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OBLIASA XAPAKTEPUCTHUKA PABOTDI

AKTyaJ’[LHOCTL HCCJICI0BAHUA U pa3p360TaHHOCTb TEMbI HCCJICI0OBAHUA .

Adpukanckue remapabl (ACIinOnyx jubatus) sBHSIOTCS YHHKaJIbHBIMH OOUTATEISIMHU
Adpuku k rory or Caxapel u lOro-3amamgnodi Aswu. [laHHBIM BHJI OTHOCHUTCS K CEMEHUCTBY
Komaupux (Felidae), oqaoMy u3 16 cemMelcTB, BXOAAMIMX B OTPSA XHIIHBIX MJICKOMUATAOIINX
(Carnivora). ITo ganueiM IUCN Red List 3a 2021 rox, 39 mpencraBureneii cemerictBa Felidae
HaxoJATCs IOJ YIpO30M BBIMHUpAHUS B TOM WM MHOW creneHu. IlpeacraBurenu TaHHOIO
CEMEHNCTBA BCTPEUAIOTCS HA BCEX KOHTUHEHTaX, KpoMe ABCTpalMi U AHTapKTHBIL.

Ha npoTsskeHum MHOrMX JieT remapi  3BOJIOLMOHHUPOBAT KaK  IPEBOCXOIHBIM,
CTPEMUTENIBHBINA XUIIHKK, OCTATOYHO MPOBOPHBIN, YTOOBI MpecieIoBaTh AOOBIYY U H30eraTh
KOHKYpPEHIIUU C JIPYruMu XWUIIHUKaMu. OJIHUM U3 TPHUCIOCOOJICHHM Temap/ia K BbDKUBAHHUIO
SBJIAIOTCSI MOP(PO-(PYHKIIMOHATIbHBIE OCOOEHHOCTH CTPOEHHS HOI'TEH, pacCUUTaHHbIE Ha ObICTpOE
nepeasmxkenue. Kpenkoe clremieHre ¢ MOBEPXHOCTHbIO IOBBIIIAET MAHEBPEHHOCTh U JIA€T
BO3MOXXHOCTh COBEpIIaTh PE3KHUE MOBOPOTHI HAa BBICOKOM CKOPOCTH B Cllydae, Korjaa Jo0brua
MEHSIET HalpaBJIEHUE JBWKEHUS, YTOOBI M30aBUTCS OT MPECIICOBAHUS.

B Hacrosimiee Bpemsi remapabl BCTpedaroTcss Toyibko B Adpuke u Hpane, mmeercs
JIOCTaTOYHO JIOKA3aTeIbCTB TOTO, YTO MPEACTABUTEIN pOJia BO3HUKIU OT OJHOTO OOIIEro
npeakKa, KOTopbld >kuil Ha Tepputopun CeBepHoil Amepuku B MuoreHne. [laHHas oneHka
OCHOBaHa Ha CPAaBHUTEIILHOM aHaJIM3€ MOJIEKYIISIPHBIX MAPKEPOB MUTOXOHIPHAIBHON U AIEPHOM
JHK, uckomaeMbIX JaHHBIX M CBEICHHH O COBPEMEHHOM paclpOCTAHEHWU BUAOB. Bpems
pazzieneHus renapaos, yM U ATyapyHAH Ha OTJEIbHbIE BUbI OLIEHUBAETCS B IIpeaenax 6,7 MiH.
net Hazajl. [laneoHTonornyeckue ciaeapl CylecTBOBaHUS renap/ia MO>KHO BCTpeTuTh B CeBepHOM
u lOxnort Amepuke, EBpone n Asun BmiioThk a0 no3aHero Ineiictomena (10.000 — 12.000 net
Ha3aa). DTO BpeMs MPUMEPHO COOTBETCTBYET NEPHOJY BBIMHUpaHUs MeradayHbI, KOTOpOe
3aTponyno Oonee uyeM 40 BHUIOB KPYIMHBIX MIIEKOMHTAIONIUX, BKIOYas Temapio-MOoJA00HBIX
komrek (Miracinonyx) u mym B CeBepHOl AMepHKe.

['eneTnveckue nccneaoBaHus renapoB, HayaTeie B 80-e roabl XX Beka, MOKa3alH, 4To y
JAHHOTO BHJIa MPAKTUYECKH IOJHOCTHIO OTCYTCTBYET IN€HETHYECKOe pa3HooOpasue, a TOuHee
MPUMEHsIEMbIE METOJbI HE MMENHU JOCTaTOYHOTO pa3pelieHusi, 4ToObl ero oOHapykuTh. C Tex

Imop B TCUCHUC 30 ner ObLIM MPOBCACHBI HCCICAOBAHUA C MCIIOJIb30BAHUCM PA3JIMYHBIX



TCHETHYECKUX MapKEPOB, IMOJHOCTHIO MOJITBEPIUBIINE TIEPBOHAYAILHOE 3asBICHHE O TOM, UTO
rernap/bl UMEIOT HHU3KOE TeHETHUYECKOE Pa3HOOOpas3me, a 10 MHOTUM JIOKycaM HE MMEIOT €ro
BOBce. Vcronb3yemble MapKepsl ¥ METOABI BKIIIOYAIIM: aHAINW3 AJIO3UMOB B (ubpoldiacTax ¢
MCIOJIB30BAHUEM JIBYMEPHOTO 3JIEKTpodopesa; oleHKY NoIuMopdu3Ma JTHH PECTPUKIIMOHHBIX
¢dparmenToB B jokycax MHC; u3ydeHrne acuMMeTpHH KOCTEH Yepera, CEKBEHHPOBAHUE I'CHOB
MHC-1 u MHC-II; cexBenupoBanue mutoxoHapuanpHoi JIHK; u3ydenwe mnommmopduszma
TCHOTHIIOB, MTOJYYSHHBIX PU aMILTU(PHUKAIIMA MUKPOCATEIUTUTHBIX JIOKYCOB.

[TomynsmonHas UCTOPHS BUJA U pa3HOOOpa3ue CreUaTu3uPOBAHHBIX alalTallMOHHBIX
MEXaHU3MOB JICNIAIOT IenapaoB KpallHe MHTEPECHBIM O0BbEKTOM M3YYCHHUSI Ha YPOBHE I'€HOMA, B
YaCTHOCTH, B CBSI3U C BO3MOXXHOCTBHEO OOHApY>KEHHS aJanTalfii, OCTAaBUBIIUX CJICJ] B TEHOME
rernapnoB. /laHHOe HccieqoBaHUE SIBISAETCS BaKHBIM, TaK KaK KacaeTcs BOIMPOCOB IBOJIOIUH
TCeHOMa M MOJICKYJISIPHBIX OCHOB MEXaHHM3MOB (DH3MOJOTHYECKON aJanTalliy TeraploB, AaBas
BO3MOYKHOCTh COBEPIICHHO [T0-HOBOMY B3TJISIHYTh Ha OMOJIOTHIO 3TOTO MHTEPECHOTO BHIA.

Ieap uccaenoBaHusi:

OCHOBHOW eI JaHHOTO HCCIICAOBAaHUS OBUIO  TIOJHOTEHOMHOE H3y4YCHHE
TEHETHYECKOT0 Pa3HOOOpa3wsi, aJanTallMOHHBIX MEXaHU3MOB W JeMorpadu4eckoil HCTOpPHH
a(ppUKaHCKOTO remnapjaa, HaxoAIIerocs Moj yrpo3oil HCUe3HOBEHMS.

3agaum uccae0BaAHUSA:

1. CexBenupoBanue W COOpPKa BBICOKOKAYECTBEHHOTO0 pe(depeHCHOTO T€HOMa Ha OCHOBE
0JIHOTO 00pa3ia ahprUKaHCKOTO Tenapa;

2. PecekBeHHpOBaHUE LIECTH JIOTIOJIHUTENBHBIX 00Pa310oB, MPEICTABIAIONIMX JIBA MOABH/IA,
U KapTUPOBaHHE PUJOB Ha peepeHCHBII FeHOM;

3. AHHOTaIUs TEHOB, TIOBTOPOB M JPYTUX AJIEMEHTOB '€HOMa METOJaMH, 0a3HpYIONTMHUCS
Ha IMMOMCKE TOMOJIOTOB, U aaroputMamu st ab initio mpeacka3aHus TeHOB;

4. Nnentudukanus reHeTHUECKUX OCHOB aJIalTallMOHHBIX MEXaHU3MOB B FeHOME Tenap/a ¢
PUMEHEHHEM METO/I0B CPAaBHUTEIHHOTO T€HOMHOTO aHAJIN3a;

5. HM3yueHune TeHETHYECKOTO pPa3HOOOpa3Hs Cpeau CEMH TEHOMOB TelaplioOB METOJIOM
JETEKI[MH OJJHOHYKJICOTUIHBIX BapuaHToOB (SNV);

6. Coopxka paitonoB MHC remapaa u cpaBHEHHE MX C TOMOJIOTUYHBIMH pailoHaMH JIPYTUX
IpeJCTaBUTENEH MICKOUTAIOINX;

7. Ananu3 nemorpapuieckoi HCTOPUH JIBYX CyOnonyssiuil appruKaHCKUX rernapioB.



Hay4ynasi HoBU3HA:

