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BBEJAEHUE

Yapnw3 [JapBuH onuckiBasl PEHOTUITUYECKYIO U3MEHYMBOCTH KaK OTPaKCHHE
IpoIecca ECTECTBEHHOT'O 0TOOPA, B KOTOPOM OHOJIOTMYECKUE MPU3HAKH CTAHOBATCS
Oojiee WM MEHEe pacHpoCTpaHEHHbIMU JJisi Bced mnonynsiuu. B xome
€CTECTBEHHOTO 0TOOpa BUJIbI JIOJKHBI aJJalITUPOBATHCS K YCIOBHIM OKpY>KaroIleu
cpeabl U BCTynaTh B 00pbOy 3a "BhDKMBaHHME HamOoJiee MPUCIOCOOJEHHOro", rie
Bapualys TMPU3HAKOB HEW30€KHO BBI3BIBACT pA3IMuUs B  CIIOCOOHOCTH
WHIUBUYYMOB K BBDKMBAHMIO U PAa3MHOKEHHUIO, B YE€M U BBIpAXKaeTCs
MPUCTIOCOOJIEHHOCTb.

Adpukanckue remapasl  (Acinonyx jubatus) SBISIOTCS YHUKAJIbHBIMH
oburarensimu Adpuxu k rory ot Caxapsl u FOro-3anagnoit Aszuu. JlaHHBIA BUJ
otHOocHTCA K cemeiicTBy Komaupux (Felidae), oqHoMy u3 16 ceMelicTB, BXOIAIIMX
B OTpsa XumiHeiX miuekonutaronmx (Carnivora). ITo manasiv IUCN Red List 3a
2021 ron, 39 mpencraBurencit cemelictBa Felidae maxomsrcs mom yrposoi
BbIMUpaHus B Toi win nHoi ctenedu (10 — CR, 14 — EN, 15— VU). [Ipencrasutenu
JJAHHOTO CEMENCTBAa BCTPEUAIOTCS HAa BCEX KOHTUHEHTAaX, KpomMe ABCTpAIUU U
AHTapKTUIBI.

I'enmap 3BOIFOIMOHUPOBANI KAaK IPEBOCXOJHBIA, CTPEMUTEIIBHBIN XUIIHHUK,
JIOCTATOYHO MPOBOPHBIH, YTOOBI MpecaeAoBaTh 10ObIYY U N30eraTh KOHKYPEHIIMH C
IpyrumMu xuiHukamMu. OpHaKo, CEerojHsi OH Bce erie OOpeTcs 3a BBDKMBAHUE B
cBoeil cpene oOutaHus. ONHUM W3 MPUCTOCOOTCHUH remapaa K BBIKHBAHUIO
ABISIIOTCST  MOPGO-GyHKIIMOHAIBHBIE ~ OCOOCHHOCTH  CTPOCHHMS  HOTTEH,
paccurTaHHbIC Ha ObICTpOe TmepenBrkeHne. Kortu remapaa, B OTIUYUE OT KOTTEH
OCTQJIBHBIX KOIIEK, BTATUBAIOTCS TOJBKO YAaCTUYHO W MPUCIOCOOJICHBI Kak st
OXOTBI, TaK U JIJIS JIa3aHUS O JEPEBbSIM, YTOOBI MOWMATh JAOOBIYY UK W30EXKaTh
HamajeHusl. X KOortu oOecneurBaloT HAJEKHOE CIICTUICHUE C MOBEPXHOCTHIO U
JICNIAI0T BO3MOXKHBIM yckopeHue 10 100 kuimoMeTpoB B vac 3a Tpu cekyH bl [Wilson

et al., 2013]. Kpenkoe criemnieHre ¢ MOBEPXHOCTHIO MOBBIIIAET MAHEBPEHHOCTD U



JTaeT BO3MOKHOCThH COBEpIIATh PE3KHE MOBOPOTHI HA BHICOKOM CKOPOCTH B Cllydae,
KOorja Jo0blda MEHSIET HalpaBJIeHUE JBW)KCHHS, YTOObl M30aBUTHCS OT
npecienoBanus. CKOPOCTh, KOTOPOM MOXKET TOCTUTHYTH Temap/l, Mopa3uTesibHa 1
UCIIOJIb3YETCs UM JIJIs1 JIOBJIM I0OBIYH, KOTOpas Jierdye 1 ObicTpee, ueM AppukaHckue
oyuBouel (Cape buffalo), 3e6per (Equus quagga) u antmionsr rHy (Connochaetes
taurinus). Tummunas i renmapga aoOsda - rasenu (Eudorcas thomsonii) w
HeOobire antuionsl (Raphicerus campestris, Cephalophus natalensis, Antidorcas
marsupialis). J[aHHBI HaBBIK TaK)XEe MOMOTAaeT HW30E€XKaTh CHIIBHBIX XHWITHUKOB,
TakuX Kak JibBbI (Panthera leo) u mataucteie Tuensl (Crocuta crocuta). Apyrumu
aJanTalus MU Tenap/oB, MOSBUBIIMMUCS B XOJI€ COTEH THICSY JIET SBOJIOIMUH,
SABJISIIOTCS: HEOOJIbIIIKE 3yObl, TaK KaK UX 1I00bIYa JOCTATOYHO JIETKasi U HEOObIIas;
YBEJIMYCHHBIE MTOJIOCTU HOCA, MIO3BOJIAIONINE BABIXaTh OOJBIINE 00BEMBI BO3yXa B
MIpoIIecce MOTOHU; MATHUCTBIA OKpac IIEPCTH, TTO3BOJIIIONTNN KaK CKPHIBATHCS BO
BpEMs OXOTHI, TaK U YKIOHATHCA OT XWITHUKOB; a TAK)KE «OTHEYATKH CIIE3)» WU
YepHbIE BEPTUKAIbHBIC JUHUU HA MOPJIC, 3AIIUIIAIONIME OT COJHEYHBIX OJMKOB.
[fToMuMO  BBIIENEPEUYUCIECHHBIX, PsA  (PU3MOIOTMYECKUX  OCOOEHHOCTEHN
JEMOHCTPUPYET TITyOO0KYIO CHEIMAIM3AIUI0, CBSI3aHHYIO C YHUKAJIBHBIM CIIOCOOOM
0XO0ThI 3THX *)UBOTHBIX [Hudson et al., 2011; Goto et al., 2012; Hyatt et al., 2010].
Kaxxp1il pa3 mporecc 0X0Thl OKa3bIBaCT CEPhE3HOE BIUSHNEC Ha (PU3HOJIOTHICCKOE
COCTOSIHUE Temapjia, OCOOCHHO Ha YacTOTY JbIXaHUs, apTepUaTbHOE JTaBJICHUE U
PETYIAIUI0 TeMITepaTyphl Tela. B pesyibTaTe remapapl HaXOATCS B COCTOSHUU
KpallHero MCTOIIECHUS TOCJe MOTOHU 3a CBOEH no0Obrveil. B ectecTBeHHOM cpene
KOHKYPEHTBI TenapioB, TaKue KaK MATHUCTHIE THEHbI, a(QpPUKAHCKUE JIbBBI U
rHeHOBUIHBIC coOaku (Lycaon pictus), HCIONIB3YIOT 3Ty 0COOCHHOCTh Terapaa Kak
BO3MOYKHOCTH 3a0path y Hero 100biay [Scantlebury et al., 2014].

[TonynanmuoHHass WCTOpHS BHUAA W Pa3’HOOOpaswe CIECIHATN3UPOBAHHBIX
aJaNTallMOHHBIX MEXaHW3MOB JCIIAIOT TeIapi0B KpailHE MHTEPECHBIM OOBEKTOM
W3Y4YEHUS Ha yPOBHE TEHOMA, B YACTHOCTH, B CBSI3HM C BO3MOYXHOCTHIO OOHAPYKEHUS
aJIanTaIyii, OCTaBUBIIINX CJIC]T B TCHOME Termap0B. JlaHHOE UCCIIeTI0BaHUE SIBISETCS

Ba’XHbIM, TdK KaK KaCacTCsA BOIIPOCOB 3BOJIOIWMU I'CHOMA W MOJICKYJIAPHBIX OCHOB



MECXaHHU3MOB @HSHOHOFI/I‘ICCKOI‘/JI ajanranyy rernapaoB, JdaBasgd BO3MOXHOCTDb

COBCPIICHHO ITO-HOBOMY B3I'JIIHYTH Ha OMOJIOTHIO 3TOT'O HHTCPCCHOT'O BHUJA.

CreneHb DaBDa6OTaHHOCTI/I TCMBI UCCJICAOBAHUA

Pucku, cBsizaHHbIE C HEOOJBIION YHUCICHHOCTHIO MOMYJSIUH U
npeobiajaHieM B HEW CKpeUIMBaHUM cpeau OJIM3KOPOACTBEHHBIX OcoOei
(uHOpUAUHT), OBLIM M3BECTHBI YEJIOBEUECTBY Ha MPOTSHKEHUM ThicsyeneTuil. B
Hayasie XIX Beka JlapBUH onucan BO3MOKHBIE MMOCIEACTBUS OJU3KOPOACTBEHHBIX
CKpCIIMBaHMI y JOMAITHUX )KUBOTHBIX B KHUTE «[Iponcxosxaenue Bumosy [Darwin,
1859]. DkcmepuMEHTalbHbIC  JO0Ka3aTelbCTBA  MOP(OIOTMYCCKUX  W/HJIH
(U3MONIOTHUYECKUX OTKJIOHEHHH, CBSI3aHHBIX C MHOPHUIMHTOM, OBLIM MOJyYEHBI
CIIyCTSl UETBEPTh BEKa. 3aTe€M, BO BTOpPOU MOJOBHHE XX BEKa, KOJUIEKTUB YUYEHBIX
BO rnaBe ¢ Kotu Pomic m3yunsn KOppensimuio YpoBHS CMEPTHOCTH TOTOMCTBA U
TCHETUYECKYIO OJIN30CTh POJIUTEIIEH Y pa3HBIX BUIOB XXHUBOTHBIX B 300mapkax [Ralls
et al., 1988; Ralls and Ballou, 1982]. Onu He TONBKO MOKa3aiH, YTO YPOBEHB
CMEPTHOCTH MTOTOMCTBA OT OJIM3KOPOJACTBEHHBIX Map ObLI BhIIIE, HO U OTPEACINIH
BKJIaJ| MHOPUJIMHTa B YpPOBEHb CMEPTHOCTH HOBOPOXKIEHHBIX B 300mapke. Kak
BBISICHIIIOCH, a)pUKAHCKUE Terap bl UMEJN He TOJIBKO OJMH U3 Hanbosiee BHICOKUX
ypoBHel cMmepTHOCTH aAeTeHbime (30-40%), HO oauH W3 Hamboyiee BBICOKUX
ypoBHei unOpunauara [O’Brien et al, 1983].

I'eneTnueckue uccienoBaHusi remapnoB, HadaTeie B 80-¢ rombr XX Beka,
noKa3ajil, 4YTO Yy JAaHHOTO BHUJA TNPAKTHMYECKU MOJIHOCTbIO OTCYTCTBYET
TeHETUYEeCKOEe pa3HooOpa3ue, HO MpPHUMEHsSEMble TOrJa METOJbl HE HUMENIH
JIOCTATOYHOTO pa3peleHus, 4ToObl ero ooHapyxuth. C Tex nop, B reuenue 30 jer,
ObUTM TIPOBEJEHBI UCCIIEOBAHMS C UCMOJIb30BAHUEM PA3IUYHBIX T'C€HETUYECKUX
MapKepoB, TIOJHOCTHIO MOATBEPAMBIINE MEPBOHAYAIBHOE 3asSBICHUE O TOM, YTO
remapapl UMEI0T HU3KOE TEHETHYECKOe pa3sHooOpas3ue, a o MHOTHM JIOKycaM He
UMEIOT ero BoBce. lcmonb3yemble MapKepbl M METOAbl BKIIOYAIM: aHaIu3
alio3uMoB B (puOpobsiacTax ¢ MCIOJIB30BAHUEM JABYMEPHOIO 3JIeKTpodopesa

[O’Brien et al., 1983]; orienky nmosmmopdu3mMa IJIMH PECTPUKIIMOHHBIX (pparMeHTOB



(ITJP®) B nokycax MHC [Yuhki and O’Brien, 1990]; uzydeHue acMMMETpUU
koctedt yepena [Wayne et al., 1986], cekBenupoBanue reaoB MHC-1 u MHC-II
[Castro-Prieto et al., 2011]; cexkBenupoBanne mutoxoHapuansHoi JJHK [Freeman
et al, 2001]; wusydenue moiuMopdu3Ma TI'CHOTUIIOB, IOJYUYCHHBIX MPH
amMIu(UKaIMA MAKpOcaTeIUTHTHBIX JIokycoB [Driscoll et al., 2002].

Pe3ynbTaThl BCeX BBIIENEPEUUCICHHBIX TECTOB MOKA3aIl CHUKEHUE YPOBHS
reHeTu4eckoro paszHoobOpasuss Ha 90-99% mno cpaBHEHHIO C YEJTOBEKOM WIIU
IPYTUMU  BUJAMU JHUKUX KUBOTHBIX. OnuH U3 Hamboiee HATJSIHBIX
HKCIIEPUMEHTOB CBSi3aH C TPAHCIUIAHTAIMEH KOXXU MEXIy HEPOJCTBEHHBIMU
0CO0SIMU. DTOT KCHEPUMEHT IMOKa3al BIUSHHE HU3KOTO YPOBHS T'€HETHYECKOTO
pazHooOpa3us y renapaoB. B xoje skciepruMeHTa uccie10BaTe i 00OHAPYKUITU, YTO
HEOOJIbIIINE KYCOYKM TPAHCIUIAHTHUPYEMOM KOXH HE OBUIM  OTTOPTHYTHI
pelUnueHTaMu. DTO CBUJIETEIILCTBYET O TOM, UTO ajlieId F€HOB HWMMYHHOTO
pacrio3HaBaHMsi ObLIM HACTOJIbKO UIAEHTUYHBI Y HEPOJCTBEHHBIX OCOOEH, 4TO HE
BOCTIPMHUMAJIMCh Kak dyxepoaubie [O’Brien et al., 1985]. ¥V renapmos odeHs maiio
amteneit renoB MHC-1 u MHC-11, 9ro HETHNMYHO IS TUKHX KUBOTHBIX. Kpome
TOTO, HU3KHM ypPOBEHb T'€HETHYECKOTO Pa3sHOOOpa3usi TEMapJOoB KOPPEIUPYET C
BBICOKMM YPOBHEM CMEPTHOCTH CpPEAM HOBOPOXKIACHHBIX, TPYAHOCTSIMU C
pa3MHOXXEHHEM B  HEBOJIE, CEpbe3HbIMU IMpobiieMamMu B  0Opa3oBaHUU
CIIEPMATO30UI0B ¥ TIOBBIIICHHONW YSI3BHUMOCTBIO K BCIBIIMIKAM HH(EKIIMOHHBIX
3a0oneBanuii [Heeney et al., 1990; Pearks Wilkerson et al., 2004]. B nacrosiee
BpeMsl Ternap/ibl SBISIIOTCA SPKUM MPUMEPOM BIIUSHHUS HHU3KOTO T€HETHYECKOTO
pazHooOpaszusi Ha Qusnonoruto. I[loTeps reHeTuyeckoro paszHooOpasus y
COBPEMEHHBIX Tenapa0B Oblia MUPOKOo u3ydeHa u npoBepeHa [May, 1995]. Tem ne
MEHEe, pe3yJbTaThl OOJBIIMHCTBA TPOBEJICHHBIX aHAJIM30B COTJIACYIOTCS C
TUIIOTE30M O TOM, YTO CHIXKEHUE TEHETHYECKOT0 pa3HOOOpa3us rernapioB sSBISIETCS
pe3yJIbTaTOM MPOXOXKICHUSI MOMYJISIIUKA Yepe3 OJHO UM HECKOJIbKO OYyThUIOYHBIX
ropabliiiek HaunHas ¢ [Lneiicroriena [Castro-Prieto et al, 2011; Caro and Laurenson,
1994; O’Brien et al., 2005].
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N3ydyenne OuonoruM remapia M OLIEHKa BEPOATHOCTH BbIMUpAHHUS BHJA
IIPOBOAWIOCH YUEHBIMU U DKOJIOTAMU HA IPOTSHKECHUU HECKOJIBKUX JIECATUIICTUU.
WNnentuduxanuss HU3KOTO YPOBHA TEHETHMYECKOTO pa3HooOpasus TemapioB,
HapylIeHHONH MoOp(}oJIOruu CrepMaTo30M0B M, B KOHEYHOM CYETe, HX
BOCIIPUMMYHMBOCTA K JICTAIBHBIM BHUPYCHBIM HH(MEKIHSIM, 00eCIeynuBaoT
YHUKAJIbHBIE YCIOBHUA JUISl IETAIBHOIO AHAJIN3a PUCKOB U IOCIENCTBUU HU3KOIO
TEHETUYECKOr0  pa3HooOpa3usi  METOJaMU  CEKBEHMpPOBAHHUS  CIIEIYIOIIETO

IMOKOJICHH: Ha YPOBHEC IIOJIHOTO I'CHOMA.

Iexp u 3amaun quccepTanmoHHON PA0OTHI

OCHOBHOI1 11€JIbIO TAHHOTO UCCIEAOBaHUS OBLJIO MOJHOTEHOMHOE HU3YUYeHHUE
TEHETUYECKOTO pazHoo0pa3usi, afanTallMOHHBIX MEXaHU3MOB U JAeMoTpaduyeckon
ucropuu apuKaHCKOTO Tenapia, HaXoASIIErocs Mo/ yrpo30i HCU€3HOBEHHS.

JUist  OCTHXKEHUs TOCTaBJICHHOW 1M OBUIM BBIABUHYTHI CIEIYIOIIHNE
3a/1a4u:

CexBeHUpOBaHUE U COOpPKa BBICOKOKAYECTBEHHOTO pedepeHCHOro reHoMa Ha
OCHOBE OJIHOT0 00pa3iia ahpUKaHCKOTO remnap/a;

PecexBeHupoBaHue IIECTH JIOMOJIHUTEIBHBIX 00pa3lloB, MPEACTABISIONIUX JBa
MOJIBU/IA, ¥ KAPTUPOBAHUE PUIOB HA pe(PEePEHCHBIN TEHOM;

AHHOTAIMsl TEHOB, TOBTOPOB U JPYTMX DJJIEMEHTOB TE€HOMa METOJaMHu,
0a3UpYyIONIMMKCS Ha IIOMCKE TOMOJIOTOB, M aiuropurmMamu s ab initio
MpEACKA3aHNs TEHOB;

Nnentudukaius reHeTUYECKUX OCHOB aJanTallUOHHBIX MEXaHU3MOB B T'€HOME
renapja ¢ HPUMEHEHUEM METO/I0B CPABHUTEILHOIO T€HOMHOIO aHAJIHN3a;
N3ydeHne reHeTuueckoro pasHoo0pasusi Cpe/id CEMU T€HOMOB T'eNap0B METOJIOM
JCTEKIIUU OJHOHYKICOTUAHBIX BapuanToB (SNV);

Co6opka paiionoB MHC renapna u cpaBHEHHE MX C TOMOJIOTUYHBIMH paiiOHaAMU
JIPYTUX TPEACTABUTENICH MIICKOTTUTAIOIINX;

AHanu3 gemorpadudecKoi HCTOPUH IBYX CyOMOIMyJIsIiil appuKaHCKUX TerapaoB.
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Hay4yHast HOBHU3HA

B pamkax paGoThl BliepBbIe TpEICTaBISICTCS MEpBUYHAS cOOpKa reHoma de
NOVO U moapoOHasi aHHOTAIMsI TEHOB M TE€HETUYECKUX DJIEMEHTOB apUKAHCKOTO
renapaa. CoOpaHHBIM FeHOM remapja IMpeICcTaBIsieT cOOOW MEepBBIA IMyOJUYHO
JOCTYMHBIA T€HOM BHJIa, OTHOCAIIETOCS K TuHUKM Puma. B nanHoM ucciienoBanuu
ObUT pa3paboTaH HOBBIM METOJ COOpPKM C MpPUMEHEHHEM pedepeHCHOro T'eHOoMa,
KOTOPBII OKa3ajcs 0oJjiee TOUHBIM 110 CPAaBHEHHIO C JPYTUMHU MeToaaMu. B renome
remapa ObUTM  OMUCaHbl paHee HEW3BECTHBIE CIOCOOBI  aJanTaluu K
BBICOKOCKOPOCTHOMY O€ry M IUIOTOSTHOMY THUIy nutanus. Hamu He Tosbko Oblia
TOYHO OMNHCAHA TOTEPs] F€HETHMYECKOT0 pa3HOoOOpas3usi MO0 BCEMY I€HOMY, HO U
PEKOHCTPYHPOBaHA IIEMIOYKA UCTOPUUYECKUX COOBITHH, MPUBEAINX a(ppUKaHCKOTO

rernapaa K HeIHCIMHEMY COCTOSHUIO.

TeopeTndeckas U DpakTUYSCKas 3HAYUMOCTD Da6OTI>I

TeopeTnueckas 3Ha4UMOCTb PaOOTHI ONPEAEISAETCS TEM, YTO OHA TIOCBSIIIIEHA
OJTHOM M3 OCHOBHBIX (PyHIAaMEHTaJbHBIX MPOOJIEM COXPaHEHUS CYLIECTBYIOIIUX B
HacTosilee BpeMsl OMOJIOTMYECKMX BHUAOB — MOHUMAHHIO 3()()EKTOB CHUKEHUS
TeHETUYECKOT0 Pa3HooOpa3uss Ha TeHOM M (EHOTUIl Yy HCYE3aI0IUX BHUIOB B
pe3ysibTaTe pEe3KOro COKpPALIEHUS UWCICHHOCTH MOMyJsuuu — (EeHOMEeHa
OYyTBUIOYHOTO TOpJIbIIIKA U 3PPEeKTa OCHOBATENS.

Hamu Obutn  pa3pa®oTaHbl MeETOAMYECKHUH ©  OMOMHGOPMATUUYECKHI
BBIUMCIIUTENbHBIE TOJIXOJbl JJIi AHHOTUPOBAaHUS TE€HOMa MIIEKONMTAIOIUX U
aHallM3a TEHETHYeCKOro paszHooOpasus. Cienyer OTMETHTh, YTO, HECMOTPS Ha
yBEJIMYUBAIOIIUECS 00BEMbI T€HOMHBIX JIaHHBIX, IPOOJIEMBbI TpU paboTe C TaKUM
TUTIOM JTAHHBIX HA HEMOJETHHBIX OPTaHU3MaX BCE €IIle OCTAIOTCA.

JlaHHBIE TIOTHOTEHOMHOTO CEKBEHHMPOBAHHS M TEPBUYHONW COOpPKM Te€HOMA
aprKaHCKOTO remapaa Obutd pasmenieHbl B O0a3e manHbeix NCBI GenBank, u B
HACTOAIIEE BpeMs HAXOAATCS B OTKPBITOM jocTyrne. Bces wunbopmamms o0

OIMMMCAHHBLIX BapHWaHTAX, IOBTOPAIOIIMUXCA JJICMCHTAX, I'CHaX W CTPYKTYPHBIX
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BapHUaHTax JOCTYyTHA B T€HOMHOM Opaysepe GARFIELD

(http://qarfield.dobzhanskycenter.org/).

Omnucanbl BpenHble MyTanuu B reHe AKAP4, koTopble NPUCYTCTBYIOT Y
OonpiinHCTBA renapoB. [lomoOpanel mpaliMepsl 171 aMIIM(UKALUU JIOKyca C
JaHHBIMUA MyTanusMu. O(G(EeKTUBHOCTh MpaiiMepoB Oblla TMOATBEPXKACHA Ha
JBAJIATH JOMOJHUTENBHBIX 00pa3liax IMKUX appUKAHCKUX Fenap/oB.

Pe3ynbTarsl, nolydeHHBIE AJIs1 T€HOMA Tenap/aa, MOTYT ObITh UCIOJIb30BaHbI
B IIOCIEAYIOIUX PabOTax, CBSI3aHHBIX C OMOJOTUEN U COXPAHEHUEM HCUE3AIOIINX

BHUOOB.

MGTOI[OJIOFI/ISI U MCTOJbI HCCIICAOBAHU

B pabore ncnosip30Baauch COBPEMEHHBIE U aKTyalbHbIE METOJbI, OOJIbITIAs

4acTh KOTOPBIX ObLIA CHEIMAIBLHO pazpaboTaHa WM MOJIEPHU3UPOBAHA MO/ LIEJH U
3a/1aud JAaHHOTO MPOEKTAa.
K HuM oTHOCSATCS:

— CoOopxka reHoma de NOVO ¥ ¢ IpUMEHEeHHEM pedepeHCHOr0 TeHOMA,;

— BripaBauBanue nocnenoBarenpHocTeit JIHK n 6enkos;

— MHOeCTBEHHOE TTOJITHOTEHOMHOE BhIPABHUBAHME,

— WUnentudukanus reHOB, TOBTOPOB U JPYTMX TEHOMHBIX JJIEMEHTOB, BKJIHOYAs
aHaJIM3 CEMEHCTB '€HOB M MPU3HAKOB TOJIOKUTEILHOIO 0TOO0PA;

— Ol11eHKa FreHeTUYECKOTO Pa3HOO0Opa3usi Ha YPOBHE T'€HOMA;

— PexoHCTpYyKIIMS HCTOPHUYECKOM AeMOTpaduu ¢ UCIIOIb30BaHUEM aJlIe]Ib YaCTOTHBIX

CIIEKTPOB.
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[1o710k€HUSI BEIHOCUMBIC Ha 3aIIUTY

['eHoM adpuKaHCKOro Temapaa OTIWYAeTCsl KpalHe HU3KUM T'€HETUYECKUM
pa3Hoo0pa3reM Mo CPaBHEHUIO C IPYTUMHU OJIU3KOPOICTBEHHBIMH BUIAMH U UHBIMH
MJIEKOTIUTAIOLUMH.

['enomubiii paiion MHC y renapaa He TOJIBKO COJIEP>KUT CPAaBHUTEIBHO HEOOIIBIIIOE
gucino amneneit MHC knaccos | u 11, Ho u nemoncTpupyet norepio 10 4 reroB MHC
KJjacca |, 1o cpaBHEHHIO C TEHOMOM JIOMAIlIHEN KOIIKH.

B pesynbrare nemorpaduueckoro aHaiauza reHoma appuKaHCKOTO Temnapiaa ObLTu
HalIeHbl JI0Ka3aTelIbCTBA IMPOXOXKJIEHUS MOMYJSAUM 4Yepe3 JBa OyThUIOYHBIX
TOpJIBIIIKA.

CeMmelicTBa TEHOB, CBSI3AHHBIX C pPa3MHOXKEHUEM, Y adpHUKAHCKUX TenapoB
aKKyMYJIUPYIOT HM30BITOUHOE KOJMYECTBO HECHHOHUMHMYHBIX 3aMEH, 4YacThb W3
KOTOPBIX OKa3aJlach MPEAIIOI0KUTEIIBHO BPEAHOM 10 cBoeH npupoae. Kpome Toro,
psan cepbe3nbix MyTanuii B reHe AKAP4 ckopee Bcero SBISIOTCS NPUYUHOU
(dopMupoBaHUs JEPEKTHBIX CIIEPMATO30UI0B Y TEMap/I0B.

[Tpu3HaKK MOJIOKUTEIHHOTO OTOOPA M aMIUTU(UKAIIMK T€HHBIX CEMEICTB MOKa3alu
KpaiiHe Ccrnenu(PUUecKyro aganTaiuio, acCOIMUPOBAHHYIO C OBICTPHIM OeromM u

(u131YECKOi BHIHOCIMBOCTBIO Tenap/a.

CrerneHb JOCTOBEPHOCTH M anpoOalvs pe3yibTaTOB

OcHOBHBIE pe3ynbTaThl JAHHOW pPaOOThl OBUIM OIMYOJHMKOBAaHBI B CEMH
PELeH3UPYEMBIX MyOIUKAIUIX B MEXKIYHAPOAHBIX KypHAIax:
. Tamazian G. Annotated features of domestic cat — Felis catus genome / G.
Tamazian, S. Simonov, P. Dobrynin et al. // GigaScience. — 2014. — T.3. — Ne.1. —
C.13.
. Dobrynin, P. Genomic legacy of the African cheetah, Acinonyx jubatus / P.
Dobrynin, S. Liu, G. Tamazian et al. / Genome biology. — 2015. — T.16. - Ne.1. —
C.277.
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. O’Brien, S.J. Response to Comment by Faurby, Werdelin and Svenning / S.J.
O’Brien, K.P. Koepfli, E. Eizirik et al. / Genome biology. —2016. — T.17. - No.1. —
C.90.

. Tamazian G. Chromosomer: a reference-based genome arrangement tool for
producing draft chromosome sequences // G. Tamazian, P. Dobrynin, K.
Krasheninnikova et al. // GigaScience. — 2016. — T.5. - Ne.1. — C.38.

. Noskova E. GADMA: Genetic algorithm for inferring demographic history of
multiple populations from allele frequency spectrum data / E. Noskova, V.
Ulyantsev, K.P. Koepfli et al. // GigaScience. — 2020. — T.9. - Ne.3. — C.gi1aa005.

. Tamazian G. Draft de novo Genome Assembly of the Elusive Jaguarundi, Puma
yvagouaroundi /| G. Tamazian, P. Dobrynin, A. Zhuk et al. // Journal of Heredity. —
2021. —T.112. - No.6. — C.540-548.

. Fyodorova A. Genome-wide detection of positive selection in new African cheetah
assembly / A. Fyodorova, A. Zhuk, P. Dobrynin // BMC Bioinformatics. — 2021. —
T.22. - No.S16.

JlaHHBIE pe3yNbTaThl TakXKe OBUTM MPEACTABICHBI HAa  CIEAYIOUINX
xoHpepenmusax: Society for Molecular Biology and Evolution meeting (ABctpus,
2015), Recent Advances in Conservation Genetics Course (Beunrpus, 2016) u
BIATA (Cankr-ITerepOypr, 2021).

OO6cyxneHne auccepTaliy MPOBOIUIOCH Ha cemuHapax B LleHTpe
reHoMHON OuomHpopmaruku uM. D.I.JJobpxkanckoro, Cankr-IlerepOyprekuii
['ocynapcTBeHHBI YHUBEPCUTET U HAYYHO 0Opa3oBaTeIbHOM IIeHTpe - ['eHoMHOE

pa3zHoobpasue B ynusepcurere UTMO.


https://academic.oup.com/jhered/article-abstract/112/6/540/6305920
https://academic.oup.com/jhered/article-abstract/112/6/540/6305920
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JIMYHBIN BKJIAJI aBTOpPA B IIPOBEJCHHBIC MCCICAOBAHUSL.

