIX 3TOrO JepPeBa MOKHO PACIIOJIOKUTH JpeBHHE 00pa3Libl (Ha OCHOBE JAaHHBIX 10 CEKBEHUPOBaHUIO Y-xpomocom). Ha puc 3
TIOKa3aHO PACIIOJIOKEHNE AEBATH APEBHUX 00PA3IIOB STOXH MaJIEOJNTA.
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Puc.3. PaznooGpasue Y-xpomocom 3a ripeaenamu Adpuku 20-50 Thic. JieT Ha3an. Pasaenenue cTBojia Ha 41 BeTBb (CylecTByiomime Y-
XPOMOCOMHBIE JIMHUH) TIPOM301ILT0 He no3Hee 30 Thic. J1eT Ha3aa. BHU3Y pa3HeIMM IIBETaMM NIOKA3aHO paclipesie/ieHne CyOBeTBeil B

Present-day
distribution

COBPEMEHHBIX IOIYJIAIUAX.

JIBa npeBHeimMxX reroMa — Y crb-Unmm (okosno 45 ThIc. JIeT Hazall, Ha pUCYHKe 0003HaueH KBagpatukoM) U Oase (37-42 Thic. JeT
HazaJl, Ha PUCYHKe 0003HAYeH 3BEe3/I0UKOI) 00a pacrosiokeHsl BOJIM3U KOpHs rarutorpynisl K, otHocsmericst k BetBu F, koTopast
00beauHsIeT OOJIPIIMHCTBO COBPEMEHHBIX Y-XpoMocoM. Oa 9TUX o0pa3iia HaXOAsITCs Ha BETBH, NpeaAKoBoi mis ramorpymm N u O,

CEroHA HNIMPOKO PaCIIPOCTPAHCHHBIX OT q)I/IHHO-yl"OpCKI/IX HapoaoB 10 Tubera u ABCTpEU'[I/II/I.

O6pazen Kocrenku-14 (38-36 Thic. JieT Ha3aj, Ha pUCYHKEe 0OO3HAUEH TPEYrOJIbHUKOM) NPUHAUIEKHT K rarutorpymre C, kotopas
CEroJiHs OYeHb pejiKa WIK OTCYTCTBYET B OOJIBLIMHCTBE €BPONEICKUX HOMYIALMI, HO YacTa B nomyssauusax Cubupu, FOro-Bocrounoit
Asun n Okeanun. JIunus C npucyTcTBYeT Takske y nOepuiickoro oxoTHuka-coouparens (Jla BpaHbs) 1 y Tpex HEOIUTUUECKUX
3emuieiesiblieB u3 AHarosuu u LenrpanbHoit EBporibsl. 910 nokaseiBaet, yto simHus C OblIa IMPOKO pacrpoctpaneHa no EBpasuu 10
CpeIHEero rojioLeHa, 1 BIIOCJIeICTBUM B TeHO(oHAe pou3onuii Oospiive n3MeHeHus1. Pacnpenenenue cyoserseii ramorpynist C B

JPEBHUX U COBPEMEHHBIX MOMYJIALMSX MPEICTaBJIEHO Ha puc.4.
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Puc.4. OcHoBHbIE Cy6KJ'Ia)1])I raruIorpyImribl Cs JAPEBHUX U COBPEMEHHBIX MOIMYJIALNAX. HBCT TPEYTrOJIbHUKOB BHU3Y COOTBETCTBYET
PEruony COBpEMEHHOI'O pacpeacjiCHuA Cy6BCTBCﬁ, BEpPIIMHA TPEYT'OJIbHUKA YKa3bIBA€T Ha BPEMA BETBJICHUAA.

Tomumo rarwtorpyrsl C, Y-XpOMOCOMHBIH ITyJ1 OXOTHUKOB-COOUpATEsel 1 3eMJIe/IeNIblIeB PAHHErO roJIoleHa XapaKTepu3yeTcs
muansvm G, H, I, Ju R.