B pamkax paHHO# paOOThI BIIEPBbIC HPEICTABISICTCS IIEpBUYHAs cOOpka reHoma de novo
U ToApoOHas aHHOTAIMsI TE€HOB M TEHETHYECKUX OHIIEMEHTOB a(pUKAaHCKOrO Temapja.
CoOpaHHBIIf TeHOM remapja MpeacTaBiaseT cOOOW MepBbI MyOJIMYHO JOCTYIHBIA T€HOM BUA,
oTHocsIerocs K amHuu Puma. B nannom nccnenoBanuu ObuT pa3paboTaH HOBBIH METO] COOPKH
C NMpUMEHEHHEeM pedepeHCHOro reHoMa, KOTOPBIM OKa3ayics 0ojiee TOYHBIM MO CPAaBHEHUIO C
IpYTUMH MeTojaMu. B reHome remapaa ObLIM ONMCAaHBI paHee HEU3BECTHBIE CHOCOOBI
aJlanTalliy K BEICOKOCKOPOCTHOMY O€Ty M IUIOTOSAHOMY TUITy UTaHus. Hamu He TonbpKo Oblia
TOYHO OMNKMCaHa TMOTeps TEHETHYECKOr0 pa3sHOOOpa3usi 10 BCEMy TIE€HOMY, HO U
PEKOHCTPYHpOBaHa IIETIOYKA MCTOPUYECKHX COOBITHI, MPUBEANIMX appPUKAHCKOTO Temapaa K
HBIHEIIHEMY COCTOSIHUIO.

Teopernueckas M NPaKTHYECKAsA 3HAYMMOCTb PadOTHI:

Teoperndeckasi 3HaUUMOCTh PaOOTHI ONPEIEISAETCS TEM, YTO OHA MOCBSIIEHA OJHOU U3
OCHOBHBIX (DYHIAaMEHTAJBbHBIX TNPOOJIEM COXPAaHEHHUS CYIISCTBYIOUIMX B HACTOSIIEE BpPEMs
OMOJIOTUYECKUX BHUJIOB — MOHUMAaHHUIO (()EKTOB CHUKEHHUS T€HETHYECKOTo pa3HooOpas3us Ha
TCeHOM W (EHOTHI y HCYE3AONMX BUIOB B PE3yNbTaTe PE3KOr0 COKpAIIECHUS YUCICHHOCTH
HOMYJAIUN — eHOMEHA OYTBUIOYHOTO IOPJIBIIIKA U 3(h(heKTa OCHOBATEIS.

B pamkax ganHoii paGoThl Hamu ObUIM  pa3pabOTaHbl  METOJMYECKUU U
OMOMH()OPMATHYECKUN  BBIYMCIUTENBHBIE  TOAXONBI IS ~ aHHOTHPOBAaHHS  T€HOMA
MJIEKOMTUTAIONINX U aHAJIH3a TeHETUYECKOTO pazHooOpasus. ClieyeT OTMETUTh, YTO, HECMOTPS
Ha YBEJIUYMBAIOLIMECS O0bEMbl T€HOMHBIX JaHHBIX, MPOOJIEMBbI NMPH paboTe ¢ TaKUM THUIIOM
JAHHBIX Ha HEMOJIENIbHBIX OPraHU3Max BCE €Il OCTAr0TCH.

JlaHHBIE TTOJTHOTEHOMHOTO CEKBEHUPOBAHUS U IEPBUYHON COOPKH reHoMa aQpuKaHCKOTO
remapaa ObLIH pa3Meriensl B 6asze manabix NCBI GenBank, u B HacTosiiee BpemMsi HaXOAITCS B
OTKpBITOM Joctyrne. Bes nndopmaiyst 00 OMMCaHHBIX BapHaHTaX, MOBTOPSIOMIUXCS 3JIEMEHTaX,
TeHaX M CTPYKTYPHbIX BapuaHTax JOCTymHa B TeHoMHOM Opaysepe GARFIELD

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

Onucansl Bpennble Myrauuu B reHe AKAP4, xoTopble MpUCYTCTBYIOT y OOJBIIMHCTBA
rernapnoB. [lomoOpanbl mpaiimMepsl i aMIUTMGUKAIMM JIOKyCa C JaHHBIMM MYTallUsIMH.
D¢ dexTuBHOCTH TpaiiMepoB Obla MOATBEPKACHA Ha JBAALIATH JOMOJHUTENBHBIX 00pa3iax

TUKUX a(ppUKaHCKUX TeTmap/IoB.


http://garfield.dobzhanskycenter.org/

Pe3yanaTH, IIOJIYUYCHHBIE [JId TI€HOMa TIfclapaa, MOI'yT OBITb HCIIOJB30BaHbl B

MMOCJICAYIOIIUX pa60TaX, CBSI3aHHBIX C OMOJIOTHEN U COXPAaHCHUEM HMCUEC3AaI0INX BUAOB.

HOJ’IO)KeHI/IH, BBIHOCMMBbIC Ha 3AIIUTY.

1. Tenom adpukanckoro remapia OTIMYaeTCs KpailHe HU3KUM I'€HETHUYECKHM Pa3HOOOpazueM

10 CPABHCHUIO C APYT'UMH 6J'II/13KOpOI[CTBeHHI>IMI/I BUJaMH U HHBIMHU MJICKOITMTAarOIIIMMU.

2. Tenomnslii paiion MHC y remapza He TOJIBKO COIEPKUT CPABHUTEIHLHO HEOOJIBIIOE YHMCIIO
ammeneidr MHC xnaccoB | u 1l, Ho u nemoncTpupyer norepio 1o 4 reroB MHC kiacca |, o
CPaBHEHUIO C TCHOMOM JIOMAIIIHEN KOLIKH.

3. B pesynbrare aeMorpauueckoro aHajau3a reHoMa aQpUKaHCKOIO remnap/a ObUIM HaiieHb!
JI0Ka3aTeNIbCTBA MTPOXOXKACHUS MOMYJISIINK Yepe3 1Ba OyTHUTOUHBIX TOPJIBIIIKA.

4. CemeiicTBa Ie€HOB, CBA3aHHBIX C Pa3MHOKEHHEM, Y aQPUKAHCKHMX TeNapaoB aKKyMYyIHPYIOT
M30BITOYHOE KOJIMYECTBO HECHMHOHMMHYHBIX 3aMEH, 4YacTb M3 KOTOPBIX OKa3aiach
MPEIOI0KUTEIBHO BPEIHOW MO CBOEW mpupoae. Kpome Toro, psa cepbe3HbIX MyTalHil B
rene AKAP4 ckopee Bcero SBISIOTCS TNpPUYMHONW  (OpMHUpOBaHMSA AE(PEKTHBIX

CIICpMATO30UJI0B Y I'CIIapA0B

5. Tlpu3HaKK MOJOKHUTENBHOTO 0TOOpa ¥ aMILTM(HMKAILMK TEHHBIX CEMENCTB MOKa3alu KpaiHe
crieun(UYecKyro aganTaluio, AaCCOLMUPOBAHHYIO C OBICTpBIM OeroM M  (pU3NYECKOH

BBIHOCJIMBOCTBIO I'€riapaa.

JIn4yHbBIi BKJIaJ aBTOPA B IPOBE/ICHHbIC HCCICOBAHUA:

BbiOop Tembl aMccepTallMOHHONW pPa0OTHI, OINpeNeNeHHue ILead M IOCTaHOBKa 3ajad
UCCIIeIOBAaHMsI aBTOP IPOBEJN COBMECTHO C HaydHbIM pykoBomutenem PhD, mpodeccopom,
Credanom JIxerimcom O’bpaiieHom. ABTOp paboThl M3y4Wsd JIATEpaTypy IO TEMe,
HEMOCPEACTBEHHO YYacTBOBaJ B HAaNMCAaHMM M IOATOTOBKE MAaTepUaloB K ITYOJIUKALMSIM,
Hamucasl pykonuch padboTel. OCHOBHasI 4acTh SKCIIEPUMEHTAIbHON paboThl: cOOpKa reHoma u
ero (parMeHTOB, BHIPABHUBAHUE TOCIIEI0BATEIBHOCTEH, TOUCK T€HOB U OMNpeAETIeHHE TeHHbBIX
CEeMEHCTB, aHaJiM3 CHTHAJIOB TO3UTUBHOrO 0TOOpa, aHanu3 JaeMorpaduyeckoi HUCTOpUHU

BBHITIOJTHEHBI aBTOpOM JnyHO. OO1IHil BKIaa aBTopa B padoty - 6onee 80%.



CreneHb 10CTOBEPHOCTH U anipodanus pe3yJbTaTOB:

Pabota BbInosHEHA HAa BHICOKOM HAy4YHO-METOJAMYECKOM YpoBHE. Vcnoib3yeMble METOAbI
COOTBETCTBYIOT IIOCTABJIEHHBIM 3aj1adaM. Jlokiaapl Mo TeMe AMCCEpPTalUM IPOBOAWIMCH HA
exerogueix ordetax 2013-2018 r. ABTOpOM OIMyOiIMKOBaHO / CTAaTei MO TeME AUCCEPTAIMHU B
HAyYHBIX PEIEH3UPYEMBIX M3JAHUSX, UHIEKCUPYEMBIX B 0a3e JaHHBIX SCOPUS M OTBEUAIOILIUX
TpeboBanusM Beicmielr AtrectanmuonHoit Komuccmm MuHHCTEpCTBA HAyKHM UM BBICIIETO
obpazoBanus Poccuiickoit denepannn

JlanHble pe3yabTaThl Takke ObUIM MPEICTaBICHbl Ha CIEAYIOIUX KOH(PEPEeHIHUsX:
Society for Molecular Biology and Evolution meeting (Ascrpus, 2015), Recent Advances in
Conservation Genetics Course (Benrpusi, 2016) u BIATA (Cankr-ITetepOypr, 2021).

