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OBIIASA XAPAKTEPUCTUKA PABOTHBI

AKTYaJIbHOCTb. B-XpoMOCOMBI, WM JI00aBOYHBIE  DJIEMEHTHI
KapuoTHIia, OOHAPY>KEHbl Yy MPEACTaBUTENCH OOJBIIMHCTBA OCHOBHBIX
TAKCOHOB MHOTOKJIETOYHBIX 3YKapUOT. JTH XPOMOCOMBI HE SBIIKOTCS
HEOOXOJIMMBIMU 111 HOPMAJIBHOM >KMU3HEAESATEIbHOCTH U BOCIPOU3BOJICTBA
HOCHUTEJIS, OJHAKO y HEKOTOPBIX OpPraHu3MOB MOTYT COCTaBIATH
3HAYUTEIBHYI0 YacTh O0O0beMa HacleICTBEHHOro wmarepuana. OHH
XapaKTEePU3YIOTCd HECTAOWUJIBHOCTHIO KaK B MEHOTHYECKHUX, TaKk U B
MUTOTUYECKUX JEJICHUSIX, U CIIOCOOHBI HAKaIIMBATHCS OT TOKOJECHMS K
MOKOJIEHUKD C T[IOMOIIBI0 PA3JIMYHBIX MEXAHU3MOB, JCHAOIUX HX
PaCXOXKJICHUE MPHU KJIETOYHOM JICJIEHUM HAIMPABICHHO ACUMMETPHUYHBIM —
JTAHHOE SIBJIECHUE HOCUT Ha3BaHUE ApaiiBa.

B-xpoMocomMbl  3a4acTyr0  ABJISKOTCS  IE€TEPOXPOMATHHOBBIMU
3JIEMEHTaMH, OOOTAIlIEHHBIMH TOBTOPEHHBIMH MOCIEAOBATEIBHOCTIMU.6
Honroe BpeMs OCTaBaJIUCh HEWU3BECTHBIMU YHUKaJIbHbBIC
MOCJIEIOBATEILHOCTH, MPEICTABICHHBIC HA HUX. OIHAKO Pa3BUTUE METOJIOB
MOJICKYJIIPHOW OMOJIOTUU M, B OCOOCHHOCTH, BBICOKOMPOU3BOIUTEIHHOTO
CEKBCHHPOBAHUS TO3BOJIMJIM BBISIBUTH Ha JIOOABOYHBIX XPOMOCOMAX
Pa3IMYHBIX BUJIOB MHOXKECTBO YHHUKAIBHBIX PalOHOB, HECYIIMX OEJIOK-
Komupyrome reubl. [lepBeiM reHom, oOHapyKeHHbIM Ha B-xpomocomax
MJIEKOIIUTAIOMNUX (JUCHIBI W EHOTOBUAHON cobaku), Owur KIT. B
JanbHEUIIeM, CIHUCOK TE€HOB [UJIi ATUX BHUJOB OBUI pacuIMpeH, a Ha
N00aBOYHBIX AJIEMEHTAX KOCYJIU ObUIM HaWJIEeHBI TPU OETOK-KOIUPYIOIIUX
r€Ha B COCTaBE OJTHOrO MPOTSHKEHHOTO paloHa.

B otaene pazHooOpasusi u 3pomonuu xuBoTHbIx UMKB CO PAH
coOpaHa KOJUICKLMS KYyJbTYp TKAHEH pa3du4yHbIX BHUJIOB >KUBOTHBIX,
HeCylUX B-XxpoMocombl, a Takxke XpoMocoMCIeNU(UUHBIX OUOITUOTEK
JIHK, B Tom yucne u 100aBOYHBIX XPOMOCOM. BBICOKOMPOM3BOIUTEIBHOE
CEKBEHHPOBAHUE TAHHBIX OMOJIMOTEK MPEJCTABISIETCS KpailHE MHTEPECHBIM
JUIST TIOHUMaHUSI HBOJIOLMU J00AaBOYHBIX dJeMEHTOB. (OJIHAKO aHau3
JIAHHBIX BBICOKOIIPOU3BOAUTEILHOTO CcekBeHupoBanus JIHK ormenbHbIX
XpPOMOCOM HE SIBIIIETCA CTAHIAAPTHU30BAHHOM MPOIEAYPON U TOABEPKEH
psany omuOOK, CBSI3aHHBIX C KOHTamMuHanued mnoaHoreHomMuon JIHK
M3y4yaeMOro BHUJA W YEJIOBEKAa, OIIMOKAMU MPOYTECHUS, HEOOXOJIUMOCTHIO
paboTaTh ¢ MEKIBUJOBBIMU BBIPABHUBAHUSMU U T.I.

Heabo nanHON pabOTHI SBIAETCS HCCIAEAOBAaHUE TE€HETUYECKOTO
coctaBa B-xpomocom cubupckor kocymu Capreolus pygargus U ceporo
Mazambl Mazama gouazoubira ¢ IpUMEHEHUEM METOJIOB aHAJIU3a JAHHBIX
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BBICOKONPOU3BOAUTENbHOrO cekBeHupoBanHusi (Illumina MiSeq) JAHK
OTJICTIBHBIX XPOMOCOM.

3anaum:

1. Pa3paboTaTth Me€TOA TOMCKAa YHHKAJIbHBIX T€HOMHBIX palOHOB B
JTAHHBIX BBICOKOITPOU3BOAUTEIIBHOTO CeKBeHUpOoBaHus [1lumina.

2. O0ObeauHUTh €ro C  CYIIECTBYIOIIMMH  METOJaMU  TTOMCKa
HYKJICOTUJIHBIX BapUaHTOB M AaHAJIM3a CIEKTPOB MOBTOPEHHBIX
MOCTEOBATEILHOCTEN ¢ TOJy4YEHUEM  aBTOMATH3UPOBAHHOTO
KOHBeMepa /111 BOCIIPOM3BOANMMOTO aHAJIN3a JIAHHBIX.

3. IlpuMeHuTh pa3zpabOTaHHBIA METOA IS ONUCAaHUsI cocTaBa B-
XpoMocoM cubupckoit kocynu Capreolus pygargus U CEporo Mazambl
Mazama gouazoubira.

4. Tlpoananu3upoBaTh OCOOCHHOCTH DBOJIOIUHN JO0ABOYHBIX XPOMOCOM
3TUX BHUJIOB.

HayyHass HOBH3HA M MNpPaKTH4YeCcKas LEHHOCTb. Brnepsbie
pa3paboTaH BOCHPOU3BOJUMBIA U AaBTOMATU3WPOBAHHBIM METOJ| TOMCKA
YHUKQJIBHBIX TE€HOMHBIX PaliOHOB B JIaHHBIX BBICOKOMPOM3BOIUTEILHOTO
CEKBCHHPOBAHUS  OTAECIBHBIX  XpPOMOCOM. MWUWHUMAIIBHBIN  pa3Mep
0OHapy)KMBA€MbIX YHUKAJIbHBIX PalOHOB JIGKHUT B mpeaenax 10-20 Toic.
I.H., 3 OTVIMYUTEIIbHON OCOOEHHOCTHIO METOJIA SIBIISIETCS HU3KUW YPOBEHB
JIO’)KHOTIOJIOKUTENBHBIX ~ PE3yJIbTaTOB. JlonoJIHUTENbHBIE  JaHHBIE
(HyKJI€OTUHBIE BapHWaHThI, CIHeKTphl TmoBTOpeHHOM JIHK) B manHOM
KOHTEKCTE IMOJy4Yald W pPAHEE, OJHAKO Mbl BIIEPBBIE HMHTETPHUPOBAIH
MOJIyYeHHE BCEX HOTUX JaHHBIX B OJWH WHCTpyMeHT. Iloka3zaHa
MPUMEHUMOCTh METOJIa K aHAJIM3Y HE TOJIbKO JOOABOUYHBIX XPOMOCOM, HO U
MEXXPOMOCOMHBIX  TEPECTPOoeK B  Oojiee  OO0IIEM CMBICIE, IpH
BBIDABHUBAHUM TMPOYTCHUN HA pePEepeHCHBId T€HOM KaK TOro K€, TaKk U
POICTBEHHOTO BUIOB. TOUHOCTH METOJ]a MPOACMOHCTPHUPOBAHA HA IPUMEPE
ONpEIENICHUs] TPAHUL] MEXXPOMOCOMHOM TpaHciaokauuu reHa KIT vy
KOpoBbI. PazpaboTaHHbIi MeTO M03BOJIsET 3(PGHEKTUBHO MPOBOIUTH aHAIHU3
Ha HaOope HaHHBIX, Mojiydaembix MeHee ueM ¢ 1/10 3amycka Illumina
MiSeq. HabGop mnosyyaeMbIx XapakKTepUCTUK (YHUKaJIbHBIE pallOHBI U
3aMEHbl B HHX, CIIEKTPhl MOBTOPOB) SIBJISIIOTCS XOPOILIEH OCHOBOM IS
MPOBEJICHUS 1IEJIEBBIX HMCCIEAOBAHUM: Pa3pabOTKU MapKEpPOB XPOMOCOM,
YTOUYHEHUS] KOOPJIMHAT MEPECTPOEK M BHYTPEHHEH CTPYKTYpPbl XPOMOCOM,
accolualyu  paiOHOB  TEPECTPOEK €  APYTMMH  T€HOMHBIMU
XapaKTEPUCTUKAMH, BOCCTAHOBJIECHHUS COOBITHI XPOMOCOMHOM BOJIOLIHH.

