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o(uIMAaILHOrO ONOHeHTa Ha Juccepranyio CvupHoBa AjlekcaHapa BacunseBrnyia
«/ccneoBaHre MEXaHU3MOB, 00ecriedrBaroUX UHTETPAL[HI0 reHeTHUeCKHX
KOHCTPYKL[MH MPH TOTyYeHUH TPaHCTeHHbIX MBILIeH
METO/[0M TIPOHYK/IeapHON MUKPOHUHBEKLIAK
TIPe/ICTaB/IeHHY0 Ha COUCKaHKe YUeHO! CTereH! KaHauziaTa 0HoIoruiecKrux Hayk
no crienpanbHOCTH 03.02.07 — «reHeTHKa»

AKTya/TbHOCTb TeMbl JUCCepTalUH
IeHeTruecKas MOAUGUKAINSA XUBOTHBIX aKTHBHO MCIIO/IB3YETCS [/ CaMbIX Pa3sHBIX
Heneli — 3TO CO3JaHME JKUBOTHBIX-TIPOAYLIEHTOB [ HYXJ] OHOTEXHOIOTHH H
CebCKOr0 X035IiiCTBa, TIoMydYeHre Mogenel pa3HooOpa3HbIX MAaTo/I0TUM, NPOBeJEHIEe
(byHAaMeHTaIbHBIX HCCIefoBaHUA. K HacTosLeMy MOMEHTY TOTy4eHbl ThICAYH
JMHWM TPaHCTEHHBIX MBILIEH, OfHAKO M3y4yeHMIO (yH/aMEeHTalbHBIX MeXaHH3MOB
UHTErpaLiy TeHeTUUeCKUX KOHCTPYKLIMHM IIPM TPaHCreHese yZeneHO HeJ0CTaTOYHO
BHMMaHMs. AKTyaJbHOCTb AUCCEepTAal[MOHHOW paboTel AJjiekcaHzapa BacumibeBnua,
TakuM 06pa3oM, OueBHHA, TaK KaK ero MCciel0BaHUe Harpap/IeHO Ha BOCTIO/THEHUe
npo0esioB B MOHUMaHUK OUOJIOTWM TpaHcreHesa. [leTaqbHOe HU3yueHUe MeXaHW3MOB
TpaHCTeHe3a BaKHO He TOJIBKO /715 ()OPMUPOBAHUS MOTHOLIEHHON HayuHOM KapTHHBI,
HO Y MOXKeT BBITh I10/Ie3HBIM [/ DellleHus IIPUK/IaJHBIX 3a7ad.
HoBu3Ha MpoBeJEéHHBIX HCC/IeJ0BAHHN U I0/TyYeHHBIX pPe3y/IbTaToB

B nepByro ouepens mepen AsiekcaHZpoM BacuibeBUueM CTOsia 3a7ada CO34aTh M
OXapakTepu30BaTh GAPKOAMPOBAHHYIO IUIA3MUAHYHO OMOIMOTEKY, MPUIOAHYIO /A
WCC/ienoBaHni MexaHusMoB pekombunaumu JIHK Ha KireTkKax ¥ 3MOpHMOHaXx.
Heo6x041MO OTMETHTB, uTO Nof06Has 6ubmoTeka cama 1o cebe AB/IAETCSA BaXKHBIM
MHCTPYMEHTOM, KOTOPBIHA MOXET GbITh UCIIO/Ib30BaH B APYTUX HAy4YHBIX PaboTax.
Briepebie AJieKcaHApoM BacuibeBHYeM OINMCAH HOBBIA TPOAYKT peKOMOUHALH
tpaHcrenHoit JHK (elongation beyond original broken end, EBOBE), KOTODEIH
MOXXeT OBbITb pPacrpOCTPAaHEHHBIM 371EMEHTOM KOHKAaTeMepOB, XapaKTepHBIM A
MeTOoJa MPOHYK/IeapHO! MUKPOMHBEKL{MH. DTO Cepb&3HOe [JOCTIDKEHWE B 00/IacTH

(yHIAMeHTaNLHOM MOJIEKY/IIPHON [eHEeTHKH. Briepeeie aBTOPOM OblM IIPHMEeHEHE!



pasHoobpa3HbIe MeToAbl MOJIEKY/ISIpHOTO U GuonHpopMarnyeckoro aHamsa JHK-
6apKoOB B TaHJEMHO-TIOBTOPEHHBIX I10C/Ie0BATe/IbHOCTAX TDAHCTE€HOB,
AJtekcaHipoM BacH/IbEBHYEM TaKKe BIlepBble OBLIO MCIIO/Ib30BAHO CeKBEHUPOBaHHE
Ha mardopme PacBio gms anamusa JHK-6apkogos B reHomuon [JHK. ABTOD
[IeMOHCTPUPYeT, UTO JaHHbIA MeToJ TI103BOJAeT JeTeKTMPOBaTh “HJeasbHbIe”
MaJIMHAPOMHBIE C/TUSHHUSA TPAHCTeHOB.