OOcyxneHue auccepTaluu IMPOBOJIUIOCH Ha ceMmuHapax B lleHTpe reHOMHOHU
ouounnpopmarukun um. @D.I'.Jlobpxkanckoro, Cankr-IlerepOyprckuit  ['ocymapcTBeHHBIN
Yuuepcurer 1 HOL[ I'enomHoe pa3nooOpasue B yHuBepcurere UTMO. HznoxxkeHHbIe B
JUCCEPTAIIMOHHOM HMCCJICIOBAHUU TOJI0KEHUS U BBIBOJIBI SIBIISIIOTCS JOCTOBEPHBIMHU. ATpoOariust
JMCCepPTAIlMOHHOM paboThl poBeieHa Ha MexxiiaboparopaoM cemuHape NOI'en PAH (nmporokon

Nel5 ot 15 anpens 2021 r.).

CTpykKTypa H 00beM JHCCEePTAIMOHHONH PadoThI:

Juccepranus BkitodaeT B ce0s cienyromue riasbl: «Benenuey», «O030p nutepatrypbi»,
«Matepuainsl U METO/IbI», «Pe3ynbTaThl 1 00CyKIeHUEY, «3aKiIoueHne», «BeBoas» n «Cnucok
muteparypel». Paborta m3noxkena Ha 110 cTpaHunax MamIMHONMCHOTO TEKCTa, COAECPXKUT 26
pucyakoB u 20 Tabmui. CHHCOK HIUTHPYEMBIX JUTEPATYPHBIX WCTOYHHKOB BKIIO4aeT 135

HAaMEHOBAHHM, U3 KOTOPBIX 135 — Ha aHTIIMIICKOM SI3BIKE.



COJAEPKAHUE PABOTbI
00630p suTEpaTyphI

B mmcceprammonnoii pabore riaBa «O030p JTUTEpaTypbl» COCTOMT W3 4 pa3zieros.
[TepBriii pasznen MOCBsAIICH (QUIOTEHETHKE Kiaapl PUMA M OMMCHIBACT JBA TJIABHBIX CIEHAPHUS
npoHCXOKICHUs poaa AcinonyX. Bo BTropom pasnerne mpeacraBieHa HHPOPMAIHS O CHIDKCHUN
YHUCIIEHHOCTU TOMYJSIUNA M TEeHEeTHMYECKOro paszHooOpaszue adpuxaHckux remapaoB B 19-20
BeKax. TpeTuil paszien ONMCHIBAET Psii PE3Yy/IbTATOB MO OLEHKE M€HETHMUECKOTro pa3HooOpasus,
MOJTyYCHHBIX y4eHBIMH 3a nociennue 50 ner. B yerBeprom paszzaene conepkuTcs HHYOpMAIHs
00 OCHOBHBIX ATanax reHOMHOTO MTPOEKTa U METOJaX pabOThl C TEHOMHBIMU JIaHHBIMH.

Marepuajisbl 1 METOIbI
buonndgopmarnyeckue MeTOIbI:

OcHOBHBIE pe3ynbTaThl pabOTHl OBLIM MOJYYEHBI C WCIOJNB30BaHUEM 0a3 JaHHBIX
GenBank u RefSeq (NCBI), Ensembl, GeneCards, MalaCards, OMIM, KEGG, Repbase,
miRbase, Rfam u TreeFam. COopka reHOMa OCYIIECTBISIACh IPH MOMOIIM HPOTrPaMM
SOAPdeovo u Chromosomer. [Ius aHain3a T€HOMHBIX JAaHHBIX HCIIOJIB30BAINCH IPOTPAMMEI
BLAST+, Quast, Jellyfish, bwa, bowtie2, samtools, snpEff, PolyPhen2, ANGSD, CEGMA,
BUSCO, LASTZ, ProgressiveCactus, GRIMM, RepeatMAsker, TRF, tRNAscan-SE, Infernal,
PAML, InterPro, HMMERS, Proteinortho, Gblocks, ClustalW, PSMC, DaDi u GADMA.

Peanmzaruio aBTOPCKUX CKPHUIITOB MPOBOIMIIM B TIporpaMmHoii cpenax Python, Perl u R.

Chromosomer: MbI crienuaibHO pa3paboTaid HOBBIM METOM s KapTupoBaHus ckaddosiaos
reHomMa a@pHKaHCKOro remapja Ha pedepeHCHbIi reHoM jomamniHed komku. Ha cxeme
MPSIMOYTOJIBHUKM ~ COOTHOCATCA C TPOLEAYpPAMH, KOTOPbIE NPUMEHSIOTCS K JIaHHBIM,
COOTHOCAIUMCSL C  MapajjiesiorpaMMaMu. Mbl  UCHOJB30BalIM  PE3yJbTaThl  MapHOIO
MIOJTHOTEHOMHOTO BBIPABHHMBAHUS JIBYX BHJIOB, IMONydeHHOTO B mporpamme BLAST+. 3atem
MIPUCBOMIIM BEJIMYMHY CXOJICTBA JUIS KQXKJOI0 KapTUpoBaHHOTO (pparmeHTa. Bennunna cxoacraa
OCHOBBIBA€TCA Ha JUIMHE U MJIEHTUYHOCTH BBIPOBHEHHBIX PETMOHOB. MBI IPENIOIOKUIIN, YTO
KaIbpld ckaddoiam MoXeT UMETh YHMKAJIbHOE pPAcojioKEHHE B CIEeHU(UYECKOM pPErhoHe Ha
pedepeHCHOM TeHOMe JOMAalllHEeW KOIIKM B Ccllydyae, €ClId OTHOUIEHHE MEXIy JIy4IIUM
BBIDAaBHMBAHMEM M BTOPBIM II0 CTENEHU CXOJCTBA NPEBBINIAET 3aJaHHBIM mopor. B ciydae

BBITIOJIHEHUS JTAHHOTO YCJIOBHUS cKaQoia 3aKkperisieTcss Ha MO3UIUHN, COOTBETCTBYIOLICH ero



BBIpDAaBHUBAHUIO C HaubOomibiier orneHkord. Ckaddonapl, HE HMEIONME JIOKATW3AIUUd |

KOHerTHOﬁ IIO3NIIHUH, OBUIH UCKJIIOYEHBI U3 ﬂanLHeﬁmero aHaJInu3a.

GADMA: UYto0sl cmenaTh BBIBOJ O JEMOTpagUYeCKON HCTOPUM JIBYX NOMYJISAIUMNA Tremapiaa
(BOCTOYHON M I0XKHOH), MbI Hcmoib3oBaniu uHHCTpyMeHTHI GADMA u DaDi. DaDi moxer
TCeHEPUPOBATh CIEKTPhl YacTOT ayjieieci B COOTBETCTBHUM C OJHUM WU HECKOJIbKHUMH
nemorpauuecKkuMu  CIIGHApUsIMH. 3ajqada  HCCIEAOBaTeNsl COCTOMT B TOM, YTOOBI
MaKCHMH3HUPOBATh CXOJCTBO MEXY HPEIIOojaracMold MOJEIbI0 M HAOJI0JaeMbIMUA YaCTOTAMU
amneneid B SFS. Cremnenp cxo/IcTBa OIEHUBAIM MyTEeM BBIYMCICHUS (PYHKIMH MPaBIONOI00uUS
cpeau  pasHbIX  JeMorpaduyecKux  CIeHapueB. MBI  NPEIIOKUIM  METOJX  TOMCKa
nemMorpaduueckoil MoJeNu, ONTHMAIBLHO COOTBETCTBYIOMICH HAOIIOAAEMOMY CIEKTPY YacTOT
aJUleNieil, OCHOBAaHHBI HAa TCHETUYECKOM aJrOPUTME C HCIOJIb30BAHUEM CYIIECTBYOLIMX
pelieHHU ISl CUMYJIMPOBAaHUSI CIEKTPAa YacTOT aylieliell W3 3aJaHHOU JieMorpaduvecKoit
MOJIeTIH, @ UMEHHO 0adl u moments. Pa3paboTaHHbIi METO MOICPKUBACT 0 3X MOMYJISALHA.
JlanHblii MeTon peanuzoBaH B mnporpammuHoM obecrieueHnun GADMA (Genetic Algorithm for
Demographic Model Analysis), koa KOTOPOro BBUIOKEH B OTKPBITBIA JTOCTYII U MOXET OBITH
Haiimen 1o cceutke:  https://github.com/ctlab/GADMA. DddekTuBHOCTE MeTOAa ObLIA
MpOBEpPEeHA Ha pealbHBbIX JAHHBIX: Ha T€HOMaX COBPEMEHHBIX Jojgell u O6abouek Euphydryas

gillettii.

