3AKJTIOUEHUE JIMCCEPTALIMOHHOI'O COBETA 24.1.101.01
HA BA3E ®EJIEPAJIBHOI'O I'OCYJIAPCTBEHHOI'O BIOJIXKETHOI'O
VUYPEXJIEHUSl HAYKH UHCTUTYTA ITPOBJIEM TEPEJIAYU
MH®OPMALIMU M. A.A. XAPKEBUYA
POCCUMCKOH AKAJIEMHUH HAVK
1O JIMCCEPTALIMU HA COUCKAHUE YYEHOU CTEIEHU
KAHUJATA ®U3UKO-MATEMATUYECKHUX HAYK

ATTecTauroHHoe J€e0 No
pelleHHE IUCCEPTALIHOHHOrO COBETa
oT 25 centabps 2023, npotokon No 14

O npucyxnennn Menaenesnd Ace Biaanmuposne,
rpaxxaaHke Poccuiickoit denepalvy,
Y4YeHO# cTeneHH KaHAuAaTa pU3NKO-MaTeMATHYIECKHX HaYK.

ucceprauus «CTaTHCTHYECKHe BOMNPOCHI, CBSI3aHHbIE C TeXHHYECKHMH H
GHOJIOrMYeCKHMMH BapHALMSIMH, BO3HHKAIOLIHe NMPH a/ule/ib-cneuHpuieckom
aHa/iM3e AaHHBIX CEKBEeHHPOBaHHs» MO  crneyuanbHoctd  1.5.8. -
MaremaTHuyeckass GH0JIOrHsi, OMOHMH(OPMATHKA, TIPHUHATA K 3amuTe 20 HI0aA
2023 roaa, nporokos Nel2, aucceprauHoHHbIM coBerom 24.1.101.01 Ha Gase
denepanbHOro GIOKETHOTO yupexaeHus Hayku MHCTHTYTa npodJiem nepenauu
uHpopmauuu uM. A.A. XapkeBnua Poccuiickoil akagemun Hayk (127051, r.
Mocksa, bonpioit KapeTHsiii nepeyinok, a.19 crp. 1, npuka3 o coznanud No978/uk
ot 16 nexabps 2013 rona, HoMep H3MeHeH nprka3oM No 561/uk ot 03 utons 2021

rojaa).

CouckarenbHula Mennenesuu Acs BrnaauMupoBHa, rpaxxaanka Poccuiickoi
®enepauuu, 1994 roga poxaenus, B 2017 roxy oxoH4HIa (daKynbTeT MAaTEMAaTHKH
HauuoHAIBHOMO  HCCIEJOBaTeNbCKOro  yHHBepcuTeTa  «Beicmias — mikona
3KOHOMHKHY 10 crneuraibHocTd MaTeMaTuka. C 2017 no 2022 r. couckarelbHHLA
obyu4anach B O4YHO#M acnipaHType  ABTOHOMHOH HEKOMMEPYECKOH
06pa3oBaTe/ibHOH OpraHM3allMK Bhicliero oOpa3oBaHHs «CKOJIKOBCKHH HHCTHTYT



HAYKW M TEXHOJIOTHH» 1o cnenuanbHocTH “Maremarnyeckas Ouomnorns,
6ronHpopMaTHKa” 110 HanpapieHuIo “brosnornyeckue HayKu”.

CouckarenbHula paborana B Dana-Farber Cancer Institute, bocton, CILIA, B
pamMKaXx MeXIyHapoIHOro cTyfeHueckoro obmena, ¢ 2018 no 2021 rox, 1 B Altius
Institute for Biomedical Sciences, Cuatrn, CIIA, B HOMKHOCTAX HAay4HOIO
koHcynbTanTa (¢ suBaps 2022 mo pgexkabpp 2022) M Hay4yHOro COTpyJAHHKa (c

deBpans 2023 no HacTosiee BpeMs).

JluccepTauusi BbINOJHeHa B aBTOHOMHOH HEKOMMepYecKo# 06pa3oBaTebHOH
OpraHu3aluM Bbicliero oOpa3oBaHHsi «CKOJNKOBCKHM HHCTHTYT HAyKH H

TE€XHOJIOTHITY.

Hayunblii pyKoBoOAHTeJb — JOKTOp OHoNorndeckux Hayk, Muxauia CepreeBHY
Tenbgana, npodeccop, nupekTop LleHTpa MONEKyISpHOH U KIETOYHOH OMOIOTHH,
BHILIE-TIPE3UIEHT 110 GMOMEIHUIIHHCKAM HCCleNOBaHUAM B «CKOJIKOBCKHM HHCTHTYT

HAayKH U TEXHOJIOTHI.