Bb16op Tembl quccepTaliMOHHON paloThl, ONpPEACIICHUE eI U MOCTaHOBKA
3a/1a4 MCCJICIOBAHUS aBTOP MPOBEJI COBMECTHO C Hay4YHBIM pykoBoautesieM PhD,
npodeccopom, CtuBeHom J[xerimcom O’bpaiteHom. ABTOp pabOThl H3y4dUI
JUTEpaTypy MO TeMe, HEMOCPEICTBEHHO YYacCTBOBAJ B HATMCAHUM U MOJATOTOBKE
MaTepUaJOB K MyOMWKamusaM, Hamucaid pPyKoOmuch padoTbl. OCHOBHAs 4YacTh
HKCIIEPUMEHTAILHON paboThl: cOOpKa reHoma U ero (parMeHTOB, BhIpABHUBAHUE
MOCJIEIOBATEIBHOCTEN, MOUCK T'€HOB U ONPEJEICHUE T'€HHBIX CEMEWCTB, aHAIHU3
CUTHAJIOB MO3UTUBHOTO OTOOpa, aHauu3 AeMorpaduyecKoil UCTOPUM BBITIOJIHEHBI

aBTopoM JuuHo. OO1IMii BKJIa aBTopa B paboTy - 6oiee 80%.
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bnaronapaoctu

Dta auccepTanioHHas pabora He Obuta ObI BO3MOXKHA 0€3 MOJICPKKU U
HEOIEHUMOM MOMOIIM MHOTHUX JIFOJIEH, KOTOPBIX 51 XOUy UCKPEHHE N00JIaroapuTh.

[Ipexxne Bcero, s riay0OKO MPU3HATEIEH MOEMY HayYHOMY PYKOBOAMTEIIIO,
noktopy Ctueny O'bpaiieHy 3a ero teprneHue U OT3bIBUMBOCTh Ha MPOTSHKEHUU
BCEro IMepuoja MOJATOTOBKM JUCCEPTAIMOHHON paloOThI, a TaKke 3a OCCIICHHBIC
COBETHI U OTBIT, KOTOPHIMHU OH BCETJ]a OXOTHO JCJIHJIICS.

Taxxke s Xxouy BBIPa3UTh HCKPEHHIOIO OnarogapHocTh nokTopy Kiayc-
[Turepy Kondau, uccnenoBarento u3 CMUTCOHOBCKOTO MHCTUTYTa M CTaplIeMy
HayyHoMy coTpyauuky HOL[ I'enomHoe pasHooOpasue B yHuBepcutrere UTMO,
10J1 PyKOBOJICTBOM KOTOPOT'O OBLIT OCBOEH M MPOBEAECH (PUIOT€HETUUECKUI aHAIN3,
3a €ro TepreHue, NOIEPKKY U BCECTOPOHHIOIO TOMOIIIb.

Orpomuoe crnacu6o Illununr Jlny u ero komanjae ['eHOMHOro aHanm3a u3
uacturyta BGI (Kutait), Omaromapss moOMOIIM KOTOPHIX OBLIM TPOBEACHBI
nepBUYHasi cOOpKa M aHAJIM3 HUCXOJHBIX JAHHBIX. Sl BOCXUIIEH APYKECTBEHHOMN
paboueit atMmocdepoirt sabopatopun HMHcTUTyTa, KOTOpas TO3BOJIMJIA MHE
BBITIOJTHUTH OTPOMHYIO YacTh paOOThI BO BPEMs MOETO BHU3HTA.

S Onaromaper koJuiekTuBY LleHTpa reHOMHOW OWMOMHGOPMATHKU WM.
@.I". Toopkanckoro (Poccusi), ®doumy coxpanenus renapaoB (HamuOus) u
kosuiektuBy HOILL I'enoMuoe pasnooOpaszue B UTMO. LlenHslit u pa3HOCTOPOHHUI

OIIBIT U JIMYHBIC YCUIINA MHOI'MX KOJUICT CACJIAIN OTY pa60Ty BO3MOKHOM.
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I'JIABA 1. OB30OP JINTEPATYPbI
1.1. ®dujioreHeTHKA ¥ €CTeCTBEHHAsI MCTOPHSI renapaoB

B 1777 remapnam npucBauBaroT ums — Felis jubatus, mos:xe B 1828 roay ux
IepeMEealoT B OTACIBHBIA poja ACINONYX, CITyCTs MPaKTHYSCKU cTO JieT B 1917
TOJy, HA OCHOBaHWH MOP(OJIOTUICCKUX JAHHBIX, TEapA0B BHIICISIIOT B OTACIHLHOE
nojcemerictBo — Acinonychinae. B mocnenyromniyie Toabl ¢ MOSBICHUEM HOBBIX
METOJIOB M MOJIEKYJSIPHBIX MAapKEepOB CHCTEMaTHKa TemapAoB Oblla CHOBa
NIepeCMOTpPEHA U UX KiaccuduimpoBaiu B mojcemerictBo — Felinae. Ceiivyac renapa
SIBIISICTCS €TUHCTBEHHBIM IIPEJICTABUTEIIEM CBOETO poa ACINONYX, KOTOPOTO BMECTE
¢ IByMms mipeacTtasutensmu poaa Puma (P. concolor u P. yagouaroundi) Beinenstor
B oT/enbHyI0 nuHuI0 [Tymer (Puma lineage). Bpemst paznenenust renapioB, myM u
ATyapyHJIH Ha OTJEIbHBIC BUJIBI OLICHUBAETCS B Ipeaenax 6,7 MIH. JI. H.

Bo3pact cambIx CcTapbIX OKaMEHEJIOCTeW Tremapja, OOHapyXEHHBIX B
BOCTOYHOU U F0KHOM YacTsx AQpUKH, COCTABIAET 3,5—3 MJIIH. JI. H.; CAMbIA paHHUN
u3BeCTHBIM oOpazenr u3 HOxkHOW AdpuKM TPOUCXOIUT M3 CaMbIX HIDKHHUX
oTioxkeHnid rpota 3unsoepoepr [Krausman et al.,, 2005]. Hecmotps Ha
OTPaHUYCHHOCTh U (PparMEHTAPHOCTH ITUX JAHHBIX, MOJKHO C/IEJIaTh BBIBOJ] O TOM,
4yTO TpenkoBas gopma remapia ObUla KpyIHEE W MEHee aJanTupoBaHa K Oery
[Valkenburgh et al., 2018]. HMckomaemple oCTaHKH W3 EBpOIbI OrpaHHYCHBI
HECKOJIbKUMH 00pa3laMu cpeiHero ruieiictoreHa u3 Xynuacxaiima (ABcTpus) u
neckoB Mocboax (I'epmanust) [Hemmer et al., 2008]. 3BeCTHBI KOLIKH, IIOX0XKUE HA
renapoB, oourasmme 10.000 net Hazan B Crapom Csere. ['urantckuit renapa (A.
pardinensis), 3HaunTeNbHO OOJIee KPYIHBIA M BEPOSTHO OoJiee MEIICHHBIA T10
CPaBHEHHIO C COBPEMEHHBIM TremapAoM, ooutan B EBpa3un, a Takke Ha BOCTOKE U
tore Adppuku npumeprno 3,8-1,9 mun. n. H. [Cherin et al., 2014] B cpennem
TUIeHCTOIICHE MEHee KpyMHbIH renaps, A. intermedius, oourtan Ha TEPPUTOPHSIX OT
EBponer 10 Kutas [Krausman et al., 2005]. CoBpeMeHHBII Temap MOSBUICS B
Adpuke okono 1,9 MiaH JeT Ha3am;, €ro JETOMUCh OKAMEHEIIOCTEH OrpaHuyYeHa

Adpukoii [Valkenburgh et al., 2018].
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BriMepiivie ceBepoaMepuKaHCKUE TenapI0noI00HbIe KOIIKH UCTOPUYECKU
kinaccuduiupoBaiuch kak Felis, Puma uimm Acinonyx; nsa Takux Buja, F. studeri u
F. trumani, cunramuce Oosiee OIM3KUMHU K TIyMe, YeM K remnapry, HeCMOTpsl Ha UX
OnM3K0e CXOACTBO ¢ mocieauuM. Jpuuen Amamc npesioxkun Miracinonyx, kak
HOBEII moapo AcinonyX, mo3ke OH ObLT BO3BE/ACH B panr poxa [Adams, 1979].
AnaMc ykasain, 4To remapaononoOHsie komku CeBepHoit Amepuku u Ctaporo
Cpera Moriid uUMeTh OOWIIEro mMpeaka, a remapi Mor MnosiBUTbcs B CeBepHOM
Awmepuke, a He B EBpazun. OgHako, 10 CETOAHSIIHEr0 BPEMEHH HET OJHO3HAYHBIX
JTAHHBIX, MTO3BOJISIONIMX JOCTOBEPHO J0Ka3aTh, yTo Miracinonyx OJiMke K ImymMam
win renapaam [ref]. B myoaukamuu [Dobrynin et al., 2015], nexariieir B oCHOBE
TEKYIIET0 HCCIEIOBaHUS, Mbl CKJIOHSEMCS K TOMY, UYTO Temapj MOSBWICS B
CeBepHOil AMEpHUKE, HO ATOT CIIEHAPUI HE ABISETCA €OUHCTBEHHO BO3MOKHBIM,
KOTOPBIN clocOoOeH onucaTh Ha001aeMbIe TaHHBIC.

B Hacrosiee BpeMst renapsl BeTpeyaroTcs Toiabko B Adpuke u Upane, Mbl
CUMTAEM, UTO UMEETCA JOCTATOYHO JI0KA3aTeNbCTB TOrO, YTO MPEACTABUTENIN poJa
BO3HUKJIM OT OJHOTO OOIIEro mpeakKa, KOTOphIi >kui Ha Tepputopun CeBepHOU
Amepuku B Muorene [Johnson et al., 2006]. Takas oleHka OCHOBaHA Ha
CPaBHUTEJIBHOM aHAJIM3€ MOJICKYJIIPHBIX MAPKEPOB MUTOXOHAPHUATBHOMN U SI€pHOM
JIHK, nckomaeMbIx JaHHBIX U CBEJCHHUI O COBPEMEHHOM PACTIPOCTPAHEHUU BUIOB.
[TaneoHTOMOTHYECKHE CIIEIBI CYIIIECTBOBAHUS TeMap/ia U renapaonog00HbIX KOIIEK
MOXHO BCcTpeTuTh B CeBepHor u IOxHOM Amepuke, EBpore u A3un BILIOTH 10
no3auero Ilneiicroniena (10.000 — 12.000 nmer Hazam). OTO BpeMs IPUMEPHO
COOTBETCTBYET IMEPUOIy BEIMUPaHUS MeradayHbl, KOTOpOE 3aTPOHYJIO Oojee Yem
40 BHUIOB KPYIHBIX MJICKOMUTAIONINX, BKJIOYasl Tremapo-mogoOHbIX KOIIEK
(Miracinonyx) u mym B Ceeproit Amepuke [Culver, 2000; Werdelin et al., 2010;
Hewitt, 2000].
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1.2. CHMKeHHe YMCICHHOCTH NMONYJISIMi U FeHeTHYecKoe pa3Hoodpasue
a(pukaHckux renapaos B 19-20 Bekax

Hcropusi TeCHOro B3aWMOJECHCTBUS YEJIOBEKAa W TEMapJOB HACUUTHIBAET
OKOJIO 5 ThICSY JieT. Ha mpoTssKeHUH COTEH JIET 3TUX XUIHUKOB COJEPKaIU MPH
KOPOJIEBCKUX JIBOpaxX M F'OTOBWJIM K OXOTE, B TO € BpeMs HAa HHUX BEJach 0XOTa,
KoTOpas mpooinkaercs u ceroqus [Marker et al., 2003]. C nauana 20 Beka apean
OoOWTaHUs TeMmapfoB CTPEMUTENBHO COKpAIAETCSs M B HACTOAILIEE BpeMs
MpeacTaBisieT cobol  oTmenbHbIe (parmMeHTHpOBaHHBIE oOmactu. OOmas
YHCJIIEHHOCTh renapnoB B Havyane 20 Beka B Adpuke u Asuu gocturana 100.000
ocobeil, ogHako B TedeHue 100 jieT YMCIeHHOCTh YMeHbIIUIach noutu Ha 90%, B
TO BpeMs KaK HaceJIeHHEe 3€MJIM yABOMJIACh BCErO 3a YETBEPTh BeKa. B HacTosee
BpEMs YUCIICHHOCTD renapoB BapeupyeT oT 9.000 mo 12.000 ocobeti [Marker et al.,
2003; Marker, 2005; Durant, 2000; Durant et al., 2017]. I'emapn 3aHeceH B
npwioxenue | KoHBeHIIMN 0 MeXayHapoIHON TOProBiie BUJAMU AUKON (ayHbl U
daopel, HaxomgmuMmuca  noa  yrposoit  ucuesHoBeHuss (CUTEC) wu
KjaccuupoBan MexAyHapOIHBIM COKO30M OXpaHbl MPUPOIBI U MPUPOIHBIX
pecypcoB (MCOII) kak Beimupatontuit Bua [Marker, 2005].

I'enmapapl cTankuBalOTCA C Pa3dUYHBIMU TPYJIHOCTSIMU B JUKOM HPHUPOAE
[Durant et al., 2017]. JIea ocHOBHBIX (haKTOpa OTBETCTBEHHBI 3a TO, YTO cerdyac
remnap/ibl OKa3aauch Ha Tpanu BeiMupanus: 1) [loreps cpeapl oOuTaHus, He3aKOHHAs
MEXIYHapOAHAsI TOPTOBIIA U KOH(MIUKTHI € BJIaJebllaMu cKoTa 2) PacTyine TemMmbl
OXOTBl Ha aHTWJIOI, Ta3efied U UMMl MPUBOJAT K COKpaIlIEHUS KOPMOBOM 0asbl.
Takum o0pa3om appuKaHCKUE renapibl CTAIKUBAIOTCA ¢ KOMIUIEKCHOM ITpoOieMoi
- X yOMBAIOT HAIPSMYIO, a 3aTEM B 3TUX pallOHaX CaBaHHbI YOMBAIOT U UX JOOBIUY.
Kpome s3Toro, CyiectByer psii 0OCOOCHHOCTEH, CBSI3aHHBIX C UX IMOBEACHUEM U
dbu3nonoruen, 4rto aeiaeT renapioB 0COOEHHO YYBCTBUTEIbHBIMU K COKPAIICHUIO
yuclieHHOocTH. Hwuskas  penpoAyKTHBHasi CIIOCOOHOCTh CaMOK — TemapioB
OTPAaHUYMBAET POCT MOMYJIALMH, TaK XK€ KAaK U KOHKYPEHTHBIE OTHOIIEHUS C
npyrumu xuiiHukamu [Laurenson, 1994; Caro et al., 1994]. JlonoaHUTEIbHBIM

(bakTOpoM SIBISIETCS TPEIIONIOKUTEIHHO PE3KOE M CYIIECTBEHHOE COKpAIEHUE
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YUCJIEHHOCTU M, KaK CIEACTBUE, MOTEPs] TEHETUYECKOTO pa3sHooOpa3us okojo 15
T.J1.H. HeOonbmass s@dexkTuBHas YUCICHHOCTh MOMYJAIMH B COYETAHUU C
YMEHBIIICHUEM KOJMYECTBA T€TEPO3UTOTHBIX allIeJied MOXKET TakKe BJIMATH Ha
PUCTIOCOOJIEHHOCTD u nemMorpapuyecKyro CUTYAIIHIO. Coueranue
MPECTABICHHBIX (DAKTOPOB OKa3bIBACT BIUSHUE HAa BBDKMBAEMOCTh T'€Nap/OB B
COBPEMEHHBIX YCJIOBHUSIX B CBSI3U C JIONOJHUTEIBLHBIM CHUXEHUEM KOJIMYECTBA
alyieneili B TreHO(OHIE, YTO TMPUBOAUT K YMEHBUICHUIO TEHETHYECKOTrO
pazHoOoOpa3usi NaHHOW MOMYJSUUA WM BHUJIA B JIOJITOCPOYHOM TEPCIEKTUBE U,
CJIEI0BATEIbHO, CHIXKAET IBOJIIOIMOHHBIN MOTeHIMaN. KpoMe TOro, KOHKYpEeHIIUS
3a MUIIEBBIE PECYpPCHl TAKKE MUMEET CEpbE3HOE BIUAHHE. B Hacrosiiee Bpems
renapjsl 00pa3yroT (parMEHTUPOBAHHBIC TOMYJISIIIMA U BBIHY>KJICHBI BCTYIATh B
KOHKYPEHTHYI0 OOpbOy C APYrMMH IUJIOTOSIHBIMU >KMBOTHBIMH 3a IHIIEBHIE
pecypchl, KOTOPBIX MOXKET ObITh HEIOCTATOYHO B HEKOTOPBIX YaCTIX AQpPUKH.
bonee Toro, Bo BpeMsi OXOTbl Temap/bl MOJABEPKEHBI HAIMAJCHHUSIM CO CTOPOHBI
JPYTUX XUIIHUKOB. OLIyTUMOE BIIMSIHUE HA YHUCICHHOCTh TE€Nap/ioB OKa3bIBAIOT
JBBBI U THEHBI, MO0 M3-3a DKCIUTyaTallMOHHOW KOHKYPEHIMU, JTU00 B pe3yJIbTaTe
npsmoit araku [Durant, 2000]. [IaTHUCTBIE THEHBI, TBBBI U JICOTApP/Ibl COBEPIIAIOT
HaIlaJICHUs Ha TenapaoB, MPEBOCXO/I UX B KOJIMYECTBE, a MHOT/Ia U B cUJjie, yOuBas
MOJIOJIBIX 0CO0€H M BBICTyMasi B KAYECTBE €Ie OJHOTO KOHKYPEHTa 3a MHUIIEBbIC
pecypchl. B mocnennee Bpemsi caMbIM CUJIBHBIM U3 (PAKTOPOB, BIMSAIONIMX Ha
CYIIIECTBOBAHME IeMap/I0B, SIBJISICTCSI aHTPOTIOT€HHBIN. JI10/IU BHITECHSIOT IrenapoB
U3 WX MECT OOWTaHHs, OXOTATCS Ha HUX paau TPopeeB U OTIABIUBAIOT HUX
J€TEeHbIIEN ISl TPOJIa’Ky B KAYECTBE 3K30TUUECKOTO JOMAITHETO )KUBOTHOTO.
[TpoBenenubie B Havasie 80-x rooB 20 BeKa MEpBbIE UCCICAOBAHNUS HU3KOTO
TEHETHYECKOTO pPa3HO00pasusl B MOMYJISAIUSAX Tenap/10B, HAXOSIIUXCS O] yTPO30i
HMCUE3HOBEHHUS, WMeENIU OoJibllioe 3HaueHwe. [emapg craji CHUMBOJIOM pPadoT,
HaIlpaBJICHHBIX HAa COXPaHEHUs! BUIOBOTO pa3HOOOpa3us, a TakkKe CIocoOCTBOBAI
pacCHIMpPEeHUI0 HAOMIOJEHUN 3a TEHETUYECKUM pPa3HOoOOpa3MeM BCEX BHUJIOB,
HaXOJISIIMXCS T0J] YyIpOo30i MCYe3HOBEeHUs. B Hacrosinee BpeMs Kaxas cxema

KOHTPOJIA 3a HCUC3AaI0IKM BHUAO0OM OCHOBHOM OCIbIO B I[OHFOCquHOﬁ IICPCIICKTHUBC
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CTaBUT MAaKCHMH3AIMIO ONTUMAIBHBIX CKPEIIMBAHUWA IS TIOJACPKAHHUS
TeHETUYECKOT0 pazHooOpasus. [Ipeapiayue paboTsl ObLTH CeIaHbl HA OCHOBAHUHT
OrpaHUYEHHOTO Habopa JIOKYCOB, M TakuM 0Opa3oM, Cpelad OCHOBHBIX 3a7ad
JTAHHOT'O MCCIJICIOBAaHUS OBIJIO OMpEACIICHUE U TPAKTOBKA YUCIICHHBIX MTapaMeTPOB
MIOJTHOTO T€HOMHOT'O Pa3HOO00pasusi Cpelu TermapaoB Ha YPOBHE TMOJTHOT€HOMHBIX

JTAHHBIX.

1.3. O630p MeT010/10TMH PAGOTHI ¢ TEHOMHBIMH TAHHBIMHU

[TosiBeHne  BBICOKOMPOU3BOJUTENBHBIX  TEXHOJIOTMH  CEKBEHUPOBAHMUS
MO3BOJIWIO 0€3 0OJbIINX (PUHAHCOBBIX 3aTpaTr pacliu@poBaTh U cOOPAaTh FEHOMBI
HEMOJICTBHBIX BUIOB. KpoMe TOro, BBICOKOMPOM3BOAMTEIHLHOE CEKBEHHPOBAHHE
ObUIO HMCHOJB30BAHO JJIsi HOBTOPHOIO CEKBEHMPOBAHHUS TE€HOMOB YEJIOBEKa U
JIPYTUX BUAOB JJI CPAaBHEHUS C CYIIECTBYIOIIUM pedepeHCHBIM T€HOMOM MJis
aHaIM3a TEHETUYECKOro MOJUMOPGU3Ma: BBIABICHHUS MYyTallud M T€HETUYECKUX
BapualMii BHYTPU U MEXIY Pa3IUYHBIMU MOMYJIAIUSIMH. YUCIO MpOUTEHUN U UX
KOPOTKHN pa3Mep HaKIaJbIBalOT HECKOJIBKO BBHIYMCIUTEIBHBIX OTPaHUYCHHUNA IS
OoOHapy>KEeHUS ¥ aHAJIN3a HEKOTOPHIX TEHOMHBIX U3MEHEHUH, TAKUX KaK WHCEPIUH,
JIeNIeNIMN ¥ CTPYKTYpPHBIE TEPECTPOiKU. B 3TOM HccrnenoBaHuu Mbl HCTIOIB30BAIN
XOPOIIO 3apEKOMEH/IOBABIINE Ce0s aJrOpUTMbI U IIPOTPAMMHOE OOecTiedeHe IS
MOWCKa OJIMHOYHBIX HYKJICOTHAHBIX BapuanTtoB (SNV) B cemu reHomax remapna
(omHa pedepeHcHas cOOpka W IIECTh MOBTOPHO CEKBEHHUPOBAHHBIX OOPA3IIOB).
Nnentudukaims HeOOIbIINX BCTABOK/ AN U HEOOIBIITNX MEPECTPOCK BHIXOIUT
3a paMKH Hamei paboThI JIJIsl 9TOTO MPOEKTA.

B teuenmne mocnennux 30 et OBLIIO MPOBEAECHO HECKOJIBKO MCCIEIOBAHUH,
MOCBSIIIEHHBIX U3yYE€HUIO HU3KOTO FTeHETUYECKOTO pa3Hoo0pa3us renap/a, KOTopoe
SBIIICTCSI KpallHe HEOOBIYHBIM JUIS JUKHX JKMBOTHBIX. Takke HX HHU3KOE
TEHETUYECKOE Pa3HO0Opa3znue KOppeaupyeT C YBEIMUYEHHEM CMEPTHOCTH Cpeau
HOBOPOXKICHHBIX  JICTEHBINICH, OSKCTPEMaJbHBIMH aHOMAIMSMHU B Pa3BUTHU

CIICpMaTo30Ma0oB H MOBBIIIICHHOM YA3BUMOCTBLIO K BCIIBIIIKAM I/IH(l)CKI_II/IOHHBIX
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3aboneBanuii [Wayne et al., 1986; O’Brien et al., 1985; Pearks Wilkerson et al.,
2004; O’Brien et al., 1983].

1.4. O630p MeTO10B PadOThI ¢ FTEHOMHBIMHU JAHHBIMU
1.4.1. O630p MeTOAOB MOJTy4YeHHUsI COOPKH XPOMOCOMHOI0 YPOBHSI HA OCHOBE

pedepenca

XpoMocoMHas cOOpKa SIBIISIETCA 3aKJIIOUYUTENIbHOW M HaumboJiee 3HAYUMOM
CTQAMECH TMPAKTUYECKH KAKIOTO TEHOMHOTO aHalu3a dJYKAPHOTHYECKOTO
opranu3ma. C UCTIOIL30BaHNEM KOPOTKUX MPOYTCHUA U UMEIOIINXCS aJTOPUTMOB
cOopku TeHoMa (e NOVO B JIydIlIeM Ciiydae Moy4aroT JIHHHbIE cKaddOoIbl, B TO
BpeMsl Kak JIJIsi pEKOHCTPYKIMHU ckaddosiga XpOMOCOMHOTO YPOBHSI HEOOXOIUMBbI
JIOTIOJTHUTENIbHBIE UCTOYHUKH WHGMOpMAIMK, TaKue Kak (HU3UYECKUEe KapThl WU
kapTel cuemienus [Lewin et al.,, 2009], win nomoOJHUTEIbHBIC OYCHB JIJIMHHBIC
npouTeHus. JIJIsi MIICKOTMTAIONIMX 3a TOCICTHUE TISATH JIeT OBLIM CICITaHbI
HECKOJIbKO cOOpoK reHoma de NOVO, YacTh M3 KOTOPBIX CBs3aHa ¢ (QU3MYCCKUMHU
kapTamu xpomocoM [Pontius et al., 2007; Mavrich et al., 2008; McPherson et al.,
2001]. Hamuume mogoOHBIX BBICOKOKAYECTBEHHBIX «PEPEPEHCHBIX TE€HOMOBY
MPENIOCTaBIsCT BO3MOXHOCTH JJIi  aJIbTEPHATHUBHOTO TMOJXO0JAa - COOpKHU
ckaddoaa0B XpPOMOCOMHOTO YPOBHS Ha OCHOBE pedepeHca TeHOMOB JIPYTHUX BUIOB.
COopka ¢ mNpUMEHEHHEM pPePEepPeHCHOr0 TEeHOMa, KakK NPaBWIIO, BKJIIOYACT
HECKOJbKO dTanoB. lIpexnae Bcero, B reHomax OJIM3KOPOJCTBEHHBIX BHJIOB
HEOOXOJMMMO  HAWUTH  TOCIEAOBATCIIBHOCTH, TOMOJIOTMYHBIC  HWMEIOIIMMCS
coOpanHbiM e NOVO ¢QparmMenTam. 3aTeM HCIHOJIb30BaTh HH(POPMAIIUIO O
MOJIO)KEHUM W OPHUEHTAIlMM TOMOJIOTMYHBIX (PparMeHTOB st cOOpku Oosee
MIPOJIOJDKUTEIBLHBIX TTOCIIEIOBATEIFHOCTEH U3ydaeMoro (I[eJIEBOr0) reHoMa.

Wcronp30BaHHBIN HAMU TIOJIX0]1 00JIaJaeT MHOTUMH MPEUMYIIIECTBAMU IS
paboTHI C COOpaHHBIMH TOCIIEAOBATEIIBHOCTAMH XPOMOCOM, JTayKe 0€3 MPUMEHEHUS
JOTIOJTHUTEIFHOTO CEKBEHUPOBAHUS WU MOCTpOCHUS (pu3nueckoi kapThl. K Takum
MIPEUMYIIECTBAM OTHOCSITCS OTIPEICTICHUE TPy CICTUICHHSI M OIICHKA PacCTOSHUN
MEXIy MapKepaMd, YTO HEOOXOJUMO JIJIi OIIGHKH CTCTICHH BEPOSTHOCTH

COCINICHHOI'O HACJIICAOBAHUA IIPU3HAKOB HW CHHTCHHMH. C60p1<a Ir¢somMa ¢C
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UCIIONIb30BaHUEM pedepeHca TakKe YMOpsSI0YHUBACT, OPUEHTHPYET U CBS3BIBACT
MHOTHE KOHTUTH /Wi ckaddoiasl Ha OCHOBE PE3yIbTaTOB CPaBHUTEIBHOTO
aHanuza. J[7as MHOTHX MPOEKTOB KJIACCUYECKUI aJroputM cOOpKH TeHoMma OyneT
MIPOU3BOJUTH JJO HECKOJIBKHUX COTEH ThICSIY KOHTHTOB U cKaddonmoB. Takas CHIIBHO
¢dparmenTHpOBaHHAs cOOpKa FreHOMa YCJIOXKHSET MPOLIecC aHaIM3a JaHHBIX MOCIe
npeaBaputensHoi 00padoTku [Murchison et al., 2012]. Oxgnako, ynopsitounBaHue
KOHTUTOB M cKadoiamoB B MmpeamnonaraeMbie XpOMOCOMBI C HCIOJIB30BaHUEM
uHbOpMalluu O pePEPEeHCHOM TE€HOME OJIM3KOPOJACTBEHHOTO BHJIA YMEHBIIUT
o0I1ee KOJIM4ecTBO (ParMeHTOB C THICAY IO COTEH, WJIH JaKe JIECSATKOB, a TAKKe
YIPOCTUT aHHOTAIMIO M aHAJM3 TeHOMHBIX JJIEMEHTOB, TAKMX KaK TaHIEMHBIC U
MHOXXECTBCHHBIC TIOBTOPBI, T€HBI, OJHOHYKJIeOTHIHBIe 3ameHbl, CNV wu
CETMEHTHBIC TYTUTMKALINU.

K coxaneHuro, B OIUCAHHOM BHIIIE IOAXOJE CYIIECTBYET CEPbE3HBIH
HEJIOCTaTOK — BEPOSATHOCTH TOSBJICHUS JIOTIOJIHUTEILHBIX OIMOOK B T€HOMHOMU
cOOpke H3-3a HaJIM4YUsl XPOMOCOMHBIX IIE€PECTPOEK MeXIy pedepeHCHBIM U
U3ydaeMbIM BUIOM. [lake OJIM3KOPOACTBEHHBIC BUIBI MOTYT B HEKOTOPOU CTEIICHH
OTJIMYAThCS OPTaHU3AIUEeH XPOMOCOM OT M3Y4aeMOro reHomMa. Mbl 0XHIaeM, 4TO
KOJIMYECTBO TNPUBHECEHHBIX B TEHOMHYIO COOpPKY OIMOOK B IEJIOM Oyaer
KOPPEIUPOBATH C SBOJIFOLIMOHHBIM PACCTOSHHEM MEXITy IEJICBBIM U pehepeHCHBIM
remomamu [Luo et al., 2012]. Tem He Menee, apredakThl TAKOI'O POJaa HETPYIHO
CKOPPEKTUPOBATh B JAJBHEHIIIEM, NMPH HATHMYUKM (DU3HMUYECKOW KapThl WM KapThI
clerieHus. B Hacrosimee BpeMs CYIIECTBYIOT METOIBI TPEThETO MOKOJICHUS,
KOTOpbIE MOTYT TMOMOYb C CO3JJaHMEM KapT Takoro tuma. K HUM oTHOCATCS:
ontudeckoe kaptuposanue (BioNano Genomics) [Li et al., 2016], cekBenupoBanue
cuemtenusix pugoB (10X Genomics) [Coombe et al.,, 2016] u Hi-C, meron
¢bukcanuu koHpopManuu xpomocom (Hampumep, Phase Genomics) [Korbel and
Lee, 2013].
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1.4.2. O630p MeTO0B /1JI51 MOUCKA MOBTOPOB

[Tocne momydeHust BBICOKOKAYeCTBEHHOUW peepeHCHON COOpKH JJIs rernapaa
CJICIYIONTAM 3TallOM B WCCJICAOBAHUM T€HOMA SIBIIICTCS aHHOTAIMS Pa3TUIHBIX
AJIIEMEHTOB, KOTOpPbIE COJIEPKUT B cebe reHom, Bkiatoyas: mnoBTopbl JHK,
KOJUPYIOIHUE OCNKU TEHbI, KOHCEPBATHBHBIC IMOCIIEIOBATEILHOCTH, MOOWIIbHBIC
I€HETUYECKHE DJIEMEHTBI, OJTHOHYKJICOTHIHBIE ToauMopdu3mel (SNV), u Bapuaiuu
yuciaa konui reHoB (CNV). Mbl Hayanu Hall BBIYUCIUTEIBHBIN aHAIU3 C
uaentudukamnu nosropos JJHK B cobpanHoM renome remnapa.