Pe3yabTaTsl M 00Cy:KICHUE

AHaJM3 JaHHBIX CEKBEHHPOBAHMA aQpPUKAHCKOrO remapiaa s pedepeHcHOro odpasua u
1IEeCTH JONOJHUTEJIbHBIX 0c0o0ei

Bbun mosydeHsl M NMpoaHATM3MPOBAaHbl JJAHHbIE CEKBEHUPOBAHUS ISl ceMU OOpa3lioB
appukaHckoro remappaa. s moisydyeHHMs BBICOKOTO IOKPBITHS T€HOMa i pedepeHCHOro
oOpasua kaxjast 6ubnuoreka Obljla CEKBEHUPOBaHA Ha HECKOJIBKHX JIOPOXKKAX, UTO 00ECIeunsio
6onee 300 CEKBEHMPOBAHHBIX MIIP. I.H. TMIEPBUYHBIX JAHHBIX J0 KaKOW-ITMOO (UIBTpAINHU U
aHanu3a. bubMMoTeKN IS ECTH AOTOTHUTENBHBIX 00pa3IlOB OBLITN CEKBEHUPOBAHBI COBMECTHO
Ha oaHOM umrne cekBeHaTtopa Illumina HiSeq2000, B pe3ynbraTe 4ero mnosyueHbl MEpBUYHBIC
JIAaHHBIE C YMEPEHHBIM BBIXOJOM U 5-6-KpaTHBIM ypOBHEM HOKPHITUS reHoma. [l mosmydeHus

JaHHBIX BBICOKOI'O KayeCTBa U3 o0BeMa MEPBHUYHBIX HpO'—ITeHI/Iﬁ MBI IPUMCHSIN P (1)I/IJ'IBTpOB



s orceBa ayonukartoB [ILIP, XxuMepHBIX mociea0BaTENbHOCTEH U MPOYTEHUH C BBICOKUM
YPOBHEM OIITHUOOK.
De novo coopka renoma ag)puKaHCKOro remapaa

Jns o6pasia (Chewbacca) ¢ BBICOKMM MOKPBITHEM Tpu cOOpke reHoma de NOVO ObLia
UCIOJIb30BaHA TOJBKO YacTh IMOJYYEHHBIX CHIPBIX HPOYTEHUN MPOLIEANNX (QUIBTPALUIO MO
Ka4yeCTBY U KOppeKiuio. OTKOPPEKTUPOBAHHBIC MPOUYTEHUsI ObIM coOpaHbl B 97.981 KOHTUTOB
(N50 = 28,2 TaiH.) m 2332 ckadpdonma (NS0 = 3,1 muH. m.H.), OIpUYeM IJIUHA CaAMOTO
npoTshKkeHHoro cobOpanHoro ckaddonma cocraBuna okono 13 muH.aLH. OOmmiA pasmep
CcOOpaHHOroO TeHoMa cocTaBmi 2,376 MIpA.ILH. ¢ MeHee YyeM 2% HEU3BECTHBIX Map OCHOBAHUHU.

Cpez[Hee IMOKPBITHEC I'CHOMA, PACCUUTAHHOC 110 KAPTUPOBAHHBLIM IIPOYTCHUAM, COCTABUIIO 73X,

Coopka renoma agpUKaHCKOro renapaa Ha ocHoBe pedepeHca JoMAaLIHel KOIIKH

Paspaborannas Hamm mporpamma Chromosomer cos3maer mnepBUYHYIO COOPKY
ckaddo0B XPOMOCOMHOI'O YPOBHSI Ha OCHOBE KapThl BBIPOBHEHHBIX ()ParMEHTOB, KOTOpHIE
JOJDKHBI OBITH Kak B IIEJICBOM, TaK M B Pe(EpPEeHCHOM TE€HOME. YUHTHIBass KOHCEPBATHBHYIO
OpraHu3aIfio reHoma y npejacrasutencii Felidae, Mpl pemmimm ucmons30BaTh TEHOM JOMAITHEH
KOIIKM B KadyecTBe pedepeHca ainsi COOpPKM XpPOMOCOM remapja. Me1  ycnienrHo
uACHTUGUIMPOBATIN U KapTupoBanu 1.519 ¢dparmenrTos, Bxoasumx B coctaB 18 ayrocom u X
XpoMocoMbl. B mporecce cOOpkHM € HCHOIb30BaHHMEM pPEe(PEPEeHCHOr0 T€HOMa Mbl BHECIHU
npomnycku obmen JuHbl 139 MiH n.H. Pasmep nepBu4HON XpoMOCOMHOM cOOpKHU cocTaBuid 2,48
mipa m.H. OOmas JuinHa BceX HEeNOKalM30BaHHBIX ckaddongoB cocraBwia 34 MJH ILH., YTO
cocTaBisieT MeHee 1,5% anuHbl Bcex coOpaHHbIX cKad(doII0B.

Kpome Toro, pasmep coOpaHHBIX HAMH XPOMOCOM Te€Napjaa oKazajics ropaszo Ooblle,
4yeM ObLTO MPECKa3aHo, B CBSA3U C TEM, UTO MbI JOOABUIN HECKOJIBKO MPOMYCKOB B MOTYYEHHYIO
TE€HOMHYIO COOpKY Ul yCTpaHEHUs MePeKphITU ckadoI0B.

Jlnst ompeneneHuss pacroyiokeHust cKa@osIoB MOJOBBIX XPOMOCOM MBI CPaBHHIU
crerieHb MokpbiTHS U GC cocraB Bcex coOpaHHBIX (parMeHTOoB. Hamu OBIIO 3aMeueHO, YTO
cymiecTByeT aBa pacnpenenenus, omHo ¢ 20-30-kpatHbiM u BTOpoe ¢ 40-60-kpaTHBIM
MOKPBITHEM, CO CHH)KEHHEM CTENEeHU MOKpbhITUS B peruoHax ¢ BbicokuM GC cocraBom.
CHuxenue rinyOuHbl cexkBeHUpoBaHMs B GC HachIIEHHBIX pErMoHax sABIsETcs oOIIen

npo0eMoll TEXHOJIOTUH CeKBeHupoBaHus kommanuu lllumina. Msl mpeamonoxuiy, YTo
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pactipenenenue ¢ 20-30-kpaTHOW TIyOMHOM OXBaTa COOTBETCTBYeT X M Y XpOMocoMaM, HE
CUMTAsl ICEBA0AYTOCOMHOMN OOJIACTH.

B cBsi3u ¢ BBICOKUM COZIEpKAHHEM TIOBTOPOB M HEOOJIBITUMU pazMepaMu Y XPOMOCOMBI,
MbI HE CMOTJIM coOparh €€ ¢ MOMOINBI0 MporpaMMmHOro odecredenuss Chromosomer. [lns
noucka ckaddonmoB, KOTOpbIE MOTYT OBITH ACCOIUUPOBAHBI C Y XPOMOCOMOW remapia, MbI
CpPaBHWIM T€HBI, pACIOJOKEHHbIE B Y XpPOMOCOME UYEJIOBEKa, C HEKapTUPOBAHHBIMH
ckaddonmamu remapna. M3 54 sxcnpeccupyrommx OEIKOBBIE MPOAYKTHI T€HOB Y XPOMOCOMBI
YenoBeKa ObuTa Tpencka3aHa jokanmsanus 21 reHa B ckaddongax remapaa. Takum oOpazom,
HaMM ObUTH HalIeHbI IATh ckaddosoB Y XpoMocoMbl renapaa oomei mirnHou 1524629 mn.H.

I'enom adpukaHCKOrO remapaa - 3TO NMEPBBIH peepEHCHBI T€HOM IMPEICTABUTEIS W3
(UIOTCHETHYECKON JIMHUU TIyMbI, OJHOH W3 BOCBMH OCHOBHBIX KJIaJ, MPEICTaBIISIOIINX

JOIICAIINX JO HAC KOIIa4YbUX.

Ounenka kayecTBa reHOMHOM cOOPKM a()pUKAHCOrO remapaa

B cnyuyae orcyrcTBUS (DM3MYECKOW KapThl CLEIUICHHS WIH pedepeHCHOr0 TI'eHOMa
JIOCTaTOYHO CJIOKHO OIPEISIUTh TOYHOCTh COOpku ckaddongoB. Mbl onupanuck Ha HaAOOP
KOCBeHHbIX npu3HakoB: 1) CooTBercBHEe pa3MmMepa COOpaHHOIO T€HOMa C pPa3MepoM
npencka3anHoro; 2) HaieXHOCTh M TOYHOCTh KapTHPOBAHUS HCXOAHBIX U JOMOTHHTEIbHBIX
npouTeHUid Ha coOpaHHbIE reHoM; 3) IlpencTaBieHHOCTh U IIEJIOCTHOCTh TI'€HOB,
KOHCEPBaTHBHBIX Ui BceX 3ykapuoT; 4) IloarBepkacHue HaOJIOIEHHN O BBICOKOM YpPOBHE
CUHTEHHMH CPEIU KOIIAYbUX OTHOCUTENIBHO APYTUX BUIOB MIIEKOIUTAIOLIMX.