BnepBeie ompeneneH Habop u3 26  yHHUKaJIbHBIX PalOHOB,
coJiepKalmux 55 TeHOB, Ha J00ABOYHBIX XPOMOCOMaxX CEPOro Ma3aMbl.
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Jns16  cuOUpCcKo KOCYJIM TMOJATBEPIKJICHO HaJW4yuMe KPYIHOIo paioHa,
OOHApYXEHHOTO0 paHee, YTOYHEHBI €ro TPAHUIIbl, a TakKe OOHapy>KEH
JOTIOJIHUTENIbHBIA  MEJIKUU  palloH. H3ydeHbl CHEKTpbl MHOBTOPEHHBIX
MOCJIEIOBATEILHOCTEH W TIOJyYeHBI OOIIMPHBIE HAOOPHI HYKJICOTHUIHBIX
BapUAHTOB Ha JOOABOUYHBIX XpoMocoMax 00oux BuIOB. [lokazaHo Hanudme
JIByX YCJIOBHBIX THUIIOB J00AaBOYHBIX XpoMoOcoM: 1) cojepskamux
aMIM(UIUPOBAHHBIC U JIETEHEPUPOBaHHBIE (PparMeHTHI reHoma (y KOCYIIH)
U 2) colepKalux CXOXHe ¢ ayrocoMaMu ()parMeHThl TeHoMa (y Ma3ambl).
MBI nipemnonaraeM, 4To JaHHBIE TUIIBI MPEJICTABISAIOT U3 Ce0sl pa3iuyHbIC
ATAllbl  ABOJIOIMU  JO00ABOYHBIX  XpPOMOCOM. BrepBble  MOKazaHO
HE3aBUCUMOE BKJItOUEHUE MTPOTOOHKOreHOoB (K/T u RET) B B-xpomMocombl y
XUIIHBIX U CEPOTO Ma3aMbl.

IHonoxkennsi, BIHOCMMbIE Ha 3a1UTYy. C MOMOIIBIO Pa3pabOTaHHOTO
METO/Aa aHajdv3a BBICOKOIIPOU3BOAUTEIBHOIO cekBeHupoBanus JIHK
OTJIETIbHBIX XPOMOCOM MOKHO BBISIBJISITh YHUKAJIBHBIE TEHOMHBIE PANOHBI,
MPEJICTABICHHBIE HAa JTUX XpoMocomax. JlaHHBI METOJ OTINYACTCA
HU3KHUM  YPOBHEM  JIO)KHOMOJIOKUTEIBHBIX  CUTHANIOB. J[oOaBOYHBIE
XPOMOCOMBI CUOMPCKOM KOCYJIM COJIepKaT JBa YHUKAIbHBIX pailoHa 0O0LIUM
pasMepoM 2 MIIH II.H. C IPU3HAKaMH JIETE€HEPAIU MOCIEA0BATEIbHOCTH U
amruukanuu. B-xpoMocoMBI ceporo Mazambl coaepkaT 26 YHUKaIbHBIX
paiioHOB 00mKM pasmepoM 9 muiH m.H. CrieKTpaM# 3aMEH U TTOBTOPECHHBIX
AJIEMEHTOB 3TH PAaMOHBI CXO0XH C ayTOCOMHBbIMU. IIporoonkorenbr KI/T u
RET BBIABIAIOTCA HA 100ABOYHBIX XPOMOCOMAX KaK CEpOro Ma3aMbl, TaK U
XUITHBIX (JMCUIIBI, €HOTOBUAHBIX CO0aK), MpH 3TOM UX IEepeHoc Ha B-
XPOMOCOMBI IPOU30IIIENT HE3ABUCHMO.

Anpodanusi padorbl. Pe3ynbrarel paboThl ObUIA MPEACTABICHBI Ha
MEKTYHAPOIHOU KOH(DEepeHIIUU «BBICOKOPOU3BOAUTEIBLHOE
cekBeHHpoBaHue B reHomuke» (HoBocuOupck, 21-25 urons 2013), 19
MEXIyHapOaHOU XpomocoMHOM KoHpepenuun (bomonws, WUramus, 2-6
ceutssOps 2013 roma), 3 MexnayHaponHoi KoHbepeHIuu 1o B-
xpomocomaMm (T'atrepcneben, I'epmanusa, 7-9 anpens 2014) u Ha
MexayHapoaHoi koHpepenunn «Xpomocoma 2015» (HoBocubupck, 24-28
aBrycra 2015).

Bkuiag aBTopa. ABTOPOM CaMOCTOSITEILHO BBIMIOJIHEHBI pa3padoTKa U
npuMeHeHne  OMOUH(POPMATUYECKUX  METOJIOB. KonBeriep s
MOCJIE0BATEIBLHOIO 3aIyCKa MpOorpamMM ObLJT CKOHCTPYUPOBAH COBMECTHO C
Kuuuruaeim W.I. MonexkynsipHO-OMOIOTHYECKUH M IUTOTC€HETHYECKHIMA
omoxk  BeimosHeHBI  TpudonoBeiMm B.A. u IIpockypsikoBoii A.A.
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[IpoGonoaroroBka u cekBeHupoBanue Ha I[llumina MiSeq BbInoOIHEHO
Yepusesou E.H.

Crpykrypa amccepramum. Jluccepranusi COCTOMT U3 BBEICHMS,
0030pa JUTEpaTyphl, OMUCAHUA MATEPUATIOB M METOJOB, PE3YyJbTAaTOB U
OOCYXJIEHHUsI, & TaK)KE€ BBIBOJIOB M CIHCKAa IUTUPYEMOM JIUTEPATYyphl, B
KoTOopble BxomuT 274 cceuiok. Pabora wu3noxkeHa Ha 98 cTpaHuimax
MaIIUHOMUCHOTO TEKCTa, CoAepk UT 11 Tabnuil, 9 pUCYHKOB U MPHUIIOKEHUE
Ha 47 cTpaHuIax.