Bri60p OQHIMATbHBIX ONIOHEHTOB M BEMYIIEH OpraHM3alMH OOOCHOBBIBAETCS HMX
BBICOKOM KOMIIETEHTHOCTBIO B 00JacTH aHaliW3a TPaHCKPUITOMHBIX H
SMHUIe€HOMHBIX  JAHHBIX, COOTBETCTBUEM HAy4YHBIX HMHTEPECOB  TEMAaTHKE
JIMCCEPTALMH, a TaKkKe TeM, YTO 3a IOCJIEIHHME TOAbl MMM ObLIO OMyOJMKOBaHO
60MBIIOE KOJMMYECTBO HAayYHBIX PabOT, MOCBALICHHBIX HU3YYEHHIO DEryJIsTOPHBIX

MEXaHHU3MOB.

OduuunanbHble ONMOHEHTHI:
JlarappkoBa Mapusi AnapeeBHa, npodeccop PAH, unen-kopp. PAH, nokrop

OHMOJIOTHYECKUX HAyK, F€HepalbHbIA AUpeKTOop PenepanbHOro rocyaapcTBEHHOrO
GromxeTHoro yupexaeHus «@PenepaibHpli HAyYHO-KIMHHYECKHHA LEHTP (U3HKO-
XMMHUYECKOM MeauuuHbl uMeHH akagemuka HO.M. Jlonyxuna ®enepanbHoro
MEJMKO-OMOJIOrMYECKOro  areHTcTBa», I. MockBa, Pamenckuii Bacuaui
EBrenbeBHY, KaHIuAaT  (HU3MKO-MATEMATHYECKUX  HAYK,  PYKOBOJHMTEIb
Jlaboparopu¥ TeHOMHOH H MeMUMHCKOH OuonHpopMaTukn B (DenepanbHOM
rocylapCTBEHHOM OIOKETHOM yupexJeHuH «HauuoHanibHbIH MeIMUHHCKHA
UCCIIE/IOBATEIbCKHIA — LIEHTp TepaluH M NPOQUIAKTHYECKOH  MeJHLIUHBI»



MunucreperBa  3apaBooxpanenns Poccuiickoit ®enepanun, r. Mocksa, aaam
NMOJIOXKHTETbHBIC 0T3bIBbI HA JIHCCEPTAIIHIO.

Beaymas  oprammsaums  —  DesepanbHblii  MCCIE0BaTENbCKHH  LIEHTP
«@DyHNaMeHTanbHbIe OCHOBBI OHOTexHONMoruu» Poccuiickoit Akanemuu Hayk nana
NMOJOXKHTE/IbHOE 3aKJ/II0YeHHe, NOANMCAHHOE KaHIUAaTOM OHOJIOrMYECKHUX HaykK
MenBenesoit  KOnuelt  AHaToONbeBHOW, CTAapIIMM  HAyYHbIM  COTPYAHHKOM,
PYKOBOAMTENEM TPYMNIbl PETYJSATOPHON TPAHCKPUNTOMHKH M IMUI€HOMHKH
deznepanbHOro0  MCCIEIOBATENbCKOTO  HeHTpa  «DyHIaMeHTalbHbIE  OCHOBBI
Guorexnonorun» Poccuiickoit Axkanemun Hayk, u yrtBepxmenHoe 9 wmions 2023
JOKTOpOM  Ouonmoruyeckux Hayk DémopoBeiM AnekceeM HukonaeBuueMm,
MCTIONHSIOKM 00s3aHHOCTH aupektopa ®UL] Buorexnonorun PAH.