JUia mnpenckazaHus pa3Mepa TI€HOMa [0 JaHHBIM IIEPBUYHBIX IIPOYTEHUN MBI
aHAIM3UPOBAIM pacnpenenenue 17-mepoB. Hamm pesynbraTsl moKasajd, 4TO pasMep T'€HOMa
apUKAHCKOTO Tremapaa COCTaBIseT OKojo 2,395 mupma.aH., 94To OJM3KO K pa3MepaM T'e€HOMOB
paHee CEKBEHUMPOBAHHBIX IPEACTABUTEIEH CEMEWCTBAa KOIIAYbMX — JOMAIIHEH Komku (2,641
MIIpA.ILH.), amypckoro turpa (2,400 muipa.mH.) U amypckoro neomapna (2,450 mipn.n.H.)
[Pontius et al., 2007; Tamazian et al., 2014; Cho et al., 2013]. IIpeacka3anHblii HAaMU pa3Mep
reHoMa a)puKaHCKOro Tenap/ia MOXKeT ObITh HEMHOTO Oouiblile, yeM (haKTUUeCKUN TeHOM, U3-3a
OIIMOOK CEKBEHHPOBAHMS, B PE3yJbTaTe KOTOPBIX MOTYT IMOSBIATHCS Ooniee penkue K-mepsl.
OOmast MHa Beex cobpaHHbIX ckaddongoB cocraBuna 2,375 mipa m.H., yTo Ha 20 MIJIH I.H.

MCHBUIC IO CPABHCHHUIO C MPEACKA3AHUEM, COCTABJICHHBIM I10 IIEPBUYHBIM ITPOYTCHUAM. ﬂaHHOG
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HECOOTBETCTBHE MOXKET OBITh BRI3BAHO HE TOJBKO 33 CUET MEPEOLICHKU pa3Mepa MpeICKa3aHHOTO
TCHOMa, HO W BCIICJICTBUE HEJONPEICTABICHHOCTH HEKOTOPBIX IIEHTPOMEPHBIX palilOHOB. B cBs3u
C pa3MepoM H CJIOXHOCTHIO HYKJICOTHIHOW TMOCJIEI0BATEIBHOCTH OKa3bIBACTCS IOYTH
HEBO3MOXXHBIM COOpaTh MEPUIICHTPOMEPHBIE pailOHBl TE€HOMA, HCIOJNb3Ysl TEXHOJIOTHH,
OCHOBaHHBIE Ha KOPOTKUX MpoureHusx, Hampumep, lllumina [IHlumina, 2014].

KaptupoBanue npouTeHuii Ha IEPBUYHYIO COOPKY FeHOMa Terap/a IoKa3aio, 4TO OKOJIO
97% Bcex MpOYTEHU MMENHU YHUKAJIbHOE MOJIOXKEHHE. 3HAYUTEIbHAsL MPONOPIHS OJHO3HAYHO
KapTUPOBAHHBIX MPOUYTEHUH SIBJISIETCSI KOCBEHHBIM MPU3HAKOM XOPOIIEH TeHOMHOW COOPKH.

bosiee 91% reHOB, KOHCEPBATUBHBIX ISl SYKAPHOT, MPUCYTCTBOBAJIM B HalIeH COOpKe
TCHOMa, YTO TOBOPHUT O BHICOKOM YPOBHE CXOJICTBA KauecTBa HaIlIeld COOPKU ¢ TEeHOMaMHU JPYTUX
MPECTaBUTENEH OTpsiia XUIMHBIX: cobaku - 93%, nomamHel Komku - 95%, turpa - 93%, nbBa -
89%, mporeHT OOHAPYKEHHBIX T€HOB IPEAINoJaraeT aHAJIOTMYHYI0 TOYHOCTh COOPKH T€HOMOB
JIAHHBIX BUJIOB.

Mpbl mpou3Beln BBIPABHUBAHUE T'€HOMOB apPUKAHCKOTO remapja, JAOMAIlHEH KOIIKH,
TUTpA, JIbBa U JIOMAIIHEH COOAKM IS MOJCUeTa KOJIMYECTBA M pa3Mepa OJIOKOB CHHTEHHU. MBI
OXKUJAJIM, YTO KOJMYECTBO W pa3Mep OJOKOB CHUHTEHMM OyAeT Oojblle MEXIy ONM3KUMU
BUJIAMU, YeM MEXIy najekuMu. Kpome TOro, Mbl UCKalIu KPYMHBIE T€HOMHbBIE MEPECTPONKHU B
reHoMax JIOMallHed KOIIKKM H a(pUKaHCKOrO Temapjaa, MOCKOJIbKY Halu4he OOIBIIOro
KOJIMYECTBA TAaKUX IEPECTPOCK OYAEeT TOBOPUTh O BO3MOXKHBIX OIIMOKAaX, ITOJYYCHHBIX B
nporecce coopku ckaddonmgos. IlponeHT coBmameHus reHoMa adpUKAHCKOTO remapaa Io
CPaBHEHHIO C TEHOMAaMH JPYTHX XHBOTHBIX cocTaBml: 93,6 % mis turpa (Panthera tigris), 91,6
% nns apBa (Panthera lion), 91,1 % mns nomamueit komku (Felis catus) u 74,1 % mis cobaku
(Canis familiaris). Kak u ObL10 mpeacka3aHo, HauOOJbINAs pa3HUIlAa Oblla HalIeHA MEXIy
Han0oJiee OTAAICHHBIMU BUJIaMU (T€Tap/IoM U COOaKOM).

[TpuHUMas BO BHUMaHKE MOJYYCHHBIC PE3YJIbTAThI, Mbl YBEPEHBI B BRICOKOM KadecTBe de

NOVO reHOMHO# cOOpPKH adpUKAHCKOTO renapa.
IMouck reHoB U NOBTOPOB B reHOMe appuKaHCKOro remapaa, Acinonyx jubatus

Bcero B reHome renapa 6s110 uaeHTuuupoBano 20343 0enoK-KOAUPYIOMIUX T€HOB U

110431 renos Hexonmupyromux PHK-snementoB. [lonst oOHapy:KeHHBIX MOBTOPOB COCTaBHIIA
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39,48%. JlaHHbBIC MTOKA3aTENH SABJSIOTCS KOHCEPBATUBHBIMU KaK JIJIsl KOIIAYbMX, TaK U I OoJiee

HIUPOKOM TPy XUITHUKOB.

ITouck cUrHAJIOB NOJI0KUTEJIBLHOTO 0TOOPa

MpI uckau ciesibl HeIaBHETO €CTeCTBEHHOr0 0TOOpa M0 BCEM IreHaM Tenapia, OlleHUBast
cootHotreHust KA/KS B COOTBETCTBHH ¢ OPTOJIOraMH M3 TEHOMOB JIbBa, TUTPA, KOIIKH, YETOBEKA
u MblM. B yactHOoCcTH, MBI Mcnonb3oBain PAML 11t TeCTUpOBaHUS CUTHAJIOB MO3UTHBHOIO
oTOopa BIOJb (PUIOTEHETUYECKON JTUHHUM Tenapia U oOHapyXwiu 947 reHOB CO 3HAYMMBIMH
curHagamu (P <0,05, cKOppEeKTHPOBAHHBIX IS MHOKECTBEHHOTO TECTUPOBAHMUS), NECATH M3
KOTOpPBIX MOKa3alu oboraimieHrne B KOHKpeTHbIX GO-tepmunax. [14Th reHoB co cienamu oToopa
OBUIM CBSI3aHBI C PETYJSIUEH COKpAIICHUS CEPACYHON M IMOMEPEYHOIOI0CATON MYCKYJIATyphl
(ADORA1, RGS2, SCN5A, ADRA1 u CACNA1C); nBa rena (TAOK2 u ADORAL) Gbutu CBsI3aHBI
¢ aktuBHOCThI0 MAPPK, BakHOH 117151 OTBETa Ha CTPECCOBBIC BO3ACUCTBUS, BKIIOUAsl TETIIOBOU
ctpecc, u 4derbipe rena (APOC3, DDIT4, SUFU u PPARA) Obumn cBsi3aHBI C HETaTHBHOM

perynsanuei KaTaboIMYecKuX MPOIEcCOB.

AHaJM3 IKCIIAHCHHU U COKPALIEHHUA TeHHbIX CEMeiCTB

I'enom remapna conepxut 17863 cemeiicTBa opTosornuHelx reHoB. Cpeau Hux 10983
ceMeicTBa OPTOJIOIMYHBIX T€HOB OBLIM OOIIMMU JJI BCEX JIEBSITH aHAIM3UPYEMbIX T€HOMOB, U
12114 cemetictBa Obltr oOmuMu it Tpynmsl Felidae. B to ke Bpems 112 kmactepoB ObuH
OOIIMMHU HCKJIFOUUTENIBHO JUIsl TEHOMA renapjia M J0OMalllHed KOLIKU. Bhlio mpoaHHOTHPOBAaHO
1335 reHoB, YHMKaJIbHBIX s remapaoB; 812 u3 Hux cojepxanu 2293 OeIKOBBIX JOMEHa,
onpezeNeHHbIX Npu nomomu InterPro. Anamu3, OCHOBaHHBIM Ha CpPaBHEHUHM OPTOJOTHMYHBIX
TeHHBIX CEMEICTB Cpeld BOCbMHM BHUJOB MJIEKONMMTAOIMMX (appUKAHCKUN remapl, aMypCKHi
TUTDP, appPUKAHCKUH JIEeB, JOMAIIHSAS KOIIKa, YeJIOBEK, c00aKa, MbIIIb U OIIOCCYM), TIOKa3aj, 4To
reHoM remnapja umeer 814 pacmmpeHHbIX M 2169 COKpallleHHBIX T€HHBIX CEMEMCTBa IO
CpaBHEHUIO ¢ 00IIUM peakoM kormaubux (Puc. 1).