TepmuH «11oBTOp» B OMOMH(MOPMATHKE UCTIOIB3YETCS JIJIsl OTIPECIICHUS BYX
pPa3TUYHBIX THUIIOB TIOCIICAOBATEIbHOCTEH: 1) TaHAEMHBIX TIOBTOPOB, TaKKe
W3BECTHBIX KaK MOCIIEIOBATEIHLHOCTU C HU3KOM CIOKHOCTBIO, TJI€ MHOTOKpaTHas
MOBTOPSEMOCTb OJIHOTO WJIM THICSAY HYKJIEOTHIOB MOBTOPSIETCS MHOXKECTBO pas, U
MOBTOPEHUS TMPHUMBIKAIOT JApPYyr K Apyry (Hampumep, MHKPOCATEIIUTHI,
muHHcaTe uTh) [Benson, 1999; Parisi et al., 2003]; 2) paccesinubie moBTopsl (TE),
TaK)K€ M3BECTHBIC KaK «IMPBITAIOIINE T€HB» WU TPAHCIIO30HBI, TPEICTABIISIONINE
coboit mocnenoBarenbHocTH JJHK, koTopbie mepemematoTcss (MM OpbITaloT) U3
OJIHOTO MeCTa B TE€HOME K JPYroMy IOCPEJICTBOM PpAa3JIHYHbIX MEXaHW3MOB
BbIpe3anus U crnocoboB ammudukanuu JHK [Finnegan, 1992]. Dra rpymma
COCTOUT U3 HECKOJIbKMX Pa3JIMYHBIX THUIIOB TMOBTOPOB, TAKUX KAaK SHIAOTCHHBIC
perpoBupycel (ERV), peTrporpaHcno30Hbl ¢ JUIMHHBIM KOHIIEBBIM ITOBTOPEHUEM
(LTR), mmuuble aucnieprupoBaHHble sinepHble 3aemeHThl (LINE) u koporkue
nucrnieprupoBanHbie sepHbie dneMeHThl (SINE). [pacmuputs onucanue]

N3BecTHO, YTO TEHOMBI MJICKONMUTAIONIUX PAa3IUYAOTCS 10 CBOEMY
coaepkanuro ToBTopoB. Hampumep, moutu 50% CEKBEHUPOBAHHBIX T'€HOMOB
IpUMaToOB COCTOMT H3 moBTOpoB [Rogers and Gibbs, 2014], Torma kak mis
JIOMaITHeW KOIIKU U JIOMalllHeW co0aKku cojiepkaHue MOBTOPOoB cocTaBiisieT 39,5%
u 40% coorBercTBeHHo [Tamazian et al., 2014; Cho et al., 2013]. BepositHo,
OOJBIIIMHCTBO COBPEMEHHBIX METOJIOB, HCIIONB3YEMbBIX I  HIACHTU(UKAITUN
MTOBTOPOB, HEJOOIICHUBAIOT KOJWYECTBO MOBTOPOB B TEHOME M3-32 TOTO, YTO OTH

METOJIbl MCTIOIB3YIOT TOJBKO coOpaHHbIe cKad(OIAbl M KOHTUTH JJIS aHAIHM3a, a
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yaiie BCEro MMEHHO CII0XKHbIE MMOBTOPHI WJIM OOraThie MOBTOpAMHU 00JIACTH reHOMa
(HanpuMmep, TPUIICHTPOMEPHBIE U MPUTETIOMEPHBIE) OKa3bIBAIOTCSI HE COOPAaHHBIMU
U, CJEAO0BATENIbHO, WCKIIIOYAIOTCA M3 JajdbHEHIIero aHanusa. B pesynbrare 3TH
OLICHKH COJIEP>KaHUS CIIeIyeT pacCMaTpUBaTh KaK HIDKHUM MPeEe J0JIM TOBTOPOB,
coJiepKaluxcs B reHome. Takxke cyniecTByeT npodsiema, YTo rpaHulbl TOBTOPOB,
KAaK [pPaBHJIO, HEJOCTATOYHO YETKO OMNpPENEJIECHbI, WM IPOCTO OTCYTBYIOT B
¢buHanpHOM cOopke. Yamie Bcero MmOBTOpP OOHAPYKUBAETCS TOJBKO B BUJEC
¢parmenToB. B 06mieM ciayyae MOBTOpBI, KOTOPbIE HE 3aMAaCKHUPOBAHBI JOKHBIM
o0pa3oM, 3aTpyIHAIOT JaJIbHEHIINM aHaUu3 T€HOMa, II03TOMY OHHU JOJIKHBI OBITh

npaBuibHO anHOTHpOBaHkI [ Yandell and Ence, 2012].

1.4.3. O0630p MeTO10B AHHOTALIMU I'€HOB

Metoner ab initio mpenckasanus TeHOB B mocieaoBareiabHocTsax JIHK
nosiBrHCh B 1990-x [Guigo et al., 1992] u oTKpbLUIM COBEPILIEHHO HOBYIO 00JIaCTh
aHanmu3a reHoma. VHCTpyMeHTHI mpeackazaHus reHa ab initio Ha3pIBaroOTCS Tak,
IIOCKOJIbKY OHU HE TpeOyIoT CTOPOHHUX JOKa3aTelbCTB IS OOHApyKEHHS
Komupyomux nocnegoatenbHocTed (CDS), Takux kak mocieqoBaTeNbHOCTU
MPHK wunu Oenkos. st onpeaenenus 3K30H-UHTPOHHON CTPYKTYpPbl F'eéHa B 3THX
METO/IaX HMCIOJIb3YIOTCS MaTeMaTHUYeCKHE MOJEIH, CO3/IaHHbIE HAa OCHOBE paHee
U3BECTHBIX reHoB. HecMOTpst Ha TO, YTO OHM OOECIEUMBAIOT JIETKUH JOCTYN K
MOCJIEIOBATEIBHOCTSIM F€HOB M UX CTPYKTYp€ BO BHOBb COOpPaHHBIX F'€HOMAX, 3TH
UHCTPYMEHTBI UIMEIOT HEKOTOPBIE CYIIECTBEHHbIE MPAKTUUECKUE OTpaHUUYeHUs: 1)
o0brvHO wuaeHTU(uUIHMpyeTcs Tonbko omuH CDS wa reH, 4rto 3aTpymaHseT
NpecKa3aHne albTePHATUBHBIX BAPUAHTOB CIUIAMCHHTA; 2) TOCIEN0BATENbHOCTH
u3 HeTpaHnciupyembix obnacteit (UTR) He BKITIOUEHBI B IIpeCKa3anue; 3) u, camoe
TJIaBHOE, BCE MHCTPYMEHTHI ab Initi0 upe3BbIYaliHO YYBCTBUTENIBHBI K KA4YeCTBY
MaTeMaTHYECKOW MOJEIH, UCIIOIb3YEMOU I ONPEACIIEHUS T€HHOM CTPYKTYPBI.
CymiecTByeT psia NPEABAPUTEIIBHO BBIUUCIEHHBIX MOJIENIEN T€HOB JJI1 HEKOTOPBIX
KJIACCUYECKUX BHUJOB W MOJEIbHBIX OpraHu3MoB. [{ns mnpeackasaHus reHa,

IPUMEHEHHOTO K HOBOWM COOpKE reHOoMa, HYyXHO OyAeT oO0yduTh MpOorpaMmmy,
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UCIIOJIb3Yysl HA0Op T'€HOB, CHEU(PUYHBIX ISl COOPAHHOTO reHoMa. MOXKHO Takxke
UCIIOJIb30BaTh T'€HbI U3 POJCTBEHHBIX BHUJIOB, HO 3TO MPUBEIET K MEHEE TOUHBIM
MPEACKa3aHMusIM, MOCKOJIBKY MJIMHA 3K30HA / MHTPOHA, YAaCTOTHI HCIOJIB3YEMBIX
konoHoB 1 GC cocraB mMoryt oriaudathes naxe y Onmskux BuaoB [Korf, 2004].
Buemnune ucrounuku uHpopmanuu, takue kak MPHK, EST u MHOecTBEeHHBIE
TCHOMHBIC  BBIpAaBHUBAHHWSA, MOTYT OBITh  HWCIIOJIB30BAaHBI B  KauyeCTBE
JOTIOJTHUTEJILHOTO ~ JIOKa3aTeslbcTBA B MpOIECce TNpelcKa3aHus TeHa JJid
CYIIECTBEHHOTO yIIydIeHus pe3ynbratoB [Stanke et al., 2006].

KadecTBo mpeickazaHHBIX TOCIEIOBATEIBHOCTEH T€HOB 3aBHCHUT OT JBYX
(dakTopoB: pa3smepa Habopa OOyd4aroIIMX JaHHBIX M KadecTBa de NOVO cOopku
renoma. Metonamu npeackazaHus reHoB MOKHO aocturath 100% touHocTH maxke

B DyKapuoTHueckux renomax [Guigo and Reese, 2005].

1.4.4. MeToabl peKOHCTPYKIMU JAeMOrpaduieckoil HCTOPUHU

UtoObl OOBSCHUTH 3BOJIOIMOHHBIE W3MEHEHHS BHUJIOB U MX TMOIMYJISIHM,
OYeHb BaXHO 3HATh, KAKWE COOBITHS MPOM3OIUIA B MX MPONUIOM. | eHeTnyeckas
CTPYKTypa U pazHooOpaszue BUJI0B (JOPMHUPOBAIKCH B PE3YyJIbTaTe TAKUX COOBITHH,
KaK MUTpalus, JUBEPreHIns TOonyJsaiuil u usMeHeHus: (3pQPpekTuBHOro) pazmepa
MOMYJISIIMA B TEUEHWE THICIY WM MUUTHOHOB JeT. Crnenbl aemorpadudecKoi
WCTOPUU 3alleyaTJICHbl B TE€HOMAaxX MpencTaButeniei kaxaoro Bumga. C poctom
texHosornii NGS 1 00IMPHBIMU TaHHBIMU O CTPOCHHH TE€HOMA CTAJIO BO3MOKHBIM
UCCJIEIOBAHKE CIIOKHBIX JeMorpaduyecKux Mojiesiel, KOTOpbie BKIIIOYAIOT B ce0s
OIICHKY CKOPOCTH MYTAaIlHid, U3MEHEHUH B YMCICHHOCTH TOITYJISIITUH, HE CITy9aifHO®
cnapwBaHue, Murpanuio u otbop. CymiecTByeT JBE TPYIIBI  METOJOB,
MO3BOJISIONINX  OMPECTUTh JeMOTpadUUecKyr0 HUCTOPUIO: OJWH OCHOBAaH Ha
JaHHBIX FAIUIOTUIIOB, APYTrOl OCHOBAH Ha CIIeKTpax 4acToT ayuienei (SFS).

OmuH w3 camMblIX TOMYJSPHBIX TIOJXOJIOB W3 TMEPBOM TPYyNMbl OBLI
npezcrasieH B ctarbe Li u Durbin [Li and Durbin, 2011]. On ocHOBaH Ha MOMapHO
HocJIeIoBaTeIbHON MapKOBCKO#M KoanecrieHTHOM mozenu (Pairwise Sequentially

Markovian  Coalescent) wm PSMC. Meronx PSMC wuHTepmomupyer
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neMorpauyecKyt0 HUCTOPHUIO, MCHOJIb3YysS IMOJHOTEHOMHBIE ITaHHBIE OT OJIHOTO
JTUTUIOUTHOTO o0pasta. DTOT METOJI CIIOCOOEH YUYUTHIBATh MPOITYCKU B JAHHBIX,
BBI3BAHHBIC  TOBTOPSIIOMIMMUCA  MOCIEAOBATEIBHOCTAMU U CTPYKTYPHBIMU
BapuanusaMu B renome. PSMC npuMeHsieT cKpbITy0 MapKoOBcKyto mojiens (HMM),
KOTOpasi MOCJIEOBAaTENIbHO aHAIM3UPYET TIE€HOM, OLEHMBAas BpeMs HauoOoJjee
paHHEro 001Iero npeaka (MM BpeMs KOAICCIICHITNH ) MEXKTy ABYMS TarIOTHIIAMHU,
COCTABJISIIONIMMH  TUIUIOUJHYIO TOcaeaoBarenbHocTh. CrenoBatensHo, PSMC
MOET OBITh MCTIOJIB30BaH JIJISl OTMPECICHHS UCTOPUU U3MEHEHHS d(PHEKTHBHOTO
pa3Mepa MOMyJISIUU [T KOHKPETHOTO 00pasiia U, COOTBETCTBEHHO, MOMYJISIIUA U
BHUJIa, U3 KOTOPBIX 3TOT oOpaserl nmosyueH [Nadachowska-Brzyska et al., 2016].
Cnexktp wyacror amienet (SFS) siBisercss odeHb MOJE3HBIM CHOCOOOM
00001meHust neMorpaduueckux reHOMHBIX JaHHbIX. SFS mpezacraBiser coOoii
MaTpUIly Pa3MEpPHOCTH N, COAEPKALLyI0O HHPOPMALMIO O TOM, CKOJBKO H3
oOHapyXCHHBIX ayielied B BBIOOpPKe pasMepa N Haiaensl y 1/n, 2/n, (n-1)/n
WHJIMBUAYYMOB. MHOTIME YacTO UCIOIb3yEMbIE METPUKH B MOIMYJISLIUOHHON
TE€HETUKE, BKJIIOYAs YMCIO CETPErHPYIONIMX CAaWTOB M CpeaHee pa3zHooOpasue

HYKJIEOTHIOB, caMH sBIIsitoTcs 00o0menuem SFS [Gattepaille et al., 2013].
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I'JIABA 2. MATEPUAJIBI U METO/1bI
2.1. O0pa3ubl TKaHel

Jns manHOM paboThl ObBUIM OTOOpaHbI MPOOBI KPOBH CEMHU HEPOJCTBEHHBIX
ocobOeit appukaHCKuX remapaoB. UToObI MOHATH, HACKOJIBKO CXOKH MEXKIY COOOM

T€HOTHIIBI TeMap/I0B, ObLUIN B3ATHl 00pa3Ilbl U3 IBYX pernoHoB - Hamubuu (n =4) u

Tauzanuun (N 3), Ha TEPPUTOPHU KOTOPBHIX MPOKHBAIOT IMOMYJISLHUH,
NpHHAUICKAIHEe K ABYM moasuaam: Acinonyx jubatus jubatus m A. j. raineyii,

cootBeTcTBeHHO (Tabm. 1).

Tadoauma 1. Crnmcok o0pasmoB, MCHOJMB30BaHHBIX B pabote. ObOpazer; AJU981 Obun

UCIIOJIb30BaH B KauecTBe pedepeHca, OCTalbHbIC ObUIH CEKBEHHPOBAHBI C OTHOCUTEILHO HU3KUM

MTOKPBITUEM.

Ko ob6pasma Mecro cbopa Cybnonynsauus Ilon
AJU981 Hamuous HOxnas M
AJUB84 Hamuous HOxnas M
AJUBT78 Hamu6us IOxnas XK
AJU955 Hamubus IOxnas M
AJU171 TaH3zanus Bocrounas M
AJU172 Tanzanus Bocrounas M
AJU173 Tanzanus Bocrounas XK

2.2. Boinenenune JIHK, co3nanue 0M0JIHOTEK M CeKBEHHPOBaHHUE

Jlnst BeIAenienust BbicokomodiekyssipHoii reHomuoi JIHK u3 oOpasiioB kpoBu
rermapia HWCIMOJb30Balu  (PEHOI-XJIOpOohopM ¢  TOCIHEAYIONUM  OCaXJACHUEM
arietatom HaTpusi. CekBenupoBanu Ha rmatdopme [1lumina HiSeq2000, Tak kak oHa
oOecrieynBaeT XOPOINYIO TIyOWHY ITOKPHITHS JaHHBIMH M BBICOKOE KauyeCTBO
CECKBCHUPOBAHMSI.

Wcnonb3ys Beigenennyto renomuyio JIHK Chewbaaca camma renapia,

nposkuBaromero B HamuOuu, ObUM CKOHCTPYHPOBaHbI Kak oObruHast (pair-end), tak
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U MHBEpTUpOBaHHas (Mate-pair) oubiaroreku s de NOVO cOOpku reHoMa BHIA C
BBICOKHMM ypOBHEM TMOKPBITHA. VIcmomp3oBaivCch JBa BapuaHTa OOBIYHBIX
oubnuorek ¢ ammHOM BcraBku 170 m 500 m.H. [ns ynmydineHus pacno3HaBaHHUS
MOBTOPOB Ha JTamax CcOOpkH TeHoMa W ckapQOJIUHTa CKOHCTPYHPOBAIA S

WHBEPTHPOBAHHBIX OMOIMOTEK ¢ JuTiHON BcTaBku oT 800 1m.H. 10 20 T.11.H (Tab:x. 2).

Tabauua 2. Turbl 6MOINOTEK, CO3JaHHBIX IS TEHOMA T'enap/ia, U KOJUYECTBO IOPOXKEK,

KOTOpBIE OBLITH ITpOcekBeHHpoBaHbl. PE — mapHo-koH1IEBBIe, MP — HHBEpTHpOBaHHBIE.

Tun 6ubnuotrexkn | Pazmep BctaBku | Kon-Bo mopoxek
(m.H.)
PE 170 7
PE 500 3
MP 800 4
MP 2000 5
MP 5000 7
MP 10000 4
MP 20000 3

Jlig aHanmm3a TeHeTHYECKOro pa3HooOpas3usi, U3ydeHHs AeMorpaduyeckoit
UCTOPUHU U Bapuanuid yucia konuii reHoB (CNV) Mbl JOTOTHUTENBHO B3SUIH 1IECTh
00pasLoB, MPEACTABIAIONMX JBa MojaABHAA. [lJig MONMy4eHHs T€HOMOB C HU3KUM
YPOBHEM TMOKpPBITUSI ObUIM CKOHCTPYHPOBAHBI U CEKBEHHUPOBAHBI C S5-6-KpaTHOM

rIIyOMHOM MOKPBITUSL 0OBIUHBIE OMOINOTEKH ¢ JynHOM BcTaBku 500 1.H.

2.3. Cniucok 0MoMH(pOpMATHYECKUX HHCTPYMEHTOB

OcHOBHBIE pe3ynbTaThl PabOTHI OBUTM TOJYYEHBI C HMCIOJIh30BaHHEM 0a3
nanabix GenBank u RefSeq (NCBI) [Wheeler et al., 2007], Ensembl [Yates et al.,
2020], GeneCards [Safran et al., 2010], MalaCards [Rappaport et al., 2013], OMIM
[Hamosh et al., 2005], KEGG [Kanehisa et al., 2007], Repbase [Jurka et al., 2005],
miRbase [Kozomara et al., 2019], Rfam [Griffiths-Jones et al., 2003] u TreeFam
[Schreiber et al., 2014].

Coopxka reroma — SOAPdeovo [Luo et al., 2012] u Chromosomer [Tamazian
et al., 2016].
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BripaBHHMBaHMS 1 TOKCK 110 0a3am gaHHbIX - BLAST+ [Camacho et al., 2009]
u Blat [Kent, 2002].

[Tommyuenue 6a30BBIX CTATUCTUK O COOpKE T€HOMa, OlleHKa kadecTBa — Quast
[Gurevich et al., 2013], CEGMA [Parra et al., 2007], BUSCO [Simado et al., 2015].

BripaBauBanue npourenuii, mouck SNV u annotanus 3gdexro SNV - bwa
[Misale, 2014], bowtie2 [Misale, 2014], samtools [Li et al., 2009], SOAPsnp
[Langmead et al., 2009], snpEff [Cingolani et al., 2012], PolyPhen2 [Adzhubei et
al., 2013], ANGSD [Korneliussen et al., 2014], Beagle [Altmann et al., 2012].

Amnanns k-mMepoB B npoutenusx — Jellyfish [Marcais et al., 2012]

[TonHoreHoMHOE BbIpaBHUBaHUE U cuHTeHUA - LASTZ [Schwartz et al.,
2003], ProgressiveCactus [Armstrong et al., 2020], GRIMM [Tesler, 2002]

[Touck u aHHOTaIMsI TeHOB U MOBTOpOB - RepeatMasker [Chen, 2004], TRF
[Benson, 1999], tRNAscan-SE [Lowe et al., 1997], Infernal [Nawrocki et al., 2009],
InterProScan [Mitchell et al., 2015], Augustus [Stanke et al., 2006].

[Touck curnanoB orbopa u aHaiau3 cemeiicTs remos - PAML [Yang, 1997], ,
HMMER3 [Finn et al., 2011], Proteinortho [Lechner et al., 2011], Gblocks,
ClustalW [Thompson et al., 2003], PRANK [Ldytynoja, 2014]

Nzyuenne nemorpaduueckoit ucropun - PSMC [Li and Durbin, 2011], DaDi
[McCoy et al., 2014] u GADMA [Noskova et al., 2020]

Peanu3amnuio aBTOPCKHX CKPUIITOB TPOBOIWIM B MPOrPaMMHOM cCpeax

Python, Perl u R.

2.4. OneHkKa KayecTBa NMPOYTEHUI

[IpouTeHus cuMTaIUCh HU3KOKAYECTBEHHBIMU B CIIy4ae, €CJIM MOKa3aTesb
kauecTBa ObL1 HIKe 30 mo mikane Phred [Ewing and Green, 1998], uro rosopur o
TOYHOCTU MPOUYTEHUSI JAHHOTO OCHOBaHMS HIKE 99.9%. M30bITOK 3HAUEHUI «N»
(HeompeIeIeHHbIX Map HYKJICOTUAOB) B CHIPBIX MPOUYTEHUSIX TaKKe ObUI CUTHAJIOM
HU3KOT0 KayecTBa.

[Ipourenus noaBepraiu NpoUeAype KOHTPOJIS KayecTBa C UCIOIb30BAHUEM

COOCTBEHHBIX CKPHUIITOB, HAIIMCAHHBIX Ha Perl. Mzr yAalInujin BCC IIOJHBIC HWIIN
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YACTUYHbIE HU3KOKAYECTBEHHBIE IPOYTEHHUS, KOTOPbIE COOTBETCTBOBAIA OJHOMY
WJIM HECKOJIBKUM U3 CIIEIYIOIINX KpUTEpHEB: 1) coliepkaHue HETPOUNTAHHBIX OYKB
(N) 6omee 10%; 2) 6onee 40% mIuHBI TPOYTEHHUS OBLTO ¢ KadecTBOM Hibke Q7; 3)
OpOYTEHUs MepeKkphplBaiuCh Oosiee yeM Ha 10 IL.H. ¢ MOCIEI0BaTEIbHOCTHIO
ajantepa MpyU MaKCHUMaJIbHOM PEJaKIIMOHHOM PAacCTOSIHMU He Oojee 2 M.H.; 4)
napHbIe TPOYTEHHU, KOTOpPbIe TIepeKphIBaeTcs Oosee ueM Ha 10 m.H. MeXAy AByMs
KOHIIaMH; 5) TyOJIupOBaHHBIE TPOYTEHMUSL.

Mg 3aMeTmin, 4To 00a XBOCTa MPOYTEHU ¢ obmiel nuuHoi 90 m.H. Bcerna
UMENHM HU3KHE OLIEHKH KauecTBa, ocoOeHHO Ha 3'-koHue. [loaromy MBI ynansnu
MakcuMyM 10 1.H. OT 5'-KOHIIa IPOYTEHHUSI, €CIIU MTOKA3aTeb KaueCcTBa ObUI MEHBIIIE
Q20. AnanoruuHo, Mbl OoTpe3and MakcuMyM 40 1.H. oT 3 'KOHIIa MPOYTEHUs, €CIH
nokasarenb kKadectBa Obul MeHblle Q20. Takum oOpa3zom, Mbl COXpaHWIU
JIOCTaTOYHO TMOCIE0BATEIbHOCTEH HYKICOTHIOB C BBICOKMM KayeCTBOM IS

HOCJIEAYIOLIET0 KAPTUPOBAHMSI Ha PeEPEHCHBIN T€HOM.

2.4. Ilouck u auHoTanusa SNV

Msr ucnone3oBanu nporpammy BWA [Misale, 2014] mist conmocTaBiieHus
UCXOJIHBIX TMPOYTEHUH C TEHOMOM coOpaHHOro pedepeHcHoro remapja.
BrlpaBHUBaHHMS OBLIM JOMOJMHUTEIBHO OTQHUIBTPOBAHBI IS TIOCIEAYIOIIETO
MOMCKA OJTHOHYKJICOTHIHBIX 3aMEH B COOTBETCTBUU CO CIICIYIOIIMMU KPUTEPHUSIMHU:
1) Ob1IM yasieHbl BRIpaBHUBAHMS ¢ OIIEHKOM kadecTBa MeHee 20 (<MQ20); 2) Oputn
yAaJICHbl HEYHUKAJIbHBIC BEIPABHUBAHUS, TO €CTh JIOOBIC BRIPABHUBAHUS, KOTOPBIC
KapTUPYIOTCST B  HECKOJIBKO MECT B TIOCIEIOBATEIBHOCTH TEeHOMa;, 3)
TyOMMpoBaHHBIC BEIPABHUBAHHUS, TO €CTh JIBA WM 00JIee TPOUYTEHUS, KOOPAUHATHI
HayaJla U KOHIIA KOTOPBIX OTHOCUTEIBHO pedepeHca COBNAAAIOT, TaKXKe ObLIN
yIaJICHBI.

[Touck SNV c¢ ucnonb3oBaHueM 00pa3lOB ¢ HU3KUM MOKpbITHEM (<10X)
SBJIICTCSI TPYAHOW 3ajayel TpU NPUMEHEHHH OOJBIIMHCTBA COBPEMEHHBIX
meTo0B. IToaxon, onucanubiii B Nielson et al. [Nielson et al., 2012], sBnsercs

HAaJCKHBIM M BBICOKOTOYHBIM MCTOJOM IIOHCKAa SNV I[P HU3KOM IIOKPBITHHU C
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HCIIOJIb30BaHUEM creKTpa vacTtoT amiteneid (SFS). {ns olneHkM MaKCUMallbHOM
BEPOSITHOCTU T'€HOTHUIIA B KaXKJIOM JIOKYCE B ATOM MOJIENU UCIIONb3YETCs] KpUTEPUi
MaKCHUMAaJIbHOTO TpaBaonoaoous. Mel ucnons3oBamu nporpammy SOAPSNp mis
co3nanusi mepBuuHoro daiina dopmar GLFV2 nma xaxmoro caiita, a 3aTeM
ucnoibs3oBa ANGSD [Korneliussen et al., 2014] u Beagle [Altmann et al., 2012]
s onpenenenns reaotuna (SNV).

Bce SNV 0ObLin aHHOTHpPOBAHBI IS KaKAOro ooOpasia, ucmonb3ys SNPEff
[Cingolani et al., 2012] c¢ 0a3oif JaHHBIX, KOTOpas OBUIA IOCTPOCHA W3

AHHOTHPOBAHHBIX I'CHOB I'CIIap/Ja.

2.5. Cnioco0bI O1IeHKH FeHEeTHYEeCKOr0 pa3Hooopa3usi

Jlis BCECTOpPOHHEH OLIEHKM CTENEHM TIE€HETHYECKOrOo pa3HOoOOpa3usi Mbl
M CIIOJIB30BaIH IECTh pa3JIMYHbBIX CIIOCO0OOB: 1) BcerpeuaemocTh
OJTHOHYKJICOTUJHBIX 3aMEH Ha BCIO NPOTSHKEHHOCTh reHoMa 2) [lmoTHocTb
OJTHOHYKJICOTUJHBIX 3aME€H B OKHaX T€HOMa NpPOTSHKEHHOCThIO B 50 T.aL.H. 3)
KonuvecTBO BapHaTUBHBIX MO3HIMKA B KOAUPYIOMKX 00nacTsx 4) IIpoTsskeHHOCTh
y4acTKOB FOMO3UTOTHOCTH 5) Kom4ecTBO JOCTOBEPHBIX I€TEPO3UTOT Ha FEHOM 6)
['enernueckoe  pazHooOpa3ue €  HMCIHOJIb30BAaHMEM  MHUTOXOHJPUAIBHBIX

HOCJIENOBATEJILHOCTEN.

2.6. JIOIIO.]IHI/ITC.]ILHO HCIIOJIB30BaAHHBbIC TCHOMHBbBIC JaHHBIC

B pabote ucnonab30Banock MHOXKECTBO T€HETUUECKUX JAHHBIX U3 Pa3INYHbBIX
ucToyHuKOB. Hanbosnee axkTUBHO MNpUMEHSIEMBIM pecypcoM Oblia cOopka u
aHHOTaIMs JomarnHed komku [Tamazian et al., 2014], pabora Hax KoTopoii Oblia
MOJIFOTOBUTENIbHBIM 3TAallOM TEKYIIETO MPOEKTA.

COopka renoma nomantHeit koumku (Fca-6.2) Obuta MHOTOKpaTHO yJTydlleHa
B IIPOLIECCE PpsAZia MPABOK, TaK YTO CYLIECTBYIOIIAs B HACTOSIIIEE BPEMsI aKTyalbHas
BepCHs reHOMa 0a3upyeTcsl Ha pe3yibTaTaX HECKOJIBKIUX METOJJOB CEKBEHUPOBAHUS
CIIeyIoIero mokoyieHus. Kpome Toro, naHHas BepcHsi T€HOMa MPUBSA3aHA K

XPOMOCOMHBIM KOOpAMHATAaM C IIOMOIIBKO JBYX (1)I/I3I/I‘—ICCKI/IX KapT, KapTsbl
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panuannoHHeix rudbpugo [Davis et al., 2009] u kapThl CHEMICHUS KOPOTKHX
tanaeMHbIX MoBTOpoB (STR) [Menotti-Raymond et al., 2009]. JlononHuTenbHO, Ha
OCHOBE MHUKpOYHMNA i TCHOTUIIUPOBAHUS JIOMAITHUX KOIIEK OT KOMIIaHUU
Illumina, comepskariero okono 60 Teicay OAHOHYKICOTUAHBIX 3aMeH (SNP), ObL10
uneHtudumrposano 1.943 HOBBIX yuacTka cuerierus [Pontius et al., 2007].

Kpome reHoma momMamiHed KOIIKHM MBI TaK € HMCIOJIb30BAIA HECKOJIBKO
JPyTUX reHOMHBIX cO0opok - Yenosek (GRCh37), Cobaka (CanFam3.1) u Amypckwuii
turp (ATCQ01000000).

MBI Tak e UCONb30BaIU JaHHbBIE CEKBEHUPOBAHMS JIJIS CJICTYIOITUX BUJIOB:
1) Huxuii kor — PRJINA253950 2) Awmypckuit Turp, beHranbckuii THTp,
Adpukanckuii neB, CHexubli seomapn - PRINA182708 3) Topwmura -
PRJEB12821.

JlaHHBIC CEKBEHHPOBAHUS T€HOMA a3MATCKOTO JIbBa, a TaK ke cOOpKa TeHOMa

¥ aHHOTanws ObUTH pefocTaBieHsl BGl u qocTymHbI 1Mo 3ampocy.

