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Be/lyleil OopraHu3alyy Ha JUCCePTAlHOHHYI0 pabory UekanmHa EBrenus BuranmueBnua
"BiMsiHMe OSNHreHeTHYecKuXx (PakTopoB Ha pasBUTHE HMMYHOBOCHA/THTE/TbHbIX
3abo/ileBaHMi KOXM'", TNPEJCTaB/IEHHYI0 Ha COMCKaHHe YYEHOM CTeNeHM KaHJWjaTa
fuonormueckux Hayk mno crmemuanabHocTH 03.02.07 — rewermka u 03.01.09 —

MareMarnJeckasi Ouosiorus, ouonHpopmaruka.

AKTya/IbHOCTh. [luccepranums YekanvHa EBrenvsi BurasveBrua IOCBSIEHA W3YUYeHHIO
Pery/siTOpHbIX MEeXaHU3MOB, BOB/EUEHHBIX B pa3BUTHe rcopuasa. Ilcopua3 — XpoHHueckoe
HerH(eKI[MOHHOe 3abosieBaHKe, ropaXkarollee, B OCHOBHOM, KOXKHbIe MMOKPOBbI. B HacTosiee
BpeMsi MPETIo/IaraeTcsi ayTOMMMYHHasi TIPUPO/iA 3Toro 3aboieBaHusl, OJHAKO MEXaHH3Mbl ero
BO3HHKHOBEHMSI M Pa3BUTHs ellle He W3y4eHbl A0 KOHIA. Ilcopuasom crpagaror 2—4 % ot
of11jeit yMCIeHHOCTH HacesieHust. 3abo/eBaHue yXy/IlaeT KaueCTBO KU3HU MAleHTOB B TOH e

CTerneHH, KaK U JJpyrye cepbe3Hbie XPOHHUecKue 3abo/ieBaHus.

B pa6ore UekanuHa E.B. mpoBesieH MOMCK CBsi3el MeX/y YDOBHSIMHU MeTHIMDOBaHMSE
muro3uHoB B JIHK ueoBeKa, aKTHMBHOCTBI) TPAHCKPHUIILMOHHBIX ()AaKTODOB H YpDOBHEM
3KCIIPeCCHM COOTBETCTBYIOI[MX TeHOB B KOXe, MOPaKEHHOM ICOpHa3oM. [IOTOIHHUTENIbHO, B
pabore Takxe caenaH Mera-aHamis gubdepenimansHoro MetuwMposanus [THK 1 skcripeccis
FEHOB MEXIy TIODaXEHHON MNCOPHA30M M 3J0POBOH KOXKM C HCIIO/Ib30BAHMEM IyO/IMuHO

AOCTYINHLIX 3K(MICPDHMEHTAILHBIX JaHHbIX. Taxxke B pa60Te Ipe/jioyKeH MeTo[ BOCCTaHOB/IEHHH



KOPpeJISILIMK MEXZY JKCIIpeccrell reHOB U ypoBHeM MeTwavpoBanusa [JHK s ciayuaes, korza

o6pa3ub1 IMOJ/Ty4€eHbI OT Pa3HBIX ITAlIHEHTOB.