I'arnorpymnma G Hanbosee yacta cerofus Ha Kaekase u B [lepenneii A3um, Ho penka B EBpore. [IpeBHre 06pasiibl n3 AHATOMHU U
Wpana nonreepxpaiot, uro G, Hapsay ¢ H, 6biia Hanbonee 0ObIYHON JIMHUEH Y PaHHUX 3eMJIe/IeNblIeB B 9TUX perroHax. K aTon xe
BETBU MPUHAICKHUT Y-XPOMOCOMA «JIEJSTHOTO YesIoBeKa» DTIH Bo3pacToM S ThiC. jieT Hazaj (G2a-1.91), ona Gbuta 0ObIYHON Y
AHATOJIMICKUX 3eMJIEIeIIbLIEB, a ceroHs HanOouiee yacta Ha Capavuun U Ha Kopceuke. Pacripenenenue ramnorpynmsl H cerogust B
OCHOBHOM orpanuueHo F0xHoit Azueit, Tonbko oaHa cyoBerBb H4-1.285 Berpeuaercs, npuyeM penko, B EBporie. 1a ke cyOBEeTBb
ObL1a HalineHa y 3emie/enblieB AHatosuu u JleBaHTa, a Takke B 00pasiiax nOEepUiiCKOro XaaKoIuTa.

BepositHo, uanu G 1 H 6pumi ipusecens! B EBpolty ¢ MUrpanuei aHaTOIMACKUX 3eMIleeNblieB, UIeT aBTop. VX yacrtora ocraercs
BBICOKOH B HEKOTOPBIX OIPaHMUEHHBIX PernoHax, Takux Kak Kaskas, Capaunus, Kopcuka, a B Apyrux yactsax EBpornsl oHa magaer.
Pacnpenenennue rarutorpynn G u H B ipeBHHUX M COBPEMEHHBIX MOMYJISNMSX PEJCTABIEHO Ha pHC.S.



Heakihk ang Chaleodebir Fare=er from I|_

o Esrope & Ol Wit [T .
an e B M East DO . i oy e O 0 e o P o P T = ]
i G f=r ] el i Tl K

IR — - - S e e R R .. = = = = = = = . T L - s - =

. NE

13- Ko

16 A

Pl

Puc. 5. OcuoBHble cyOkiap rariorpynn G v H B ipeBHUX U COBPEMEHHBIX MOMYJIsIusAX. L[BET TpeyroibHUKOB BHU3Y COOTBETCTBYET
PErHOHY COBPEMEHHOTO pacrpe/ie/ieHus CyOBETBEH, BEpIIMHA TPEYrOJIbHUKA YKa3hbiBaeT HA BPEMsI BETBJICHUSI.

I'eorpacdms ramwtorpymmsl I ceronust orpannyeHa EBporoii. B npeBHIX 0Opasiax oHa oOHapyXeHa Kak y CKaHOMHABCKUX OXOTHHKOB-
coOupaTeieid, TaK ¥ y aHATOJIMACKUX 3eMJIe]IeNbLieB U y 3eMiieneblieB Lientpansaoit EBporsl. Ee Haymmuume y coBpeMeHHBIX
€BPOIIEHIIEB MOXKET YKa3bIBaTh HA TEHETUYECKYIO ITPEEMCTBEHHOCTb.