Iyoimkanuu. Ilo pesyapbTaTaM U TpoOJieMaTHKE HACTOAIIETO
UCCIIEIOBaHMS OMYyOIMKOBAHO 8 paloT, U3 HUX 2 CTAaThU B PELIEH3UPYEMBIX
U3JIaHUSIX PEKOMEHJ0BaHHOTro niepeuns BAK.

baarogapHocT. ABTOpP BBIpaKAET OJarogapHOCTh COTPYAHUKAM
Otnena pasHooOpazuss u sBomounu reHomoB UMKB CO PAH: B.A.
Tpudonony, .I'. Knuuruny, H.B. BopooseBoii, A.A. [IpockypsikoBoit, A.T.
I'padonarckomy, 3aB. JlaGoparopun ummynoreHetuku MMKB CO PAH
A.B. Tapanuny, 3aB. Jlaboparopuu kinetounoro naeinenuss MMKb CO PAH
A.B. Ilunmtopuny,  coTpyaHuky  JlaGoparopuu  MOJEKYJISIpHOMN
uutoreHetuku MMIMKB CO PAH ®.I1. I'oHuapoBy, a TakKe COTPYIHHUKAM
[lentpa I'enomuoit buoundopmaruku um. JloOpxkanckoro CIIOI'Y E.H.
UYepuserou u C.Jx. O'bpatieny.

Pabota Obuta mojnepkana rpantamMmu POOU 12-04-00659-a, 15-29-
02384, OrmmkerneiMu mpoekramu 0310-2014-0003, 0310-2014-0008 wu
0310-2014-0009, a taxxxe nporpammoit PAH “Monexkynspnas u Kierounas
buonorus™.

MATEPUAJIBI U METOJbI

MeToabl MOJIEKYJISPHOl OMOJIOTHM W LHUTOreHeTHMKHU. KylbTypsl
¢bubpo0IaCTOB CHOMPCKOM KOCYJIM, CEPOr0 Ma3aMmbl, KOPOBbI U COOaKu
ObUTM TIONy4YeHbl M3 Kowiekuuid Otaena pa3HOOOpa3usi W 3BOJIOIUU
redomoB UMKB CO PAH wu KbsmbOpumxkckoro Pecypchnoro Ilentpa
CpaBuutenbHo ['eHomMuku. KynbTUBHpOBaHWE KIIETOK, MOATOTOBKA
XpPOMOCOM U XPOMOCOMHBIM COPTUHT ObUIM MpoBeneHbl B KamMOpumKckom
Pecypcuom  Ilentpe CpaBHUTENBHOM ['eHOMUKH (KoMOpu 1k,
Benukoopuranus). CopTHpPOBaHHBIE XPOMOCOMbBI aMIUTU(UIIUPOBAIN C
nomompto DOP-IILIP ¢ npaiimepom CCGACTCGAGNNNNNNATGTGG.
Bricokonpon3BOAUTEILHOE CEKBEHUPOBAHUE MPOBOJIWIM Ha IuIatgopme
[llumina MiSeq B llenTpe renomHo¥ 6monHbopMaTuku umM. JoOp>kaHCKOTO
CIIoI'Y. Jlns mnpoBepKH pe3yJibTaTOB CEKBEHHWPOBAHUSI KCIOJIb30BAIIU
nokanu3annio BAC-ki10HOB U cexkBeHupoBaHue 1o CaHrepy OuOIMOTEK
k/IHK, oGorameHupix B-XxpoMOCOMHBIMY TPAHCKPUTITAMH.



5

Mertoabl OuouHdopmaTuku. Pa3zpaboTaHHbIi MeTON aHanmu3a
JAHHBIX ~ CCKBECHUPOBAHUS  OTACIBHBIX  XPOMOCOM  OXBAaThIBaeT
XapaKTEPUCTHKY:

. YHUKaIBHBIX PaiOHOB, IPEACTABICHHBIX Ha XPOMOCOMAX,

2. XpoMocOMCTIEITU(DUUHBIX HYKJICOTUIHBIX 3aMEH H HHCEPIIUA-

JeJICIUMN,

3. CHEKTPOB MOBTOPEHHBIX JIEMEHTOB.

OcHOBHBIE TPOIEAYPHl OBUTM aBTOMATH3WPOBAaHBI C IIOMOIIBIO
konBeiiepa DOPseq_analyzer, cBOOOJJHO TOCTYIHOTO 1O WHTEPHET-aJIPECY
https://github.com/ilyakichigin/DOPseq analyzer. Cxema aHanau3a
npuBeneHa Ha Pucynke 1.

PE3VJIbTATBI U OBCYXIAEHUE

XapakTepucTHKA XPOMOCOMHBIX 0uO/MoTeK. B HacTosmmel padbote
OBLJIM HCIIOJIb30BaHBI JBE KOHTPOJBHBIC OHOIMOTEKH: XPOMOCOMBI 12
cobaku Canis familiaris (CFA12) u cMecu MEJIKUX XpOMOCOM KOpPOBBI Bos
taurus (BTAMIiX), a Takxe TpU IKCIIEPUMEHTAIBHBIX OMOJIIMOTEKH: JIBE —
B-xpomocom cubupckoit kocynu Capreolus pygargus, TOTyYEHHBIE
HE3aBUCUMBIMHM OTOOpaMH U3 OJTHOTO 3KcniepuMenTa 1o coptunry (CPYBI,
CPYB2), u Oubmuoreka B-xpomocom ceporo wma3ambel Mazama
gouazoubira (MGOB). Y cubupckoid KOCyau H ceporo Masambl B-
XPOMOCOMBI OTJIMYAIOTCS MAJIBIMUA pa3MepaMu W BBICOKKUM TiporieHToM ['11-
nap, o6marogapsi 4eMy OHHM XOPOIIO OTIEISIUCH OT APYTHX XPOMOCOM IIpH
npotouHoil 1uroMeTpun. CrnenuduIHOCT, OHOIMOTEK IMOATBEPXKICHA
metoqoM FISH.

Pa3zpaborka MeToaa aHaJuM3a JTAHHBIX
BbICOKOINPOU3BOAUTEILHOI0 CeKBEHHPOBAHMS
xpoMocomcniennpuuHbix OuOauoTek. KiroueBele TpeOOBaHMS K
OMOMH(pOPMATUYECKOMY aHallu3y — BOCHPOU3BOAUMOCTH, IPOCTOTA

UCIIOJIB30BaHUs U BO3MOXXHOCTh KOHTPOJISI Ha Pa3IMYHbIX 3Tanax. s Toro
9YTOOBI YAOBIETBOPUTH HUX, Mbl CKOHCTPYHPOBAIM MpPOrpaMMy-KOHBEHEp
DOPseq_analyzer (cxema mpezactaBieHa Ha Pucynke 1). C Touku 3peHus
apXUTEKTYphl OHA SIBJIAETCS HAOOPOM CKPUNTOB, HAIIMCAHHBIX Ha S3bIKAX
nporpammupoBanus Python u R, aBToMartuzupyromux padoTy CTOPOHHHX
IporpaMM U TMPOBOMSIINX JIOMOTHUTEIbHBIC BRIUMCICHUSA. Takke HanmucaH
KOHBEWEp, MOCIEAOBATEILHO 3alyCKAOIIUNA CKPUIITHI, JJIs MOJYyYEHUS
MaKCHUMAaJIbHO TOJTHOTO 00beMa JaHHBIX B OJHY KoMaHny. [[s yrpaBieHus
KOHBEHEPOM HCIOJIb3yeTCs] KOH(PUTYPAIIMOHHBIA (aiiil ¢ yKa3aHHEM BCEX
HEOOXO/IMMBIX ITapaMeETPOB.


https://github.com/ilyakichigin/DOPseq_analyzer
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[

DUNLTPOBAHHOE
BblpaBHUBaHne
sample.target.filter.bam

pachmk paccToAHWIA Mexay
aMNIMKOHaMKN B XpOMOCOMaXx
sample.target.filter.reg.pdf

Pa3fgeneHve reHoma no pacc-
TOAHUAM MEXOY aMI/IMKOHaMM
sample.target.filter.reg.tsv

L

bam_to_beds.py
dopmatuposaHue ans
LeneBbiX pailoHOB
bedtools

MonoxexHna puaoe B reHoMe
sample.target.filter.reads.bed

1

[

MonoxeHna aMnIMKOHOB
B reHome
sample.target.filter.pos.bed

region_dnacopy.R
[Nouck uenesbix
paiioHoB Ha

PazMepbl XpoMOCOM

Xpomocomax DNAcopy
A

LieNieBOro reHoma
target.sizes

r control_stats.py
control_plots.R

MNOTHOCTb W NOKpPbITUE
PULOB MO XpOMOCOMAaM

CraTtucTuka u rpamrmn
sample.target.filter.chrom.tsv
sample.target.filter.chrom.pdf