2.7. De novo coopka reHoma a)puKaHCKOro renapjaa

Jlns de nOvVo cOopku reHoMa Temnap/ia U3 KOPOTKUX PUI0B Mbl UCIIOIb30BaJIH
nporpaMmy Juts coopku nocienoBarenbHocteir SOAPdenovo [Luo et al., 2012], B
OCHOBE KOTOpOM JIGKUT CTpyKTypa JaHHbIXx Trpad nae bproitHa. Bce
OTQWIBTPOBAHHBIE TMPOYTCHUS] OBUIM JIOMOJHHUTEIBHO OTKOPPEKTUPOBAHBI C
UCIIOJIb30BAaHUEM YacTOTHOTro aHaim3a k-mepoB. K-mepbl miouHOiM 17 mH. u
4acTOTOM BCTPEYaEMOCTH MeHee 4 pa3 cuuTauch omubounbMu. [Tocie koppekiuu
MPOUYTEHUsT ObUTH OOBEAVMHEHBI B JUTMHHBIC HEMPEPBIBHBIC MOCICAOBATCIIBHOCTH -
JIHK-koHTHTH. 3aT€M MBI HCITOIH30BATH HHPOPMAIIHIO U3 MSATH HHBEPTHPOBAHHBIX
OMOMMOTEeK JIi TIOJTAITHOTO OPUEHTHUPOBAHUS W OOBEIWHEHUS KOHTHUTOB B
ckadpdonanl. Cxkadgdonaapl COCTOSAT U3 KOHTUTOB M OJIHOTO WM 0oJiee pa3phIBOB
W3BECTHOM JIJIMHBI MEXIy HHMH. Mbl yOpaau 4YacTh pa3phbiBOB TOCPEICTBOM
pasperieHus: TaHAEMHBIX U TUCTIEPTUPOBAHHBIX MIOBTOPOB 3a CUET H(OPMAITUH U3

OMOMMOTEKM MAPHO-KOHIIEBBIX MPOYTEHHH. Jlamee Mbl KapTUpOBaIM NPOYTEHUS,


https://www.ncbi.nlm.nih.gov/bioproject/PRJNA182708
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HCITIOJIb30OBAHHBIC JIA C60pKI/I reftomMa, Ha c¢aM I'CHOM M 3allOJHAIN Ty YacCTb

Pa3pbBIBOB, I KOTOpOﬁ OBLIO A0CTATOYHO JOKA3aTCJIbCTB PA3pPCIICHUA IIOBTOPOB.

2.8. Coopka Ha ocHOBe pedepeHca

Cpemu npencraButenieri  Felidae  HaOmromaeTcst  BBICOKME — YpOBEHb
KOHCepBaTH3Ma B opranusanuu reaoma [Dobrynin et al., 2015, Cho et al., 2013, Hsu
et al., 1963]./1ns1 kaptupoBanus ckaddoyigoB reHoMa aQpUKaHCKOIO remapaa Ha
pedepeHCHBI TEeHOM JOMAIHEHW KOIIKKA B TEPBYIO OYEpedh MBI HCIOIH30BAN
pe3yabTaThl TAPHOTO MOJJHOTCHOMHOTO BEIPABHUBAHUS JBYX BHUJIOB, MOJTYYEHHOTO
B niporpamme BLAST+ [Camacho et al., 2009]. 3ateM MbI IPUCBOUIN BEIUYHHY
CXOACTBA IS KaXIOro KapTHpOBaHHOTO (¢parMeHTa. BenmwumHa cXoacTBa
OCHOBBIBAETCS Ha JUIMHE W UJICHTUYHOCTH BBIPOBHEHHBIX peruoHoB. [locie aTama
OILICHUBAHUS TOJIOKEHHE Kak1oro ckaddoiiia Ha XpoMocoMax JOMAIIHEH KOIIKH
ONpEeNsIeTCs] B COOTBETCTBUMM C AdTanmamMu, npeactaBieHHbIMA Ha Puc. 1. Bo-
MEPBBIX, Mbl MPEANOJIOKIINA, YTO KaXIbI ckaddoiaa MOKET UMETh YHUKAIBHOE
pacmoioKeHUE B CIIeU(PUIECKOM perrvoHe Ha peepeHCHOM TeHOME JOMaIlHen
KOIITKA B CITy4ae, €CJIM OTHOIICHHE MEKTY JTYUYIITMM BEIPABHUBAHUEM M BTOPHIM 10
CTEIEHU CXOJICTBA MpEBBIIIACT 3aJaHHbI mopor [1.2]. B caydae BbIMOJHEHUA
JTAHHOTO yclIoBUs cKaddoaa 3akperiseTcss Ha MO3HUIMHA, COOTBETCTBYIOIICH €ro

BBIPABHUBAHUIO C HAMOOJIBIIIEH OIEHKOM.
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BLAST Brrpasausamms /

IToayuenme AKOPHBIX
ocAeA0BaTeAbHOCTEIH
13 BHIpaBHMBAHMIA

Crycox AKOPHEIX
IOCAEAOBATEABHOCTE B Cmmcok pparMeHTOB
pedepeHcHOM reHOMe He ITONAaBIIUX B cCOOPKY

Kapruposanue
(dparMeHTOB B
pedepeHcHOM TeHOME

' ®parments: 6e3 TOUHOM
A0KaAM3aI i
Paspemenue nmpobaem ¢

HepeKphIBaICIIIMIICA
dparMeHTaMU

/ Kapra ¢pparmeHnTos

Cbopxka ckadPoaa0B
XPOMOCOMHOTO YPOBHSI

HOCAEAOB&TEABHOCTH

ckappoaios
XPOMOCOMHOTO YPOBH:

PucyHok 1. Cxema paboTtbl nporpammbl Chromosomer B npouecce c6opKu reHoma Ha ocHoBe pedepeHca.
MpPAMOYroNbHUKM COOTHOCATCA C NpoLeaypamMu, KOTopble NPUMEHAIOTCA K AaHHbIM, COOTHOCALLMMCA C

napanaenorpammamu.

Ckaddonnpl, HE HMEIOMMKE JTOKAIMU3AIMA W KOHKPETHOM IMO3WIMU, OBLIN
WCKITFOUCHBI U3 JajbHelmero ananusa. C MCIOJIb30BaHUEM MO3UITHOHHONW KapThI
MBI PACIIOJIOKIIN KaKIblid ckad o, kak mokazano Ha Puc. 2 (A — b). B ciydae
HaJoKeHus cka@oyI0B Mbl JOOABISIN MPOMYCKH MEXKIY MEPEeKPHIBAIOIIMMUCS

ckaddonnamu Puc. 2. (B -T')



35

A dparmeHT B %%aFMEHT
L —_L

| E = |

pedepenc S, S, E, E pedepeHc S S, E,E

B (|)EarMeHT B r @EarMEHT B
%fal‘MeH'i‘ A %%EH‘MEHT A é

pedbepenc  — > & pedepenc —> 5

PucyHoK 2. KapTupoBaHua ¢parmeHTa Ha OCHOBe €ro BbipaBHMBAHUA U paspelleHUe nepeKkpbITuii
mexay dparmeHTamu. BbipaBHMBAHME, KOTOPOE WCMOMb3YeTCA A1A OnpeaeneHus MooXKeHus,
OTMEYEeHO TEMHO-CepbIM LiBeToM. Cxema A U b AeMOHCTpUpPYET cay4aun NpAMon u obpaTHOM opMeHTauum
dparmeHTa OTHOCUTENBHO XPOoMocombl. Cxema B u I, ecnn aBa ¢dparmeHTa ob6pasytoT nepekpbitue Ha N
N.H., To ¢pparmeHT casuraetcsa Ha N+S n.H. A5 Toro, YTobbl paspellnTb NepeKpbITUE. S ONUCbIBaET pasmep

nponycka, KoTopblii 6yaet gob6asaeH, 3TOT NapaMeTp 3a4aeTca Npu 3anycke NPorpammebl.

2.9. OueHka KkayecTBa COOpPKM reHOMA

OueHka KadyecTBa T€HOMHON COOpKM SIBIISIETCA CEPhE3HOM MTPOOIEMO.
Haubonee pacnpocTpaHeHHBIH MOKa3aTeNIM, WCIOJIb3yEeMble [JIsi CpaBHEHUS
TCHOMHBIX COOPOK MEXK Ty co00M, siBistroTes mokazarenu NS5O u L50. B monyuennom
Habope KOHTHUTOB, PACIOJIOKEHHOM B TMOpsANKe YObIBaHUs AIUHBI, 3HaueHne NS0
OTpeNeNsieTcsl Kak JUIMHA MOoCieAOoBaTeIbHOCTEH, cocTaBisiiomux 50% reHoma.
[Tokazarenb L50 onpenensercs kak HAMMEHBIIIEE YHUCIIO KOHTUTOB, CyMMa JIJIMHBI
xoTopbix coctraBisieT NS0 [Gurevich et al., 2013]. Ognako 3HaueHust NSO u L50 u
pasMep CcOOpaHHOTO TIeHOMa HE€ BCerja KOppPEIUpyIOT ¢  KadyeCTBOM
MOCJIeA0BaTEILHOCTEH, KOJIMYECTBOM COOpaHHBIX TE€HOB WM  OIUOOYHBIX

ckaddoaaoB.
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JUis AONOJIHUTENBHON OLIEHKH KayecTBa F€HOMHON cOOpKH apUKaHCKOIO
renapAa Mbl HCIOJB30BAJIM  PsiI METOAOB, HCIOJB3YEMBIX Ul IOJCYETa
BBILICIIEPEYNCIIEHHBIX [IOKA3aTENEH:

1. JloxanbHy!0 TOYHOCTP U COIJIACOBAHHOCTb HU3MEPSUIM TMOCPENCTBOM
KapTUPOBAHUS KOPOTKUX MPOUYTCHUN MIECTH TOTOJHUTEIBHBIX 00pa3I0B TenapaoB

Ha peepeHCHBIN TeHOM renap/a.

2. Cyl1iecTByeT HECKOJIBKO METO/IOB OIIEHKH KauecTBa OTACIbHON T€HOMHOM
cOOpKH M acCOIMUPOBAaHHOrO T'eHHOro coctasa [Parra et al., 2007; Siméo et al.,
2015]. Mur ucnoms3zoBaiau mporokonr CEGMA [Parra et al., 2007], xoTopsIii
IIPEICTaB/ISIET COOOM KOHBEMEp Ik TOYHOM aHHOTAIIMK HA00pa XOPOIIO H3yUYEHHBIX

KOHCCPBATHNBHLIX I'CHOB, O6H3py>I(CHHBIX B I'CHOMAx 3yKapHoT.

2.10. ITouck 0JI0KOB CHHTECHHUHU

JIisi morcka BO3MOXKHBIX TEPECTPOEK, BO3ZHUKIIMX MEXKIY TernapioM Hu
JIOMAIlIHEW KOIIKOW, aMypCKHM THUIPOM, apUKaHCKUM JbBOM U COOAKOH, MBI
npumenun anroputm GRIMM [Tesler, 2002] k pe3ynbraTam BbIpaBHUBAHHUS,
noJiydeHHbIM Tipu oMoty ProgressiveCactus [Armstrong et al., 2020]. Tak kak
TOJILKO TEHOMBI JIOMAIITHEH KOIIKHA U COOaKH OBLIN COOpaHBI IO YPOBHS XPOMOCOM,
B TO BpeMs KakK TpHU OCTaBIIMXCS BHJIa ObUIM COOpaHBI TOJBKO JO YPOBHS
ckadosoB, MBI JOJDKHBI OBUIM pacCMaTpUBaTh MEPECTPONKH TOJBKO Kak

CO6I>ITI/I$I, MMPOUCXOIAINEC BHYTPU CMCIKHBIX KOHTHUI'OB.

2.11. UnenTudukanus noBTOPoOB

KomOunanus nporpammuoro odecrieuenus RepeatMasker [Chen, 2004] u
oubnmotexku Repbase Update [Bao et al., 2015] mo3Bosuia HaM HACHTUDUITMPOBATD
BCE paHee U3BECTHBIE MIOBTOPHI, CIIEU(BUUHBIE I XUITHUKOB U MICKOIHMTAIOIIHX,
B cOOpke reHoMa apukKaHCKOTO remapjaa. Mbl U3yUWIId TOBTOPHI B CJICIYIOIIMX

reHomax: appukanckuii remapz (Acynonyx jubatus), adpukanckuii e (Panthera
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leo), amypckuii Turp (Panthera tigris), nomamuss koika (Felis catus) u momarisss
cobaxka (Canis lupus familiaris).

AHanmu3 TaHIEMHBIX TOBTOPOB B Te€HOMAaxX JIOMAITHEW KOIIKH, Trenapiaa,
cobaku, JIbBa ¥ TUTPa OCHOBBIBAJICS Ha IporpaMmMHoM obecrieucHuu TRF [Benson,
1999] u na amroputme s o0paboTku pe3ynbratoB [RF, koTOphlld ObLI
oIry0JIMKOBaH Hamu paHee [ Tamazian et al., 2014].

Bce obOnapy:keHHbIE TaHAEMHbIE MOBTOPHI OBLIM KJIACCHU(PUIIMPOBAHBI KaK
YJICHBI OAHON U3 TPEX CICAYIOUIUX TPYIII:

1. MukpocaTe/siuThl ¢ JJIMHOM MOHOMEpa MEHee S5 T1L.H., BKJIIOYas

COBEPILIEHHBIE MUKPOCATEITUTHI C JUTMHOW MOHOMEpPA MEHEE S T1.H.

2. ClIOXHBIE TaHAEMHBIC TIOBTOPBI, KOTOPHIC BKIIOYAIA KpPYITHBIC
TaHJeMHbIe TOBTOPHI U caresunTHyro JIHK, xapakrepusytonmecs GC%
ot 20 go 80, nmuHo# Maccua Oonee 100 1.H., BapHalMsIMU YUCIIa KOITUI
B JUIMHY Oosiee 4 1.H., SHTponuel maccusa 6onee 1,76, 1iauHoit MOHOMEpa
0oJiee 4 M.H. ¥ HECOBEPILIEHHOM OpraHu3alueil MaccuBa oBTopa.

3. MakpocareminuTel,  XapaKTepU3ylommecss  OONBIIMMH,  YCIEIIHO
COOpaHHBIMHM TAHJIEMHO MOBTOPSIONIMMUCSI MAacCHBaMU, KOTOpPbIE ObLIH
pa3aeneHbl Ha TpU NOATPYIIIBI 1O JiuHaMm Maccusa 1, 3 u 10 T.1m.H.

Crno)XHbIE TaHAEMHBIE MOBTOPHI KIACCHPHUIIMPOBAIA O CEMEHCTBAM Ha
OCHOBE MOJ00US MOCIEI0BATEIbHOCTEN, KOTOPOE BBIUUCISIIOCH C UCIIOJIB30BaHUEM

NCBI BLAST+ cormacao npotoko:iy [Tamazian et al., 2014].

2.12. AHHOTALIMA T€HOB

Jlis  aHHOTaNMKM OENOK-KOJUPYIONIMX TI'S€HOB B TE€HOME Terapjaa, Mbl
UCIIOIb30BaIM KOMOMHAIIMIO HHCTPYMEHTOB Tpejcka3anus ab initio ¢ BHemHUMM
J0Ka3aTeIbCTBAMH M3 T'€HOMOB uYeJOBEKa, JOMAIllHeH CO0aKd H  KOIIKH,
3arpy’KeHHBIX W3 0asel  mamHeix  Ensembl  (http://www.ensembl.org).
[Morenmmansasie  MIRNA  reHbl ObutH  OTMIBTpOBaHBI MpoTHB MIRBase

(http://www.mirbase.org) s yaneHust JI0)KHOIOJIOKUTEIILHBIX PE3yJIbTaTOB.
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Jliis arHOTaMK TeHoB Hekoaupytonmx PHK-3memMeHTOB MBI HCIONIb30BaNH:
tRNAscan-SE (Bepcust 1.23) s moucka MOCIeNOBAaTEIbHOCTEH, KOIUPYIOMIMX
TPHK. pPHK mno3Bonounsix u3 EBpomeiickoil 6a3pl manHbix pudocomHorr PHK
HCIIOJIB30BaNaCh I Mpejickazanus nocienopatenbHocTelt DBM (Domain Binding
Motif). Rfam (Bepcus 9.1) B codueranuum c Infernal ObuTH HCITONB30BAaHBI IS

apHoTanmu MabiX saepHbix PHK (snRNAs) u MukpoPHK (miRNAs).

2.13. Ilouck CUTHAJIOB MO3UTUBHOTO 0TOOPA

MpbI HcKan reHbl, KOTOPbIe MPEANOI0KUTEILHO BOJTIONUOHUPOBAIN TIPU
MOJIOKUTETHPHOM OTOOpE, UCIOB3Ysl METOJI MAaKCUMAJILHOTO TPABIOMOA00US AJIs
aHanMM3a MOJICKYJIIpHO# 3Bosrortuu [Yang, 1997; Yang, 2007]. B gacTHOCTH, MBI
UCIIOJIb30BaIM TporpamMmHubii  maker PAML ans  TecTupoBaHMsl CHUTHAJIOB
MO3UTUBHOTO OTOOPA BIOJIH (PHITOTCHETHUSCKOW JIMHUY Tenapaa. Mbl cpaBHUBAIN
mozaenb Al, B KOTOpPOMl caliThl MOTYT 3BOJIOIMOHUPOBATH HEUTPAIBHO U IO
OUYHUIIAIONIUM OTOOPOM, C MOJIETBI0 A, YTO TO3BOJISET caiTaM TakXe OBbITh IO
MOJIOKUTENIbHBIM 0TOOpoM. Kputepun 3HauuMoctd (P) ObUIM pacCUUTaHbl C
HCIIOIb30BAHMEM CTAaTUCTHKH Y2, ¥ CKOPPEKTHPOBaHbl HA MHOKECTBEHHOE

TecTupoBanue nonpasko FDR.

2.14. AHa/JIM3 reHHbIX ceMelicTB

AHanu3 3KCMaHCUU/COKpPAUIEHUs! T€HHBIX CEMEICTB TpeOyeT, YTOObl I'eHBI
ObUIM CrpynnupoBaHbl B cemeilcTBa. s psifga CEKBEHUPOBAHHBIX T€HOMOB
CEMENCTBAa '€HOB MOT'YT OBbITh HalJIeHbl B MyOJUYHBIX 0a3axX aHHbBIX, TAKUX KaK
TreeFam [Li et al., 2006] i Ensembl Compara [Cunningham et al., 2015]. dus de
NOVO cOOpKHU TeHOMa renap/ia Mbl JOJDKHBI ObUIA CaMH BBITIOJIHATH KIJIACTEPU3ALINIO
HalJIeHHBIX TeHOB. B HacTodIee BpeMs CyIIeCTBYET JBa IIMPOKO UCIOJIb3yEeMbIX
cnocoba popmupoBanus cemeiicTB reHoB. O0a BapHaHTa KUCIOJB3YIOT TOJIBKO IO
OJTHOMY, CAMOMY JUTMHHOMY O€JIKY, U3 Ka)KJJ0ro u3BecTHoro reHa. [lepBoiii moaxon
IpeanosjaraeT NOMCK FeHHbIX CEMEHCTB B MyOJIMYHBIX 0a3ax NaHHbBIX. A BTOpOMl

MOJIX0/1, BO3HUKIIIUH M03Ke, OCHOBAH Ha BhIpaBHHUBaHUM OenkoB ¢ Habopom HMM
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npoduiel y)xe aHHOTHPOBAHHBIX T'€HHBIX CEMEHCTB I TOrO, 4TOOBI HAWTH K
KakOMy M3 HW3BECTHBIX CEMEHCTB MOXKET TNPHHAIIC)KATh KOHKPETHBIH TI'€H.
BbIpaBHUBaHMS BBIIOIHSIIOTCS HE3aBHCHMO JUIS KaKIOrO BHAA IPH ITOMOIIH
nporpammbl HMMERS3 [Finn et al., 2011]. Dtot BTOpO# MeTo1 HAMHOT'O OBICTpEE
MIEPBOrO W TO3BOJISICT HKCIOJIB30BaTh HMHGOPMAIUIO, COJEpXKallylocs B 0a3zax

JTAHHBIX.

2.15. AHAJIM3 reHOB CBA3AaHHBIX C PAa3MHOKCHHUEM

UToOBl MpoaHAIU3UPOBATH OEIOK-KOJAUPYIONIUE TeHbl B T'€HOME remapja,
y4acTBYIOIINE B Pa3MHOKCHHH, MBI HCIIOJIb30BAJId BCE YEJIOBEUECKHUE TEHBI,
npuHaiexkanue Kk repmuny reaaor onronorun GO: 0000003 (Reproduction) u3
0a3b1 qanubix Ensembl Genes [Cunningham et al., 2015]. MsI nonyuniau B oO1iei
cinoxknoctu 1730 TpanckpunToB U3 964 0eNOK-KOIUPYIOUIUX T'€HOB. DTOT HAOOp
OBLIT KUCIOJB30BaH JIJIsl TIOUCKA OJHOKONHMMHBIX OPTOJOTUYHBIX T'€HOB Y Temapja,
KOIIIKU, TUTPA, COOAKH U yeoBeKa. UTOOBI BBIIBUTh OPTOJIOTUYHBIC TPYIIIHI T€HOB,
OBLT MCIIOJI30BaH METO/I, peajr30BaHHBIN B mporpamme Proteinortho [Lechner et
al., 2011], xoTophlit OCHOBaH Kak Ha pe3yibTaTax BeipaBHuBaHusI BLAST, Tak u Ha
aHajgu3e CUHTEHHBIX OJiokoB. M3 1730 TpaHCKpUNITOB MOMCK TpuBel K 656
OJTHOKOTTUHHBIM OPTOJIOTaM, MPUCYTCTBYIOIINX Y BCEX MSATH BUIOB.

Mg ucnionbszoBanu PAML, 4To6b1 HaliTH T€HBI C YCKOPEHHBIM HAKOIIJICHUEM
HecuHOHMMUYHBIX 3ameH (KA/KS) B ¢dunorenernveckoil JmHWUM renapiaa
OTHOCHUTEJIbHO CpPEJHEN CKOPOCTH Yy OCTalbHBIX YETHIPEX BHUJIOB. YCKOPEHHOE
HAKOTUICHWE HECHMHOHMMUYHBIX 3aMEH MOXKET YKa3blBaTh HAa YBEIMYCHHE YHCIIa
YMEPEHHO BPEIHBIX W BPEIHBIX MyTalldi, KOTOPbIE MOTYT OKa3aTh BIHMSIHUEC Ha
pPEeNpOAYKTUBHYIO (PU3HUOJIOTHUIO y remapAoB. i OLlEHKH CKOPOCTH HAKOIUICHHUS
HECUHOHMMHUYHBIX 3aMEH HCIIOJb30Bajach MOJEIb CBOOOJHOr0 KoddduimeHTa,
peanu3oBanHas B PAML. Monens nonyckaer pa3iMyHyl0 CKOPOCTh HAKOILIEHUS
3aMeH JJIsI KaKI0 BeTBH JiepeBa. Bce reHbl Oblii 00heTMHEHBI B OJIMH «CYTIEPTeHY,

a KA/KS ouennBany s Kaxxa0oro BUAA.
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2.16. AHa/Iu3 cocTaBa TeHOB U TeHeTHYeCKOro pa3Hooopa3usi AJs1 paiioHa
MHC

Ob6nacts MHC Takke yHHKaIbHA IO COCTaBY FeHOB. OTHOCUTENHHO OO0JIBIIOE
KOJIMYECTBO KaK OJIMHOYHBIX, TAK 1 MHOTOKOIUUHBIX T€HOB CO3/Aa€T yCJIOBHUS, IPU
KOTOPBIX MHCTPYMEHTHI MPEACKa3aHusl T€HOB BEAYT ce0si oueHb HeTo4uHO. [Ipexe
YeM aHHOTHpPOBaTh TIeHbl, oOHapyxeHHble B oOmactu MHC, cHauama ObLIO
MPOBEICHO MAaCKUPOBAaHUE TMOCIEAOBATEIBHOCTEH, C TOMOIIBIO MPOTPaAMMBI
RepeatMasker m 0a3pl jmaHHbiXx RepBase3.0 [Bao et al.,, 2015]. IlepBuunas
aHHoTanuu reHoB B obinactu MHC Oblna cienaHa ¢ UCIOJIB30BAHUEM MPOTpPamMm
Augustus [Stanke et al., 2006], Blat [Kent, 2002], Blast [Camacho et al., 2009] u
MOJIb30BAaTENbCKUX CKpunToB Ha Python. [Ing moumcka TroMOJIOTHYHBIX
HOCJIeIOBAaTEIbHOCTEH MBI UCIIOJIB30BaIHM BClo O0a3y manHbix RefSeq [Pruitt et al.,
2007]. I'ensp1, otHOCsAmuecss kK MHC knaccos 1 u II, onogHATENBHO TPOBEPSIITUCH
U, TpU HEOOXOOUMOCTH, KOPPEKTHPOBAIUCH BpyuHyro. Kpome TOro, Msl
IpoaHaIM3UPOBAIM KoHcepBaTuBHblE JoMeHbl B reHax MHC kmaccoB I u Il ¢
ucnoyp3oBanueM 0a3pl gaHHbix NCBI [Pruitt et al., 2007] u CLUSTALW
[Thompson et al., 2003].

[IpouTeHus oT 00pa3lOB C HU3KUM MOKPBITUEM OBLIM KapTUPOBAaHbI Ha 00a
BapuaHTa cOOpKH, Kak Ha de NOVO cOopky a0 ypoBHsS ckaddosmioB, Tak U Ha
KOHCEHCYC, IOJIyY€HHBI IyTeM KapTUpOBaHHS MPOUTEHUN Ha pePepeHCHYIO
coopky nomamHeit komku (FCA - GCA_000181335.4) [Tamazian et al., 2014].
Oo6napyxenubsie SNV dunbTpoBanu no rryOuHe MOKpbITUSA (>= 2), KauecTBy (>=

20) 1 MECTOTOJIOKEHUIO.

2.17. PekoHCTPYKUMSA 1eMOrpaduyecKkoii uCTOPpUN

Mbl  npUMEHWIM KOMOMHAIIMIO M3 TPEeX METOJOB I H3y4YeHUs
neMorpahuuecKor HCTOPHH.

Mg ucnons3oBaiim Metosy PSMC, 4ToOBI OIIEHHTH HCTOPUIO H3MEHEHHUS
3 PEeKTUBHON YUCIEHHOCTH TMOIMYJISIIUMA, UCIOJIb3Ysl T€HOM remnapja ¢ BhICOKUM

nokpeiTuem (AJU 878, Chewbaaca). Msl ucnons3oBaiii mporpamMmmbl BWA u
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samtools st KapTUpPOBaHHMST W TEHOTUIIUPOBAHUS KOPOTKUX MPOYTEHUH.
Hcnonb3oBaiuch  CIAEAYIONIME 3HAYCHUS TapaMeTpoOB: HMHTEPBAT  MEXKIY
IIOKOJIEHUSIMH PaBHBIM TPEM roJaM, CKOpOCTh MyTaluii B paiione 0,3x10®, Onenka
CKOPOCTH MyTalliii OCHOBaHa Ha MOJIHOT€HOMHOM BhIPAaBHUBaHUU MEKIy T€apoM
U TOMaIllHe# KOUIKO#, KoTopoe Obu10 caenano ¢ nomomisio LASTZ [Schwartz et al.,
2003], 3aTeM KOJMYECTBO PATMUUNA MEXTY ABYMS BUAAMH YCPEIHSIN HAa BPEMS C
MOMEHTA UX JUBEPreHIuu (7 MIIH JIET).

JIBa metoga DaDi u GADMA pa0oTaroT co cieKTpaMu 4acToT aieneit. s
JIBYX TpOaHAJIU3UPOBAHHBIX MOMYJsiuil adpukanckoro renapnaa (HamuOus wnu
HOxnast Adppuxa u Tanzanus wiu Bocrounas Adpuxa) SFS npencrasmisier coboii
MHOTOMEpPHYI0 MaTpuly X, IIe KaXaas 3aluch Xjj COAEpkKUT uuciao SNV ¢
HaOJII01aeMbIM YMCIIOM ayuieneit 1 B monyisinuu 1 (Hamubust), u j B momyssiiuu 2
(Tanzanus). nsg Kaxa0dl SBONIONMOHHOW MOJETH PACCUUTHIBAECTCS (DYHKIIHS
MaKCUMAaJIbHOTO MPAaBAOINOA00US C YYETOM OKMUJAEMOT0 M HaOII0JAEMOT0o CalT
yactotHOro criekTpa (SFS). Kaxnas suelika B maTpuiie, oxxugaemoit SFS, otpaxkaer
BEpOSATHOCTH HaOMoeHust SNV B aToil siuelike. MeTo npesmnonaraet, 4to Bce SNV
HEUTpaJbHBl, W MEXAY HHMU BO3MOXHa CBOOOAHas pekoMOuHaums. Torna
OKHJIa€MbIE€ BEPOSITHOCTH MOTYT OBITh BBIYMCIEHBI M3 PAcCHpe/esieHUsT 4acTOT
ajyieneil Kaxaou NomyJsiiuy, KOTOpbIE, B CBOIO OYEpEe/lb, MOTYT OBbITh HAIEHBI C
nomouiblo U@ y3HON anmpoKCHMalMU 3BOJIOLUOHHBIX MPOILIECCOB, TAaKUX Kak
CPOKH U pa3Mep AeMorpaduyeckux U3MEHEHU.

UtoOwl chenath BBIBOJ O JAeMOTpapUYecKOl HMCTOPUHU JIBYX MOIMYJISIIHMA
rernap/ia (BOCTOYHOU U F0KHOM ), MbI UCTIOJIb30BaI HHCTPpYMEeHThl GADMA u DaDi
[Noskova et al., 2020; McCoy et al., 2014]. Utak, DaDi moxet renepupoBats SFS
B COOTBETCTBUM C OJHHM HJIM HECKOJBKUMHU JeMOrpapUuecKUMH CIEHApUSIMHU.
3ajmaya COCTOMT B TOM, 4YTOObl MAaKCUMHU3UPOBATh CXOJACTBO  MEXIY
npenoiaraeMo MoJIeblo U Habo1aeMbIMu yacToTamu ajuieneid B SFS. CteneHb
CXO/ICTBA OIICHUBAJIA ITyTEM BBIYHUCICHUS (PYHKIMH MPaBAONOI00US CpEAH Pa3HbIX

neMorpaduyecKux ClieHapHueB.
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UtoObl ompenenuth, Kakas u3 Mojened Obuia HambOosiee OnM3Ka K
HaOmomaemoir SFS remapna, Mbl TECTUpOBAIM MOJEIM B TISTH  Pa3HBIX
neMorpaduuecKux CrieHapusiX, Ucoiib3ys SFS nByx momynsmnmii renap/a, KoTopbie
BKJIIOYAJIA B ce0s1 MHGOPMAIIUIO O MPEAKOBBIX ajuiesax. YToObl OLIEHUTh BpeMs U
B3aMMOPACIIONIOKEHNE MEXTY COOBITUSIMU Pa3eICHHs MPEIKOBON MOMYJISIINN Ha
cyoronyssmnu u 3QheKToM OyTHIIOUHOTO TOPJIBIIIKA, MBI TPOTECTUPOBAIIH YETHIPE
nByMepHbIe (2D) moaenu:

1) IlpenkoBas nomynsiuus pacnajaercs Ha JABE CyONONyJisilHH, Jajee
CJIelyeT OTpaHUYCHHAs] MUTPALlUS U3 OJTHON CyONOIyJISIIU B Apyryto (Monens 2D
IM).

2) IlpenkoBas momyJsiius CHaudaja mepekuBaeT 3(PpekT OyThUIOYHOTO
TOpJIBIIIKA, a 3aTeM pa3JieisieTcs Ha JABe cyononyssiuuu (Moaens 2D BIM).