Tartorpyniy J cBA3BIBAIOT C pacCIPOCTPAHEHHEM CEIbCKOIO X035HCTBa B EBpOILy, HO IIpU 9TOM €€ He HaXOAAT B eBPOINEHCKOM
HEOJINTE, HO HAXOAAT Y OXOTHUKOB-cOOMpaTesieil reorpapuyeckyt pasHbIX pernoHoB, oT KaBkasa o Kapenvu, a takxke y AByX
3emuie/iesiblieB — u3 Mpana u u3 Anarommu. B LlentpansHoit n 3ananHoit EBpone J HaunHaeT nmosiBisAThCsl B OPOH30BOM BEKE, BEPOSITHO
Kak pe3yJbTaT ABMKeHus nonyanuii c Cepepnoro Kaskasa. Pacnpenenenue ramiorpynn I u J B IpeBHUX ¥ COBpPEMEHHBIX o0pa3Lax
npejcTaBiieHo Ha Puc. 6.
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Puc. 6. OcHoBHbIe cyOKIapl raruiorpyni I u J B IpeBHUX U COBPEMEHHBIX MOMYJIANUAX. LIBET TpeyroapHUKOB BHU3Y COOTBETCTBYET
PErMOHY COBPEMEHHOTO paclpesielieHusi CyOBETBe, BepIIMHA TPEYTOIbHUKA YKa3bIBACT HA BPEMsI BETBJICHHMSL.

lamnorpymnma R1b-M343 ceronust Hanbonee yacra B 3anagHoit EBpone, 90% nocruraer y 6ackoB, KOTOpBIE SIBJISIOTCS TOTOMKaMH
JOHEOJIMTHYECKOi eBPOIeNCcKOoil oy isauy. ['paiueHT CHUXeHMs ee 4acTOThI C CeBepo-3ara/ia K I0ro-BOCTOKY MHTEPIPETUPYETCs Kak
pe3y/IbTaT CMEIIEeHNs] Me30JMTUYECKUX OXOTHUKOB-coOUpaTeseil ¢ HeOJUTUYECKUMU 3eMJIeAeIbLAMY, IPUHECIIMMY FaruIorpynms! J u
G. JlaHHbIe CeKBEHUPOBaHMsI IOKA3AJIH, YTO BpeMsl pacXOxaeHust OONbIIMHCTBA BeTBell R1b — 5-7 Thic. et Hazaa. K nuHusm R1a-
M420 u R1b-M343 npunannesxana Gonbinas qoss Y-xpomocoM OpoH3oBoro Beka B Llenrpansroii EBporne, Ha KaBka3se u B cTenHom
nosice EBpasun. ITo MHeHnio Kuucunga, 6osbinast yacte coBpeMeHHbIX JuHUiA R1a 1 R1b B 3ananHoii EBpasuu nmpousonuii ot
MYKYMH-OCHOBATE el MOMYJISALMIA TO3THEr0 HeoJinTa — paHHe# OpoH3bl. Pacnpenenenue rarworpyr R1a u R1b B mpeBHuX u
COBpPEMEHHBIX 00pa3lax npecTaBieHo Ha Puc. 7.
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Puc. 7. OcnoBHble cyOkagpl ratutorpynn R1a u R1b B JpeBHUX U COBpPEMEHHBIX NOMYIALMAX. LIBET TpeyroyibHUKOB BHU3Y
COOTBETCTBYET PETMOHY COBPEMEHHOTO paclpefie/ieHus CyOBeTBel, BepIHA TPEYTrOIbHUKA YKa3blBAaeT Ha BPeMsl BETBJICHHUS.

Y-xpomocomMHast HCTOPHS AMepPUKI

CoBpeMeHHblIi reHohOH]] aMEePUKAHCKUX UHIEHLIEB — 3TO CMeCh JOKOIYMOOBOM Murpauuy u3 CHOUpPY U MO3AHUX FeHETUYECKUX
notokoB u3 Eppornel u Appuxn. X Y-xpomocoMHOe pa3sHOOOpa3ue OrpaHNYeHO JByMsl IMHUAME BHYTPH raruiorpynmns! Q u oqHoi
wu 1BymMs — BHyTpHu C3-M217. TTockomnbky guauu Q u C pacnpoctpaHers! B EBpa3uy B pa3HbIX perHOHAX, MOXKHO MPEAIIOI0KUTD,
YTO OHM JIOCTUTIM AMEPHKH pa3HbIMU MyTsMu. BepostHo, Q, HauboJee yactas y unjeies, nporcxoaut u3 Llenrpansaoin Cudupu, a
MeHee pacripoctpanerHasi B Amepuke C3-M217 — u3 CeepHoit Cubupu.