PacmmipeHHbie TeHHBIE CeMeHCTBa BKIIOYaTHM MHOXecTBO GO-TepMHHOB, TakuX Kak
oboHsATenbHbIe M (G-CcBs3aHHbIE OEJKOBBIE PELENTOPHI (TaKKe IMOABEPTUIMECsS 3KCIAHCHH Y
apyrux mnpencraBureneil Felidae), koropeie Moryr OBITH CBsS3aHBI C (DU3MOJOTHEH Temapia.

CewmeiictBo reHoB LDH-A u LDH-B, xonupyromux ¢pepMeHThI JIaKTaTAeTUIPOreHasbl, IBISIOTCS
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BaYKHBIM 3JIEMEHTOM aHa’3poOHOro MeTabonuyeckoro mytu. IlokazaHo ABYKpaTHOE yBelMYEHHE
YKCiia TeHOB y HeKoTopbix BHIoB Felidae (komika, remapa u JieB) MO CPaBHEHHIO C JAPYrHMH
MJICKOITUTAIOIIMMH, YTO MOTCHIIMAJIBHO SIBJISETCS XapaKTepHOM aganTanuen s XUIHAYECKOTo
o0pasa KU3HH, TAITUIHOTO JIJIsi OOJIBIIMHCTBA BUAOB KOIITAYbUX.

AHanu3 AMHAMUKH SKCIIAHCUU U COKpAIICHHS T€HHBIX CEMEMCTB MOXKET JaTh KIHY K
MMOHMMAHUIO HBOJIIOLIMOHHBIX COOBITHI, KOTOpbIE C(HOPMUPOBAIUM T€HOMBI MIICKOMHUTAIOIINX.
[Ipeanonaraercsi, 4Tto IyIJIMKAIUMS TeHA SBISETCS MOIIHBIM JBUTATENIEM 3BOJIIOIIMOHHBIX
W3MEHEHUN U MHHOBAIIMH, B TO BpeMs KakK MOTepsi T'€Ha CUUTACTCS PAaCIPOCTPAHEHHOW peaKIineit
Ha U3MEHEHHS B CEJICKTHUBHOM JABJICHUU B MPOIIECCE IBOIIOIUU, HAIPUMEDP, B MIPOUCXOKIACHUN

YCJIOBCKaA.

+466

+43[ 1585
-928| 4736
+443[  -2135
-484 +309
+97|-1870

-833| 1822
-1993

-;22 ;g’gi C. familiaris
+1253

+26 -2268
7| +959
-2388

+685
-3835

F. catus

A. jubatus

P tigris
+204
-709

P leo

H. sapiens

M. musculus

M. domestica

15,62

Pucynok 1. DkcnaHcusi H cOKpallieHHe FeHHbIX ceMelicTB B reHoMe remnapaa. Knagorpamma,
oTpaxkarolasi (UIOreHEeTUYECKNE OTHOIIECHUS MEX]y HM3y4aeMbIMU BUAAMU MIIEKOMMTAOLIUX.
Hanecennsle Ha Hee U(PBI, OTMEUEHHBIE 3€JIEHBIM U KPACHBIM I[BETOM, OTPaXKatOT KOJINYECTBO

T'CHHBIX CCMCﬁCTB, MOABCPITIUXCA SKCIIAHCUHU U COKPAILICHUIO COOTBCTCTBCHHO.

AHAJIN3 TeHOB, CBSI3AHHBIX C Pa3MHOKEHHEM

CoBpeMeHHbIe TIpeICTaBUTeU Bua ACINONyX jubatus meMoHCTPUPYIOT MHOYKECTBEHHBIC
(U3MOIOTUYECKIE KOPPETSITH MHOPHIMHTA KaK B HEBOJIE, TaK M B IMKUX MOMYJISAnusX. [ enap/pt
TPOSIBIISIIOT KOHCTUTYTHBHBIC HapyIICHUS B Pa3MHOKEHHH, BKJIIOYAsh HU3KYIO IUIOJJOBUTOCTH B

HeBosie, B cpenHeM 80% crepmMaTo30MJ0B C aHOMaIbHOM Mopdosoruei Ha 3SKYIAT U
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MOBBIICHHYI0 YaCTOTY aKpPOCOMHBIX Ae(EeKTOB, KaK 3TO HAOII0IANIOCh y IPYrUX HHOPEIHBIX
MPUPOJHBIX MOMYIISIUI

Mps1 0OHapyXWJIM B TeHOME Tenapna 92 reHa, CBA3aHHBIX C Pa3MHOXKEHHEM (Hampumep,
OOTeHE3 U ClepMaroreHes), ¢ NoBbieHHbIMU 3HaueHUsIME KA/KS. B nanmbHeiiieM 3TH TeHbI
ObUTM BpYYHYIO TIPOBEPEHbl C UCIOJIb30BaHUEM OOIIEJOCTYNHBIX 0a3 JaHHBIX. bbbl
chopMupoBaH (QUHAIBHBIN cHMCOK H3 18 reHoB ajs moucka B 0a3zax JaHHBIX T'€HETHYECKHX
3aboneanuii, Briarodas OMIM, KEGG wu MalaCards, a Takxke /i CKpHHHMHTA BCEX
HECMHOHMMUYHBIX 3aMeH U jAenenuid. [1aToreHHOCTh MyTaluil OIEHMBAJIM C HCIIOJIb30BaHHUEM
PolyPhen2 ¢ 6enkamu yenmoBeka B kadectBe Mojenn. Cpean 18 reHOB Mbl OOHAPYKWIHM OJUH
T'eH, KOTOPBIN MOKa3al U30bITOK BO3MOXKHBIX MOBPEXKIAIOIIUX MUCCEHC-MYTAIlUi, 1 ObLI CBSA3aH
c BaxHBIMU (yHKIHAMU cnepmatoreneza: AKAP4. Mbl HCIONb30BaIM CEKBEHHUPOBAHHUE IO
Sanger mns monrBepxkaenuss myrtauuid AKAP4 y 10 nukoxuBymux remapnoB n3 HammOum.
UYetblpe U3 NATH HECHHOHUMHUYHBIX 3aMEH ObUIM MOATBEPXKACHBI B 9 oOpa3lax M OKa3aluch
roMo3uroTHeIMH. [IsTas myTanus moka He OblIa U3y4eHa, MOCKOJIbKY OHa Oblja PacloyiokKeHa B
OIHOM M3 IIpaliMEpHBIX IOCIEIOBATEIBHOCTEH, KOTOPbIE Mbl CKOHCTPYMPOBAIM IS
ammuinuxanun AKAP4.

Myrauuu B rene AKAP4, oOHapyXeHHbIe B TeHOME renapja, He HaOlrolalnuch y TUTpa,
nomamiaedt u qukoi komku (Felis silvestris), a Takxke y a3uaTcKoOro jibBa, Ybsl ¢IUHCTBEHHAS
MoNyJIsAUsl 0OUTAaeT B HAalMOHANBbHOM mapke ['up-Dopect, MHaus, U 1eMOHCTPUPYET KpaiiHee
TEeHETUYECKOE HCTOILIEHHE U OOIIMpHBIE PENnpoAyKTUBHbIE JedekTbl. OOHapyXeHHble HaMH
HapyleHUsl PENpOAYKTHBHBIX TI'€HOB SBISIOTCS BaXHBIMU  (pakTamMu A ONHCAHMS
0c00EHHOCTEH PenpoyKTUBHOM (hU3HOJIOTUH, KOTOPas HAOJII0AAeTCs Y BCeX renap/oB.