3) IlpeakoBas momyJsiiusi cCHavajla pacnafacTcs Ha JABE CYOIOMyJIsIuu,
nanee cuenyetr Addexkr OyTbUIOYHOTO TOpJIbIIIKA, a 3aTeéM MPOUCXOJUT
BOCCTaHOBJICHHE YHUCICHHOCTH B Kax 01 cyonomyssiiuu (Mmoaens 2D SBR).

4) Ilpenkosas nmomnysiiusi, HaunHas ¢ ~ 100.000 net no pa3neneHus: Ha JIBE
CyOmonmynsnuu pacteT B pasMepe, IMocie paszaeneHus cienyeT dhdexT
OYTBIJIOUHOT'O TOPJIBIIIKA, KOTOPKIM JBE CYONOIMyIsSIUU MEPEKUBAIOT HE3AaBUCUMO

(monens 2D ISB).
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TJIABA 3. PE3YJIBTATBI UCCIAEJOBAHUI U UX OBCYKJIEHUE

3.1. OneHkKa JaHHBIX CeKBEHHUPOBAHUS U COOPKa reHoMa aPUKAHCKOT0
remapaa, Acinonyx jubatus

3.1.1. AHaau3 TaHHBIX CEKBEHUPOBAHUS a()PUKAHCKOTO renapaa ajis
pedepenca o6pa3ua u meCTU JONMOJHUTEIbHBIX 0C00€ii.

Jlisg mosydeHus: BBICOKOTO TOKPBITHSI TeHOMa Kaxaas OubmuoTrexa Obuia
CCKBEHHPOBaHA Ha HECKOJNBKHX Aopoxkkax (Tab:x. 2), uto obdecreumio Oonee 300
CEeKBEHHUPOBaHHbIX MipA. M.H. (Tabn. 3) mepBUUYHBIX NAaHHBIX 10 KakKOU-THOO
¢unbTpanuu ¥ aHanu3a. s noslydeHus: JaHHBIX BBICOKOTO KadecTBa M3 o0beMa
NEPBUYHBIX MPOYTEHUH MBI MPUMEHSIU Psll QUIBTPOB g OTCEBa AyOJMKATOB
[IIIP, XuMEpHBIX MOCIEIOBATEIBHOCTEM M IIPOYTEHUM C BBICOKMM YPOBHEM

OLINOOK.
Tadauua 3. [IpouTeHus reHoMa renap/a, ucroiib3oBanHbie 17t de Novo coopku. ['myouna
CEKBEHUPOBAHUSI — CYMMapHbIil 00bEM BCEX MPOYTEHHH BBICOKOTO KayecTBa, MOJACICHHBIN Ha

pa3Mep reHoma.

OnnHa OnnHa lNepBUYHbIE [aHHble rnybuHa
BCTaBKM NPoYTEHUA | AaHHble (MNpA. | BbICOKOrO | CEKBEHUPOBaHUA
(n.H.) (n.H.) M.H.) KayecTBa (%)
(mnpa n.H.)
170 100 102,20 67,97 28,56
500 100 50,48 38,70 16,26
800 100 38,49 26,40 11,09
2000 49 33,89 18,53 7,79
5000 49 45,71 10,44 4,39
10000 49 27,27 6,51 2,73
20000 49 24,26 9,76 4,10

bubnuoTexn A MeCTH JAOMOHUTEIBHBIX 00pa3IoB ObUTH CEKBEHUPOBAHBI

COBMECTHO Ha oJHOM uure cekBeHaropa Illumina HiSeq2000, B pe3ynbpTare 4yero
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MOJIyYEeHbI MIEPBUYHBIC JIaHHBIE C YMEPEHHBIM BBIXOJIOM U 5-6-KpaTHBIM YpOBHEM

nokpbITHs renoma (Taoi. 4).

Ta6auna 4. IIpouTeHus mocie peceKBEHUPOBAHUS IIECTH JOMOJHUTEIBHBIX 00paslioB
JUTSI TOMYJISIIMOHHOTO aHanu3a. [ yOrHa CeKBeHUPOBAHUS — CyMMAapHBbIi 00bEM BCeX MPOUTEHUN

BBICOKOI'O Ka4€CTBa, HO,Z[eJ'IeHHHﬁ Ha pasMEp reioma.

Pazmep | Jlimna | IlepBuunsl | JlaHHBIE C ['myOuna Hous

BCTaBK | IPOYTEHHU | € JaHHbIE | BBICOKMM | CEKBEHUPOBAHU | BHIPOBHEHHBI

u(mu) | sg(mH.) | (MJIH.LH.) | Ka4eCTBO s (X) X

M (MJIH. IIPOYTEHUN
I.H.) (%)

500 100 13968,82 | 13060,75 5,49 97,76
500 100 17787,33 | 16435,72 6,91 97,57
500 100 19420,52 | 17799,68 7,48 97,57
500 100 16654,33 | 15391,33 6,47 96,98
500 100 15598,71 | 14520,59 6,10 97,32
500 100 18892,26 | 17252,65 7,25 97,14

TouHnocTs pacumppoBku KOpPOTKHX mpouTeHuil y Illumina cuuraercs
JIOCTATOYHO BBICOKOHM IJIi TEXHOJIOTMM CEKBEHHPOBAHUS BTOPOIO IOKOJICHHUS U
YCTyHaeT TOJIbKO CEKBEHNPOBAaHUIO MeTO10M CaHrepa. Ho 4acTp ChIpBIX IPOUYTEHUN
comepkaia apTedakThl, CBS3aHHBIE C 3arpsS3HEHUEM aJanTepamu, WM HMela
HU3KHE OLIEHKU Ka4yeCTBa MPOYTEHUI. 3arpsi3HEHUE CHIPBIX POYTEHUH aanTepaMu
SBJIIETCS] OOIIEH MPOOJIEMOIl U CyIIECTBYET B HEKOTOPOW CTEMEHU MOYTH BO BCEX
HaOopax JaHHBIX, TMOJYYCHHBIX TEXHOJOTUSIMH BBICOKOMPOU3BOIUTEIHLHOTO
CEKBECHHUPOBAHMS. 3arpsA3HECHHUE MAHHBIX aJalnTepaMu IPOUCXOIUT B MPOLECCE
MOATOTOBKM OWUOIMOTEKH, TJ€ Ha JTanax KIOHUPOBAHUS W aMIUTU(UKAIIUU
HE0OXOIUMO  J00aBUTh  HCKYCCTBEHHO

CO31aHHBIC IIOCJICAOBAaTCIBbHOCTH

HYKJICOTHAO0B, TaKHUC KaK aJalTCpbl MWW JIMHKCPHI. Takoe 3arpsA3HCHHUC,

OCTaBJICHHOE 0€3 BHHMAaHHS, MOXKET MPUBECTH K TMOSABJICHUIO apTe(PakTOB MpH

coopke reHoma. Jlydmum cnocoOoM HAEHTHUPUKALKUUA TAKOTO POJa 3arps3HEHHM
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SBJIIETCSI CpPaBHEHHME BCEX IMOJYYEHHBIX NPOYTEHUH ¢ 0a30il JaHHBIX
MOCJIEIOBATEIBLHOCTEH aJanTepoB M MOCIEAYIONasl 00pe3ka WU yaalieHue BCeX
COBIIABIIMX TMOCIEI0BATEIILHOCTEH. YUUThIBasg CTENEHb BIMSHUA JIaHHBIX
bakTopoB, Mbl OTGUIBTPOBAIM M 00pe3alid ChIPhIE MPOUYTEHUS IJIs TMOJyUEHHUS

YUCTOr0 Ha0Opa JaHHBIX, UCIIOJIB3YEMOT0 B JajbHEHIIEH padoTe.

3.1.2. De novo coopka renoma appuKaAHCKOI0 renapjaa

Jns obpasia (Chewbacca) ¢ BeicokuM MOKphITHEM NP cOOpKke reHoma de
NOVO OblIa WCMONb30BaHA TOJBKO YACTh TOJYYEHHBIX CBHIPBIX TMPOUYTEHHIA.
[TockonbKy Hamed IJIaBHOW 3ajayell ObUIO MOJyYEHHE BBICOKOKaYECTBEHHOM
TeHOMHOU cOOpkH remapaa de NOVO, Mbl MPUMEHIIN OOJiee CTPOTUE CTaHIAPTHI
KayecTBa B HAIlleM HCCJICIOBAaHUU IO CPAaBHEHUIO C TEMH, KOTOpPHIE OOBIYHO
UCHOJB3YIOT B JKCIepUMEHTax. lIpuMeHss cTporue npoTOKOIbl (PUIBTpALUU
IPOYTEHUN, Mbl 3HAUUTEIIBHO CHU3WIA BEPOSITHOCTh OOHApYKEHUS apTe(PaKTOB B
Hamel cOopke W OOecreymsid TMOJIy4eHHE BBICOKOKAUYECTBEHHBIX KOHTHTOB U
ckaddoaaoB.

OTKOppEKTUPOBAHHBIE TPOUTEHUs ObLTM coOpanbl B 97981 xonTuros (N50 =
28,2 T.n.H.) u 2332 ckadpdonga (N50 = 3,1 muH. m.H.), IpUYEM JJMHA CAMOTO
MPOTSHKEHHOTO coOpaHHOTO ckaddonga cocraBmwia okoio 13 muH.1.H. OOt
pasmep coOpaHHOTO reHoMa coctaBwi 2,376 mipa.n.H. (Tabn. 5) ¢ menee yem 2%
HEU3BECTHBIX Map ocHoBaHMM. CpenHee MOKPHITHE T'€HOMa, PACCUUTAHHOE I10
KapTUPOBAaHHBIM TPOUTEHHSIM, cocTaBmio 73X (Puc. 3) mans pedepenca u 5-6 st

ocTalibHbIX 00pa3nos (Puc. 4).
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PUCyHOK 4. PacnpegeneHune rnybuHbl NOKPbITUA CEKBEHUPOBAHMUA AR AOMNONHUTENbHbIX WeCTK
06pasuoB.. MpadrK OCHOBAH Ha pe3y/ibTaTax KAPTMPOBAHMA KOPOTKUX MPOYTEHUI Ha de novo cobpaHHble

ckaddonabl reHoma renapga. CpeaHan rnybuHa cekBeHUPOBaHMA ANA 06pasLOB C HU3KMM MOKPbITUEM

cocTtasnseT 5-6X.
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Taboauua 5. Undopmanusi o coopannom renome. OOt pazmMep reHoma, UCXOJs U3

pe3yiabTaToOB COOPKHU, OLICHUBAETCS B 2,38 MIIp/I I1.H.

Konturu Cxaddonas
Pazmep | KonmuectBo Pazmep | KonmuectBoBO
(m.H.) (m.H.)
N9O0 6675 87953 817533 784
N8O 11732 61999 1417882 568
N70 16749 45401 1986090 427
N60 22136 33294 2460097 320
N50 28224 23952 3121442 233
Campblit 304265 13046067
IIPOTSKEHHBIN
(bparmeHT
HToroBbrit 2333696654 2375786546
pa3mep (11.H.)

KaptupoBanue npoureHuii Ha pedepeHCHBIN reHoM Tenapja mokasano, 4To
okono 97% BcexX MNPOYTEHUHM HMMENM YHUKAJIBHOE IOJIOKEHUE. 3HAYNTEIIbHAS
IPONOPIMS  OJHO3HAYHO KApPTUPOBAHHBIX IPOYTEHHUHM SABIISIETCS. KOCBEHHBIM

NPU3HAKOM Xopoliei reHomMHoui coopku (Taou. 4).

3.1.3. Coopka renoma appuKaHCKOI0 renap/aa Ha oCHOBe pedepeHca
AOMAIIIHEN KOIIKH
YuuThiBasi 0O4€Hb KOHCEPBATHBHYIO OPraHU3alIMIO0 T€HOMA Y TIPEJCTaBUTEIICH
Felidae [O’Brien and Johnson, 2005], MbI pemuizx HCIOIb30BaTh TEHOM JOMAIITHEH
KOIITKA B KadecTBe pedepeHca s cOOpKH XxpoMocoMm remapaa. Mcnons3yst Takoi
MOJHBIM U XOPOIIO ONUCAHHBIM MCTOYHUK WH(OpPMAIMM B MPOEKTE MO COOpKe
reHoMa appUKaHCKOro Temapjaa, Mbl CO3Jalld OTKPBITOE KpoccIiaTGopMEeHHOE
nporpamMmmuoe obecrneuenue — Chromosomer [Tamazian et al., 2016]. Jlannas

nporpaMma Co3/1aeT NepBUUHYI0 COOpKYy ckaddoJiIoB XpOMOCOMHOTO YPOBHS Ha
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OCHOBE KapThl BIPABHEHHBIX ()parMeHTOB (KOHTUTOB WK ckaddoi1oB), KOTOphIE
JIOJDKHBI OBITh KaK B LIEJIEBOM, TaK U B pe(pepeHCHOM T€HOME, TEM CaMbIM MO3BOJISIS
npoBecTu Oojiee NeTalbHbI aHalu3 U Oojiee MOAPOOHYI0 AHHOTAIMIO COOPKHU
M3y4aeMoro BUJA.

[Tpumensist pa3pabOTaHHBIM HAMU MOAXO]T C UCTIOJIB30BaHUEM peepeHCHOTO
r€HOMa, MBI TOJNYYHJId COOpKYy cKaghoIIoB XpOMOCOMHOTO YPOBHS IS
adppukanckoro remapja (Tabm. 6). Msel  ycmemHo WACHTUGUIMPOBAUIA U
kaptupoBaid 1519 ¢gparmMenToB, Bxoadmux B coctaB 18 ayrocoMm u X XpOMOCOMBI.
B mnponecce cOopku C HCNONB30BAaHUEM PEPEPEHCHOTO T'€HOMA Mbl BHECIHU
nporycku oouieit jymubl 139 mitH. n.H. Pazmep nepBUYHON XpOMOCOMHOM COOpKHU
coctaBui 2,48 mupa. nm.H. OOmas JirHa BCEX HEJOKaJUu30BaHHBIX ckad@onaos
cocraBuia 34 MIJH. ILH., 4TO cocTaBisieT MeHee 1,5% aJIMHBI BCceX COOpaHHBIX

ckaddonaos.

Ta6auna 6. Cratuctuka mo codpaHHbIM ckaddoigaMm XpOMOCOMHOTO YPOBHSA apHUKAHCKOTO
remapaa. WuTpanponycku — mpomyckd B ckaddornmax. MHTEpnponmycku — MpPOIMYCKH,

J00aBJICHHBIE JIS1 pa3pelIeHHs HalloKeHuH ckaddonios.

HasBanue Nutpanponycku | MaTepnpomnycku | Kos-Bo OO6mmit
XpPOMOCOMBI | (MJTH.II.H.) (MJTH.I.H.) ckaddonaoB | pazmep

(MJTH.TI.H.)

Al 2,6 21,8 95 244.6

A2 3,1 3,4 94 169,5

A3 2,2 6,5 72 146,6

Bl 2,4 15,8 111 208,9

B2 2,1 5,8 94 158,1

B3 2.4 5,0 82 153,6

B4 2.1 8,8 58 145,7

C1l 3.1 12,6 114 225,9

C2 1.8 4,9 79 161,0

D1 2.2 7,4 80 119,0
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D2 1.2 4,6 42 90,7

D3 1.4 3,5 68 98,2

D4 1.8 41 61 98,5

El 1.7 8,0 65 64,1

E2 1.5 7,0 60 65,9

E3 1.3 3,9 21 43,6

F1 1.5 2,9 44 72,4

F2 1.2 2,3 46 84,1

X 4.6 10,7 233 131,4
Bcero: 40.3 138,9 1519 2,481
OO6muit pazmep 6€3 UHTEPIPOITYCKOB: 2,342
OO6mumii pa3mep Bcex GparMeHTOB: 2,475
OO6mmii pasmMep pparMeHTOB, HE BOIIEAIINX B COOPKY: 32,9

['enoM apukaHcKoro remapja npeacTaBisieT co0oil nepBbii pedepeHCHbIN
TCHOM TIPEACTaBUTENA M3 (DHIIOTEHETUYECKOW JIMHUM IyMbl, OJHONH W3 BOCBMHU
OCHOBHBIX KJIaJI, IPEACTABISIONIMX JOIICAIIMX J0 Hac Komaubux [Johnson et al.,
2006]. PedepeHcHBIi TreHOM camIila remapjga OCHOBBIBAETCS Ha KOPOTKHX
MPOYTCHUSAX W3 CEMH THIIOB T'€HOMHBIX OHMOJMOTEK, B pe3yibTaTe 4Yero ObLIO

nojy4yeHo 73-kpaTHoe mokpeiTie reaoma (Puc. 3).

3.1.4. Onenka KayecTBa reHOMHOM COOPKH

B cnywae oTcyTcTBHS (DM3MYECKOW KapThl CICIUICHHS WM PePEepeHCHOTO
reHOMa JIOCTaTOYHO CJIOKHO OIMpPEAeNIUTh TOUHOCTh cOopku ckaddonaoB. Ho Ham
BOXHO IPOAHAIM3UPOBATh (AKTHUYECKYIO JOJI0 TE€HOMa, KOTOPYK) MBI CMOTJIH
coOpathk. [[ns mpenckazanus pazmepa reHoma 1o JaHHBIM TEPBUYHBIX MPOYTCHHM
MBI aHATM3UPOBAIM pactipeaesnenue 17-mepoB. Hamm pe3ynbTaThl mokasaiu, 4TO

pa3Mep reHomMa apuKaHCKOIO remap/ia coctaBisiet okouo 2,395 mupa.i.u. (Puc. 5),
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qT0 OJM3KO K pa3MepaM TEHOMOB paHee CEKBEHHPOBAHHBIX IPEACTABHUTENCH
CEMEMCTBA KOIIAYbUX — JIOMAIIHEeH Komku (2,641 Mapa.m.H.), aMypcKOro THTpa
(2,400 mupa.mm.H.) 1 amypckoro Jeomapaa (2,450 mupa.u.) [Pontius et al., 2007,
Tamazian et al., 2014; Cho et al., 2013]. IIpeackazanHblii HaMH pa3Mep T'e€HOMA
apUKaHCKOTO Tenapaa MOXeT ObITh HEeMHOTO OOJIbIlie, 4eM (haKTHICCKUN TeHOM,
13-32 OMTMOOK CEKBEHHPOBAHUS, B PE3YJIhTaTE KOTOPBIX MOTYT MOSIBIISTHCS OoJiee
penkue K-mepel. OOmias mmMHa Bcex coOpaHHBIX ckaddoigoB coctaBuia 2,375
MJIpA I.H., yTO Ha 20 MJIH. IL.LH. MEHBIIE€ MO CPABHECHUIO C MPEACKA3AHUEM,
COCTABJICHHBIM IO NMEPBUYHBIM MPOYTCHUSIM. J[JaHHOE HECOOTBETCTBUE MOXKET OBITh
BBI3BAHO HE TOJBKO 3a CUET MEPEOIICHKU pa3Mepa MpecKa3aHHOro TeHOMa, HO U
BBHU/JIy HEJIOCTATOYHOM MPEICTABIICHHOCTH HEKOTOPBIX LIEHTPOMEPHBIX paioHOB. B
CBS3M C pPa3MEpOM U CJIOXKHOCTBIO HYKJICOTHIHOM IMOCIIEI0BATEILHOCTH
OKa3bIBACTCS TIOYTH HEBO3MOXKHBIM COOpaTh MEPUIIECHTPOMEPHBIC PaliOHBI TeHOMa,
WCIIOJIB3ySl TEXHOJOTHH, OCHOBAaHHBIC Ha KOPOTKUX TIPOYTCHHSAX, HAPUMED,
llumina [Illumina, 2014]. Kpome Toro, pasmep cOOpaHHBIX HaMH XPOMOCOM
renapaa (Tabu. 6) okazasncst ropasno OOJbIIe, YeM ObUIO TTPEICKa3aHo, TaK KaK MBI
n00aBWJIM  HECKOJIBKO TMPOIYCKOB B TOJYYEHHYIO TEHOMHYIO COOpKy s
ycTpaHeHusi TepekpbiTuii  ckaddonmao. st  ompenesneHus: PpacroyIOKEHUS
ckaddoIoB MOJOBBIX XPOMOCOM MBI CPaBHWIIM CTereHb MOKphITHS 1 GC cocTa
Bcex coOpannbix (hparmenToB (Puc. 6). Hamu Ob110 3aMeueHo, 4TO CYIIIECTBYET JBa
pacnpenenenusi, onHo ¢ 20-30-kpaTHbiM 1 BTOpOE ¢ 40-60-KpaTHBIM MOKPBITHEM, CO
CHU)KEHUEM CTETICHU TOKPHITUS B peruoHax ¢ BeicokuM GC cocraBoM. CHUXEHUE
riyOuHbsl cekBeHHpoBaHus B GC HaACBHIMIEHHBIX PErHMOHAx SBISIETCS O0OIIen
npoOJeMOl  TEXHOJIOrMHM  CekBeHHpoBanus  kommanuu  lllumina.  Mur
MPEANoIOXKUIN, uro pacnpeneneane ¢ 20-30-kpaTHoil ryOMHON oOxBarta
COOTBETCTBYET X U Y XpOMOCOMaM, HE CUUTAs TICEBI0AYTOCOMHON 00JIacTH.

B cBsI31 ¢ BBICOKMM cOfiepKaHUEM TTOBTOPOB M HEOOJBIINMHU pazMepamMu Y
XPOMOCOMBI, MBI HE CMOTJIA COOpaTh €€ C MOMOIIBIO MPOTPAMMHOI0 00ECIICUeHUS
Chromosomer. Jlns moucka ckad@oiamnoB, KOTOPbIE MOTYT OBITh ACCOIIMUPOBAHBI C

Y XpoMocoMoO# remapna, Mbl CPaBHUJIM T'€HBI, PACIIOJIOKEHHBIE B Y XpOMOCOME



o1

YeJIoBeKa, C HeKapTHUPOBaHHBIMU cKaddonmamu renapaa. U3 54 skcnpeccupyronmx
OeNKOBbIE TPOAYKTHI TEHOB Y XpPOMOCOMBI 4eJOBeKa ObUIa MpelcKa3zaHa
jgokanu3anug 21 rena B ckaddongax remapaa. Takum oOpazom, Hamu ObUIH

HalJIeHbl ATh cKaddo110B Y XpOMOCOMBI remap/ia oomen JmuHon 1.5 MIiTH. 1.H.
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PucyHok 5. OueHKa pasmepa reHoma Ha OCHOBe pacnpeaeneHua 17-mepos. o ocn X
OTK/aApblBaeTCa rNybuHa CeKBEHMPOBAHMA, @ N0 ocu Y — NPonopums, KOTopas ABASETCA OTHOWEHMEM

YaCTOTbl NOKPbITUA AAaHHOTO K-Mepa K 06L1.|,€ﬁ 4acCToTe NOKPbITUA BCEX K-MEPOB.
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PucyHoK 6. GC cocTtaB U rnybuHa cekBeHupoBaHua. OcHoBHoe pacnpegeneHne GC coctaBa
pacnonoxeHo B obnactm 35%~40% (o6bnako cBepxy). Mbl Take MoXeM HabnwoaaTb MeHbliee
pacnpegenerHue (061ako CHW3Y) B MOJIOBUHY MOKPLITUA OCHOBHOIO, KOTOPOE BEepPOATHO MpeacTaBaseT

nosioBble xpomocomsl (X and Y).

bonee 91% reHOB, KOHCEpBAaTUBHBIX MJIA 3YKApHOT, MPUCYTCTBOBAIU B
HaIIel cOopKe TeHOMa, YTO TOBOPHT O BHICOKOM YPOBHE CXOJCTBA KauecTBa Halllen
cOOpKHM C TeHOMaMH JPYTHX TpeICTaBUTENeH OTpsiAa XWIIMHbIX: cobaku - 93%,
JOMallIHe Kouku - 95%, turpa - 93%, nbBa - 89%, NpoueHT 0OHAPYKEHHBIX T€HOB
IpenoiaraeT aHAIOTMYHYI0 TOYHOCTh COOPKH T€HOMOB JJaHHBIX BHJIOB.

Mps1 nipousBey BIpaBHUBAHUE T€HOMOB a)pUKAaHCKOTO renapaa, JoOMalIHen
KOIIIKH, TUTPA, JIbBa M JIOMAIIHEH cOOaKW HJisl MOjcUeTa KOJIMYecTBa W pa3Mmepa
0JI0KOB CHUHTEHHH. MBI OXHJATHM, YTO KOJMYECTBO U pa3Mep OJIOKOB CHHTCHHH
Oynet OombIle MeXAy OMM3KHUMHU BUJAMH, YeM MEXIy JaiekuMu. Kpome Toro, Mbl
UCKAJIM KPYIHBIC TEHOMHBIC TEPECTPOMKH B T'E€HOMAaX JOMAITHEH KOIIKH |
appUKaHCKOTO Tremapja, IOCKOJIbKY Haluyue OOJBIIOr0 KOJUYECTBA TaKUX
nepecTpoek OyneT TOBOPHUTH O BO3MOJKHBIX OIMMOKAaX, MOJyYEHHBIX B Mpollecce

coopku ckapdonmo. Kak ObL10 mokazaHo panee, aaroputM Progressive Cactus
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[Paten et al., 2011] obecrnieunBaeT BBHICOKOTOYHBIC MHOXKCCTBCHHBIC TI'€HOMHbBIC
BBIPAaBHUBAHUS, OCOOCHHO /JII MO3BOHOYHBIX >KMBOTHBIX. [IpolieHT coBmaaeHus
reHoMa apuKaHCKOTO remapja MO CPaBHEHHUIO ¢ F€HOMaMU JIPYTHX YKUBOTHBIX
coctaBu: 93.6 % s turpa (Panthera tigris), 91.6 % mis nsBa (Panthera lion),
91.1 % mst nomamueit komku (Felis catus) u 74.1 % mns codaku (Canis familiaris).
Kak u mpeamonaranocs, HanOousblas pa3HHIla Obla HaiiieHa MeXay Haubosee
OTIaJICHHBIMH BUJaMu (remapoM U cobakoit). [IporeHT coBmageHus OTpa’kaer
JI0JIF0 T€HOMa Tenap/a KOTopasi BOIUIA B CHHTEHHbIE OJIOKH B IPOILIECCE aHAIIU3A.
brioku cuHTEeHNM MEXIy TeHOMaMHU JIOMAITHEH KOLIKY U Tenap/ia MOKPhIBAIOT
0o0bIIyI0 yacTh reHoMa renapza (98,6%), BeposiTHO n3-3a TOro, 4To cOOpKa reHoMa
JIOMAIIIHEeW KOUIKK Topa3/Io MOJIHEE, YeM COOPKH JibBa U TUTPA. J{aHHbIE pe3yabTaThl
TaK)K€ COIVIACYIOTCSI CO CPaBHUTEIBHO KOPOTKHM 3BOJIFOIMOHHBIM PacCTOSHUEM
MEXTy KOIIKOHM W remapJoM, KOTopoe olieHuBaeTcs B 6.7 mutH Jiet [Johnson et al.,
2006]. [unsa cpaBHeHUs, OJIOKM CUHTEHUU B BBIPABHHBAHUM YEJIOBEKAa U MBILIU
IOKPBIBAIOT TOJBKO 82% uemoBeueckoro renoma [Alkan et al.,, 2009], uro
COOTBETCTBYET BPEMEHHU PACXOKICHHS YETIOBEKA U MBIIIH B 96 MIIH. JIET.

MBI Takke TpOaHaTu3uPOBAIN pacipeiesieHue IJTUH OJIOKOB CHHTEHHUH JIsI
0s10k0B ¢ anuHou 6osiee 10 T. m.H. (Puc. 7). [luku Ha rpagukax COOTBETCTBYIOT
KOJIMYECTBY OJIOKOB CHHTEHHM COOTBETCTBYIOLIEH UMHBL. JlaHHble Tpaduxu
MOKAa3bIBAIOT, YTO KOPOTKUE OJIOKM CHHTEHHHM BCTPEYAIOTCS Yallle, YeM JTHHHBIC.
Mgl 0OHapyX Ui, 4TO TE€HOM JibBa HamOoJiee (PparMeHTUPOBAaH, YTO OOBSICHSET,
noyeMy OOJILITMHCTBO OJIOKOB CUHTEHHWM NPU CPaBHEHWHU Trenap/a U JbBa UMEIOT
mHy Menee 1.5 muH m.H. ['paduku ams komku u cobaku CX0XkH, a UX OJOKH
CUHTEHUU JUIMHHEE IO CPABHEHUIO C JIbBOM U TUTPOM B CBA3H C BHICOKMUM Kauy€CTBOM
cOOpPKM TEpPBBIX NBYX BHIIOB. Takke Mbl HAlUIH ACCATh KPYIHBIX TEHOMHBIX
NepPEeCTPOEK MPU CPaBHEHWU F€HOMOB JoMallHed kKowku u renapaa (Puc. 8), uto
MOATBEPKIAET UJICI0 O KOHCEPBATUBHOCTH OPraHU3AlMKA F€HOMA KOIIAYbUX.

[IpuauMas BO BHUMaHUE MTOJIyYCHHBIC PE3YJIbTaThl, Mbl YBEPEHBI B BHLICOKOM

KayecTBe (€ NOVO reHOMHOM cOopkH a)pUKaHCKOTO Terap/a.
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PucyHoK 7. PacnpegeneHne KonmMyectBa CMHTEHHbIX 6/10KOB B HEMNEPEKPbIBAKOLMXCA OKHaX C
pasmepom B 10 T.N.H. B reHOMe renapgaa. bblan paccmoTpeHbl CUHTEHHbIE 6/10KM OTHOCUTEIbHO YETbIpex
BMOOB XWLLHWKOB: AOMalLHel KOLWKW, renapga, AomalHer cobakm u nbBa. Ha ocn X oT/ioXKeHOo
KOJIMYECTBO OKOH B reHOMe, pa3mep KOTOpPbIX YKa3aH Ha ock Y. (A) AppuKaHCKMIA renapd — AOMaLLIHARA
KowKa (b) AppmKaHCcKmMI renapa — gomaluHaa cobaka (B) AppuKaHcKkuii renapg — appukaHckuii nes (1)

AbpPUKAHCKMI renapg, — amMypCcKUin Turp.
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chreg

PucyHoK 8. [lecaTb camMbIX KPYMHbIX FEHOMHbIX MEPECcTPOeK MeXK4y [AOMAaLIHElN KOWKON U
adpurKaHCKUM renapaom. MepecTpoiikn NoKasaHbl MeXAY XPOMOCOMaMM AOMALLUHEN KOLWKK (YepHbIi) 1
ckaddonmamm adppuKaHckoro renapga. [daHHbie nepecTpoikm moryT ObiTb pesynbTaTamMu OWKMOOK B

npouecce c6OpPKM reHoma 1 A0/KHbI BbITb 4ONONHUTENBHO NpoBepeHbl meTodamm MUP n/nau FISH.
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3.2. AHAJIU3 IeHOB M MOBTOPOB B reHoMe aQpUKAHCKOI0 remnap/ia,

Acinonyx jubatus

3.2.1. UnenTudukanusi nOBTOPOB U FeHOB B TeHOMe a()pUKAHCKOI0
remapjaa

PesynbTarel aHanm3a MOBTOPOB ¢ ucmnoib3oBanueM RepeatMasker u TRF

npuBeieHbl B Tabi. 7 1 8 COOTBETCTBEHHO.