Pucynok 1. Cxema aHa/iM3a JaHHbBIX CEKBEHUPOBAHMS

xpoMocoMcrieuMPUIHbIX OM0JIMOTEK. [ [pAMOYTrOIbHUKY - BXOAHBIE U

BbIXO/HbIE (Dailsibl. CKpyTJIEHHBIE TPSIMOYTOJIBHUKH - POLETYPhI: CEPBIit
(G OH - CKPUNTHI, HAMMMCAHHBIE B JaHHOUN pad0Te, KypCHUB - UCTIOJIb3yEeMbIE
BHEIIHHUE TPOTPaMMBbI U TTAKETHI.
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Jnsg  ypaneHuss TOCIIENOBATENBbHOCTEW NPAaMMEPOB U aJaITEpPOB
[llumina wucnonw3oBanmum  mporpamMmy  cutadapt, paboraromyrw C
BBIpOXKIACHHBIMU TocnenaoBarenbHocTaMU [IHK. BripaBHUBaHue mnapHbIxX
MPOYTEHUN Ha pePEePEHCHBIN T€HOM MPOU3BOAMIN C TIOMOIIBIO MPOTPAMMBI
bowtie2, addexkTnBHO paboTaroIeii CO CHIKCHHOM H3-3a JUBEPTCHITNH
MEXIy BHUJIaMH W TICEBIOTE€HU3AIMU TomoJiorueit. s ynobcTBa mnoucka
[IEJIEBbIX PAaliOHOB MOBTOPHO KAPTUPOBAHHBIE MPOUTEHUSI OTOPACHIBAIIUCH.
g oneHku u ypaneHus 3arpsisHeHus denoBeueckor JIHK onHoBpemeHHO
C BbIpaBHUBaHUEM Ha IiesieBorl reHoMm (cobaku myisi CFA12, xopoBbl s
OCTaJIbHBIX OMONIMOTEK) MPOBOAWJIM BHIPABHUBAHHE HA T€HOM YEJIOBEKA,
oTOpachiBasi MPOUTEHHsSI C 0OJiee BBICOKMM KaueCTBOM KAapTUPOBAHUSI Ha
TEHOM YEJIOBEKA U C HU3KUM Ka4YECTBOM BBIPABHUBAHUS HA LIEJIIEBOM TE€HOM.
B nOpoureHMsAX COPTUPOBAHHBIX XPOMOCOM COAEPHKATCS HECKOJIBKO
npoueHToB JIHK yenoBeka, a MpOLIEHT LEIEBBIX BEIPOBHEHHBIX MPOYTEHUI
konebmaercs ot 12,7 (CPYB2) no 49,3 (BTAMix) %.

JIns mowcka 1EeNeBbIX PallOHOB, MPEICTABICHHBIX HAa XPOMOCOMAX,
MEPEKPHIBAIOIIHNECS MO3ULINHU KapTUPOBAHUS MPOYTCHU I
WHTEPIPETUPOBAIM  KaK TMOJIOXKCHUS aMIUIMKOHOB. M neHTudukanus
IIEJIEBBIX XPOMOCOM JIJIsI KOHTpOJIbHBIX 00pa3iioB CFA12 u BTAMix crana
BO3MOXHA YK€ TIIOCII€ W3YyYEHUsS PaCOPEACIEHUAS 10 XPOMOCOMaM
pedEepeHCHBIX TEHOMOB pPACCTOSIHUN MEXIy aMIUIMKOHAMH (CpeaHue
3HAUYECHUS HA IEJEBBIX XPOMOCOMAX 3aMETHO HUKE, YEM Ha HELEJIEBBIX) U
UX TOKPBITUS pujiaMHu (Ha ILEJEBBIX XPOMOCOMAax IOBBIIIAETCS pa3dopoc
3HaueHul). Takum 00pa3oM, yKe€ Ha 3TOM 3Talle Mbl CMOTJIM ONPEACIUTh
coctaB BTAMix: Tyaa BXOAWJIN XpoMOCOMBI 23, 26, 28 1 29 KOpOBHI.

Jlns aBTOMarv3anvy MOMCKAa IEJIEBBIX PANOHOB MBI HCIIOJIb30BaJIU
nakeT DNAcopy A s3p1ka mporpaMMUpPOBaHus R, co3qaHHbIN 1Sl MOUCKA
OYyIUIMKAIAM W JeJIEMUM B JTAHHBIX  CPABHUTEIBHOW T'E€HOMHOM
rubpuau3any Ha MuKpoummnax. Ha ero ocHoBe ObUT HamucaH CKPHUIT
region_dnacopy.R, pazaensroniuii 3aJaHHbIE XPOMOCOMBI IIEJIEBOTO F'eHOMa
[0 CPEAHUM 3HAYEHUSIM PACCTOSHUNA MEXAY aMIUIMKOHAMU: HU3KHE
3HAQUEHUS] XapaKTEepHbl IS IIEJEBBIX PalloHOB (TIPUCYTCTBYIOIIMX Ha
XpoOMOCOME M3 00pasiia), BBICOKHE — JJIsi HElEeJEeBBhIX (KOHTAMHHAIIUU
JIPYTUMHU XPOMOCOMAMH ).

[{eneBbie U HELIENEBBIE PAOHBI JIETKO PA3JICIISIIIUCh 11 KOHTPOJIBHBIX
00pa3loB: CPEAHUE PACCTOSHUS MEXKY aMIUIMKOHAMU COCTaBIsIIA 3,5-6,7
ThIC. TI.H. ipotuB 11,7 ThIc. .H. 1 CFA12, 3,6-22 ThiC. n.H. mpoTuB 80
Tteic. TL.H. 11 BTAMix. Ilocne omnpeneneHus 1eJIeBbIX pPalOHOB
HEOOXOAMMO MPOBEPATHh U KOPPEKTUPOBATH TOUHBIE IPAHUIIBI IEPECTPOEK.
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B xone ananu3a ObUIO BBISBJICHO HECKOJBKO OTPAHMYCHHUN HAIIEro
METOJa TOMCKa PaloOHOB, MPEICTABICHHBIX HAa XPOMOCOMAax: TOYHOCTH
OMPENICIICHUS] TPaHUI] TMEPECTPOCK OrpaHWUYCHA CPEAHUM PACCTOSHUEM
Mexy amiuinkonamu DOP-ITLP (mo 5-10 Thic. 0.H.); aMIUIMKOHBI BHYTPHU
LEJIEBBIX PANOHOB paCHpeAciCHbl HEPABHOMEPHO; HET BO3MOXHOCTH
ONpENEIIUTh B3aUMHOE pACHOJIOKEHUE, OPHEHTALMI0 W  KOIMHUWHOCTH
IIEJIEBbIX PallOHOB Ha XPOMOCOME. DTH MPOOJEMBbI OTYACTH MOTYT OBIThH
pEIEHBI ITOJITHOT€HOMHOM aMITipuKaIuen, OCHOBAaHHOW Ha
ucnosib3oBanun @29 JIHK-nomuMepassl M CiydallHOro TeKcampanmepa,
obOecrieunBaroliei 00jaee paBHOMEPHOE ITOKPHITHE TEHOMA.