Takum  o6pasoM, HOBM3Ha TNPOBEAEHHBIX  AJlekcaHapoM  BacuibeBH4eM
VCCJIe[lOBAHMI OUeBHIHA.

Crenedb 000CHOBAHHOCTH M /[OCTOBEPHOCTH HAy4YHBIX I0JI0)KeHHH, BbIBOJOB,
PeKOMeH/Jalii ¥ 3aK/TI0UeHHH.

s Toro 4roObl pEIMThL II0CTaB/eHHble 3ajaud AJjiekcaHap BacuibeBAd
3afelicTBOBa/l Haubonee TOAXOAALIME W COBPeMeHHble MeToAel. MM  Obuta
CKOHCTpyMpoBaHa 6Oubmioreka OapkopuposanHod [THK ¢ mpeAcTaBUTeNbHOCTBIO
Gonee 107, KoTopas 3areM Oblia WCTOMB30BaHA /I TIPOBEJEHHUS MUKDOMHBEKLMHM,
T[Tocne sToro aBTopoM OblIa Mcc/iefoBaHa cTpykrypa jokycoe JHK smbproHOB, B
KOTOpble WMHTErPUPOBAJICA TpaHCreH. [IJI 3TOro aBTOp MCIO/Mb30Bal LM(pPOBOH
kaneneHbi  I11IP, ceksenupoBaHWe Ha mmardpopmax Illumina w PacBio u
COOTBETCTBYHOIIYI0 00paboTKy [aHHBIX. Vcrosmb3oBaHue aBTOPOM HECKOJIBKMX
SKCTEePUMEHTa/bHbIX TIOAX00B T03BO/IAET YBEPEHHO YTBEPXKIATh, UTO TOTy4eHHbIE
AnekcaHzipoM BacuibeBnueM [JaHHBIe [JOCTOBEDHBI, @ C/le/laHHble BbIBOJEBI
000CHOBaHHI.

3HaYMMOCTh Pe3y/IbTaToB, MOTy4YeHHbIX B JHCCEPTALUH, /11 HAYKH H IPAKTHKH
[Tornrmanue mexaHu3MoB uHTerpauyy JHK rpy co3maHyuy TPaHCIeHHBIX KUBOTHBIX
KpaiiHe Ba)KHO J1Jis TPaBU/IBHOTO JU3aiiHa SKCTIEPUMEHTOB, a TaKKe [/ NOBBIIIEHHS
5((GeKTUBHOCTH CIOKHBIX MoAubHKaimid. AJjekcaHjp BacuibeBUY BIIePBbIE
IoKasas, uto (pOPMMPOBAHHE KOHKaTreMepOB B TPOHYK/IEAPHOW MHKDOWHBEKLMH
ITPOMCXOMT 3a CUBT TOMOJIOTMYHON DPEKOMOMHALMM MeXZy KOHLAMH JIMHEHHBIX
MOJTeKy/ TpaHcreHoB. C yd4éTOM 3TOTO aBTOP fesiaeT 060CHOBaHHOE 3aK/IH04YeHHe, YTO
JICITO/Th30BaHKe T1epeKPhIBAOIMXCS JTMHHBIX OfIOLIENIOUeUHBIX (DParMEHTOB MOXET

CTUMY/IMpOBaTh CGOPKY COCT@BHBIX [IBYXIETOUEUHBIX KOHCTPYKIMHM 3a CYeT



rOMOJIOTUYHON pekoMbuHaimu. VICTionb30BaHWe TaKOro TIOAXOfa MOXKeT OBITh
BocTpeOOBaHHBEIM [T TOYHOW uHTerpauyu npoTsokeHHbIX [JHK kaccer. Taxkke
Anekcangp BacuibeBHu 110 pe3y/ibTaTaM CBoed paboTkl MOXKeT peKOMeH[0BaTb
BpPEMeHHO OJIOKMPOBATh aKTWBHOCTb HErOMOJIOTMYHOM peKOMOMHALMM COBMECTHO C
nobaB/ieHHUEM B SIIPO LMK/IMUECKUX KOTIMM TpaHCreHa A/ YBeJWUeHUs KOMUHHOCTH
TpaHcreHa. Takum o6pasoM, TipoBeféHHBIe AsiekcaHipoMm BacunbeBnuem
(dyHIaMeHTa/lbHble HWCCIeA0BaHUS OTKDBLIBAIOT HOBbIE [I€PCTIEKTHBEI W 1A
pa3Ho00pa3HbIX NMPaKTUUeCKUX paboT.