Tema paboThl BecbMa akTyajbHa B IIEPBYIO0 Ouepe/b B CBA3M C PaClpOCTPaHEHHOCTHIO
3a00/1eBaHus U Masioi 3((eKTHBHOCTHIO UMEIOILMXCS TepareBTUYeCKuX 1noAxonoB. [Tonumanue
PEry/ISTOPHBIX MEXaHM3MOB PAa3BUTHSI TICOPHa3a MOXKET B OyzyllleM NPUBe3TH K co3/jaHuio Honee
5(peKTUBHBIX MeTOJOB JieueHus. Ha faHHBI MOMeHT B 6asax AaHHbIX, B ToM uucie NCBI,
COZIEP)KUTCS OUeHb OO0JIBIIIOe KOJMUECTBO OPUIMHA/IBHBIX KCIIEPUMEHTOB I10 aHa/IM3y YPOBHS
MetumpoBanus [JTHK u skcripeccur reHoB KOxkU. [Ipy 3TOM, CTaTbH, B KOTOPLIX aHA/JIM3UPYIOT
pe3y/ibTaThl 3TUX 3KCIIEDUMEHTOB, KaK IIPaBU/IO, He NpuberaroT K MeTa-aHa/lu3y, TOI/la Kak OH
MOXeT [arh 0oJiee TIOJHYI0 KapTHHY BeiefcTBHe Oorbiero obbema BbIOOpKH. [To TOM ke
NPUUMHE aKTyaJeH II0MCK acCoLMaldii MexXAy pasiuuHbiMM pesynbraraMd  OMICs-Hbix
9KCIIEPUMEHTOB, TPOMCXOAAIIMX W3 pas3HbIX obpasioB. B auccepranum YekanuHa EBrenvs
BurasMeBrdua W3/I0’KEH PsijJj HOBBIX METOJUUECKUX IPHUEMOB, IMO3BOJISIOLMM TPOBECTH IOMCK
KOPpeJISILIUK MeX/y YPOBHSIMU 3KCIIPeCCUY TeHOB U ypOBHAMU MeTuiupoBanus [IHK 13 pasHbix

o6pasiioB. Takum o6pa3om, pabora Yekanuna E.B. npezcTasisiercs KpaiiHe akTyaJIbHOM.

Crpykrypa paborsl. V3noxeHue cieyeT KIaCCUYeCKOM CXeMe C HEeKOTOPbIMH
mopupukarmsamu. TeKCT /[JUCCepTaldd COCTOMT W3 UYeTBIPEX I[V1aB: BBeJleHus, 00630pa
JIATEepaTyphbl, ¥ IJIaB, COZep)Kall[UX OIMCAHHWEe MEeTOZI0B M pe3y/nbTaToB. BBeJeHHe CO/epXXuT
TIOCTAaHOBKY 3ajlaud M OIMCHIBAaeT aKTYaJbHOCTh W HOBU3HY paboTel. O630p JmMTeparyphl
COOepXXUT HeoOxomumble OHO/MOrMueckye cBefileHMss O poiad  MeTwnupoBanust  [THK,
mubdepeHIMaNbHONA  IKCTIPECCUM TeHOB, B YAaCTHOCTH TPAHCKPMIILMOHHBIX (DaKTOpPOB, Ha
MMMYHOIIaTOreHe3 rcoprasa. B ToM uwcie, oApOOHO OMMCaHBI pe3y/IbTaThl paboT, MomyyeHHbIe
C TOMOIILIO COBPEMEHHBIX METOZIOB Ha OCHOBE CEKBEHHPOBAHHS U MHUKDOUMIIOB. B TpeTbeid
[JIaB€ COZIEP)KUTCSl OMMCaHWe MCIIO/b3yeMbIX JaHHbIX (Kak I10/ly4eHHbIX B PaMKaxX J[aHHOTO
WCC/IeJOBaHMs, TaK M IMyO/JIMUHBIX), @ TaK)Ke MeTo0B 00paboTKU 3THX JaHHBIX. B ueTrBeproi
IVIaBe TPOBEJIeH aHa/Iu3 MOJIHOTeHOMHbIX INpoduield sKcrpeccud U MetuMposanus [THK mpu
ricopyase B CPaBHEHWH CO 3/[0pPOBbIMK oOpasijaMu. B Hell Taxke ommcaHa paspaboraHHas
aBTOPOM MeETOAMKa IOMCKa JiokycoB JIHK ¢ mocToBepHOH Koppersilped MeXy ypPOBHEM
5KCTIPECCMA U YPOBHEM MeTWIMPOBaHMs. B /laHHOM IVlaBe Takke OIMMCBIBAIOTCS Pe3y/IbTaThl
IOMCKa TPAHCKPHITLIMOHHBIX PEry/IsATOpPOB, yYaCTBYIOLIMX B PEry/ISLMA SKCIIPECCHU T'€HOB-

MUILLIEHeH Mpy ricoprase. [IMCCcepTaiyio 3aBepliiaroT BbIBOZBI M CITMCOK JIMTEPATyPhl.