[TonydeHHble JTaHHBIE BBICOKOIPOU3BOAUTEIHLHOIO CEKBEHUPOBAHUS
MO3BOJIAIOT MPOBECTU MOUCK M AHHOTALMIO BapUAHTOB (3aMEH, KOPOTKHUX
WHCEPIUNA W Jenenui), cnenuduuHbIX sl XxpoMocoM. Muaentudukariumio
HYKJICOTUIHBIX BapUaHTOB IPOBOAMIIM C TOMOIIbI0 mnporpammbl GATK
HaplotypeCaller, mocme d4ero ¢ momompbio mporpammbl  GATK
SelectVariants BbIOMpanu BapuaHThl, MPUHAJICKAIUE IIEJICBBIM pailoHaM.
[TonydeHHbie HAOOPHI BAPUAHTOB AHHOTUPOBAIM IO T€HAM U3 0a3bl TaHHBIX
snpEff (ocHoBana Ha anHoTanusx Ensembl) mubo mo renam RefSeq ¢
MOMOIIBI0O HMHCTpYMEHTa Variant Annotation Integrator (mns reHoma
KOpOBbI). Mpbl mporecTupoBaid (GUIABTP MO TJIyOMHE TMOKPBITHS,
MO3BOJIAIOIIUN OTCEATh OIIMOKN CEKBEHUPOBAHUS, HHTEPIIPETUPYEMBIE KaK
BapUaHTHI TP HU3KOM TOKPBITUH, Ha JaHHBIX OnoOmuoTreku BTAMix. Jlons
U3BECTHBIX MOJUMOPGU3MOB, BHECEHHBIX B 0a3y naHHbix dbSNP 138,
cocTaBisiia ~65% BHE 3aBUCHUMOCTH OT BBIOpAaHHOTO 3HAYEHUS
MUHUMAJBLHOTO TMOKpHITUA (3, 4 uinu 6). Takum oOpazom, JaHHBIN QUIBTP
okazajyicsi Hed(P(HEKTUBHBIM.

beimn  uccienoBaHel  OOlIME€ — TEHACHUUM  pacHpeacsieHus
HYKJICOTUIHBIX BAPUAHTOB: YPOBHH T€TEPO3UTOTHOCTH, YaCTOThI 3aMEH B
KOIUPYIOMMX Y4YacTKaX, COOTHOILIECHHS YaCTOT CUHOHUMHUYHBIX H
HECUHOHUMMYHBIX 3aMEH. NHuBuyanbHbIe 3aMEHBI nocJye
JOTIOTHUTENILHON BepU(UKAIIUK MOXKHO HCIIOJIb30BaTh KaK JOKa3aTelIbCTBa
NceBAOreHn3annu Ha B-xpomocomax (HampuMmep, HOHCEHC-MYTalluM), a
TaKXe KakK MOTEHIIMaIbHbIe MapKephl B-xpoMocoM (3aMeHBI, XapaKTEpHBIC
1st B-xpoMocoM, HO HE JjIsi OCHOBHOT'O T€HOMA).

Amnanu3 cocraBa noropeHHoi JIHK mpoBoauny HemocpeacTBEHHO Ha
pugax c momomibio HHCTpyMeHTa RepeatExplorer. JlanHas mporpamma
MPOU3BOJIUT KJIACTEPU3ALMIO MPOUTCHUIN MO MEPEKPHITUIO, AHHOTAIIUIO MO
0a3e gaHHBIX MOBTOpOB RepeatMasker ays MileKOMUTAIOMIMX, a TaKXKe
COOpPKY KOHCEHCYCHBIX MOCJIEI0BATeIbHOCTEH Ki1acTepoB. JJist OMOIMOTeKH
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BTAMix ObuIO MNpOBEACHO CpPaBHEHUE pE3yJIbTaTOB 3TOTO METOAa C
aHHOTAllME!l TIOBTOPOB B COOpKE TIe€HOMA KOpPOBBI. bBbUIM BBISIBICHBI
3HAUUTEJIbHBIE PA3INYUS: B TCHOMHOM COOpPKE OTCYTCTBYET LIECHTPOMEPHBIM
CaTEJUINT, @ B JAHHBIX CEKBEHUPOBAHWS MHOTHE TMOBTOPHI OKA3bIBAKOTCS
HEaHHOTUPOBaHHBIMU. KpoMme TOro, MEHSIOTCS COOTHOILICHUSI Pa3IUYHBIX
TUIIOB TTOBTOPOB. XapakTEpPHBIM VISl JAHHBIX CEKBEHUPOBAHUS SIBISETCS
MPUCYTCTBUE MIMPOKO IPEJICTABIEHHOIO B T€HOME YEJIOBEKA CEMENCTBA
Alu. Takum o00pa3oM, KOPPEKTHOE CpPaBHEHHUE BO3MOKHO TOJIBKO MEXKITY
pesyabTatamMu RepeatExplorer nms oOpasiioB, MOJy4EHHBIX C MOMOIIBIO
OJTHOTO U TOTO € TUIA aMILTU(DUKAIINY.

OoOnapy:xenue MmexxpomocomMHou mnepecrpoiiku KIT y kopoBbl.
[Ipu aHanu3e cMemaHHbIX XpoMocoM 23, 26, 28 u 29 KOpoBbI ObLI BBISIBIICH
JOTIONHUTENBHBIN  paiioH pedepeHcHoro rteHoma BTA6:72,525,912-
73,007,603, conepxamuii nogHeli reH KI/7T. B nuteparype omnmcaHa
NEPECTPONKA C MPAKTUYECKH UACHTUYHBIMH KOOPAWHATAMHU W, BEPOATHO,
KOJIBIIEBBIM ~ MHTEPMEIMATOM, AaCCOIIMMPOBAaHHAs CO CHEeHU(pUUECKOM
OKpackoi — OeJoit mosocoit Boyib xpeoTa (color sidedness).

YHukajibHble pailoHbl B-xpomocoMm. [10MCK YHUKAIBHBIX T€HOMHBIX
paiionoB ¢ mnomompio DOPseq analyzer BbIsIBUI Ha J100aBOYHBIX
XpOMOCOMaxX KOCYJAM JBa ydyacTka C TpeMsi TeHaMH oOIei
IpoTsDKEHHOCThIO 1,42-1,98 MaH Mm.H., a Ha A00aBOYHBIX XPOMOCOMAaXx
MazaMbl — 26 y4acTKOB ¢ 55 reHamu 0OIIeH MPOTHKEHHOCTHIO §,28-9,31
MiH 1.H. (Tabmuua 1). Pazopoc B orieHKax pasMepoB CBSI3aH C BEPOSTHBIMU
JeJeUsIMA BHYTPH 1IE€JIEBBIX PalOHOB.

Tadmmuma 1. YHukaabHble paioHbl UM reHbl RefSeq renoma
kopoBbl (bosTau7), oOHapy:xeHHbIe Ha [JT00aBOYHBLIX XPOMOCOMAX
cUOUpPCKOH Kocyau u ceporo mazambl. (f) — ¢parmMeHTsl TE€HOB Ha
rpanuile paioHoB, (f?7) — reHbl, HE TOKPBITHIE MPOYTCHUSIMU (BEPOSTHBIE
neneunn), kJAHK — noxareBepxkaeHue mHOpodyTeHUEM  KIOHOB — B-
xpoMmocomcnernupuunont k/IHK, BAC — mnoarBepkxacHUE JoKaIu3auen
BAC-kimoHoB. JKupHbIM BbIACJIEHBI 00IIKMEe B-XpoMOCOMHBIE paliOHBI
CEpOro MazaMbl U XUIIHBIX: JIUCHUIIBI U/WJIK €HOTOBUIHON COOAKH.