Baxnyio nHopmariio o hopmMupoBaHM reHO(POHIa aMEPUKAHCKMX MHJIEUIEB aeT TeHOM MHIMBHAA cO cTOSSHKM Manbra. OH
OKasaJicst CXOIHBIM ¢ TeHOMaM1 aMEepHKaHCKIX WHJEHIIEB M €BPOIENIIeB, HO He BOCTOYHOA3UATCKUX TOIYJIANN, 3TO 1aeT OCHOBaHUS
MIPEJIIOJIOKUTD, YTO aMEPUKAHCKME MHAEHIIBI IOy YA IIPUMEPHO TPETh MPEAKOBOro BKJIaJa OT MOMYJISAIHMHN, K KOTOPOM
NpUHAICKUT MasbTa, 1 IPUMEPHO [JBE TPETU — OT JAPYroi MOMYJISIUK, TeHETUIECKU OJIM3Koi K BocTouHO# A3un. Y-xpomocoma
MaJIbuMKa CO CTOSTHKM MasbTa OJIiKe K 3araHoeBpa3suickoi R mmaum, HO He k BocrouHoasuarckum D, C wim O; oHa npencrasisier
co0o¥i BHIMEPIIYIO raruiorpyIiy, KoTopasi OTAeNuIach ot JIMHUM R Bckope mociie ee pazaeneHus Ha Q u R.



K nuaum Q1 npunamiexar gpeBHue o0pasiipl KenHeBuKkckoro yesoBeka (8,6 Thic. et Ha3an) u AHiwk (12,6 Thic. J1eT Ha3aa) (CM. puc.
8), B T Bpemsi Kak Y-xpomocoma oOpasiua Cakkak (4 TeiC. JieT Has3aa) u3 [ peHianinu npuHauieskuT K uaun Q2, koropas
oraenuiach ot Q1 Gosiee 25 ThiC. JI€T Ha3ad. DTO €T OCHOBAHUS [UIsl BBIBOJIA, UTO MOMYJISILIUS MATIE03CKUMOCOB (K KOTOPOU
npuHaiexan Cakkak) Oblla FeHeTHYECKH 3aMellieHa MOMyJIsAreil HEO3CKMMOCOB.
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Puc. 8. OcHoBHble cyOKJIa/Ibl Taruorpymisl Q B APEBHUX U COBPEMEHHBIX MOMYJISIMAX. LIBET TPEyroapHUKOB BHU3Y COOTBETCTBYET
PETMOHY COBPEMEHHOT'O pacIpe/ie/ieHus CyOBETBEH, BepIIMHA TPEyrojbHUKA yKa3blBaeT Ha BpeMsl BeTBIeHHsI. I peBHue 00pasipl
0003HAYEHBI KPACHBIMU CHMBOJIAMHU (CM. JIETEHLy BBEPXY).

ToaBos uror, KMBUCHIL BRICOKO OlIEHUBAET BO3MOXHOCTH CEKBEHHUPOBAHUS Y-XPOMOCOM U3 IPEBHUX 0OPA3LIOB /ISl UCCIIEIOBAHUS
FEHEeTHYEeCKOro pa3HO00pa3usi B MPOIILJIOM U PEKOHCTPYKIIMU [€HETHUECKOW UCTOPHUH YelioBeKa. ECTh Hajiek/1a, uTo ¢ JaIbHeHIIIIM
yBeJIMYEHUEM YUCIIA JIPEBHUX T€HOMOB HCCIIEIOBAHUSAME OyIyT OXBaueHb! GOJIbIIEe reorpauecKux peruoHOB, B TOM YKCIIE PETHOHbI
JKapKOTO KIIMMATHIECKOTo TMosica (IOKa YTO UMEETCsI TOJBKO OMH YCIIEITHO MPOYUTAHHBIA TeHOM 13 D(hUOIin).
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