Hayunasi HOBHM3HA. ABTODOM BIiepBble ObUI IPOBeJEH MeTa-aHa/i3 BCeX HAXO[MLIUXCs B
OTKpBITOM JocTyrie RNA-Seq 3KCIIepUMeHTOB I10 MCC/IeJOBAHHMIO CPaBHUTE/ILHOM 3KCIIPeCCHH

r'eHOB B o6pa3uax 3}10pOBOﬁ KOXXH, H KOXHU HOp&)KEHHOﬁ TICOpHA30M. AHanmn3 Mo3BOJIUJI BLISIBUTh
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TepsieTcs: UHGopMarys. Bo3MO)XXHO, UCII0/Ib30BaHHe CHITYIT-K/IaCTepH3alluK OOJIbIle MOAX0ANT B
KauecTBe (DyHKLIMM MaKCMMH3al[MW. Takoke /Il TOJHOTHI KapTHHBI HEeOOXOAWMO CpaBHeHHe
pesy/IbTaTOB MCIO/Ib3yeMbIX TIOAXOA0B C pe3y/lbTaTaMHU K/IaCCHUeCKHX TIOAXOAOB: Tak,
TPaHCKPHUIILMOHHBIE (DAaKTOPBI, IOTyuyeHHble C TIOMOIIBI0 TpadoB TeHHBIX CETeH, C/IeAyeT
CpaBHUTb €  pe3yibTatamMd  oboramenuss TP IO MUIEHSMH C  TIOMOILbIO
TUIIepreOMeTPUUeCKOro pacripefiejieHusi. AHa/JOrMYHOe 3aMeuaHue MOXXHO BBbICKa3aTb M IIPO
TPaH3UTUBHOCTb KOppe/situu. [lsi MOMHOTBI KapTUHBI C/IelyeT HAWTU HWCC/IeoBaHUe, TJe
aHa/IM3UPOBAIM SKCIIPeCCHUI0 TeHOB UM MeTwavpoBanue [JHK w3 ogHoro u toro >ke obpasija u
TIOCMOTPEeTh KOPPeJISILIMI0 HalpsSIMYH0 M C ITOMOILbIO TPAH3UTHBHOCTH C BEKTOPOM (heHOTHUTIOB. B
pabore Takke 3ameueHO OOJbIIOe KOJIMYECTBO OIreUaTtok. HampriMep, BMECTO MapKHPOBKH

resoMa GRCh38 on mapkupoBaH hg38.

PekomMeHAALMM 110 NPAKTHYECKOMY MCII0/Ib30BaHMIO. Pe3ysibTarhl AUCCepTaliid MOTYT
WCIIONb30BaThCAd TIPY MPOBEJEHUM HAy4HBIX HWCCIe[OBAaHMN B 007aCTM MEAUIMHCKOH U
reHeT4yeckol OuouHdopMaTvky. OnucaHHble B JUCCEPTALMA METOAbI W CTAaTUCTHUECKUE
3aKOHOMEpPHOCTH MOT'YT OBbITb HCII0/b30BaHbl B DefiepasbHOM TOCYAPCTBEHHOM OFO/KETHOM
yupexaeHu Hayku WHcTtutyT obmjed reHetuku wm. H.M. BasuwioBa PAH, ®enepanibHOM
HCC/Ie/[OBaTe/IbCKOM 1ieHTpe 6uoTexHosorud PAH, ®enepabHOM roCyZapCTBEHHOM OH/PKETHOM
yupex/ieHu1 HayKu VIHCTUTYT MoneKy/sspHOW reHetukd PAH, ®esfepasbHOM rocyapCTBEHHOM
OIO/PKETHOM YUDEXJEeHHM HayKH WHCTUTYT MareMatuueckux mpobsem Ouosmoruu PAH,
deneparbHOM TOCYapPCTBEHHOM OOPKETHOM YUPEXXJeHWM HayKu MIHCTUTYT OMOJIOrMM reHa
PAH, ®enepaibHOM TrOCYJapCTBEHHOM OMOPKETHOM YUDPEXKIEHHH HaykKu MHCTUTYT rpobsiem
nepefaud MHpopMaiu uM. A.A. XapkeBuua PAH, MOCKOBCKOM TroCyapCTBEHHOM
yHuBepcuTeTe uMeHH M.B. JlomoHocoBa, Beiciieil 1mikose 5k0HOMHKe, (CKOJIKOBCKOM
TeXHOJIOTMYeCKOM yHUBepcuteTe, HOBOCHMOUPCKOM roCyZapCTBEHHOM YHHUBEDPCHUTETE U JIPYTHX