Cubupckas kocyas (Capreolus pygargus)

XpoMocoMa: MJIH I.LH | eHbI kJIHK BAC
BTA3:74,548-76,487  LRRIQ3, FPGT, TNNI3K (f) + +
BTA28:11,360-11,401 -
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Tadommua 1. [Iponomxenue

Cepsbiit mazama(Mazama gouazoubira)

Xpomocoma: MiIH II.LH ~ ['eHbI k/JIHK BAC

BTA1:80,558-80,816  LPP (f)

BTA1:132,196-132,249 PIK3CB (f)

BTA3:53,940-54,036  GFII

BTA3:97,346-97,530  ACOTII (f), SSBP3 (f)

BTAS5:112,038-112,093 CCND2

BTA6:67,475-69,303  COX7B2, GABRA4, GABRBI (17), +
LOC536190 (£?7), ATP10D,
NFXLI, CNGAI, NIPAL1, TXK

BTA6:72,726-72,802  KIT (f) +

BTA6:101,763-101,983 COQ2, HPSE, MIR2446,
MRPSI8C, FAM175A4 (f)

BTA6:115,148-115,688 MIR2448, FBXLS5, CD38 (f?),
FGFBPI

BTA7:11,113-11,188  MAN2BI (f)

BTA7:21,377-21,646

_|_

BTAS:0,078-0,782 ANXA10, MIR2466

BTA10:28,364-29,133 TMCO5B + +

BTA14:5,824-6,377  KHDRBS3 (f)

BTA17:46,546-46,775 MBD3LI1, CHFR, ZNF268 (f)

BTA19:59,130-59,367 CDC42EP4, FAM104A4, COGI (f)

BTA22:1,766-1,921  EOMES (f)

BTA22:11,626-11,985 ACAAI, MYDSS, OXSRI, XYLB,
ACVR2B, DLECI (f)

BTA23:8,994-9,084 C23H60orf106 (), SNRPC () +

BTA23:50,678-50,701 SERPINB9

BTA25:37,085-37,276 -

BTA25:41,480-41,788 -
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Tadommua 1. [Iponomxenue

Cepsbiit mazama(Mazama gouazoubira)

Xpomocoma: MiIH II.LH ~ ['eHbI k/JIHK BAC
BTA28:0,628-0,915 TRIM67, FAM89A, ARV, TTCI13
&)

BTA28:12,111-12,175 RET
BTA29:34,729-35,503 OPCML ()
BTA29:49,339-50,253 DHCR7 (f?), NADSYNI, CARS (f) + +

B HacTosiiem wHccieioBaHMM MBI BIEpPBbIE OOHApykWwiu 26
YHUKAJIBHBIX pPAalOHOB, NPEACTABICHHBIX Ha B-Xxpomocomax ceporo
Mazambl. Mx pasmepsl nexar B auamazoHe ot 23 nmo 1827 Teic. ILH.
[Tonyuennsie paHee naHHble cekBeHupoBaHus kJ[HK, oOoramenHoit B-
XPOMOCOMHBIMU TPAHCKPHUIITAMHU, XOpPOIIO COTJIACYKOTCS C JAHHBIMH
BBICOKOITPOM3BOJIUTEIIBHOTO CEeKBeHUpOBaHMs. M3 17 CeKBEHUPOBAHHBIX
KJIOHOB, 5 OKa3aJIUCh TIOBTOPEHHBIMM, 3 TMPOUCXOAWIU U3 pailoHa
BTA29:49,339-50,253 mnH n.H., no 2 — u3 BTA7:21,377-21,646 miH 1.H.
u BTA10:28,364-29,133 maH n.H., 1 kion u3 BTA23:8,994-9,084 miH m.H.,
1 — u3 HecnenugpuyecKkoro paioHa, a emie J8a He OOHAPYKUIIM TOMOJIOTHUN
B F€HOME KOPOBBI. OCTaBUIMKCS KJIOH MPOUCXOAWJI M3 BHEXPOMOCOMHOTO
ckaddonma Un JH125058 pazmepom 65 ThIC. 1.H., IO JAHHBIM T'OMOJIOTHUHU
C TECHOMOM Y€JIOBEKA MPUHAJICIKAIIETO YK€ U3BECTHOMY Ha B-xpomocomax
Mazambl paitony BTA6:115,148-115,688 muiH 11.H. /[aHHBIE MO JIOKaIU3allUH
BAC-k10HOB TakXe HE BCTYNAlOT B IPOTHUBOPEYHME C pe3yJbTaTaMU
cekBeHupoBaHus (Tadnuna 1).

Ha B-xpomocomax Kocyiud ObLIO OOHApy>XE€HO BCEro JBa paiioHa
oOIme TPOTSHKEHHOCThIO HE Oojiee 2 MiIH 1. H. bompmmit u3 HuX
(BTA3:74,55-76,49 wminH 1.H.) ObUT paHee UIASCHTUDUIIUPOBAH TMIPH
cekBeHupoBanun OuOmorek kJIHK, oOoramenasix B-cnenuduyunbiMu
MOCJHEN0OBATENbHOCTIMU W noarBepxkaeH  [IL[P-kaptupoBanmem wu
nokanm3aiuern BAC-knoHoB. IlonydeHHble HamMu JaHHBIE COBHAJAKOT C
MOJIyYCHHBIMU paHee, OJIHAKO HAOJIFOMAIOTCA JBa Y4acTKa, HE TMOKPBITHIX
punamu (BTA3:74,88-75,30 muiH 1.H. 1 75,68-75,82 mun n.H.). [Ipu 3Tom
OJIMH W3 MPOOEIOB MMEET MOATBepxkJcHUE Nokanuzanueii BAC-kiioHa u
MOXXET OBITh HHTEPIPETUPOBAH KaK JIOKHOOTPUIIATEIbHBIA PE3YJIbTAT
METOJIa, a BTOPOM 1O OOJIbIIIeH YacTH 3aHT MPOMYCKOM B COOpKE TeHOMa
KOPOBBI.
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I'enb1 B-xpomocom u 00HapyxkeHue npoTrooHKOreHoB KIT u RET y
ceporo Ma3ambl M XulIHbIX. CoCcTaB reHoB Ha B-xpoMocoMax cuOupckoun
KOCYJIH HE U3MEHUJICSI OTHOCHUTEIBHO MPEABIIYIIETO UCCICAOBAHUS — BCE
JAHHBIE YKAa3bIBAKOT HA TO, YTO MNPUCYTCTBYIOT TeHbl LRRIQ3, FPGT, a
Takke Hadasio rena TNNI3K. Bropou B-xpomMoCOMHBIN panioH pasMepoM 42
TBIC. M.H. PACIIOJIOXKEH B 00raToM reHamu pailone mexay renamu CHRM3 u
ZNF33B, oqHako HE BKJIIOYACT UX.

['enHbIit cocTaB J00aBOYHBIX XPOMOCOM Maszambl Topaso Ooliee
pa3zHooOpa3eH W BKJIOYaeT 55 TeHOB, M3 KOTOpPhIX 18 momagaroT Ha
TPaHUIIbl [EJEBBIX PAWMOHOB M BXONAT B HUX JMIIb YAaCTUYHO, a euie 4
MOIA/IAI0T B BEPOSTHHIE JICTICIU .

HanbGonee mnpuMeyaTeabHBIM OKa3ajoCh MPUCYTCTBUE Ha B-
XpOMOCOMAax ceporo Ma3aMbl HECKOJIBKUX MMPOTOOHKOT€HOB,
OOHapyKEHHBIX paHee Ha J100aBOYHBIX AJIEMEHTAX XMWIIHBIX: JIUCULIBI U
JIBYX TIOJIBUI0B €HOTOBHAHOM coOakw. [1epBoiit u3 HUX, KIT, coctout u3 21
DK30Ha M KOJUPYET PEUENTOPHYIO THUPO3WH-KAHA3Y, AKTUBHYIO B
muddepeHaniy MeIaHOIIMTOB, KPOBETBOPHBIX M IPEAIICCTBEHHUKOB
3apOJBIIIEBBIX KIETOK. MyTalu B 3TOM I'€HE aKTUBUPYIOT KaHIIEPOTECHES.
Cpeny MJIEKONMUTAIOIIUX PAcHpOCTpPaHEHbl crenudpuueckue Qopmbl
OKpacku (3adactyr0 — Oenasg MSATHUCTOCTh), aCCOLMUPOBAHHBIE C
MyTalMsIMA B 3TOM I'eéHe. B OnmMcaHHOM BBINIE CIIydae MEXXPOMOCOMHOU
TPAHCJIOKAIMK Y KOPOBBI pa3Mep MePeHOCUMOro (hparMeHTa OTINYAETCS OT
pa3sMepoOB y4acTKOB Ha B-xpomocomax B mpezenax oaHoro nopsgaka — 580
THIC. II.LH. TI0 CpaBHEHUIO 76 ThIC. I.LH. HA B-xpomocomax ma3zambl u 202
ThIC. T.H. Ha B-xpomocomax mucuipl. OAHAKO €Cld y KOPOBBI T€H
MEPEHOCUTCS Ha JAPYTYH0 XPOMOCOMY IIE€JIIMKOM, TO Ha B-XxpomMocomax
Ceporo  MazaMbl  HAOJIOJAIOTCST  TOJIBKO  3K30HBI  1-20  (Takxke
OOHapyXMBaeTCAd TPUHYKIEOTHIHAss BcTaBka B 10 53k30HE), a Ha B-
XPOMOCOMAaX JIUCHUIIBI — 3K30HBI 2-21. KpoMe Toro, y eHOTOBUAHBIX COOaK
Ha B-xpomocomax mnpencraBiieH ¢parMeHT COCEIHEro MNPOTOOHKOreHa
KDR, He 0OHapy>XMBa€MOI'0 y CEpOro Mas3aMbl W JIMCHIIBL. Jlokamu3amus
BAC-knoHa cobaku, paHee WCIOJIb30BAHHOTO JUIsl HCclieloBaHusl B-
XpOMOCOM XHMIIHBIX, MTOATBEpAMIa Haimnuue reHa K/T Ha B-xpomocomax
Ma3aMbl.