Taﬁ.lmua 7. Co;lepxcaHHe IMOBTOPOB B I'CHOMAX, UCCICAOBAHHBIX MATU XWUIITHHUKOB. Bce maTe reHoMoB

HUMCIOT CXOAHBIC 3HAYCHUA KaK JOJIM 3aMaCKUPOBAHHOTO T'€HOMA, TaK W JOJU OTACJIbHBIX ceMeiCTB

MTOBTOPOB.

I'enapx | Jle Komika | Turp Cobaka
JloJ1s1 TOBTOPOB 39,48% | 38,94% | 39,17% | 39,15% | 39,97%
SINE 10,80% | 10,82% | 10,98% | 10,84% | 10,37%
LINE 20,28% | 19,85% | 20,02% | 19,95% | 20,18%
LTR TpaHCo30HbI 527% |5,19% |5,08% |5,23% |4,94%
JIHK TpaHcno3oHbl 294% [2,89% |2,82% |2,93% |2,79%
He 0,05% |0,05% |0,05% |0,05% |0,05%
KJIacCCU(UIIMPOBAHHBIC
pPHK 8,03% |8,1% 8,32% |8,09% |7,81%

Ta6auna 8. KonmmuectBo n0kycos ¢ TanaemMabiMu moBropamu (TI1) B reHOMax msaTH XUITHUKOB. ['eHOMBI

XHUITHUKOB O6H3I[EIIOT MMOXO0XUM COACPKAHHUEM TaHIACMHBIX IIOBTOPOB, 3a HWCKIIOYCHUEM TI'CHOMA

JIOMAIITHEN COOaKH.

I'enapn JleB Turp Komika Cobaxka
Bcee TII 851094 955312 | 891574 |882953 1085732
MuxkpocareamnuTsl 329761 366015 | 339997 |361992 309032
CogepiieHHBIC 132548 150769 | 135625 |152612 135903
MUKPOCATEIUIUTHI
Cnoxusie TII 3457 3555 3270 4038 7492
bonpmme TII >1 T.n.H. | 1284 2113 1727 2077 4733
bonwsmme TII >3 1.m.H. | 165 263 196 245 2931
bonpmme TIT >10 11 8 6 7 715
T.I.H.
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CnoxxHble TaHJEMHBIE TMOBTOPHl KJIACCU(UIUPOBAIA MO CeMeHCTBaM
coryacHo mpoTokoiay [Tamazian et al., 2014]. Kaxmaoe ceMelicTBO ObUIO Ha3BaHO
COTJIACHO HOMEHKJIaType, OCHOBAaHHOM Ha CaMOM 4YacTOW JUIMHE MOHOMEpA.
CemetictBo Ajub483A sBsieTcst HanboJIee CXOIHBIM C ITIOBTOPOM JIOMAIIHEH KOIIKH
(FA-SAT), u OHO TPEANONOKHUTEIHHO PACHOJOKEHO B IEPHUIICHTPOMEPHBIX U
nputeroMepHbIX obnactax. CemerictBa Ajub33A u Ajubl13A npearnonoxuTesHO
PAacIoyIOKEHBI B IIEPUIICHTPOMEPHBIX 00acTax. CemericTBo Ajub84A ocHOBaHO Ha
TAHAEMHO TIOBTOPSIIOIIEMCS MOTHBE, TOMOJIOTHYHOM TOCIIEIOBATEIbHOCTIM
1uHKOBOTO majbia (Taom. 9).

['enoMm cobaku coaepkut npumepHo Ha 20% Oo0bIIe MOATBEPKICHHBIX
TaHJEMHBIX TTIOBTOPOB M 3HAYUTEIHLHO OOJIBIIIE COOPAHHBIX KPYITHBIX TTOBTOPOB TI0

CPaBHCHHIO C UCTBIPbM:A OHY6J]I/IKOBaHHBIMI/I Ir¢HOMaMH KOIIa4YbHuX.

Ta6auna 9. CemeiicTBa CIOKHBIX TaHAEMHBIX MOBTOPOB. OCHOBHBIE CEMEICTBA CIIOKHBIX TaHAEMHBIX

MOBTOPOB, HIECHTU(UIIMPOBAHHBIX B TeHOME a(h)PUKAHCKOTO renapia.

CewmeilictBo | Kon-Bo Pazmep GC% | [IpeackazanHbie 4yepThl U
MacCMBOB B | MOHOMEpa JIOKAJTA3AITHS]
TeHOME
Ajub33A 177 33 n.H. 51% | mepurieHTpOMepHas
Ajub483A 65 483 m.H. 50,5% | mputenomepHas
Ajub25A 50 25 n.H. 65% |-
Ajubl13A |47 113 m.H. 39% | mepurieHTpOMEpHAs
Ajub84A 277 84 1.H. 40% JIoOMEHBI THIIa ITUHKOBBIX
HaJbIEB

Bcero B renome remapga Owuto  uaeHTHduimpoBano 20343 Gemnok-

komupyromux reHoB u 110431 renoB Hekoaupytromux PHK-snemenToB (Ta6a. 10 u
11).
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Ta6auna 10. CtaTucTHKa IO aHHOTAIMU OCJIOK-KOAMPYIONINX reHOB. Beero 0b11o 0O0HApy)eHO

6osee 20.000 6e10K-KOIUPYIOIIUX T€HOB.

KonuuectBo Pazmep (MuH. 1.H.) Homns B renome (%)
['enbr 20343 601,20 25,30
CDS 174408 29,00 1,22

Taoauua 11. Cratuctuka no anHoTanuu Hekoaupyromux PHK-31emenToB.

Tun Yucno xkonuit | CpengHuid pazmep CymMmmapHsblii Jons B
(n.H.) pasmep (T.1.H.) | reHome (%)
miRNA 43878 102 4,46 0,19
tRNA 62321 84 5,23 0,22
rRNA 530 81 0,0043 0,000017
SNRNA 3702 134 0,042 0,00017

3.2.2. Ilonck CUTHAJIOB MOJIOKUTEJILHOTO 0TOOpPA

OnpeneneHHble TeHbl, KOTOPbhIE CBA3AaHbBI C YHEPreTHUECKUM METa00IU3MOM,
NOKa3aJli CUTHAIBI u30mpatenpbHoro pocra otHomeHus KA/KS wu  sBistoTcs
KaHIuJaTaMd Ha OOBSICHEHHME aJanTaluy Temnapia K BBICOKOCKOPOCTHOMY
npeciefoBaHuo.  Mbl  waeHtuguuupoBanu 947 reHoB ¢ CUTHaJIaMu
nosioxkuTesnbHoro otoopa (P <0,05 ¢ y4yeToM MHOMXECTBEHHOI'O TECTHUPOBAHMS).
bonee mnoapoOHOe omucaHue METOJAOJOTUM U UCHOJIb3YEMbIX HHCTPYMEHTOB
omnMcaHo B Hariei crarbe [Dobrynin et al., 2015].

Ananu3 oboramienus cnerupuaabiMu GO (MakcuMaabHOE 3HaUYCHHE P ObLIO
10®) meTkamm mokaszan, 4rto cpemd 947 TeHOB ¢ CHIHAIAMM IIOJOKHMTEIEHOTO
0TOOpa OBIJIO CEMb I'€HOB, CBSI3AHHBIX C peryJisinuen cokpamienus Mol (ADORAL,
RGS2, SCN5A, ADRA1B, CACNA1C, TAOK2 u SCALI), koTopsie, BEpOSTHO, UTPAIOT

BAXXHYIO POJIb B MEPEABMKEHUHN renapaa U COKPALICHUN CEPIEYHON MBIIIIbI, 1Ba
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rena (TAOK2 u ADORAL) ces3anbl ¢ aktuBHocThio MAPKK (Mitogen-activated
protein kinase kinase), koTopas Ba)kHa B OTBETE€ Ha CTPECCOBBIC BO3JICHCTBUII,
BKJIFOYAs TEILIOBOM CTPECC.

Mpb1 uckanu cneAbl HEABHETO E€CTECTBEHHOIO OTOOpa MO BCEM TIeHaM
remap/a, oneHuBas cootonrenust KA/KS B cooTBeTCTBUY C OPTOIOTaMU U3 TEHOMOB
JbBa, TUTPA, KOILIKH, YeJIOBeKa W MbIIIU. B yactHOCTH, MBI Ucnioas3oBaiu PAML
JUISL TECTUPOBAHMSI CUTHAJIOB IMO3UTUBHOTO OTOOpa BAOIL (DUIOT€HETHUYECKOU
JUHUM TermapAa U oOHapyxunu 946 reHoB co 3HaunMbiMu curHamamu (P <0,05,
CKOPPEKTHUPOBAHHBIX JJII MHOKECTBEHHOT'O TECTHUPOBAHMS), NECATh U3 KOTOPBIX
nokazayiu oboraiieHue B KOHKpeTHbIX GO-tepmunax. IlaTh TeHOB co clienamu
orbopa ObUIM  CBSI3aHBI C  PEryJSILMEH  COKpAIllEHUST  CEpICUYHOM U
nonepeunonoyiocatod Myckyiarypsl (ADORAL, RGS2, SCN5SA, ADRALl wu
CACNALC); nBa renma (TAOK2 u ADORAL) Obumm CBS3aHBI C aKTUBHOCTBIO
MAPPK, Ba)xHOI AJi1 OTBETa Ha CTPECCOBBIE BO3JECHCTBHUA, BKJIIOYAs TEIMJIOBOU
ctpecc, u yetbipe rena (APOC3, DDIT4, SUFU u PPARA) Obutn cBsi3aHBI C
HEraTUBHOM peryJsiiueil karadboinyeckux nporeccoB. CKpUHUHT BapyUalldid yncia
koruii renoB (CNV) mokazain, uto 12,4 Mb renoma remapaa ObII0 BKJIFOYEHO B
cerMeHTHBIC ayrukanuu (SD) (oOmme cpennu ceMu remnapaoB), YKa3bIBalOIIME Ha
TCHHBIC PETMOHBI M OTACIBbHBIC TEHBI, KOTOPBIE MOTYT BJIHATH Ha IIPOIECCHI
MeTabosM3Ma, MUIIEBAPEHUsT M BOCIPUATHA. Bce 3TH T'eHbl, HAXOISAIIUECS MO/
0TOOPOM, B PACIIUPEHHBIX TCHHBIX CEMEHCTBAX WJIM B CETMEHTHBIX AYTUTHKAIMSIX
JTAI0T BO3MOKHOCTh OOBSCHUTH TaKue ajamnTallid Temnapja, Kak CIOCOOHOCTHb
pa3BUBATh U MEPEHOCUTH OTPOMHOE YCKOPEHHUE U TOJIEPKUBATH KPATKOCPOUHYIO

BBIHOCJIMBOCTb.
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3.2.3. AHAJIU3 IKCNAHCHHU M COKPAIIIeHUsSI TeHHbIX CeMENCTB

CemeiicTBa reHOB NPECTABIIIOT COO0M IPyNIIbl T€HOB-I1aPaIOroB, KOTOPBIE
UMEIOT OYEHb CXOXKHE (YHKUIMU. AHAIU3 AMHAMUKH DKCINAHCUU U COKpAIEHUS
TeHHBIX CEMEMCTB MOXET JaTh KJII0Y K MOHUMAHUIO 3BOJIIOIIMOHHBIX COOBITUH,
KOTOpbhIe CPOPMHUpPOBAIM TEHOMBI MieKonuTatonmx. Ilpeamonaraercs, dYTO
JYTUIAKAIUSl T€Ha SIBJISICTCS MOUIHBIM JBUTATEJIEM HBOJIIOIMOHHBIX W3MEHEHUU U
uaHoBarmii [Ohno, 1970; Hurles, 2004; Magadum et al., 2013], B To BpeMs kak
NOoTeps TEHAa CYUTAETCS pPACHpOCTPAaHEHHOW peaklued Ha U3MEHEHUS B
CEJICKTUBHOM JABJICHUM B IIPOLIECCE 3BOJIIOLMM, HAIPUMEpP, B MPOUCXOXKICHUU
yenoBeka [Hahn et al., 2007].

J11 Toro yToOBI clienath Oosee NoAPOOHYIO aHHOTAILMIO TeHOMA rernap/a, Mbl
IIPOBEJIM AHAJU3 TEHHBIX KIACTEpPOB, HCIIOIB3YyS CEMb JPYIMX T'€HOMOB
MJIEKONUTAIOIIMX (Tenapi, TUrp, JEB, KOIIKa, YeJIOBEK, CO0aKa, MbIIIb U OITIOCCYM).
['enom renapaa coaepxkut 17863 cemelicTBa OPTOJOTHMYHBIX reHOB. Cpeau HHUX
10983 cemelicTBa OpPTOJIOTHYHBIX TEHOB UMEIINCh Y BCEX BOCBMU IT'eHOMOB 1 12114
TeHHBIX CEMEHCTBA y KOIIa4bMX, B TO BpeMs Kak 112 ObUTM yHUKaIbHBIMU
HCKITFOYUTEIBLHO JUIA Tenapaa u gaoMarnHed komku (Puc. 9). beuto obHapykeHo
1335 reHoB, yHUKalbHBIX [JIs TeHOMa remapaa; 812 u3 Hux coxepxkamm 2293
OeJKOBBIX JOMEHA, WACHTUHUIIMPOBaHHBIX ¢ oMolnbo InterProScan [Mitchell et
al., 2015]. I'enom remapaa umeet 814 pacmmpeHHbIX U 2169 cOKpalleHHBIX TeHHBIX

CEMEUCTB MO CPaBHEHUIO ¢ 00IKUM npeakom komaubux (Puc. 10).
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A. jubatus

59

PﬂcyHOK 9. AHanu3 reHHBIX CEMEHCTB OPTOJIOTMYHBIX I'€HOB. YHuKaiabHbIE B O6H_II/Ie I'CHHBIC

ceMelicTBa B TCHOME renapaa OTHOCHUTEIIBHO TPEX APYTrUX HpCHCTaBHTeHeﬁ KoIlla4vbHUX.

+466
43 1585 E. catus
-528| +736 .
w3 2135 A. jubatus
-484 +309 ..
+9o7[1870 P. tigris
+204 -833| 4822
70 993 1- leo
+80 —2* C. familiaris
334 -2131
+1253 .
26 —5¢4 H- sapiens
| -7 +959
—353 M. musculus
+685 .
—ga5 M. domestica
15,62

PﬂcyHOK 10. Dxcnancus u COKpalICHUC T'CHHBIX CEMEICTB B T€HOME remapaa. KJ'IaI[OPpaMMa,
OoTpaxKaromas (bHHOFeHeTI/I‘IeCKI/Ie OTHOIICHHUA MCXKIAY HM3y4YaCMbIMU BHJAAMH MIICKOIIUTANOIIHNX.
Hanecennnie Ha Hee I_II/I(prI, OTMCYCHHBIC 3CJICHBIM W KpaCHBIM IIBETOM, OTPAXAIOT KOJIUYCCTBO

T'CHHBIX CeMeﬁCTB, MOABEPTIIINUXCS DKCITAHCHU U COKPAICHUIO COOTBETCTBCHHO.

Pacmpennbie reHHble ceMelcTBa BKIIOYanu MHOXeCTBO GO-TepMHHOB,

TaKUX Kak oOOoHsTenbHble M (G-CBA3aHHBbIE OENKOBBIE pPELENTOpbl (TaKxke



62

IOJIBEPIIIrecs dKcrmancuu y apyrux npeacrasurencii Felidae [Cho et al., 2013;
Kim et al.,, 2016]), kotopblec MOTyT OBITH CBsI3aHBI C (DH3HOJIOTHEH Tremapa.
CemeiictBo rtenoB  LDH-A u  LDH-B, xomupyromux  depmeHTHI
JAKTaTACTUAPOTEHA3bI,  SIBISIFOTCS ~ BAXHBIM  DJIEMEHTOM  aHa’dpOOHOTO
MeTabonmudeckoro mytd. [lokas3ano ABYKpaTHOE YBEIMYCHHUE YHUCIIA TEHOB Y
HekoTophix BHIOB Felidae (komika, remapn u JieB) MO CPaBHEHHIO C JIPYTHMHU
MJICKOTIMTAIOIIMMH, YTO TOTEHIIMAIBHO SBJSICTCS XapaKTEpHOHW amanTaiueit ams
XHUITHAYECKOTO 00pa3a »XHU3HH, TUIUYHOTO JJIsi OOJNBIIMHCTBA BHUJOB KOIIAYbUX
(Puc. 11). MuTEepecHO, YTO KOJMYECTBO TE€HOB y THUTpa HE AEMOHCTPHPYET
CYIIECTBEHHOT'O YBEIMYEHUS, YTO MOXKET OBITh CBSI3aHO KaK C Ka4yeCTBOM COOpKHU
TeHOMa, TaK U C JAPYTUMH OCOOCHHOCTSMHU (PH3HOJIOTMH, HAa TEKYIIMA MOMEHT

OTBCTHUTH HA 3TOT BOIIPOC OAHO3HAYHO HC IIPCACTABIIACTCA BO3MOXKHBIM.

—— F catus

— A.jubatus

P. tigris

L0 P leo
2

C. familiaris

H. sapiens

M. musculus

M. domestica

15,62

Pl/lcyHOK 11. KﬂauorpaMMa JJI1 BOCbMH BHJIOB MJICKOIIUTAOININX C KOJIMYECTBOM I'CHOB LDH,

npeCcTaBIeHHbBIX B MX reHoMax. 3esenbiii — LDHA/LDHC, romy6oii — LDHB.
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3.2.4. AHa/IU3 reHOB CBSI3AHHBIX C Pa3MHOKEHHEM

Y AMBUTENILHO, YTO Temap] uMell camble Bbicokue 3HadeHuss KA/KS cpenn
MATA BUOB, UCIOJIB3YEMbIX B aHaiu3e. UTOOBI MPOBEPUTHh HAACIKHOCTH ITHUX
pe3ynbTaToB, Obu10 npoBeaeHo 500 6yTcTpen perukanuii (Puc. 12).

JIJIst IpOBEPKH THUIIOTE3BI O TOM, YTO B (PHIIOTEHETUYECKOW JIMHUM Terapaa
yBenuueHo 3HaueHne KA/KS, Obu1 cozman Habop u3 6348 0THOKOMUIHBIX OPTOJIOTOB
U3 CJICAYIOIINX BUIAOB: JOMAITHSS KOIIIKA, aMypPCKUH TUTDP, apUKAHCKUM remap/ u
nomarnrHss cobaka. [locie pumbTparmu HEOTHO3HAYHO KapTHPOBAHHBIX 00JIaCTEH
OBLJIO TMOJYyYEHO BhIpaBHUBAHUE KOJUPYIOMIMX IMOcienoBarensHocTeil. Ha ocHoBe
ATOTO BbIpaBHMBaHUsSI ObUIO BbIMOJHEHO 200 perumkanuii OyTcTpena, u
MOJIyYeHHBIA HA0Op JaHHBIX ObLI MCHOJB30BAH JIJIs aHAJIM3a MOJIETIH CBOOOIHOTO
kodpounmnenta B PAML. Jlng monHOreHOMHOro Habopa JaHHBIX ITOJyYEHBI
aHAJIOTUYHBIC PE3yJIbTaThl: Terap,1 MoKaszaja 0ojiee BRICOKHAE 3HAYCHUS OTHOIICHUS

kA/KS oTHOCHTEIBHO NpyrHX TpeX BuaoB (Puc. 13).
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Pucynok 12. Pacnpenenenue KA/KS 3HaueHuii B reHax, CBsA3aHHBIX ¢ pasMHOxeHHeM. KA/KS

OTHOIICHUS OBLIN noaACYMTaHbl OJIsA IIATH BUIOB (I[OMaIJ_IHHH coGaKa, YCIOBCK, JIOMAaIlHUMI KOT,
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aMypCKuil THTP U appHUKaHCKUI renmapa) u ocHoBaHbl Ha 500 OyTcTpen periuKamusax MOAeTd

cBoOoHOTO KO rnmenta B PAML.
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kA/kS
Pucynox 13. Pacnpenenenne KA/KS 3naueHuid i nsiTv BUIOB (IOMalIHss co0aka, YeloBeK,
JOMAIIHUK KOT, aMypCKHi THTp ¥ appUKAHCKUN Temapna) U Ui PeKOHCTPYHPOBAHHOW JIMHHUU
Felidae. KA/KS 3nauenus ocHoBaHbl Ha 200 OyTCTpen perUTMKanusIX A OelOK KOAUPYIOIIei

MIOCJIE0BATENBHOCTH “‘cynepresa’” pazmMepoM B 10 MiH IL.H.

Mpb1 00HapyKuiaM B TeHOME renapna 92 reHa, CB3aHHBIX C Pa3MHOKEHHUEM
(HampuMep, OOreHe3 W CIepPMAaToreHe3), ¢ MOBbINICHHBIMU 3HaueHussMU KA/KS. B
JanbHEHIIeM 5TU TeHbl ObUIM BPYYHYIO TPOBEPEHBI C HCIOJIH30BAHUEM
obmenoctynubix 0a3 manHblx (GeneCards m Ensembl), uytoObl HaliTh reHBI,
HEIMOCPEACTBEHHO CBSI3aHHBIE  CO CIIEpPMATOr€HE30M, a300CIIepMHUEH,
OJIMTOCTIEpMUEH, OOreHe3oM © aAuchyHkuumed roHaa. beut  chopmupoBan
bunanpHBIM cniicok u3 18 renoB (Tabm. 12) nns moucka B 0azax MaHHBIX
reHeTHnyecKux 3abonesanuii, Bimoaas OMIM [Hamosh et al., 2000], KEGG [Ogata
et al., 1999] u MalaCards [Rappaport et al., 2013], a Taxxe I CKpUHUHTA BCEX
HECUHOHMMHWYHBIX 3aMeH U jenenui. [laToreHHOCTh MyTanuid OUEHUBAIA C
ucnonb3oBanuemM PolyPhen2 [Adzhubei et al., 2013] ¢ Oenkamu dYenmoBeka B

Ka4ye€CTBC MOICIIN.
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Tabauua 12. Crucok TeHOB, CBS3aHHBIX C Pa3MHOXKEHHEM, B KOTOPBIX OBbUIM OOHApY>KEHBI

MyTaiuu. TsDKeCcTh MyTalluu OleHUBAJIACh PH oMoty 0a3bl qaHHbIX PolyPhen2.

Nnentudukarop

Nwms rena

P-3HauecHUE

Onucanue ¢ dexra

ENST00000295228

INHBB

3.58E-07

2 BEpOSITHO BPEIHBIX
3aMEHBbI

ENSTO00000377847

PAX5

1.35E-06

1 BeposiITHO BpeaHast
3aMeHa

ENSTO00000399635

TSSK2

2.71E-03

OTOT IreH UrpacT BaXKHYIO
pOJIb B CIIEPMATOT€HE3E U
aCCOLIMUPOBAH C MYKCKOMN
bepTUIBLHOCTHIO. bhutH
HaWJIEHBI 3
KOHCEpPBAaTUBHBIC MyTallHH,
cnenu@uyHbIe 175
renapaos.

ENST00000396368

KI1A0430

2.84E-03

I'en urpaer BaxHy10 poJib B
oorenese. beLio
00HapPyKEHO HECKOJIbKO
BEPOSITHO BPETHBIX
MYTaLUH.

ENSTO00000394337

CCDC135

3.46E-03

Baxubiii
HEKOHCEPBATUBHBIN I'EH,
COJIEPKUT HECKOJIBKO
MyTalui, cieluPpUIHBIX
IUIs TETIapioB.

ENST00000225538

P2RX1

6.08E-03

Tpu MmyTtanuu,
crieuupuyIHbIC 115
renapioB. OgHa U3 HUX B
KOHCEPBATUBHOU
o0iacTH.

ENST00000358526

AKAP4

1.58E-02

['en, urparoniuii BaxxHyo
pOJIb B MOABUKHOCTH
CIIEPMATO30UI0B. Y
renapJoB 0OHAPYKEHO 5
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Pa3JIMYHBIX MUCCEHC
MYTaLHAMN.

ENST00000252677 BMP15 1.62E-02 I'en urpaet BaxHy10 poJib B
Pa3BUTUU ANLEKIETKH.
I'enapa umeer onny
BEPOSTHO BPEIHYIO
MYyTAaLHIO.

ENST00000266991 DHH 2.13E-02 | I'eH accomuupoBaH ¢
JIACTEHE3UEN TOHA. Y
rermapja oJHa BEpOSITHO
BpC/IHAS My TaIlHsl.

ENST00000274008 SPATAS 2.31E-02 | Onna BeposTHO BpemHAS

MyTalus

ENST00000341206 LCNG6 2.77E-02 | OnHa BeposATHO BpeIHAS

MyTalus

ENSTO00000395858 MOV10L1 |4.88E-02 | Omna BeposSiTHO BpeaHAsS

MyTalus

Cpenu 18 reHOB Mbl OOHAPYKWJIM OJUH T'€H, KOTOPBIM MOKa3zal HM30BITOK
BO3MOXXHBIX MOBPEKAAOIMIUX MHCCEHC-MYyTalluid, U OBLI CBSI3aH C Ba)XHBIMU
¢bynkuusimu  cniepmarorene3a:  AKAP4  (Puc  14). Mmel  ucnonbs3oBanu
CEeKBEHHMpOBaHHWE 1O Sanger s noarBepxkaeHus wmytauuid AKAP4 y 10
JTUKOXKUBYIIMX TenapaoB u3 HamuOuu. Yerbipe U3 msITH HECUHOHUMUYHBIX 3aMEH
OBLIIM MOJITBEPKACHBI B 9 00pa3iiax U OKa3alauch TOMO3UTOTHBIMU. [1aTast MmyTanus
noka He Obula H3y4yeHa, IOCKOJIbKY OHa ObUla pacrlojioKeHa B OJHOM U3
IpaiiMEpHBIX IOCIEA0BATEIbHOCTEH, KOTOPBIE Mbl CKOHCTPYMPOBAIW IS

ammunpukann AKAPA4.
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Pucynok 14. benkoBoe BweipaBHMBaHue reHa AKAP4 s komku, Turpa, cobaku, remapia,
YenoBeKa, ahppUKAHCKOTO M a3MaTCKOTO JIbBa, JEMOHCTPUPYIOIIEE U30BITOK BEPOATHO BPEIHBIX
MyTalui B reHoMe renapa. Mcrmons30Bansl cieayromue cokparienus. b — besspennast (benign),

BB — BepositHo Bpeanast (possibly damaging).
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CoBpeMeHHbBIC MpejacTaBuTead BHaa Acinonyx jubatus aeMOHCTPHUPYIOT
MHOKECTBEHHBIE (PU3NOJIOTHUYECKUE KOPPEATH HHOPUAMHTA KaK B HEBOJIE, TAK U B
mukux nomynsiusax. [lo cpaBHenmro ¢ apyrumm Bumamu Felidae, remapnbr
MPOSIBJISIIOT KOHCTUTYTUBHBIE HApYIIEHUS B PAa3MHOKEHUH, BKJIOYas HHU3KYIO
IUIOJOBUTOCT B HEBoOJie, B cpeaHeM 80% crepMaro30uioB C aHOMAJIbHOU
MOPQOJIOTHEH Ha ITKYIIAT U MOBHIICHAYIO YaCTOTY aKPOCOMHBIX Ae(EKTOB, KaK 3TO
HA0JTI0IAJIOCh Y IPYTHX HHOpEIHBIX IpUpoaHbIx nomysauii [O’Brien et al., 1983;
Crosier et al., 2007; Fitzpatrick and Evans, 2009]. YtoObl nccienoBaTh I'eHBI,
CBSI3aHHBIC C PEMPOAYKTHUBHBIMH MpOOJIIEMaMH renapia, Mbl UIESHTUDUIIUPOBAIH
964 rena yenoBeka ¢ TepMuHamMH reHHOM oHTosoruu (GO), oTHOCSAMMMHCS K
pasMHOXxeHuto, U kogupyromue 1.730 PHK-tpanckpuntoB. Ciucok ObLI Cy’KEH 10
656 TeHOB, y KOTOPBIX OBbLT OJHOKOMHUIHBIA OPTOJIOI Cpeld TE€HOMOB Temapa,
KOILIKK, TUTpa, COOaKu M 4yeloBeka. B 1enoMm remapjsl mokasaiud ropasuo Oolee
YCKOPEHHOE HAKOIJICHHNE HECUHOHUMUYHBIX 3aMEH B 3TUX I'€HaX MO CPABHEHUIO C
IpyrumMu BujgamMu. Mel uneHtuduimpoBanu 92 reHa remapia cO CTaTUCTUUYECKU
3HaYUMbIM TIOBBIICHHBIM KA/KS oTHOIICHHWEM, 11 HUX MBI ONPEACTWIA THI U
4acTOTy MOBpPEXKIAOIIMX MyTaluuid. BocemMHaguaTe TE€HOB, CBS3aHHBIX CO
CIEpPMATOrE€HE30M UM  OOr€HE30M, COJEpKaJld PacHpOCTpPaHEHHbIE  W/WIU
3a)MKCUPOBAaHHbIE B TMOMYJSIUA MYyTalldd, pPAaHEE AaCCOLMUPOBAHHBIE C
a300CTepMHUEH, oaurocrnepmueii U qucyukuueit ronan (Tadm. 12).

Cpenu nux oaus reH (AKAP4) noka3an 0ocoOeHHO YCKOPEHHOE HaKOILJICHHUE
MOTEHIHMAIBHO TMOBPEKIAONMX MyTaluid. BeIpaBHUBaHWE aMWHOKHCIOTHOM
MOCJIEA0BATEILHOCTU 3TOr0 T'€HAa BMECTE€ C OPTOJOraMu M3 T€HOMa YeEJIOBEKa,
aMypCKOT'0 TUTPa, a3UaTCKOTO JIbBa, JIOMAIIIHEH U JTUKOW KOIIKH, MPEICTaBICHO Ha
Puc. 14. Myranuu B rene AKAP4, oOHapyxeHHbIE B T€HOME remapja, He
HaOMoaNKMCh y TUrpa, momainned u aukor komku (Felis silvestris), a taxxke y
a3MaTCKOIO JIbBA, Ubsl €IMHCTBEHHASI MOMYJISIIUS, OOUTAET B HAIIMOHAILHOM MapKe
['up-Popect, UHaus, © AEMOHCTPUPYET KpaWHEE T'€HETUYECKOE HCTOUICHHE H
obmmmpHeie penpoayktuBHbie aedektsl [O’Brien, 1987]. CexBeHupoBaHHE I10

Canrepy HOATBEPAWIO YEThIpE W3 MATH ToMoO3UrotHele 3ameHbl B AKAP4 y 9
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HaMuOuickux remapnaoB. Ilatas wmyrtauus He OblUla SBHO MpOBEpEHA.
OOHapyXeHHbIE HAMHU HApYIICHUS PENPOTYKTUBHBIX T'€HOB SIBIISIOTCS BaXKHBIMU
dakTamu ISl omHMICaHUS OCOOCHHOCTEH PENpPOAYKTHBHOW (DM3MOJOTUU, KOTOpas
HaOJII0aeTCs Y BCEX Tenap/IoB.