['eHOMHBII aHaMM3 BBIIBIII YOCTUTEIbHBIC JAHHBIC IS TPYII T€HOB, YYaCTBYIOIIUX B
Pa3MHOXKEHHHU, KOTOPhIE HAKaIUTMBAJIM M30BITOK aMHHOKHCIIOTHBIX M3MEHEHUH y TernapoB IO
CPaBHEHHMIO C APYTUMH KOIIAYbUMU. MBI HASHTU(DUIIUPOBAIN BOCEMb (PUKCUPOBAHHBIX MyTaLUi
B Jokyce reHa AKAP4, KOTOpbIii 3KCHpEcCUpyeTCsl HCKIIOYUTENIbHO B CEMEHHHMKAaX, YbU
TOMOJIOTH HWIPAlOT KPUTHYECKYIO pOJb B PA3BUTUU M TOJBHKHOCTH CIIEPMATO30HIIOB H
BO3HUKHOBEHWH aHOMAJIMK y CIIEPMATO30HIOB JJISI HEKOTOPHIX BHJOB MIIEKOMHTAIOMMX. [1Th
roMO3UroTHeIx Mmytanuii B reHe AKAP4, BechMa BEpOSITHO, OOBSCHSIOT BBICOKYIO JOJIO

nedekTHhIX crmepMaTo3ougoB (B cpemgHeM 81,6% TOBpPEXACHHBIX CHEPMAaTO30MIIOB),

0OHapyKEHHYIO Yy Temnap/ia.
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H3yyeHue reHeTH4ECKOr0 pa3Ho0Opa3usi B CBOOOIHOKMBYIIMX MOMYJISIIIUASIX

ajgpukaHckoro remapaa, Acinonyx jubatus

JInsi BCECTOPOHHEH OICHKH CTENCHH T'€HETHYECKOro Pa3sHOO0Opaswsi MbI HCIIOJIb30BAIH
[IECTh Pa3IMYHBIX CrocoboB: 1) BceTpeyaeMocTh OMHOHYKIICOTHAHBIX 3aMEH Ha BCIO
NPOTSKEHHOCTh  TeHoMma, 2) IIOTHOCTH OJHOHYKJICOTHIHBIX 3aMEH B OKHAaX TIeHoMa
NpOTSHKEHHOCTHIO B 50 T.11.H.; 3) KonndecTo BapuaTHBHBIX MO3MIIUI B KOAUPYIONIMX 00IaCTSIX;
4) TIpOTSKEHHOCTh YY4aCTKOB FOMO3HMTIOTHOCTH, 5) KOJMYECTBO JMOCTOBEPHBIX IETEPO3UTOT Ha
reioMm; 6) TeHermyeckoe pasHOOOpasWe C  KCIOJB30BAHHEM  MHUTOXOHAPHAIBHBIX
[OCJIEI0BATEIbHOCTEH.

['enapapl AEMOHCTPHPYIOT caMyi0 HU3KyI0 BcTpedaemocth SNV B renome cpemu 11
BHUJIOB, BKJIFOYAsl YeIOBEKa, JOMAIIHIOW Koliky, ropuuty (Gorilla gorilla), neBa (Panthera leo)
U TacMaHckoro apsBosa (Sarcophilus harrisii), yacrora Bcrpedaemoctd SNV Ha 90% MmeHblIe,

4eM, y JomarinHero kora (Boris), puc. 2.

0,0025 -

0,002 -

0,0015

0,001 -

Yacrora SNV

0,0005

Pucynok 2. Yacrora SNV y oguHHAIIIaTH BUJIOB MIIEKOMTATAIOIIINX
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Pedepencupiii TeHOM adpuKaHCKOro remapia pa3ouBaim okHamu 1o 50 ThICAY TLH.,
KOTOpPBIC HCIOJB30BaIM Juisi omneHku 1mioTHoctu SNV. B oOmel cinoxxnoctn 46 787 OKOH
cocraBmi 2,337 I'0 mmm 99,12% or oOmeld aauHel reHomMa. AHaiau3 OOJBIIMHCTBA OKOH
MOKa3aj, 4To remapasl B 8-15 pa3 MeHee reHeTHUeCKH pa3HOOOpa3HbI, YeM YEIIOBEK, JTOMAIIHUN
koT (Boris) unu EBponeiickuii nukuii kot (Felis silvestris) (Puc. 3). ETMHCTBEHHBIM BHIOM HJIH
MONYJIAIMEH C COMOCTaBUMOM, OO0 Oojiee HU3KOM TuioTHOCTRIO SNV, dyem remapp, Obul

azuarckuii ieB u3 HannonansHoro napka I'mp-®opecrt B Unanu.

1L A. jubatus
P. leo (Asus)
10 e P tigris (Vnans)
9 L eame F. catus

ea=w F silvestris
emm H. sapiens

g e,
%._‘«__4_»
l | | | l
0,005 0,010 0,050 0,100 1,000

[Maotnocts SNV (%)

Aoas pparmentos (%)
S P N W ke g NN
I

Pucynok 3. [InotHocTs SNV B CKONB3SIIMX OKHAX MO 50 ThICAY I.H. y Tenapia, TUrpa, JUKou u

nomariHen komku (Boris), u yenoBeka.

Konupyromue rensl remapaa oOHapyxwin peskoe S50-kpatHoe (~98%) cokparieHue
reHeTHYECKOM Bapnaliiu K YPOBHIO Bapualliu B I'€CHOMC Yy JIOMaHIHeﬁ nJIn )II/IKOI\/II KOIIIKH.
DKCTpeMaJIbHOE COKpAIlleHWe BAapUATUBHBIX TMO3UIMA B KOJUPYIOIMHUX TeHaX OOBSICHIET
MEPBOHAYAIBHO OTKPBITYIO HU3KYIO TEHETUUECKYI0 M3MEHYMBOCTh Tenap/a, 00Hapy>KEHHYIO TpU

ACCATUIICTHUA Ha3ad B HUCCICOAOBAHHAX C HCIIOJb30BaHUEM aJlJIO3MMOB, BHCKTpO(I)OpeTI/I‘-ICCKI/IX
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BapHaHTOB KJIETOYHOTO Oenka W MOoIuMOpQH3Ma JUTUHBI PECTPHKIIMOHHBIX (ParMEHTOB Ha
ocuose renoB (RFLPS).

lemapapl  gemMoHCTpUpPYIOT B cpengHeM B 10 pa3 Oonee NPOTSHKEHHBIE YYacTKU
FOMO3UIOTHOCTH II0 CPAaBHEHHIO C I€HOMOM JMKOM M JnomamiHed Komku. B cpennem 93%
reHoMa KaKJIOTo remapaa cocTouT u3 obsacrerd romo3urorHoctd (ROH - 1o ectp obmnacteit
reHomMa, B KOTOpbIX He Obuto oOHapyxeHo SNV) ¢ memmanHoi mmmHON okojo 2000 m.H.
Menunana muHbl pernoHoB romo3urotTHocTH (ROH) y remapios (cemb ocobeit), appukaHCKuX
THBOB (TISITH 0CO0CH ), CHOMPCKHUX U OSHTaTbCKUX THTPOB U JIOMAIIIHEH KOIIKU MPEICTABIICHBI HAa

puc. 4.

A. jubatus G, Haﬁmﬁmx
A. jubatus A, Haﬁm6mx
A. jubatus B, TaHéaHHﬂ
A. jubatus E, TaHéaHI/m
A. jubatus C, TaH.jSaHI/I}I
A. jubatus D, Hal\;ll/[ﬁ]/lﬂ
- A.jubatusF, Hawjmt')m[
P leo E, Oxasanro, EOTCBaha
P leo A,OKaBa}Iro, EOTCBaﬂ}Ia
P leo B, OkasaHro, BOTCBaha
P. leo D, Cepenrerty, TaHaéHMH
: P. leo C, Cepenrertn, TaﬂaéHMﬂ
@® P tigris (Cmepb) ‘ ‘
: ® P tigris (T/[Hﬂ,mx)
. F.catus, Poccus, C%HKT-HETEP(J_YP;F

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

Pasmep (11.H.)

Pucynok 4. Pazmep yuyacTKOB roMO3MIOTHOCTH B reHoMax. /[ kaxxaoro oOpasiia oTMeueHa

MCJiMaHa OJIMH BCEX PETHUOHOB 'OMO3UT'OTHOCTH.

B cpennem B reHome remapna oOHapykeHO odeHb Mano rerepo3urotHeix SNV, 0,019-

0,021%, uto cocraBuser 10 50-61% rerepo3uror y turpos, 30% y moneit u 15% y nomamnux
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komrek. IloyHbIe MUTOXOHAPHUATIBbHBIC TI'€HOMBI I'€liapJa aHaJlOrn4YHbIM o6pa30M IIOKAa3bIBaIrOT

cHmkeHue koinrmdectBa SNV 1o OTHOIIECHUIO K IPYrUM BHUJIaM B cpeHeM Ha 90%.

Coopka paiiona MHC npu nomoum pedpepeHcHOI Moc/ie10BaTeILHOCTH

Mps1 uaeHTHGUIIPpOoBaIN cKaddOIbI, TPEIIOI0KUTEIBHO IPUHAIISHKAIIUE K 00JIaCTH
MHC, ma ocmoBe romomoruu ¢ FLA-mIocienoBaTelbHOCTBIO OOMAIIHEH KOIIKH. YTOOBI
BocctaHOBUTH obnacth MHC kimacca |, Mbr kapTupoBanu ckad@oiasl remapaa Ha UCXOAHYIO
nocnenoBareabHOCTh FLA B kauectBe pedepenca. IlociaenoBarensnoctn BAC ot momaniHei
KOIIKKA  HCIHOJB30BAIM I JOMOJHHUTEIBHOMW  IOJJACPKKH OPHEHTAMM W IOPSJIKa

uneHTuduIpoBaHHbIX Gpparmentos (Puc. 5).

Pacimapennsri Pacimmpennsni

Kaacc II Kaace II Kaacc III Kaacc 1 KaaccI Kaaccl

" -— L e - - —
.}
e
o
Q
0

2 P e
L

By P Y NP U I U N N Y U PO R T -

500 1000 1500 2000 2500 1.11.H. 400

=== BAC 160al?

Scaffold 1|5‘83: 36 T.ILH. Scaff‘old 8%1: 260 T.11.H.
- o3 I ]

Scaffold 415; ~700 t..u.  Scaffold 786: 733 T.m.1. Scaffold 145: 924 T.r1.1. Scaffold 823: 364 T.m.1.