Jpyroil mpOTOOHKOI€H, HE3ABUCUMO OOHAPYKUBAEMBIN y Ma3aMmbl U
XUIIHOTO (KUTaWCKOM €eHOTOBUAHOW cobaku), — RET. Ob6oramieHue
ACCOLIMMPOBAHHBIMA C  PAKOM TE€HAaMHM  SBJISETCA  XAPAKTEPHOU
0COOEHHOCTHIO B-XpoMocoM XUIIHBIX — paHee 0OHapyxkeHbl Tenbl LRIG ],
LRPIB n CTNND2. Ha B-xpomocomax Ma3zambl Tak)ke OOHApYy>KUBAIOTCS
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CBs3aHHBIC C OHKoreHe3om renbl PIK3CB, CCND2 u OXSRI. Aunanus
dbyHKIIMOHATRHOTO oOoramieHust mo 6Oa3ze panHHbix Gene Onthology c¢
noMomp0 HMHCTpymMeHTa DAVID BBISBASET JUIIb HE3HAYUTEIBHOE
oOoraiieHre (PyHKIUSIMU SMOPUOHAILHOTO pPa3BUTHS, T€HAMU KHHA3, U
MO3UTUBHBIX PETYJIATOPOB KMHA3HON aKTUBHOCTH. CBS3b MeXIy (QyHKIIHUEH
T€HOB M MX MEPEHOCOM Ha B-Xxpomocombl paboTaeT najneko He AJis BCeX
CJIy4aeB: TaK, JUIIb 5 U3 26 palOHOB HECYT IMTPOTOOHKOIEHBI U CYIIPECCOPHI
OMyXOJIeM, 5 — TEeHBbl KHWHA3 U HX PEryJsaTOpPOB, a JJIsi OCTAIbHBIX
(GYHKIIMOHATIBHBIX TPYII KOJTUYECTBO PAiOHOB OKA3bIBACTCS €IIE MEHBIIIE.

Hykieoruanbie BapuanTbl B-xpomocom. CrexkTp HYKJICOTHIHBIX
BApUAHTOB (3aMEH M KOPOTKUX HMHCEPIUM/Aenenuii), XapakTepHbiX s B-
XPOMOCOM CUOMPCKOM KOCYJIM U HE BCTPEYAIOIIUXCSI B TCHOME €BPONEUCKOM
KOCYJIM 3aMETHO OTJIMYAETCs OT TaKOBOrO JJIsI ayTOoCOM KOpOBBI. Tak,
IJIOTHOCTh BapUAHTOB B TPH pa3a BhIIIE, 4eM y KOpoBhI (1 BapuaHT Ha 96
n.H. npotuB 1 Ha 316 m.H.), mpu 3TOM OOJBUIMHCTBO BAaPUAHTOB B
KOUPYIOIINX 00J1acTx SBJISIFOTCS HECUHOHUMUYHBIMH, 4TO
CBUJICTCIILCTBYET O  CHIDKEHHOM  JIaBJieHUM  OoTOOpa.  YpOBEHb
reTEpPO3UTrOTHOCTU KpaiiHe BhICOK. HEOHOPOIHOCTh MOXKET CYIIIECTBOBATh
KaK MEXIy XpomMocomaMu (B KyJIbType KJIETOK, HCIIOJIb30BAaHHOM IS
COpTHUHTA, ObLIO 8 B-XpOoMOCOM), Tak ¥ MEXKy KOIUSIMUA BHYTPH OTIIEIbHOM
XpPOMOCOMBI (HJIMYHUE HECKOIbKUX KOMUW (PparMeHTOB YHHUKAIbLHOTO
paiioHa Ha B-xpomocome Ob110 TTokazaHno panee meroaoM [11{P B peanbHOM
BPEMEHM).

Jlns  B-xpoMocoM  ceporo  MaszaMbl  COOTHOIIIEHHUE  MEXIY
CUHOHUMUYHBIMA ¥ HECHHOHUMHUYHBIMH 3aMEHaMu ObUIO OJM3KO K
3HAQUEHUSIM JJII ayTOCOM KOpPOBBI, & IUIOTHOCTh 3aMEH B KOAUPYIOIIUX
obnactax — B 1,65 pa3 Huxke, yem y B-xpoMocoM cuOUpPCKOM KOCYJH, 4TO
CBUJIETEIILCTBYET O MEHBIIECH CTENEHU ICEBIOTeHU3auu B-xpoMocoMm
CEpOro Maszambl IO CpaBHEHUIO ¢ B-XxpoMocoMamMu CHOMPCKON KOCYIH.
[110THOCTH TETEPO3UTOTHBIX BapUaHTOB Ha B-xpomocomax ma3zambl Obljia B
6,5 pa3 Huxke, yueM Ha B-xpomocomax kocyinu (768 m.H. Ha F€TEPO3UTOTHYIO
MO3UITMI0 TTPOTUB 118 M.H.), ¥ BCEro JIMIllb HE3HAYUTEILHO BBIIIE, YEM Ha
ayrocomMax KOpoBbl (952 m.H.). TO MOXKET CBUJIECTECIHCTBOBATH O HU3KOM
pa3Hoo0pa3un J00ABOYHBIX XPOMOCOM Yy Ma3aMbl WM O HE3HAYMTEIbHOMN
CTEMEeHW aMIUTM(UKAIMM YHUKAJIbHBIX MOCJeA0BaTeIbHOCTE Ha B-
xpoMmocomax. B mosib3y BTOpOro oObSICHEHUSI TOBOPUT TOUEUYHBIN XapaKTep
nokanu3anuu BAC-ximona, comeprkamero red KI/7, a Takke o0 pa3mep
YHUKaAJIBHBIX MOCJIEAOBATENbHOCTEN Ha B-xpomocomax — okoino 9 muH
IILH. y Ma3aMbl U M€Hee 2 MIIH IL.H. y Kocyinu. Brpouewm, nokanuzanus



14

npyrux BAC-KJI0HOB Ha XpOMOCOMax Ma3ambl AEMOHCTPUPYET HAIMYUE
MOBTOPECHHBIX  CUTHAJIOB. Kpome  TOoro, pasnuuue B  YPOBHE
TE€TEPO3UTOTHOCTH MOXKET OBITh CBSI3aHO U C KOJIMYECTBOM B-Xxpomocom B
UCCIIEIOBAHHBIX KYJbTYpax KIETOK (3 y Ma3aMbl U 8 y KOCYJIH).