MpI MCIONIb30BaJM €1le OJUH MOAXO0/, OCHOBAHHBIM HA aHHOTAI[UM T€HHBIX
3¢ (HeKToB, B CEMH CEKBEHUPOBAHHBIX T€HOMAX ISl BHISIBIICHUS BPEIHBIX MYyTallUH,
KOTOpbIE CETperupoBaHbl B MOMYJSIUAX Tenapja. ENUHUYHBIE HYKIEOTUIHBIC
Bapuantel (SNV), mnoxka3piBaromue BO3MOXHBIE BpeaHble 3G GdeKTs, Obun
uaeHTUuIMpoBanbl ¢ wucnonb3oBanuem SNPEFf [Cingolani et al., 2012], wu
OTQWIBTPOBAHBI ¢ UMEHaAMU 656 paHee HUJIEHTU(DUIIMPOBAHHBIX OJHOKOMUUHBIX
OpPTOJIOTOB ISl TATH BUAOB, KOTOPBIE CBSI3aHBI C PEMPOAYKIMEH M HUMEIOT
NOTEHUUAIbHO BpeaHble 3(PEKThl (HapUMeEp, MPEKIECBPEMEHHBIN CTOI-KOJOH
W/WIM IOBPEXACHHBIE CaThl cruiaiicunra). Beero Obu1 HalizieH 61 reH, cpeau HUX
20 nmokazand TEPBUYHYIO CBSI3b C  PEMPONYKTUBHBIMH  aHOMAJIMSIMH,
OOHapyKEHHBIMU Yy renapJoB. DTH MyTallii 00€CIeUrBAIOT LIEHHYI0 OCHOBY IS
OyAylmImx acCOUMATUBHBIX WCCIEAOBAHUN PENPOAYKTUBHBIX HApYyIICHUH B
HOIYJISILUSIX TeapAoB.

['eHOMHBIN aHaNW3 BBIIBUJ YOEIWTENbHBIE MaHHBIC /s TPYII TEHOB,
Yy4acTBYIOIINX B Pa3MHOKEHUHU, KOTOPbIE HAKATTUBAIHN N30BITOK aMHHOKHCIOTHBIX
U3MEHEHUH Yy TemapAoB IO CpPaBHEHUIO C JPYrMMH KOIIaybuMH. MbI
UAEHTU(GULIMPOBANIN BOCEMb (DMKCUPOBAHHBIX MyTalui B Jokyce reHa AKAP4,
KOTOPBIN HKCIPECCUPYETCS HCKIIOUUTENbHO B ceMeHHuKax. ['omomoru AKAP4
UTPAIOT KPUTHUYECKYIO pPOJIb B Pa3BUTUM M MOJABMXKHOCTH CIEPMATO30MA0B U
BO3HUKHOBEHWH AaHOMAaJMi y CIEpMaTO30WMIOB IS HEKOTOPHIX  BHJIOB
mitekonutaronux [Miki et al., 2002]. ITate roMmo3uroTHsix MyTanuii B rene AKAP4,
BECbMa BEPOSITHO, OOBACHSIOT BBICOKYIO JOJIIO JAE(PEKTHBIX CIIEPMATO30MI0B (B

cpeadeM 81,6% MOBPEKICHHBIX CIIEPMATO30MI0B), OOHAPYKEHHYIO Y remap/a.
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3.3. U3y4yeHne reHeTH4€CKOr0 pa3Hooopa3usi B CBOOOTHOKUBYIIIHX
nonyJisiuax ad)puKaHckoro remapaa, Acinonyx jubatus

3.3.1. U3yueHue reHeTHYECKOT0 Pa3HOOOpa3usi

ITepBonavanbHO MBI TONMy4yuiaun cnucok SNV g caiTOB ¢ BBICOKUM
MOKPBITHEM T10 BCEMY T'€HOMY, B KOTOPOM MUHUMAaJIbHAS U MaKCUMaJIbHAS TTyOnHa
CEKBEHHUPOBAHMS JUIA Kaxaoro ooOpasma Obliu ycTtaHoBieHbI Ha 5X u 30X
COOTBETCTBeHHO. [lociie mpuMeHEHHs HamUX KPUTEPUEB W (PUIBTPOB OBLIO

YCTaHOBJICHO B 00IIeH cioxkHocTh 3,44 muH. caiitoB SNV (Taou. 13).

Ta6auna 13. Craructuka o ooHapyxeHasiM SNV. O6miee kommdectBo SNV Brimogaer Bce SNV
B KOAMPYIOHMIMX o00JacTAX M MOBTOpsAmuXcs »diementax. CuHriaetonsl - 310 SNV,
BCTpEYarONIecss TOAbKO B oaHOM oOpasme. Yactora SNV paccunThiBaeTcs Kak oOiee

komuecTBO SNV, nerenHoe Ha pa3mep reHoMa.

Bcero SNV CHHIIIETOHBI Pa3mep renoma Yacrota SNV

3438824 1432827 2048690294 0,0016

Kpome Toro, Obutn oThUIBTPOBaHBI MO3UIUU, PACTIONOKEHHBIE B PETMOHAX,
CoJlep KallluX TMOBTOPBI, B pe3yibTaTe 4ero Obul chOPMHUPOBAH OKOHUYATEITHHBIM
Habop u3 1820419 SNV, uto cocrasmnsier 53% ot nepBoHavyanbHOro uncia SNV
(3438824). Mur onennm pacnpenenearne SNV mo reHomy y Beex ocoberd (Taour.
14).

Tab6auua 14. Pacnpenenenne rerepo3uroteix SNV B renome renapaa. s xaxmaoro odpasma
MBI pacCMaTpruBaJIn SNV, TCHOTHUII KOTOPBIX OBLI reTCPO3UTOTHBIM. Z[J'ISI OLICHKHU paCIIpCACIICHUA
SNV B renomMe Mol pasaciiniii TCHOM Ha HCICPCKPBIBAONIUCCA OKHa HHHHOﬁ 50 TBICAY IL.H. U

BBIYHUCIIWIA MHUHUMAJIIBHOC, MCAUAHYy, CPCIHCEC U MAKCUMAJIbHOC KOJMYECTBO SNV B KaXXJ10M

OKHE€.

O6pasery KonnuectBo rerepo3uroTHeix SNV Yacrora

Mus. | Menuana | Cpennee | Makc. | B okHax Bcero SNV

AJU878 | O 9 10,35 248 484403 494308 | 0,00020
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AJUl71 | O 8 9,82 330 459588 | 469343 | 0,00019
AJugs4 | 0 9 10,51 337 491758 | 501858 | 0,00021
AJU172 | O 9 10,49 253 490857 | 500450 | 0,00021
AJU173 | O 8 9,75 343 456263 | 466218 | 0,00019
AJU955 | 0 9 10,44 348 488607 | 498729 | 0,00020
AJu9sl | O 9 10,37 335 484951 | 494299 | 0,00020

Cpenun Bcex oOHapyxkeHHBIX SNV 73,7% Obumi pacroyioKeHbl BHE OEIIOK
KOJUPYIOIIUX T€HOB, TOJIbKO 1,3% ObUIM BHYTPU SK30HOB, 4 OCHOBHASI MX YacCTh,

24,92%, 6bL1a 0OHapyskeHa BHYTpU UHTpoHOB (Tabum. 15).

Tab6auua 15. Pacnpenenenne SNV 1o pazHbIM (yHKIMOHAIBHBIM y4acTKaM T'€HOB B T€HOME
remapaa. Oddextet SNV, crpynnupoBaHHBIE 1O TMOJOXKEHHIO B TeHOMe. bbuin
NPOAHAIM3UPOBAHBI KaK HEKOAMPYIOIIME pPAaHOHBI BHYTPU M CHApY)XH TI'CHOB, TaK U OEJIOK

KOJIMPYIOIINE YYACTKH.

Obpazenr | 5° mnpunexamue | Ok30Hbl | BHyTpureHnusie Wutponsl | 3°  mpuiexamnme
parioHbI HEKOIUPYIOLINE parioHbI
o0JacTu
AJU878 20906 6761 364130 122791 18370
AJU171 19804 6243 347735 114904 17347
AJU884 21203 6735 370760 123953 18624
AJU172 21253 6879 370573 122575 19204
AJU173 19661 6350 343955 115369 17635
AJU955 20971 6798 369291 122072 18721
AJU981 21128 7625 363638 122511 18912

Tpu nomomHUTENBHBIX 00pa3na remnapaa u3 TanzaHuu u Tpu W3 HammbOun
OBLITM CEKBEHHPOBAHbI C HHU3KUM TIOKPBHITUEM, B pe3yjibTaTe OBLIO BBISBICHO

1.820.419 pa3nuuHbBIX OJHOHYKJICOTHAHBIX BapuaHta (SNV) u mpoBeaeHo



72

cpaBaenne ¢ SNV y apyrux npencraBurenei Felidae u mpounx mMiiekonuTaronmx.
MBI OLIEHUIIN CTENEeHb U CTPYKTYpPY T€HOMHOI'O pa3HO0O0pasusi, UCIOIb3ys CEMb
pa3sTUYHBIX MEp, OINHWCAHHBIX HUXKE, KaXJas W3 KOTOPHIX IOJATBEPAMIIA
3HAUYUTENbHOE CHUXEHUE YPOBHS T€HETUYECKONM M TE€HOMHON H3MEHYMBOCTU Y
renapja.

1) l'emapabl AEMOHCTPUPYIOT caMylo HU3KYIO BcTpedaeMocTh SNV B reHOMe
cpenu 11 BUIOB, BKJIOYas 4YeJOBEKa, JOMAIHIOK Komiky, ropwury (Gorilla
gorilla), neBa (Panthera leo) u Tacmanckoro apsiBonma (Sarcophilus harrisii),
yactota BcTpeyaemMoctd SNV Ha 90% wmeHbllie, 4eM, HampuMep, y U3yUYEHHOTO
panee nomamiHero kota (Boris) u3 Cankr-IletepOypra [Tamazian et al., 2014], Puc.
15.

0,0025

0,002

0,0015

0,001

Yacrota SNV

0,0005

Pucynoxk 15. Yacrora SNV y onunHaanatu BuoB Miaekonuraomux. Yacrora SNV 15 kaxaoro
BUJa OblJa OIICHEHAa KaK YWCJIO BApUATHUBHBIX IO3UIMH, YCPEAHEHHOE Ha pa3Mep TeHOMa.

[ToBTOPHI HE GUITBTPOBAIIUCE.

2) PedepencHsiii TeHOM adpUKaHCKOTO Temapjaa pa3ouBaiiu okHamu 1o 50
THICSY T.H., KOTOPbI€ HCIOJB30BAIM JJIs1 OlleHKU TioTHOocTH SNV. B o0mieit

caoxHocTH 46787 oxoH coctaBuiu 2,337 I'6 nu 99,12% ot oO1ieli AIMHBI TEeHOMA.
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AHanu3 00JBIIMHCTBA OKOH MOKa3all, YTo remnapisl B 8-15 pa3 MeHee reHeTu4ecKu
pa3zHooOpa3Hbl, UeM YeJIOBeK, JoMamHui KoT (bopuc) nin EBponelickuii TUKUN KOT
(Felis silvestris) (Puc. 16). EQuHCTBEHHBIM BHJIOM WIH MONYJISIUEH C
COTIOCTaBUMOM, JINOO Oosiee HU3KOM TIIOTHOCTHIO SNV, uem renap, OblT a3UaTCKU
neB n3 HanmonaneHoro napka I'np-®opect B Unaun. U3 nomynsaunu, KoTopas, Kak
M3BECTHO, MpPETEpIiesia CHIBHOE CHIKCHUE YHCICHHOCTH W SKCTPEMAIBHYIO

IreHEeTUYECKYI0 TOMOTEHU3aIlMI0 B CBOSH HelaBHel ucropuu [Rangarajan, 2013].

11 L A. jubatus
P. leo (Asus)
10 e P, tigris (MuAMA)
e [ catus
9 ] .
e=w F. silvestris
8 ams H. sapiens
< 7F
5 6r
H
QE > N
s 4+
&
= 3
q
S 2T ~
Lr %"/——-—'
0 | | | | |

0,005 0,010 0,050 0,100 1,000
IMaotrocte SNV (%)

Pucynok 16. [InotHocts SNV B ckonb3smux okHax mo 50 ThICSY I.H. y renapa, TUrpa, JUKou u
nomaiHedt komku (bopuc), n yenoBeka. dparMeHTHl, UMEIOUIME JJIMHY MEHbIIE YKa3aHHOTO
pasmepa OKHa, ObUIM UCKIIIOUEHBI U3 JajbHEeNIero ananu3a; boinbImHCTBO U3 3TUX (parMeHTOB
MpeAcTaBsuio coOoi KoHTUru c anuHoit meHee 500 m.H. Bceero ObUI0 mMoOCTpoeHO U

poaHanu3upoBaHo 46787 okoH oOuieit niuHoM 2,337 Mipa I.H.

3) Komupytonue reHsl remapaa oOHapyxuin peskoe 50-kpatHoe (~98%)
COKpalleHHe TeHETUYECKON BapHualliy K YPOBHIO Bapyallii B TEHOME Yy JIOMAIITHEH
i auko komku (Puc. 17). DxkcTpeManbHOe COKpallleHHe BApUATUBHBIX MMO3UIUN
B KOJMUPYIOIIMX TE€HaX OOBICHSAET TIEPBOHAYAIBLHO OTKPBITYI0 HU3KYIO
Ir€HETUYECKYI0 U3MEHUYMBOCTD Tenap/ia, OOHAPYKEHHYIO TPHU JECITUIICTUS Ha3al B

HCCICAOBaHUAX C UCITIOJIB30BAHUECM AJIJIO3BMMOB, BHGKTpOCI)OpeTI/ILIeCKI/IX BapHuaHTOB



74

KJIETOYHOTO Oejika U MOoJMMOp(uU3Ma UIMHBI PECTPUKLIHUOHHBIX (parMeHTOB Ha

ocHoBe TeHoB (RFLPs) [O’Brien et al., 1983; O’Brien et al., 1985].

A. jubatus
10000 F e P tigris (MHANSA)
5000 | === P. tigris (Cubups)
e=w F. catus
e F. lybica
1000 |
g 500 r
T
s
o
[2a]
S 100 |
2
= 50
S
A
10

0 1 2 3 4 5 6 7 8 9 10 11

Koanuectso SNV B reue

Pucynok 17. KonnuectBo HeCMHOHUMUYHBIX SNV B 0€lIOK-KOJUPYIOLUIMX T'€HaX B FeHOMax

KOIIAYbWX. 3HAYCHUS JJI1 TeHOB ¢ unciaoM SNV Gobiie 9 He H300paKeHBI.

4) Temapapl AeMOHCTPUPYIOT B cpenHeM B 10 pa3 Oosee MpOTSKEHHBIC
YYaCTKM TOMO3UTOTHOCTH 110 CPABHEHUIO C TEHOMOM JIMKOW U JOMAIIHEN KOWIKU. B
cpeaeM 93% reHomMa KaXkJIOro remapjia COCTOMT W3 00JacTeid TOMO3UTOTHOCTH
(ROH - T10 ectp obnacteil reHOMa, B KOTOPBHIX HE ObLIO oOHapyxkeHo SNV) ¢
MenranHou aymHon okoJio 2000 m.H. ['enom nomarnHero opojasiuero kota (bopuc),
xuByniero B Cankrt-IlerepOypre, cpaBHHBaIM C BRICOKOMHOPETHONW aOUCCUHCKOM
komkoi (Cinnamon), u renmapaom (Chewbaaca, AJU878). MenuaHa JIHHBI
peruonoB romo3urotHoctd (ROH) y renapaos (cemb ocobeit), ahpruKkaHCKUX JIbBOB
(msaTh  Oco0ei), CHOMPCKMX W OCHraJbCKUX THUTPOB U JOMAIIHEH KOIIKH
npenacrasiaensl Ha Puc. 18. IlnmotHocts SNV miis renapaa, IUKOW W AOMAaIIHEH
KOIIKK Obla oreHeHa npubausutenbHo s 15000 obnacreit mo 100 MIH.ILH

Kaxkaas mo BceMmy reHomy (Puc. 19, 20 u 21).
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A. jubatus G, Haﬁuﬁma
A, jubatus A, Haﬁm6ma
A. jubatus B, Tam?%amu
A, jubatus E, TaHé,aHI/m
A. jubatus C, TaH.j’iaHI/I}I
A, jubatus D, Hah}mﬁm{
- A.jubatusF, HaNjIMG]/IS[
P leo E, OxkasaHro, BOTCBaha
P leo A,OKaBa}Iro, BOTCBa%Ha
P leo B, OxkasaHro, BOTCBaha
P. leo D, Cepenrery, TaHBajHIfIH
: P. leo C, Cepenretn, TaﬂséHMﬂ
® P tigris (Cubup) :
: ® P tigris (Muaus)
. F.catus, Poccus, Canxr-IlerepGypr

i i a | i |
50 100 200 500 1000 2000 5000

Pasmep (m.H.)

Pucynok 18. Pa3smep y4acTKOB rOMO3UTOTHOCTH B TeHOMax. [l kaxmoro odpasna oTMedeHa

MeJInaHa NJIMH BCEX PETMOHOB 'OMO3UTOTHOCTH.

5) B cpenneM B reHome renapaa oOHapy>K€HO OYEHb MaJIO F€TEPO3UTOTHBIX
SNV, 0,019-0,021%, uto cocrtaBusier 10 50-61% rerepo3uror y turpos, 30% y
monent u 15% y nomamnux xomiek [ Tamazian et al., 2014; Cho et al., 2013].

6) [lonHBIe MUTOXOHIpPHATBHBIC TEHOMBI TeMapja aHAJOTHYHBIM 00pa3oM
MOKAa3bIBAIOT CHMKEHHE KoymdecTBa SNV 10 OTHOIICHHWIO K APYrUM BHUIaM B

cpenneM Ha 90% (Tabx. 16).
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Al
A2
A3
Bl
B2
B3
B4
Cl
Cc2
D1
D2
D3
D4
El
E2
E3
F1
F2

Pucynok 19. Pernonsl ToM03UTOTHOCTH B TeHOMe renapa. O01acTu BHICOKOW U3MEHYMBOCTH (>
40 SNVs / 100 T.11.H.) OKpaIlieHbl B KpaCHBIN IBET; SIPKO BBIPaXKEHHBIE TOMO3UTOTHBIE 001aCcTH

(<40 SNVs / 100 T.11.H.) OKpalIeHbI B 3€JICHBIN IBET.

Al
A2
A3
Bl
B2
B3
B4
C1l
Cc2
D1
D2
D3
D4
El
E2
E3
F1
F2
X

Pucynoxk 20. PaiioHbl TOMO3UTOTHOCTH B T€HOME MHOpemHou momamrHed komku (Cinnamon).
Ob6nactu BbicokOM M3MeHYMBOCTH (> 40 SNVs / 100 kbp) okpamieHbl B KpacHbIH IIBET; SPKO

BbIpaXeHHBIE TOMO3UTOTHBIE 001acTu (<40 SNVs / 100 kbp) okpaliieHbl B 3€1€HBIH IIBET.
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Pucynoxk 21. PaiioHbl TOMO3UTOTHOCTH B reHOME Oposuero kota u3 Cankr-IlerepOypra (bopuc).
Ob6nactu Beicokoi m3MenuynBoctd (> 40 SNVs / 100 T.m.H.) OKpalieHbl B KPAaCHBIN LIBET; IPKO

BbIpaX€HHbIE TOMO3UTOTHBIE 001acTu (<40 SNVs / 100 T.11.H.) OKpallleHbl B 3€JICHBIH 1IBET.

Ta6munma 16. I'enernueckoe paszHooOpasue (Pi) B MHUTOXOHIpHUAIbHOM TIE€HOME remapia B

CpaBHCHHU C BOCEMbIO APYI'UMH MJICKOIMUTAIONIUMHU.

Buet P1 CrangapTHOE
OTKJIOHEHHE

Acinonyx jubatus 8.00E-05 3.00E-05
(Tanzania)

Acinonyx jubatus 7.10E-04 3.30E-04
(Namibia)

Bison bison 7.90E-04 7.00E-05
Bos taurus 8.60E-04 1.50E-04
Orcinus orca 1.20E-03 2.10E-04
Homo sapiens 1.65E-03 8.00E-05
Canis lupus familiaris 3.31E-03 1.00E-04
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Equus caballus 3.80E-03 1.00E-04
Canis lupus 5.18E-03 3.70E-04
Pan troglodytes 5.38E-03 2.00E-07

3.3.2. Coopka paiiona MHC npu nomoimm pedepeHcHoli mocie0BaTeJJbHOCTH

Ctpoenne rteHoma B oOmactu MHC y wmilekomuTarommx Co3maeT
JOTIOJTHUTENbHBIC TTPOOJIEMBI MPU COOPKE U aHHOTAIMU. B OOJBIIMHCTBE Cily4yacB
coOpaHHBIE TE€HOMHBIC TMocieaoBarenbHocTH ¢ TeHamu MHC xmaccoB | u |l
JIOCTAaTOYHO CHJIBHO (DparMEHTUPOBAHbI, Ja)ke€ eciu s cOopku ckaddoiamos
UCIIOJIB3YETCSI HECKOJIbKO Pa3MyHBIX OHOMMOTeK. YTOOBI MOBBICUTH KaueCTBO
nanbHenero ananusa B oomactu MHC, Mbl co3ganu TouHyro cOOpKy Ha OCHOBE
pedepenca cnenmansHo 115t MHC perunona remnappa.

Mps1 unentuduimpoBainu ckadoibl, MPeanolI0KUTEIbHO TPUHAITICKAIIIE
k oomactu MHC, na ocaoBe romonoruu ¢ FLA-1mociien0BaTeIbHOCTRIO JOMAIITHEH
komku [Pontius et al., 2007]. Yro6s!r BoccranoButh obaacte MHC kmacca |, Mol
KapTUPOBAJIM MPOYTEHUsI Temapia Ha HCXOJHYI0 MocienoBarenbHocth FLA B
KauectBe pedepenca. Jlns  BeIpaBHMBaHUS H  CO3JaHUST  KOHCEHCYCHOM
MOCJICIOBATEIPHOCTH MBI HCIOJB30BasIM mporpammbel bowtie2 [Misale, 2014] u
samtools [Li et al., 2009] coorBercTBenno. IlocnemoBarensHocT BAC ot
JIOMAIITHEW KOIIIKH UCTIOIh30BAIU JIJIs JJOTIOJTHUTEIBHON MOIIEP KK OPUCHTAIIUU U
nopsiika uAeHTU(GUIMPOBAHHBIX (parMeHToB (Puc 22).

N3 c6opku renapaa yaanoch BeiAeauTh 13 ckaddoaaoB u 7 KOHTUTOB (00U
pasmep 8,3 MIIH I1.H.), KOTOpBIE cojepKaliid 278 TeHOB, OTHOCSIIUXCS K 00JacTh
FLA, mpuyeM OTHOCHUTENIbHBIA TMOPSAJOK TE€HOB Yy remapaa Obll aHaJIOrMYeH
takoBoMy B reHome Felis catus. Pactmmpennsiit kinacc 11, kmace 1l u kmace 11 6bi1u
XOpOIIO TPENCTAaBIEHbl B HECKOJbKMX KpymHBIX ckaddonmax. Hawmbonee

pOOJIEMHBIM PETMOHOM JIJIsl COOpKH ObLT palioH kiacca |, rie Mbl cMOTJIM coOpaTh
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U UIACHTU(PUIUPOBATH BCETO HECKOJIBKO TEHOB M HECKOJBKO (parMeHTOB-
romoJioroB FLA-A. KoHceHcycHas mocienoBaTeIbHOCTh 111 COOPKU Ha OCHOBE
pedepenca obmactu MHC Opima ocHOBaHa Ha TPOYTEHUSAX, TMOJYYCHHBIX U3
oubmnotek pasmepom B 500 I.H. U3 ceMU renapaoB (OJUH ¢ BBICOKMM MTOKPBITHEM

1 IIECTh C HU3KUM).

Pacmmpennsrit Pacmmpenubisi

Kaacc II Kaacc II Kaacc III Kaaccl Kaaccl Kaaccl
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=
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ol

Scaffold 786: 733 T.m.H.

[ nll
B |

Scaffold 145: 924 T.m.H.

I

Scaffold 823: 364 T.m.u.

Scaffold 415; ~700 T.1.H.

Pucynox 22. Yacte peruona MHC renapaa, coOpanHoro Ha ocHoBe pecdepeHca. CBepxy —
pedepencusrii paiton MHC u3 nomaniueit korku (Felis catus FLA). Causy — Ckaddomnast u3 de

NOVO cOOpKH reHoMa renapia, OpUeHTUPOBAaHHBIE 10 MOPsAKY reHoB 1 BAC nomatiiHei KOIIKH.

Kpome Toro, MbI mpoaHaiu3upoBaivi KOHCEpBATUBHBIC TOMeHbI B reHax MHC
kiaaccoB | u Il ¢ mcnoas3oBanmem 6asbl ganubix NCBI [Pruitt et al., 2007] u

CLUSTALW [Thompson et al., 2003] (Ta6ux. 17)

Ta6auma 17. Cratuctrka 1o npejackazanHsiM TeHaM B paiione MHC. Crartuctuka mmo pasmepy

(H.H.) NPpEACKAa3aHHBIX 'CHOB B IBYX BapHWaHTaXx C60pKI/I.
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HUcnonws3oBannas # Mun. | Menuana | Cpennee | Makc.

nmporpamma JUTMHA JUTMHA
IL.H. IL.H.

Exonerate Ckaddongsr | 129 | 512 | 4046 6351 17970

Augustus 145 | 208 11300 22020 211100

Exonerate KonTuru 116 | 512 | 3700 5530 17900

Augustus 130 | 312 8822 16790 140700
I'enetnueckoe pasHooOpazue B MHC obnactu reHoma

COOTBETCTBOBAJIO YPOBHIO Pa3HOOOpa3us MO BCEMY I'€HOMY, U Mbl CMOTJIM HANTH

JIMIITH HECKOJIBKO TOIMMOpdHBIX no3unui (Taom. 18).

Tab6auna 18. 'enetuueckoe paznooOpaszue B npeackazanubix reHax MHC I u Il knacca. [Tonnoty

CTPYKTYPBI

MPUCYTCTBOBAIM YaCTUYHO, TO T'eH 0003HAYaIM Kak yceueHHbIH (YY), B MPOTUBHOM CIIy4ae TeH
o0o3Havanu kak nmoixHopazmepslil (IT). S u NS 0603Ha4atoT CHHOHUMUYHBIE U HECHHOHUMUYHbBIE
SNV cootBerctBeHHO. AHHOTanu0 rena MHC nns nomarnnHeit komku (F. catus) B3saau y Yuhki

et al [Yuhki et al., 1989]. 3naueane NA misa rena komku MHC o3Hadaer, 9To TeH HE OBLT

AHHOTUPOBAH B OPUTMHAJIBHON CTaThe.

rega OHnCHHMBAJIUW 110 HAJIWMYHUIO KOHCCPBATHBHBIX OJOMCHOB:

€CJIn  JJOMCHBI

Knacc | Wwms rena ITonHoTa #SNV B A. jubatus | #SNVs B F. catus
S NS S NS
I DRBp IT 1 4 NA NA
1 DRAp v 0 3 NA NA
11 DMA IT 0 2 NA NA
I DMB IT 0 0 NA NA
1I DOB IT 1 0 NA NA
1I DRB4 IT 1 1 8 25
11 DRBI vy 0 0 1 2
1I DRAI IT 0 0 2 0
1I DRB3 IT 0 0 5 13
1I DRA2 IT 0 0 0 0
1I DRAI IT 0 0 0 0

Ircliapaa
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I FLA-A vl 1 2 1 0
I FLA-C % 0 2 2 1
I FLA-E % 0 0 0 0
I FLA-F % 0 1 4 40
I FLA-H y 0 0 15 50
I FLA-J % 0 0 6 7
I FLAK vl 0 0 0 1
I FLA-L y 0 3 1 1
I FLA-O I 0 0 3 4
I FLA-Q % 0 2 NA NA

Haxkonen, mMbl ucclieoBalii y remnapia CTPyKTypy W BapHaluy TJIABHOTO
koMmruiekca ructocomectumoctd (MHC), koToperiit coctouT u3 kiaactepa ~ 280
TEHOB,  CBSA3aHHBIX ¢  UMMyHHTeTOM.  [lpenpimyiiee  WcciegOBaHUE
MPOJIEMOHCTPHUPOBAJIO, 4TO renapisl NPUHUMAIIN PELUIPOKHbBIE
aJUIOTPAHCIJIAHTATHl KOXKU OT HEPOACTBEHHBIX OCOOEH, Kak e€ciiu Obl OHU ObUIH
MMMYHOJIOTHYECKH UJICHTUYHBI, TIPEATOJIaras, 4To FTeHETUUYECKOE pa3Hoo0pa3ue B
pernone MHC renapaa cunsHo carmkeno [O’Brien et al., 1985]. Coopka Ha ocHOBe
pedepenca u BAC u3 20 ckadgdonmnoB 1 KoHTUTOB (00U pazmep 8,3 MIIH I1.H.)
nokaszayia Hanuuue 278 reHoB u3 obnacteit pacmupenHoro kiacca II, kmacca II,
kinacca | u pacmmpennoro kiacca I. XoTs misg OOJBIIMHCTBA PETHOHOB OBLIO
MOJYYEHO XOpOUIEE MOKPBITUE, MOJHBIE TOMOJIOTM ONpeaeNeHHbIX reHoB MHC
knacca (FLA-I, -F, -H n -M) ne 611 o0Hapy»kensl (Taoum. 18).

Korna mMbI cpaBHUBaIM CTPYKTYPHYIO OPTaHU3ALMIO U TeHHBIN Topsinok MHC
remap/ia ¢ IpyruMy BUJAaMH, TeTap/] U JOMAIIHsIS KOITKa ObUTH OY€Hb IMOX0XKH, HO
oTnuYauch oT cobaku u 4denoBeka. MHC remapnma v KOMIKM BKIIIOYAIOT TPH
(GYHKIIMOHATBHBIX ~ T€Ha  BOMEpPOHA3AJIbHOTO  perenrtopa  (BaXKHble IS
pacnio3naBanust pepomonoB [Keverne, 1999]) B pacmmpennom paiione MHC 1
KJ1acca (3T TeHbl OTCYTCTBYIOT Y YeJIOBEKa, APYrux NpumaToB U cobakn). Komka u
refnap]l TakXe T[O0Ka3ajdl »SKCHAHCUIO OINPEJCICHHBIX T'E€HOB OOOHSTEIbHBIX

peuentopoB (30 reHos, 3anumaronux 0.9 MiH 1.H.) B pacuuupeHHoM kinacce MHC-
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I [Montague et al.,, 2014]. Mb1 cpaBHUIM KOJHUYECTBO OOHApyXeHHbIX SNV
(CHHOHMMHMYHBIX M HeCMHOHUMHUYHBIX) B reHax MHC remapaa (u3 Hamubum u
TaH3aHun), TOMaIIHEeH B JUKOM KOIIIKH, YelloBeKa 1 codaku [ Tamazian et al., 2014;
Montague et al., 2014]. Mbr oOHapyxunn 95-98% -Hoe cHuxenue SNV
pazHoOOpasusi B 00eux TOMyJsIUAX TemapaoB, a Takke y Cinnamon
(BeICOKOMHOpeHOTO abruccuHcKkoro koTa [ Tamazian et al., 2014]) mo cpaBHEHHIO €
obunmuem SNV y Opojasuero gomaisero kora (bopuc), yenoseka u cobaku (Puc.
24).