Acinonyx jubatus

Pucynok 5. Yacts pernona MHC renapnaa, coopannoro Ha ocHoBe pedepenca. Cepxy —
pedepencusiii paiton MHC u3 nomaniueit korku (Felis catus FLA). Causy — Ckaddoinst u3 de

NOVO cOOpKH reHOMa remapia, OpueHTUPOBaHHbIE 0 MOpsAAKY reHoB 1 BAC nomariHeit Komku.
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N3 cbopku remapna yaanock BeineauTh 13 ckaddonmoB U 7 KOHTUTOB (0OUuii pasmep
8,3 MJH I.H.), KOTOpble couepkasii 278 TEHOB, OTHOcsAmmXxcs kK oOmactm FLA, mpuuem
OTHOCHTEJIbHBIN IMOPSIOK TeHOB Y remapja ObUT aHAJIOTHYeH TakoBoMy B reHome Felis catus.
I'enernueckoe pasnooOpaznme B MHC oGmactu reHoma remapjaa COOTBETCTBOBAJIO YPOBHIO
pazHooOpa3usi Mo BCEMY TIE€HOMY, M Mbl CMOIVIM HAWTH JUIIb HECKOJIBKO MOJIUMOP(HBIX
O3UIINH.

Mpl cpaBHIIM KOIM4uecTBO 0OHapykeHHBIX SNV (CHHOHUMHUYHBIX U HECHHOHUMHYHBIX )
B reHax MHC renapna (u3 Hamubuu u Tan3aHuum), qOMamrHEd ¥ TUKOM KOIIKH, Y€IOBEKa U
cobaku. Mbl ob6Hapyxunu 95-98% -nHoe cHmkenne SNV pa3zHooOpasus B 00eHX MOMYNALUIX
remapzoB, a takke y Cinnamon (BHICOKOMHOpPEIHOTO aOMCCHHCKOTO KOTa) MO CPaBHEHUIO C
ooumem SNV y Opoasiuero gomaminero kora (Boris), yenoBeka u codaku.

Coxpamenne kxoymmdectBa SNV B obnactsx MHC wunOpenHolt komkm W remapja
BKJIIOUAET KaK CHHOHUMUYHbBIC, TAK 1 HECHHOHUMUYHbIE aMHUHOKHCIOTHBIE 3aMeHbl. [log00HbIe
(yHKIIMOHATbHBIE BApPUAHTBI OOBIYHO SBJISIOTCS I1I€NIbI0 OaJaHCHPYIOIIEro 0TOOpa U OTpa)karoT

HUCTOPUIO B3aHMOHeﬁCTBHﬂ BHUJa C Pa3JIMYHBIMHA ITaTOICHAMMU.

HN3yyenue nomyJIAUMOHHOM HCTOPUM Aa(PPUKAHCKOIO remapiaa Ha OCHOBe [JaHHBIX
NMOJTHOT¢HOMHOTI'0 CCeKBEHHPOBaHNS

Pesynmeratel PSMC mnoxkazanu mocTteneHHoe cokpaimieHue 3(PQGEeKTUBHONW UYUCIEHHOCTH
NOMYJSIIMM B TEYEHHWE BpeMEHH 0e3 Kakux-TnO0o CBUAETENbCTB O Hanuuuu 3ddexTa
OyTBUIOYHOTO TOpJblKa B mpouuioM. IlogoOGHBIN pe3yabTaT MOXeT ObITh OOYCIIOBIIEH
cneunpukoil ananuza PSMC, umeromero 0Oosiee HHU3KYIO YYBCTBUTEIBHOCTh K COOBITHSIM B
0ojiee HEaBHEro MPOLUIOM (TIOCKOJIbKY MEHBIIE KOAJEeCHEHTHBIX COOBITUH OCTaBWJIM CIE] B
reHOME) W/WIH, B pe3yJbTaTe TOro, YTO COOBITHE, MPHUBEAIIee K COKPAIIEHUI0 YUCIEHHOCTH,
OBbUIO HACTOJIBKO OBICTPBIM U TSKEIBIM, UTO MIPUBEJIO K OTEpE BCeX Oosiee paHHUX CIIE/I0B.

MBI HCIIONB30BANIM MATTEPHBI U3MEHEHUH T'€HOMHBIX BapHallUi JUIs MOAEIUPOBAHUS U
OTpesieNIeHUs] UCTOPUHU MOMYJISIUN TenapAoB M3 BOCTOYHOM M 0KHOM wactu Adpuku (U3
Tanzanun 1 HamuOuu, cCOOTBETCTBEHHO) NMPHU MOMOIIM MOAENU AUPPY3HONH anmpoOKCUMALUU U
criektpoB yactot ayuteneit (SFS). [Moaxon, peanu3oBanHbI B mporpaMMHoM obecnieuennu DaDi,
CpPaBHUBACT OXHMJIAaeMYI0 W HaOII0AaeMylo 4acToTy amiens B SFS, BBIUMCIAS COBOKYITHBIH

MOKa3aTelb MPaBAOMOA00UsST IS HAWIYYIIero TMoA0Opa HECKOJbKHX PAa3IHYHBIX, HO
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MPABIONOOOHBIX  ABOJIOIMOHHBIX  cieHapueB. CreHapuu ObUTM  CMOJCTHPOBAHBI  C
UCIOJIb30BaHUEM JaHHBIX SFS, pe3yibTarhl ObLIM WCIOJIB30BAHBI JJISl ONPEICICHUS JTYYIIeH
MOJIETIH, KOTOpast HauboJiee MpaBao0no100Ha ¢ TOYKU 3peHUS HAOIIOAaeMbIX TAHHBIX.

Mogens, mpeanojiararomias paciIUpSIONIyIOCs TPEAKOBYIO IMOIMYISALUIO, KOTOpas
pasjensieTcss Ha JBE CYOIONMYJISINHW, IOKa3aia HauOOJNBIIYI0 BEPOSITHOCTh COOTBETCTBUS,
OCHOBBIBASICh Ha HU3KOW JMCIIEPCHU W BHICOKOM 3HAYCHHHM MAaKCHMAJIbHOTO IPAaBIOTOI00HS.
PesynbTaThl MOJENTUpOBaHUS MpeAnoiaraloT Hanuyre 3¢dexkra ocCHOBATEN y remapaoB OKOJIO
100 000 ner Hazax, BO3MOXKHO, 3TO CJIEACTBUE UX JOJIOW MUIPALlMOHHON MCTOpPHUM, KOIJa B
MO3IHEM IUIeiicToleHe OHU nepenun u3 CeBepHoit AMeprky yepe3 bepuHros nponus B A3uio, a
3aTeM Ha 10T B AQpPUKY, U B CBSI3U C PETYJISIPHBIM TIOCTOSIHHBIM COKpAIlEHUEM YHCICHHOCTH, a

TaKXe ¢ OrpaHUYeHUeM motoka reHoB (Puc. 6).

37 700 ~100
BocTounsiit
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o
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—
(=]
142 500 §
KOk HBIT
126 300 ~100
( 131 24 12 0
Bpem= (TeIC. 2. H.)
Pucynok 6. Anaan3 aemorpaguyeckoi HCTOPUHU a(pUKAHCKOIO

renapaa. Jlemorpadguueckass uctopusi 1ByX momyiasnuii remapaa (rora HamuOuu u BocTOUYHOM
yactu TaH3aHUN)

B kauecTBe anbTEpHATHBHOTO CIIEHApHs OBLT MPEJIOKEH HHONW BapUaHT TPAKTOBKU
HabmogaeMbIx pe3ynbToB. OCHOBBIBasCh Ha JaHHBIX M3ydeHus apeBHeil JIHK Miracinonyx
trumani (aMEpUKAaHCKUX TeNapioB), MOXHO MPEANOJO0KHUTb, YTO COBPEMEHHbIE apHKaHCKHUE
remapisl MPOUCXOIAT U3 A3HH, YTO YKa3bIBaeT Ha To, 4yTo 3ddexT ocHoBatens 10.000 ner Hazan

COBMAJAET C MUTpaIMeit renapoB u3 A3uu B Apuky.
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1) 3a mociaepHWe CTO THICAY JIET B peE3yinbTaTe IO KpalHEW Mepe IBYX PE3KHX
cokpaineHuii 3¢GGEKTHBHON YHCIECHHOCTH momyisiuu  Acinonyx jubatus Obuta moTepsiHa
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MPOXOKJICHUH TPEIKOBBIX MOMYJISAINI depe3 OyThIJIOUHOE TOPIBIIMIKO B paiioHe 12 ThIcAY JeT

Ha3ajl.

4) AHanu3 MYTallMOHHOTO Tpy3a B TpYIIE€ TE€HOB, CBS3aHHBIX C Pa3MHOXEHHUEM,
00HapyXWJI N30BITOYHOE KOJUYECTBO MOTEHIMAIBHO BPEIHBIX MYyTallMil OTHOCUTEIBHO T€HOMA
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HAaKOIMBUIEM PsAJT CEPbE3HBIX MYTALIAM.

5) Creapl MONOKUTETBLHOTO OTOOPA, IKCIAHCHSI HEKOTOPBIX TEHHBIX CEMEHCTB, a TaKXKe
CTPYKTYpPHBIC BapHallid B TE€HAX, OTBEUAIOIIMX 3a PETYJAIHI0 COKPAICHUS CEpACYHOU H
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