[HoBropennass IHK B-xpomocom. Cymmaphasi 0Jisi OBTOPEHHOU
JIHK nmxke Bcero B ayrocomax KopoBsl (42,73%), B monTopa pa3a BBIIIE B
B-xpomocomax mMazamsl (63,23%) u MmakcumainbHa B B-xpoMocoMax Kocynu
(77,76 u 79,45% B CPYBI1 u CPYB2). Uucno kiacTepoB, BKIHOYAIOIIUX
oonee 1% mnpourenuii, BbimEe sl AOOABOYHBIX XPOMOCOM. Y KOCYIH
HauOosee  TPEACTABICHHBIE  KJIacTephl  COJEpKaT B OCHOBHOM
HEAaHHOTHUPOBAHHBIE TOBTOPHI  (MOBTOPHI C  HHUBKOM  CJIOXKHOCTBIO,
HAKOIMBIIME OOJIBIIIOE KOJIMYECTBO 3aMeH). [lamee clieyloT KiacTephl,
COIEpIKallMe CaTeJUINTHYI0, B TOM uucie U ueHrpomepnyr, JHK. Ilo
CPaBHEHHUIO C ayToCOMaMH KOpOBBI pe3ko cHmkeHa nonst SINE. V ceporo
Ma3aMbl TPOLIEHT HEAHHOTUPOBAHHBIX IOBTOPOB 3aMETHO IOBBILIEH
OTHOCHUTEIBLHO KOPOBBI, OJTHAKO MOJHOCTHIO HEAHHOTUPOBAHHBIC KJIACTEPHI
HE SABJSIOTCS HamOosee KpynHeIMU. Beicokoe pazHooOpasue LINE u SINE
Ha B-xpoMmocomax mazambl COMMXaeT MX C ayTOCOMAaMu KOPOBBI, HO C
HEKOTOPBIMH 0COOCHHOCTSIMU. OOHApyKUBACTCS ABYKpaTHOE OOOTalleHHE
LINE L1, noseimenue noau SINE BovA u camxkenue goiau SINE RTE-
BovB. Oco0GeHHO BBIIEIAECTCS KJIAcTep, IOJHOCTHIO COCTOSIIUN U3
sHpoperposupyca ERVK ¢ koHcepBaTMBHOM MOCIEI0OBATEIBHOCTBIO —
BEPOSITHBIN Clie]] HeAaBHEH PETPOBUPYCHOM MHPEKIIHH.

CpaBHenune B-xpoMocom cuOMpCKOil KOCYJIH U Ceporo Mmazamol. B-
XPOMOCOMBI Ma3aMbl HaXOIATCA B 00Jiee paHHEN SBOJIIOIMOHHON CTauu —
u3 (pparmMeHTOB oOpa3zoBasiach B-Xxpomocoma, HO MPOLECCHI, CBA3AHHBIE C
OTCYTCTBHEM OTOOpa €I1e€ HE MPOJABUHYIUCH. B-XpoMOCOMBI KOCylU
JEMOHCTPHUPYIOT YK€ MPOTEKIIME TMPOLECCHl: HAKOIUICHUE 3aMCEH,
MOBTOPOB, aMILTU(UKAIIASA U, BEPOSATHO, YTpaTa UCXOAHBIX (hparMEHTOB.

[Tockonpky cpeau Kocyib B-XpomMocoMbl OOHapyX e€HBI TOJBKO Y
CUOMPCKOr0, HO HE Yy €BpOINEHUCKOro BHJA, HauboJIee BEPOATHBIM
NpEACTABIISIETC  BO3HUKHOBEHHE  JOOABOYHBIX  DJIEMEHTOB  IOCJIE
pacxoxeHus BUIOB 2-3 MJH JeT Ha3ala. B pone Mazama B-xpomMocoMmbl
MpEACTABIICHBI B OOJBIIMHCTBE BUJIOB U, BIIOJIHE BO3MOKHO, UMEIOT O0IIIee
npoucxoxjaeHue. Ilpu atoM Hanbosiee Oa3anbpHas JUBEpPreHIus BUI0B ¢ B-
XpoMOcoOMaMy Tpou3omnria ~5 MIH JieT Hazaa. Takum oOpaszoMm, B-
XpPOMOCOMBI ~ CEpPOr0  MaszaMbl  SIBJISIIOTCSL  0o0Jie€  JPEBHUMH, HO
KOHCEpPBAaTUBHBIMU, a B-XpoMocoMbl CHOMpPCKOM KoCyaum — Ooiee
MOJIOABIMM Y W3MEHEHHBIMHU, YTO CBHUIECTEILCTBYET O HEOIHOPOAHOCTH
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CKOPOCTH W TyTeWd HBOMOIUK B-XxpomMocoM paxe BHYTPH OTAECIBLHOTO
MOJACEMENCTBA MJICKOITUTAIOIINX.

1.

BbIBO/IbI

Paspabotan meTton OMOMHGOPMATUYECKOTO  aHaIM3a  JIaHHBIX
BBICOKOIIPOU3BOJUTEIBLHOTO CEKBEHUPOBAHUSA OTICIBHBIX XPOMOCOM,
MO3BOJISIONINM, OCHOBBIBASCh HA BBIPABHUBAHUM Ha peQepeHCHBI
F€HOM TOTO € WIM POACTBEHHOIO BHJA, WJICHTUPUIUPOBATH
YHUKaJIbHBIE panoHbl pasmepoM or 10-20 TeIC. M.H. B cOCTaBe
XpoMOCOM. JIaHHBIA METOJ XAapaKTEpU3YEeTCS HU3KUM YPOBHEM
JIO>KHOTIOJIOKUTEIBHBIX ~ PE3YJITAaTOB. BrepBble CKOHCTPYMPOBAH
ABTOMATU3UPOBAHHbBIN KOHBEWED, OOBETUHSIOIIIAN TIOUCK
YHUKQJIbHBIX YYaCTKOB, XapaKTEpPUCTUKY 3aMEH B HUX M OIHUCAHUE
CIIEKTPOB MOBTOPEHHBIX MOCIENOBATEIIBHOCTEM.
[Ipumenenre paHHOro KoHBedepa K nAaHHbiM [llumina MiSeq
CEKBEHUPOBaHUsI OUMOIMOTEK COPTUPOBAHHBIX B-XpoMOCOM OJIEHBUX
MOKa3ajgo, 4YTO J00aBOYHBIE XPOMOCOMBI CHOUPCKOW  KOCYJIH
(Capreolus pygargus) comepkaT JBa YHHMKAJbHBIX pailoHa OOITUM
pasMepoM 2 MIH TMN.H. C 3 TE€HAMH H XaPAKTEPHU3YIOTCSA
BBIPOXKJICHHOCTBIO TTOCIIEIOBATEILHOCTH BKYTIE C aMILUTU(DUKAIIACH.
BriepBrie Mmoka3aHo, 4TO J00aBOYHBIE XPOMOCOMBI CEPOr0 Ma3aMbl
(Mazama gouazoubira) conepxxat 26 yHUKaJIbHBIX paiioHOB (9 MiH
n.H.) ¢ 55 mnonHbiIMH W (GparMEeHTUPOBAHHBIMU TE€HAMH, a IO
XapakTepy 3aMEH M CIIEKTPY ITIOBTOPEHHBIX IOCIIEIOBATEIbHOCTEN
OJIM3KH K ayTOCOMaM.
OTcyTcTBUE OOIMKMX YHUKAIBHBIX palOHOB Ha B-xpoMocomax Kocynu
M MaszaMbl CBHJECTEIBCTBYET O HE3aBUCHMOM IPOUCXOXKICHUU B-
XpOMOCOM JTHUX JBYX BHJIOB. Paznmuums B XapakTEpUCTHKAX
MOCJIEIOBATENBHOCTEN TMO3BOJSIIOT 3aKIFOYUTh, YTO B-XpoMoCOMBI
Ma3aMbl HaxomsATcs Ha Oojee paHHEH CTaauk D3BOMIONNH, a B-
XPOMOCOMBI KOCYJIM — Ha 0oJiee MO3aHEH.
[ToBTOpHOE OOHaApykeHne mpoTtooHKoreHoB KIT u RET Ha B-
XpOMOCOMax y XHIIHBIX M CEPOr0 Mas3aMbl HILTFOCTPUPYET
TEHJACHUMIO K  MPEANOYTUTEIBHOMY  BKJIIOUYCHUIO  HEKOTOPBIX
T€HOMHBIX PallOHOB B COCTaB JI00ABOYHBIX XPOMOCOM.
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