Coxkpamienue konudectBa SNV B obOmactax MHC uHOpenHOM KOLIKH |
rernap/ia BKJIF0YaeT Kak CHHOHUMUYHbBIC, TAK U HECHHOHUMUYHbIC aMUHOKHCIIOTHBIE
3ameHbl. [logoOHbIE (YHKIMOHAIbHBIE BapUaHThl OOBIYHO SBIISIIOTCS LIEJIBIO
OanaHcupyromniero oroopa M OTpaXarOT HUCTOPUIO B3aUMOJEHCTBUS BHUAA C

paznuunbiMu natoreHamu [Cagliani and Sironi, 2013] (Ta6u. 18).
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Pucynok 23. CpaBuenue opranuzanun MHC u reHeTHYeCKOTO pa3HOOOpa3usi MEX Ly TenapioM
U JIOMaIllHeW KOWIKoMu. Jlegas cmopona: JIBa cermenTa xpomocoMbl B2, conepxxamme MHC rens
B reHome nomarnHei komku. OcHoBanbl Ha BAC 6ubmuotekax [Pontious et al., 2007]. Ilpasas
cmopona: Cxaddonapl remapnaa, otHocsmuecs k pernoHy MHC. Tlopsimok u opueHTanus
ckaddonoB OBLTH ONpECNIeHbI TI0 aHanu3y cuHTeHUH (Ceemio-2onyowie nonocol). OTaEIbHBIC
TeHbl OTMEUYEHBI TOYKAMH W OKpalleHbl B 3aBUCHMOCTH OT CBoero kiacca: Ceemnio-eonyoou —
pacumpenssiit  knacc 1I, fonyoou - xnacc 11, 3enenwiti - xnacc III, Opanorceswiti - knacc
I, Kpacnvui —  oGoHsTenbHBIE — penentopel, U Duonemossviti - TUCTOHBL. [ 'eHeTHuUecKkoe
pazHooOpaszue B permone MHC oreHnBanoch B HEMEPEKPHIBAIONIUXCS OKHAX 1O 50 ThICAY TI.H.
PesynbraTel m300paXeHbI B BUAC YGEMHbIX JUHUL HA PUCYHKE; U KOWIEK: 3eneHblil — TUKast
Ko1ka, Kpacuuii - Boris u @Quonemosuwiii - Cinnamon; s renapaoB: Kpacuweiti - TaH3aHus U

Opanorcegoiii — HamuOust.
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3.4. N3y4eHnne nonyasiiuOHHOM HCTOPUHU AaPUKAHCKOIO renapaa Ha OCHOBe

JAHHBIX HOJHOI€HOMHOI'0 CCKBCHHUPOBAHUSA

Pesynbratet PSMC mnokazanu mnocTeneHHoe cokpaiieHue 3(PQGeKTUBHOM
YUCJIEHHOCTH MOMYJISILIMM B TE€YEHUE BPEMEHU 0€3 KaKuX-JIHMOO CBUIETEILCTB O
Hammunu 3¢ dexTa OyThIIOUHOTO ropibimika B mpouuioM (Puc. 24). TlomoOHbIN
pe3yapTaT MOXKeT ObITh oOycioBiieH crenudukoit ananuza PSMC, umeromiero
0oJyiee HU3KYI0 YyBCTBUTEIBHOCTH K COOBITHSM B 00Jiee HEIABHETO MPOIILIOM
(TTOCKOJIbKY MEHBIIIE KOAJIECIIECHTHBIX COOBITUN OCTABUIIU CJIe]] B TEHOME) U/WIIU, B
pe3yabpTaTe TOTrO, YTO COOBITHE, MPUBEIIEE K COKPAIICHUIO YUCIEHHOCTH, OBLIO

HACTOJIbKO OBICTPBIM M TSKENBIM, YTO MPHUBEIO K IMOTEpe BCceX 0oJjiee paHHHUX

CJICOOB.
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Pucynox 24. PexoHcrpyupoBaHHas Ha ocHoBe merona PSMC »ddexThBHas 4YHUCIEHHOCTh
MOMyJSIIUKA Tenapaa Ha npoTsikeHud oT 1 muH. 1o 10 T. smer. Ha ocu X oTMeueHo Bpewms,
OILICHEHHOE 10 BPEMEHU TUBEPreHIuy, a 1o ocu Y - 3ppexTuBHbIi pazmep nomyssuu (Ha 10 B

4).

Yerbipe cueHapusi Obuid cMonenupoBanbl npu nomoiu DaDi u GADMA,

4TOOBI CPABHUTH COOTBETCTBUE KaXKION MOJENIU ¢ HAOMI0JaeMbIMU JaHHBIMU SFS
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renapaa. beuio paccumTaHo 3HaueHWe (YHKIMU TPaBAOMOAOOMS IJid KaKIOou

MOACIIN. YTtoO0bI OIIPCACIINTD, KaKasd NMMCHHO MOJCJIb JIY4YIIC BCCI'O IMOAXOINUT IJIA

00BSICHEHUS KapTHHBI, Ha6moz[aeMoﬁ B PCaJIbHBIX JaHHBIX JIA HOHy.]'IHI.[HfI n3

Hamubun n TaHSaHI/II/I, MBI UCIIOJIB30BAaJIN ABA KPUTCPHUA:

1. OnTtuMu3upoBaHHOE 3HAYECHHE (PYHKIMH MaKCUMAaJIbHOTO MPaBAOMOA00uUS

(Tabun. 19)

2. lucniepcus pe3yabTaTtoB, oueHenHas Ha 100 6yrctpen perukanusx (Puc. 25)

Ta6auma 19. Yerbipe nemorpaduueckre MOJEIH, KOTOpble OBUIM MPOBEPEHBbI AJ OLEHKU

nemMorpaduueckoit UCTOPHUH renapa, ¥ 3HaueHus PyHKIMU MpaBaonoaoous aias Hux. Moaens 4

uMeeT HauOoJbllee 3HaYeHHE (YHKIUU TMPaBAoONofoOus. Mbl OOHAPYXKHIU, YTO TUCIIEPCHS

HpaBILOHOI[O6I/I$I JJIA 4 MOACIINM HAMHOI'O MCHBIIC MO0 CPABHCHUIO C APYT'UMH MOJCIAMU.

Mopenn

Omnucanue COCHapu:Aa

3HaueHne
norapudma

MIPaBIONIOA00US

2D IM mopnens (IIpenkoBast momyisiiust pacnajgaeTcs
Ha JIB€ CyOInonyJIslnH, 1ajiee CIeAy€eT OrpaHUYEeHHAS

MUTpaIs U3 OJHOU CyOMOMyJISIIIUU B IPYTYIO)

-51979,09

2D BIM wmopnens (IlpenkoBas momysisiiiusi cHavaia
nepexuBacT dPphekT OyTHUIOYHOTO TOpPJBIINIKA, a

3aTeM pa3JesieTcs Ha ABE CyONOImyJIsiiM )

-77657,60

2D SBR wmognens ([IpeakoBasi momysisiiiusi cHavyaia
pacrnajzaeTcsi Ha IB€ CyONOMyJISIIUH, 32 YeM CJICTyeT
ahdext OYTBLJIOYHOTO TOPJIBIIIIKA, Janee
MPOUCXOJUT BOCCTAHOBJIEHUE YHUCIEHHOCTU B

KKJI0M CyOmOmyJIsum)

-50753,12

2D ISB mognens (IpenkoBasi momyisiius, HAYUHAS C
~ 100 000 net g0 pa3aeneHus Ha Be CyOMOMyISAINH
pacTeT B pazMmepe, ocye pa3/ieieHHsl CIeayeT
abdexT OYTHUIOYHOTO TOPIIBIIIKA, KOTOPHIN JIBE

-43.587,07
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CyOnomysiliuy NePeKUBAIOT HE3ABUCHUMO )

OCHOBBIBasICh Ha AUCIIEPCUH U 3HAYEHUH MPaBIONOA00us, Mbl BIOpaiu 2D-
ISB (Monens 4) xak Hanbosiee BeposTHYIO. D(DPEKTUBHBINA pa3Mep MOIYJIALNH,
YpOBEHb MUTPAIMH, CPOKH MPOXOKIACHHS Yepe3 OyThUIOYHOE TOPJIBIIIKO U BpeMs

paszeneHusi Ha CyONOIMyJISIIMU PEKOHCTPYUPOBaHbI ucxoas u3 monenu 2D-ISB

(Ta6u1. 20).

Tadauua 20. 3HaueHus mapaMeTpoB i AeMorpaduyecKux coobIThid, ucxons u3 4 moaenu (2D

ISB).
I'panune! 3HaueHU
Bepxnss Huwxuss

YpoBeHb MUTpaIys U3 BOCTOYHON CYOTOIYJISIUHU B FOKHYIO CyOHOMYJISIHIO 0,000994 0,001095
YpoBeHb MUTPAIMK U3 F0KHOM CYOIOMYJISIIMKA B BOCTOUHYIO CYOIOMYJISIHIO 0,001049 0,001166
Pa3mep momynsauu 10 pazaeneHus 134873 150096
OO6muii pa3Mep BOCTOYHON CyOMOIMyJISIIUY [TOCIE pa3aeIeHUs 35428 39959
OO0t pa3Mep FXKHOU CYOTIOMYJIAIUH MOCIIC Pa3IeICHHS 119416 133272
Pasmep wu30mMpoOBaHHON BOCTOUHOW CyOmomymsmuu mocie OyTteimouHoro | 111 124
rOpJIbIIIKA
Pazmep uzonupoBaHHOM I0KHON CyONOMyJIAIUY Tocie OyThUIOYHOTO Topibimka | 111 126
Bpemst pocTa 4HCICHHOCTH 10 pa3AeeHus Ha JBe CyOnOmyIsIiu 100089 113518
Bpewmst pa3zaenenus npeikoBoi NOMYJIAIMH Ha CyONOMy SN 11084 12589
Bpewmst mpoxoxkaeHns CyOnonmyssiuii uepe3 Oy THIIIOYHOE FOPIIBIIIKO 11208 12728
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} { 2D ISB
}---- -1 2D SBR
---------------------------- ---{ 2D BIM
% ----- + 2D IM
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Pucynok 25. I'paduk ¢ pedynpratamu OyTcTpena Juisl 4eThIpex AeMorpaduaeckux Mozeneid. Mol
BBIMOJHIWIM B oOmiei crnoxxknoctu 100 OyTcTpen pemiukanuid, 4ToO0bl OLEHUTHh AUCIIEPCHIO

3HaYeHUH PyHKIMU TPaBIONOI00US.

MBI HCHONB30BaNM IMATTEPHBI W3MEHEHUW TIE€HOMHBIX Baphalud I
MOJICTTUPOBAHUS M OMNpPECICHUs UCTOPUM TOMYJISIUU Tenap/ioB U3 BOCTOYHOW U
10)kHOM yactu Adpuku (u3 Tanzanuu 1 HamMuOuu, COOTBETCTBEHHO) TIPH TTOMOIIU
Mozenu nud@y3Hoi anmpoKcuMaIuu U crnekTpoB yactoT amuieneit (SFS). [Moaxon,
peanu30BaHHBIN B MporpaMMHOM obOecrieueHur DaDi, cpaBHUBaET 0XKUAAEMYIO U
HaOmomaeMyr0 4Yactoty amwiens B SFS, BBIUMCIAS COBOKYIHBIM TOKa3aTelb
MpaBIoONoOAOOUsT JJIsi HAWIy4dllero moAOOpa HECKOJbKUX pPa3JIMYHbIX, HO
MPaBIONOA00HBIX IBOJTIOINMOHHBIX clieHapueB. CiieHapu# ObUTH CMOJICITUPOBAHBI C
UCITIOJIb30BaHUEM MaHHBIX SFS, pe3yabTaThl ObLIN UCTIONB30BAHBI JJISl OTIPEICTICHUS
Jydiied MoJenu, KoTopas HauOosee mpaBaonogoOHa ¢ TOYKH 3pEHUs
HaOJIIOTaeMBbIX JTAHHBIX.

Mopnens 4 (takxke o6o3nawaemass 2D ISB), aBymepnas (2D) mopensb,
Mpejnoiaralomias  paclIupsroNylocs  IPEAKOBYIO  MOMYJSIUI0,  KOoTopas

pasfensercs Ha JBe CyONOMyJsiiMM, TOKa3ajda HauOOJBIIYI0 BEPOSTHOCTD
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COOTBETCTBHS, OCHOBBIBAACh HAa HHU3KOW JUCIEPCMM M BBICOKOM 3HAYEHUU
MakcuMasibHOTro Tpapiaomnoaoous (L = - 43587) (Puc. 25 u Ta6a. 19). Pe3ynbraTh
moaenupoBanusi DaDi mpeanonararoT Hanmaue 3¢gdekTa OCHOBATENS y TemapaoB
okoso 100 000 ner Ha3aa, BO3BMOXXHO, 3TO CJIEACTBUE UX JIOJITOM MHUIPALIMOHHOMN
HCTOPHUH, KOTJ|a B TTO3/THEM IIJICHCTOIIEHE OHM U3 niepenuin u3 CeBepHOl AMEpUKU
yepe3 bepuHros mposuB B A3uio, a 3aTeM Ha 10T B AQPUKY, U B CBSA3H C PETYJIAPHBIM

IOCTOAHHBIM COKPAIICHUCM YN CJICHHOCTH, d TAKIKC C OI'PAHUYCHHUCM II0TOKA I'CHOB

(puc. 26 u Tabm. 20) [Johnson et al., 2006; Faurby et al., 2016; O’Brien et al., 2016].

37 700 ~100
BocTounsii
S
—
Ao |
o
142 500 S
IOxubIn
126 300 ~100
( 131 24 12 0

Bpems (ThIC. 4. H.)

Pucynok 26. Ananus nemorpaduueckoil ucropuu adppukaHckoro remapna. Jlemorpapudeckas
UCTOpUS JBYX momyisuui renapaa (rora HammOuu u BoctouHoit yactu TaH3aHMM) Ha OCHOBE
pesyapTatoB DaDi. UeTsipe pa3inudnbie, HO MPaBAONOA00HbIE 1eMOrpapuIecKue MOIeTu ObLTH
npotectupoBanbl ¢ nomouisio DaDi u SFS. Monens 4 (moka3zaHa Ha 3TOM PUCYHKE) MOKazana
Hauyylllee COOTBETCTBME JAaHHBIM, OHAa BKIJIIOYaeT B ce0s pacyeTHble CPOKH yBEITUYEHUS
YHUCIIEHHOCTH MOMYJIALUH, 3P(HEKTh OYTHUIOUHOTO TOPJIBIIIKA, MUTPALIUIO TIOCTIE Pa3/IeeHHs Ha

cyOonomymsuu 1 3¢ HeKTUBHBIE pa3Mephl MOMYJISIUN C TEYCHHEM BpEMEHH.

B xauectBe anbrepHatuBbl Barnett et al. [Barnett et al., 2005] npeanoxwm,
OCHOBBIBasACh Ha pe3ynbTaTax uzydeHun npesHert JHK Miracinonyx trumani
(aMepHUKaHCKHUX renap/ioB), YTO COBPEMEHHbIE appUKaHCKUE renapabl MPOUCXOASIT
u3 A3uu, 4TO yKa3bIBaeT Ha TO, 4TO 3 dekt ocHoBarens 10000 et Hazax coBnamaer

C MUTpauuei renapoB U3 A3uu B AQpuky.



89

[IpoxoxaeHus: IOKHOM W BOCTOYHOW TOMYJIAIMN uepe3 OyThUIOYHOE
TOPJIBIIIKO B TO3JHEM IUICHCTOLICHE JOMOJHUTEIBHO HCTOIIAET T€HETHYECKOE
pa3zHooOpasue B reHoMe a)pUKaHCKUX renapaoB B o0enx momyssinusx [Macdonald
and Loveridge, 2010; O’Brien et al., 1985, O’Brien and Johnson, 2005].
MonenupoBanue SFS mokaszano 3amMeTHbIN H30BITOK OMPEICIICHHBIX alljiesiel y
BOCTOYHOU MOMYJISIIIUU 10 CPABHEHUIO C I0KHOM, UTO MOJAPa3yMEBAET HAIUYUE Y
MPEAKOBBIX MOMYJSAUUNA MOTOoKa reHoB oT HamuOuu no Tanzanuu B uHTEpBale,
orieHeHHOM B 11084 — 12589 niet nazan (Ta6m. 20). [TapamienbHblid aHATU3 TONAPHO
MocJIeIoBaTeIbHOM MapKOBcKoW koanecuieHTHOM moaenu (PSMC) mis onenku
neMorpaduueckod HUCTOPUM TOATBEPIUI BBIBOJ O CHIKCHMHM YHCICHHOCTU

nonyssiiuu renapaa 3a nociaeanue 100.000 net (Puc. 25).
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3AKJIIOYEHUE

['eHoMbl  adpuKaHCKUX  TemapJoB  JEMOHCTPUPYIOT  3HAUUTEIHHOE
YMEHBIIICHUE  TE€HETUYECKOW  M3MEHYMBOCTH W ClIeAbl  HEOOBIYHOU
nemorpaduueckord uctopud. CeMmb pa3IMYHBIX TOKazaTrened Jid  OICHKU
TEHETUYECKOTO  Pa3HOoOpa3us TeHOMa WU  OTACNIBbHBIX €ro  JIOKyCOB
JeMOHCTpUpYIoT Hanuuue Bcero 1-10% ypoBHS pazHooOpas3us, HAOIIOAAEMOTO Y
JIPYTUX JAUKUAX MJIEKOMUTAIOIIMX, YTO 3HAYUTENIbHO HIKE, YeM HaOI0J1ajJoch B
WCCJICTIOBAHMUSIX TEHOMOB WHOPEIHBIX COOAaK ¥ MHOPEIHBIX KOIIEK, B TCHETHYCCKU
OJTHOPOIHBIX TacMaHCKHX JbsBOJIAX, WM FreHOMax ropwiii ¢ Bupynru [ Xue et al.,
2015]. EnuHCTBEHHBIM HCKIIOYEHHEM CTajO TO, YTO Y PEIUKTOBON MOMYJISIIUN
a3MaTCKUX JIbBOB, KOTOpash BCTpeyaeTcs B HamWoHambHOM mapke [up-dopect B
I'ymkapare, Uuausa, mmotHocTs SNV Obla emie Hike. DTa MOMYJISIUS JIHBOB
IpeJICTaBIIsIeT cO00M OTIeNbHBIN 1o ABH JibBa (Panthera leo persica) u HacTobKO
uHOpeaHa, uro STR Mapkepbl BceX a3MaTCKHX JHBOB MICHTHUYHBI [Rangarajan,
2013].

['enapapl AEMOHCTPUPYIOT BBICOKYIO aJUIOTOJIEPAHTHOCTH U CIIOCOOHBI HE
OTTOPraTh XUPYPrUUECKH NMEPECAKEHHbBIE TPAHCIUIAHTATHI KOXKH OT JPYTHUX 0CO0ei
cBoero Buga [O’Brien et al., 1983]. Oto HabrOAEHUE TIOJIOKIIO HAYAIO TIEPBOMY
riry0okomy rccieaoBannto nout Beert oonactu MHC renapna. CpaBHeHnue cOopku
BbICOKOTO paspemenus aiist MHC nomarHeit komku co cO0pKoii remap/ia, BhISBUIO
notepio 2-4 renoB MHC knacca | (FLA-F, -H, -1 u -M), a taxke orcyrcrBHe
BapnadeIbHOCTH AaMHUHOKHCIIOT B OeNKkax, KOJUPYIoIuXcs renamu | kiacca, cpenu
BCEX CEMHU I'€HOMOB rernapja 1mo CpaBHEHHIO CO 3HAUYUTEIbHBIM pa3HOoOOpa3ueM B
pernone MHC y nomarHei Komkw.

AHanmu3 nemorpaduyuecKkod HUCTOPWHU, TPOBEICHHBIN C HCIOIh30BAaHUEM
DaDi, mogenu PSMC, u nonHorenoMHoi Bapuanuu SNV y nByX NOMyJsiIui
apUKaHCKUX TemapaoB, TMOKa3aJl HaJIMYHUE JBYX COOBITHH, KOTJA IOIYJISIIHS
npoxoauiia uyepes3 “OyTeutounoe ropasimko’: ~ 100 u ~ 12 teic.iH. [penpimymme
aHamu3bl ¢ wucnoiab3oBanueM RFLP wm  mocmemoBatensHocteit. MTIHK n

MHUKPOCATCIUIMTHBIX JIOKYCOB TAaKXXC IIPCAIIOoJIarajii HCIABHCC 6YTI>IJIO‘-IHOG
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ropiabimiko  10-12 TeIC.LH., coBHajammEee C  MO3AHE-TJICHCTOLIEHOBBIM
BBIMUPaHUEM TPEUMYIIECTBEHHO KPYMHBIX >KMBOTHBIX B CeBepHONl AMepuke u
HEKOTOPBIX 4YacTsXx EBpa3un: MaMOHTOB, MACTOJIOHTOB, Y KaCHBIX BOJIKOB,
KOPOTKOMOPBIX MEJIBE/IeH, aMEpUKAHCKUX JIbBOB, Ca01e3yObIX TUTPOB U YEThIPEX
Bu10B mnotTosaubix ntuil [Werdelin et al., 2010; Hewitt, 2010; Driscoll et al., 2002].
[Tyma u remap bl Taxoke ucdesnu u3 CeBepHoit Amepuku B 310 Bpems [ Culver, 2000;
O’Brien and Johnson, 2005]. MeI ipeamnosaraeM, 4To 1Ba MO3IHe-IUICHCTOIIEHOBBIX
COKpalIEHUS YHWCICHHOCTH TMOMYJSIUA CHJIBHO YMEHBIIWIM TE€HETHYECKOE
pa3HooOpa3ue MpeNKOoB Temapia, W OCTaBWIM CleAbl  JeMorpaduyeckoro
COKpallleHus B ux reHoMax. Bo-nepseix, ~ 100.000 et Ha3zaa Murpaiys remnapioB
no Bce A3MM M HX pacnpocTpaHeHue B AQpHKy, MOIJIO CONPOBOXAATHCS
yBEIUYCHHEM OJM3KOPOJCTBEHHOTO CKpEIIUBaHUS B pe3yJibTaTe 3acelieHus
teppuropuil (“Oddekt ocHoBatens’). bonee nmo3nHee “OyTHUIIOYHOE TOPIBIILIKO™
apUKaHCKUX TMOMYyJSIUMA TremapaoB ~12 T.JLH. eme OoJbllie COKPATHIIO
YUCJIEHHOCTh W TPUBEIIO K JIOMOJHUTEIBHOM MOTEPE H3MEHUMBOCTH TI'E€HOMA,
Ha0JTI0/TaeMOi y coBpeMeHHBIX renap 1o [Faurby et al., 2016; O’Brien et al., 2016].

['eHOMHBIN aHanmu3 OEJIOK-KOAMPYIOIIMX TEHOB M CEMEHCTB TEHOB,
KPUTHUYECKUX IS Pa3MHOXKEHHS,  MPOJEMOHCTPUpPOBAN  yOeauTeNbHbIC
CTATUCTUYECKHUE JTaHHBIE, MOATBEPKIAIOIINE HAKOTUICHUE n30bITKA
HECUHOHMMUYHBIX 3aMEH Yy TeNap/0B M0 CPABHEHUIO C APYTMMH KOIIaYbUMHU. MbI
UIECHTUPUIUPOBATIA JI€CITh (PUKCUPOBAHHBIX AMUHOKHUCIIOTHBIX BAapUAHTOB B
nokyce rena AKAP4, koTopblii SKcTIpeccupyeTcst HCKIIOUUTENHHO B CEMEHHUKAX U
dbopMUpYyeT BaXKHBI KOMIIOHGHT JTIyTHKa crepMmaro3ouaa. ['omonorn AKAP4
UTPAlOT KPUTUYECKYIO POJb B Pa3BUTHHM CIIEPMATO30MJAOB U BO3HUKHOBEHUU
aHOMaJui CIEPMATO30MJIOB Yy HECKOJIBKMX BHJIOB MileKonuTaomux. IIaTh
TOMO3HUIOTHBIX BpeIHBIX MyTauui B koaupytomed yactu AKAP4, BeposiTHO,
OOBSACHSIOT MOBBIIIEHHYIO TepaTo300cnepMuto (B cpeaneM 81,6% moBpexaeHHbIX
CIIEPMAaTO30UI0B), OOHAPYKEHHYIO Y TeNapa0B-CaMIIOB.

HexoTopbie Te€HBI, KOTOpPBIE OINOCPEAYIOT MBIIIEYHYI0 aKTUBHOCTh U

PHEPTreTUYECKU 0OMEH, OOHAPYKWJIM CUTHAJIBI TIO3UTUBHOTO OTOOPA U SIBIISFOTCS
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KaHIuAaTaMyd JUid OOBSCHEHUs ajanTaluu remnapia K BBICOKOCKOPOCTHOMY
IpecIe0BaHNI0, OHM 3aCITyKUBAIOT JOMOJIHUTEIBHOTO U3YYEHHS B Oy IyILIEM.

B nenom usyuenue reHoMa remnapia npeiaracT 0OeclnpeleieHTHbIE JaHHbIE
Y TIO3BOJISIET BBISIBUTh T€HETUYECKUE OCOOCHHOCTH, HEOOXOIMMBIE JIJIsl TOHUMAaHUS
VUCTOPUM, aJanTallid W BbDKMBAHWUSA BHUJIOB, HAXOJAIIMXCSA IO YIPO30HU
UCYE3HOBEHHA. HEeCKOIBKO NecaTHIeTU Ha3al, B IOUCKE OOBEKTAa UCCIIENOBAHUS
U3 YHClia BUJOB, HAXOAIIMXCS TOJ YTPO30M BBIMHpAHUs, BIOOpP YUEHBIX Hasl Ha
renapaoB, COAEPIKALUXCS B HEBOJIE, YTO IIPUBEJIO K TOMY, YTO CEMYac U3MEpPEHUE
YPOBHSI TE€HETHYECKOIO0 pPa3HOOOpa3us U €ro KOPpEeIsITOB BKIIOUEHO BO BCE
IIPOTPaMMBbl 10 KOHTPOJIIO U YIPABICHUIO INONYJLUAMH, HAXOMAIIMMUCA I1OJ
yIpO30M HWCYE3HOBEHHs. 3HAHWE YHUKAJIbHOM WMCTOPUHM TENapaoB M HX
TEHETUYECKUX OCOOEHHOCTEW JIOJDKHO CTaTh IOJIE3HBIM JUIsl THOJICpXKaHUS U

YBCIIMYCHUSA YUCIICHHOCTH I'elIapaA0B B UX HBIHCITHUX U OBIBIIIMX MECTaX OOMTaHUS.
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BbIBO/IbI

1) 3a mocieqHUe CTO THICSAY JIET B pe3yJIbTaTe MO KpallHeH Mepe IBYX Pe3KUX
cokpaiieHuil 3(h(heKTUBHOW dYHCICHHOCTH Tommyisiun Acinonyx jubatus Owoia
HOTepsiHA CYIECTBEHHAsI YacTh TEHETHUYECKOTO Pa3HO00pasusi, KOTOPOE SBISCTCS
XapaKTepHOH 4epToil Ui IMKO JKUBYIIMX MpeacTaButenei cemeiictBa Felidae u

JOPYTUX MIIEKOIUTAIOIIUX.

2) Bricokoe reHeTHYeCKOoe CXOJCTBO U HU3KOE pasHOoOOpasue ajuiesiell FreHOB
MHC knaccoB | u Il, a Takxe moteps Heckonbkux reHoB MHC knacca | maror
Haubosiee BEPOATHOE OOBSICHEHUE JIBYM paHee HaOarogaeMbIM (PEHOTUIINYECKUM
cBoiictBam y AcinonyX jubatus: a) IlprxnBaeMOCTh KOXHBIX TpPaHCIUIAHTATOB
MEX/1y HEPOJICTBEHHBIMH 0c00sIMU U 0) BbIcOKasi cCMEpTHOCTh OT KOPOHABUPYCHOM

UHpEeKIHH.

3) JlaHHble aHaK3a CIIEKTPOB YACTOT AJJICJICH U TarjIOTUIIOB MEXKIY JBYMSI
nonyJsiusiMu - AQPUKAHCKUX TeMapJoB TO3BOJUIN C BBICOKOM TOYHOCTHIO
PEKOHCTPYHUPOBATh JAeMOrpadUyecKyl0 HUCTOPHIO BHJIA BIUIOTh JO COOBITUH B
paiione 100 Teicsiy JieT Ha3ad. bbulM MOJMy4YeHBI JTaHHbBIC, MOJATBEPKIAIOMINE U
YTOUHSIIOIIME paHEE BBICKA3aHHBIC THUIIOTE3bl O MPOXOXKIECHUM MPEIKOBBIX

MONYJISIIUI Yepe3 OyThIIOYHOE TOPJIBIIIKO B paiioHe 12 ThICSY JIST Ha3al.

4) AHaiu3 MYTallMOHHOTO Tpy3a B TIpPYIIE TIE€HOB, CBSI3AHHBIX C
pa3MHOKEHUEM, OOHApyX W1 HU30bITOYHOE KOJIMYECTBO MOTEHIUAIbHO BPEAHBIX
MyTalMii OTHOCUTEIBHO T€HOMA JOMAIIIHEeW KOUIKUA U JAPYTUX MIIEKOMUTAIOUIUX, a
TaK)K€ BBISIBUI BEPOSTHYIO IPUUUHY BBICOKOHM JOJIM aHOMAJIBHBIX CIIEPMATO30HUI0B
y Adpukanckux renapaoB B Buie reHa AKAP4, nakonuBIIeM psJll CEpbE3HBIX

MYTAalHM.
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5) Cnenpl TOJOXKHUTENBHOTO OTOOpA, AKCIAHCHS HEKOTOPHIX TE€HHBIX
CEMEHCTB, a TaKKe CTPYKTYPHBIC BapUallUW B T€HAX, OTBEUYAIOIIUX 32 PETYJISIHIO
COKpPAILICHUS CEPICYHON M MONEPEYHOIIOI0CATON MYCKYIaTypPhl, TEIJIOBOM CTpPECC
Y PETYISILUIO KaTa0OINYECKUX MPOIECCOB, IEMOHCTPUPYIOT T€HETUIECKUE OCHOBEI
YHHUKQIIBHBIX afanTtanuii Acinonyx jubatus k xumrHmueckoMmy o0pasy >KU3HU H
CTHJIIO OXOTHI, KOTOPBIN BBIJENSACT UX Ha (oHE He ToJibKo rpynmbl Felidae, Ho u

Carnivora B 1ejiom.
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Cnucok coxkpanieHui

TBIC.JI.H. - ThICAY JICT Ha3all

MIJIH.JI.H. - MUJIJIMOH JIET HA3a/[

II.H. - Tap HYKJICOTUIOB

T.II.H. - TBICAY IIap HYKJICOTUI0OB

MJIH.T.II. - MUJIJIMOHOB IIap OCHOBaHHUM
MIIPA.I.H. - MUJUIMAPAOB I1ap HyKJIE€OTHUI0B
JIHK - ne3oxcupuOOHyKIEHHOBAs KUCIIOTA
BAC - bacterial artificial chromosome
BGI - Beijing Genome Institute

BLAST - basic local alignment search tool
CDS - coding sequences

CR - critically endangered

CNV - copy number variation

EN - Endangered

EST - expressed sequence tag

FISH - fluorescent in situ hybridization
MHC - Major Histocompatibility complex
ROH - Runs of Homozygosity

SFS - site frequency spectrum

SNV - Single nucleotide polymorphism
STR - short tandem repeat

SD - Segmental duplication

TE - transposable element

VU - Vulnerable
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