y‘«IEGHbIX " HAYUYHO-HCC/1e0BaTe/IbCKUX OPTraHU3allusAaX.

3akmouenne. [luccepraiponHas pabora YekamuHa EBrenuss BurammeBuua «BiusiHue
SMUTeHeTUUeCKUX (PakTOpOB HAa PpasBUTHE KMMYHOBOCIA/JUTEBHBIX 3a00/eBaHUNA  KOXKHU»
SIB/ISIETCSl  3aKOHUEHHBIM HayUHO-KBaTU(UKAL[MOHHBIM HCC/Iel0BaHWEM, B KOTOPOM pellleHa
3ajlaya aHa/JM3a M3MeHeHWW SKCIlpeccMy reHoB W MetwmpoBaHusi JIHK mipu micopuase y
ye/oBeKa, a TaKKe IIOMCKa K/IOUeBbIX (DaKTOPOB TPAHCKPWIILIMM, OTBETCTBEHHBIX 3a 3TH
u3MeHeHMsl. PeitleHue 3Toi 3afauu uMeeT O0onblloe 3HayeHWe JIs 3alaud [TOHMMAaHUS
PeryJsiTOpHbIX MEeXaHW3MOB pa3BUTHsI TICOpHA3a, a Takke 3aJad KOMIIbIOTePHOM I'€HOMUKHU
(myskt 3 macriopta crierpanbHocTd 03.01.09). ITo cBoel akTya/JbHOCTH, HayuHOW HOBH3HE U

MPAKTUYeCKOW 3HAUMMOCTU JAMccepTaliioHHasi pabora Yekamuna E. B. coorBercTByeT



TpeboBaHusaM 1. 9 TlonoxkeHust «O TIOpsiiKe TIPUCYXKJEHHUSI YUEHBIX CTereHeii» NeB42 ot 24
ceHTs16pst 2014 r. C BHeCeHHBIMU M3MeHeHusiMU OT 21 arpesisi 2016 1. Ne 335, npe/bsiB/IeHHbIM K
JUCCepTalysaM, a ee aBToOp 3ac/ay)KWBaeT IIPUCY)KAEHHs eMy HCKOMOW CTereHd KaHJguzara
fuonoruueckux Hayk 1o creipaabHocTsM 03.02.07 — reneruka, 03.01.09 — Maremaruueckas
buonorusi, buonHpopmaTHKa

Marepuansl auccepTaluu ObUTM PacCMOTPeHbI M 0OCYXZeHbl Ha MexaaboparopHom

cemunape UL 6uorexnonoruu PAH 18 aBrycra 2019 roga (rporokost Ne 1).

KaHuaT OHMo/IOruuecKux Hayk,

CTapLUMH HayuHBIA COTPYHUK,

PYKOBOZAMTE/Tb TPYIIIIbI

PeryasTOpHOM TPAHCKPUIITOMUKU U STTUT'€HOMHUKU
®epepanpHOro Mccneposarensckoro LieHTpa
«®DyH/1aMeHTa/TbHbIe 0CHOBBI OMOTEXHOIOTHK»
Poccuiickort Akafemun Hayk

X (‘“ﬁ’/ /Mengenesa 0. A./
d 19 aBrycra 2019 rozga

ITogmuch cTapliero HayyHOrO COTPYAHWKA, PYKOBOAWTE/SI TPYINIbI  PEry/sSTOPHOM
TPaHCKPUIITOMUKH M SMWIeHOMMKH, KaHjujara Ouosornyeckux Hayk MezaBeaeBou HOmuu

AHaTOJ/ILEBHBI YAOCTOBEDSIIO.