PexkoMeHaLMH 10 UCNIO0/I30BAaHUIO Pe3y/ILTATOB U BHIBOJIOB

AUCCEepPTALIOHHOM paboThI

IMonyuennele  AnekcangpoM — BacunbeBuyeM — pesysbTaTel  MPEACTAB/ISAIOT
3HAUMTE/IBHYI0 IIeHHOCTh Kak [ (yHZaMeHTa/lbHOM OWO/IOruM, Tak U I
6uoTexHosoruu. Harpumep, oHMMaHKe MeXaHHW3MOB (POPMUPOBaHWS KOHKAaTEMEDOB
TI03BOJISIET CIBHUIaTh PaBHOBECHE B CTOPOHY MHTErpalii MHOXXeCTBEHHBIX TTOBTOPOB
TPaHCreHa, 4Tto MO)KeT ObITh KpaiHe BOCTpe0OBaHO [jsi CO3[aHHS IeHeTHYeCKU
MOM(HULIMPOBAHHLIX )KUBOTHBIX C BBICOKMM YPOBHEM ITPOAYKLIMHU 11e/1eBOro Oerika.
OuenuBasi Ccofiep)kaHHe JUCCEpTAliM B IeJa0M, B IIePBYI0 O4Yepelb HYXKHO
OTMETUThL TIPEKpacHbI Hay4HbIM f3bIK AJiekcaHzpa BacuipeBnua. [lxcceprarus
MOCTPOEHa M0 K/IaCCUYeCKOl cxeme, BO BBeJeHUH AjekcaH/p BacuibeBru U3faraet
CyTh Hay4HOH npo06ieMbl W CTaBUT 3aJaud, KOTOpble HeOOXOAUMO pellWTh.
O6IMpHEIE W XOpOIIO WUIFOCTPUPOBAHHBIM 0030p /UTEpaTypebl  COZEPXKUT
UMEIOIecss CBEJeHUss O MeXaHW3MaxX (OPMHDOBAHMS KOHKATEMEpPOB IIpU
NPOHYK/IeapHOH MMKDOMHBEKLIWH, a Takke 0003peBaeT COBDEMEHHBLIE METO/lbl
CEeKBEHHPOBAHHUSI BCTPOEK KOHKaTeMepoB. Paszienn «marepyuasbl U METOJbI» CONEPKUT
IeTa/lbHOE  OMMCAaHWMe  BCeX  SKCIEePUMEHTa/NbHBIX  TpoLesyp, a  Takxe
IIOC/Ie0BATeILHOCTH  OJIMTOHYK/IEOTHAOB. Pasfmen  «pesy/ibTaThl» — CONEPXKUT
nozpobHOe HW3/MOKeHWe TIOMyUeHHBIX pe3y/nbraToB. HeobXogMMO OTMETHTh, UTO
XOpOILIIKE CXeMBl TIOMOTal0T TOHATHL HeNpoCThle [aHHbIe, I0/IyYeHHbIE ABTOPOM.
Anekcanap BacunbeBnu  ybenuTesbHO  [JOKas3bIBAET, UTO  HETOMOJIOTMYHOE

COefUHEHHe KOHLOB y4YaCTByeT B JIATUPOBaHMM Kak MuHuMyMm 10%



HHBELMPOBAHHEIX KOTIUH, KOTODhIE CIY)KaT B KayecTBe MaTPHIL J/isi TOMOJIOTYHOM
pekoMOMHALMM, HO TIOYTH He BCTPaMBAlOTCH B KOHKaTeMepelil (parmeHT. Kak
MUHUMYM 5% KOMHUH SBISIOTCS TPOAYKTaMM MMTOTHYECKOrO KPOCCHHIOBepa Ipy
perapariui DSBR, uT0O TOBOPUT O BBICOKOH YacTOTe 3TOrO IpoLecca B 3urore. ABTOp
oOHapyXKW/I, uTO KOHKaTeMepH3allis BBeeHHLIX B IpoHyKaeyc Mosekyn JHK
TIPOMCXOJWT Uepe3 TOMOJIOTMUYHYH0 DeKOMOMHAL[MIO0 MCXOAHBIX KOHIIOB MOJIEKYIT T10
MexaHu3sMaM SDSA wu DSBR. Ilpu 53TOM, BOIpeKd cJenaHHbIM [ADYTHMHU
McciefioBaTe/sMM  TIPETIONIOKEHNSIM, aMIVIMGUKALMKM KONMI B KOHKaTemepe 10
MeXaHHU3MY KaTsIerocs Kosblia He TIPOMCXOUT.

BonplIyro 1IeHHOCTL TPEACTaBIseT pasfen «obcyxieHue», B KOTOPOM AJIEKCaHAD
BacuneeBru IyOOKO aHa/M3UpyeT IO/ydyeHHbIE [aHHBIE W COTMOCTaBaseT HX C
pe3y/bTaTaMu APYTrUX UCC/IelOBAHHH.

Apropedepar muccepraiuid 0(GOPM/IEH B COOTBETCTBUM C OOLENPUHATHIMUA
Tpe6OBaHUAMH, COOTBETCTBYET ee COZED’KaHWIO M JaeT I0/HOe MpejCTae/ieHne 00
OCHOBHBIX TIOJIO)KEHHSIX paboThl.

3aMeuaHH# K AMCCePTAlMOHHOM paboTe HeT.

3ak/roueHue

Cuwmraro, uro guccepraius CmupHoBa AsekcaHzpa BacunbeBnua «VlcciesoBaHue
MEXaHU3MOB, 00eCreurBaroIX WHTETPAljMi0 TeHeTHUeCKUX KOHCTPYKLMH IIpH
MO/TyUYeHUM TPAHCTeHHBIX MBIl MeTof0M TPOHYK/IeapHOW MHKDOMHBEKLIHM»
TMOJTHOCTBI0 COOTBETCTBYeT TMACHOPTYy HayuHoii crnepuaneHoctd 03.02.07 -
«reHeTHKa»: 1. 1. « MoneKy/spHble ¥ LIUTO/IOTMYeCKHe OCHOBBI HaCIeCTBEHHOCTH.»,
m. 5. «MeTogsl TeHeTHMYeCKOro aHajnu3a y IIPOKAapHoT M 3YKapuoT....», M. 10.
«[eHeTHUeCKas 1 K/IeTOUHAsA WHXKeHepusi. TpaHCreHHble OPraHru3Mbl.»

Mucceprayua CmupHoBa AnekcaHzpa BacuibeBuua «llcciefoBaHue MeXaHM3MOB,
obecrieunBarOMX WHTErPAldi0 TeHeTHYeCKUX KOHCTPYKLMM TIpU  TIOIy4eHHH
TPAHCreHHBIX MBIIeH MeTO0M NPOHYK/IeapHOi MUKDOMHBEKLIUK», TIPe/|CTaB/IeHHAs
Ha COMCKAaHMe V4YeHOH CTereHW KaHAgujara OMOJIOTHYEeCKHX HayK, SB/IAETCH

IIPOYMaHHOM ¥ 3aKOHUEHHON HaydHO-KBa/nMpMKallMOHHOW paboroii. ITo HOBH3HE,



Hay4yHOM ¥ TIPAKTMUYECKOW LIeHHOCTH TIOMy4eHHBIX pe3y/lbTaroB [JUCCEpTaLiys
TIOJTHOCTBIO COOTBETCTBYyeT TpeboBaHUsAM «[IoOKeHUs O TPUCYXKIEHWM YYEHBIX
cTereHeii», yTBepxkiaeHHoro IlocraHoenennem IlpaBurenbctBa  Poccuiickoin
@enepaiin No 842 or 24 centsbps 2013 r. (B pefakLuM I10CTaHOB/IEHWH
ITpasuTenscTBa Poccuiickor @egeparmu ot 21 anpens 2016 . Ne 335, ot 02 aBrycra
2016 1. Ne 748, ot 29 mas 2017 r. Ne 650, or 28 aBrycra 2017 r. Ne 1024 u ot 01
okTsibpst 2018 1. Ne 1168), ipeABsAB/IEMbIM K AMCCEPTALUsIM Ha COMCKAaHHe YUEHOM
CTENeHM KaHAWAaTa Hayk, a eé asrop — CMupHOB AsekcaHap BacuiabeBHd -
3aC/Iy’KUBAET TIPUCYXKIEHUs. YUYEHOM CTeneHW KaHAuzara OWONIOrMYeCKHMX HayK I10

crierquaibHOCTU 03.02.07 — «reHeTHKa».

OduuManbHbIA ONIOHEHT:

CTapILXK HayYHbIA COTPYLHUK

nabopaTopruy UMMYHOT€HETUKH

defepasbHOTO TOCYAAPCTBEHHOTO OHOPKETHOTO YUPEXKIEeHMA HayKu
VIHCTUTYT MOJIEKY/ISPHOM U K/IETOYHOM G1omoruu

Cubwupckoro otaeneHyst Poccuiickon akajeMuu

Hayk (MMKB CO PAH),

KaHauaaT OMO/IOrHYeCcKUX Hayk
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