B 3ameuanmusix k pabote oTMeueHo, 4TO «B paboTe He GBUTIO HCCIIETOBAHO BIHSIHHE
npoTokona cexBeHHWpoBaHuss PHK Ha mnoBenmeHue mnpemtokeHHbIX MoeNei
(Halp¥Mep, IMMPOKO pacmpocTpaHeHHbId BapuaHT 3axBata PHK 3a k3m), 9ro
HECKOJIbKO OrpaHH4YMBAaeT NPUMEHMMOCTb pe3ynbTaToB. Takke OOKIax AaBall
JOBOJIBHO HEMOJHOE TPEACTaBIIEHHE O JAUCCEpPTALHOHHOW paboTe B 4acTH
TIOJIOXKEHHH, BBIHOCHMBIX Ha 3allUTY, YTO OBUIO PEKOMEHIOBAHO HCIIPABHTh.»
HecmoTpsi Ha 3amedaHus, B OT3bIBe COAEP)KHTCH BBHICOKAS OLEHKA HAYYHOro
YPOBHsSI BbINOJHEHHOM pa0oTbl. B 3aKiioYeHHMH OT3bIBA yKa3aHO, 4TO
«/luccepranmronHas pabora MeHaeneBuu AcH BrnamumupoBubl «CTaTHCTHUECKHE
BOIIPOChHI, CBsI3aHHble C TEXHMYECKMMH M OHOJIIOTHYECKHMH BapHalHsAMH,
BO3HHMKAIOLIME MNPH AJUIENb-CIEUM(PHIECKOM aHANIU3€ NAHHBIX CEKBEHHPOBAHHS»
SIBJISICTCS 3aKOHYEHHBIM HayYHO-KBATM(UKALMOHHBIM HCCIIEIOBAHHEM, B KOTOPOM
pelieHa 3ajada pa3pabOTKM METOJOB TOYHOH KOJHYECTBEHHOW OLIEHKH
v depeHIMaTBHON  aJuleNb-ClIeMUYECKOH IKCIIPECCHH, a TAaKXe aJarTalldu
NIPOTOKOJIA /U1 SKOHOMHOI0 ¥ MacutTabupyemoro aHanu3a naHHbiX ASE. Pemenue
3TOH 3aJa4d HMMeeT OOJIbIIOe 3HAYEHHE IS MOBBILIEHHUS BOCIPOU3BOJMMOCTH
pe3ysbTaToOB B MCCIEJOBaHUAX ajulelibHOro aucbananca. [lo coBokymHOCTH
NOJy4eHHbIX  pe3ylbTaToB  pabora Mennenesuy Acu  Binanumuposhsl
coorBeTcTBYET 1.7 «Il0JIOXKEHHS O MOpAJLKE NPUCYXKAEHHS YYEHBIX CTereHei»
BAK MOH Poccuiickoit  @enepauud, yTBepxaeHHbIX [locTaHOBIeHHEM
IIpaBurenscrea PD Ne 74 or 30 smBaps 2002 roaa B pepaxiuu ot 20.06.2011
Ned75. Pesynprarhl JOCTOBEPHBI M ONYOIMKOBAHBI B PELEH3MPYEMBIX XYPHANAX,
uH/iekcupyemMbix Hazamu WoS u Scopus (Q1), aBropedepar ajekBaTHo oTpaxaer
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CONIEPXXaHME JMCCEPTALMK. ABTOp 3acClly)KMBAeT NPUCYKIEHHS YYEHOH CTerneHu
KaHauaaTa QU3MKO-MaTeMaTHYeCKHX Hayk 1o creuudaibHoctd  1.5.8.
MaTeMaTtuyeckas oOmonorus, buonHdopmartuka..

Cowuckarens uMeer 3 cTaTbH MO TeMe [HCCEPTALMH, OMyOIMKOBAHHBIX B
MEXIYHapOJIHBIX PELEH3UPYEeMbIX JXXypHaiax, HHAeKCUpyeMbix 6azamu WoS wu
Scopus (Q1):

1. Replicate sequencing libraries are important for quantification of allelic
imbalance / Asia Mendelevich*, Svetlana Vinogradova*, Saumya Gupta,
Andrey A. Mironov, Shamil R. Sunyaev, Alexander A. Gimelbrant // Nature
Communications — 2021 — DOI:10.1038/s41467-021-23544-8

2. RNA sequencing-based screen for reactivation of silenced alleles of
autosomal genes / Saumya Gupta, Denis L Lafontaine, Sebastien Vigneau,
Asia Mendelevich, Svetlana Vinogradova, Kyomi J Igarashi, Andrew
Bortvin, Clara F Alves-Pereira, Anwesha Nag, Alexander A Gimelbrant // G3
Genes|Genomes|Genetics — 2022 — DOI:10.1093/g3journal/jkab428

3. Foreign RNA spike-ins enable accurate allele-specific expression analysis at
scale / Asia Mendelevich, Saumya Gupta, Aleksei Pakharev, Athanasios
Teodosiadis, Andrey A. Mironov, Alexander A. Gimelbrant // Bioinformatics
(ISMB/ECCB issue) — 2023 — DOI:10.1093/bioinformatics/btad2 54

B aByx myOaMKauMsix JUCCEPTaHT SBIAETCS MePBbIM aBTOpPoM (B myOnukauuu 1
— coBMecTHO ¢ Bunorpanosoii C.B.). Bknaa auccepraHTa B OIlyOJIMKOBaHHYIO
paboTy HO TeMe [UCCepTalliM COCTOMT B IUIAHUPOBAaHHM HCCIIEIOBaHHS
(HemocpenCTBEHHOE IUIAHMPOBaHME B MyONMKAIMH 3, y4acTHE B IUIAHHPOBaHWH B
nybnukauud 1 ¥ 2), ydactid B (GOpMyJNMpOBKE 3ajau (OCHOBHOH BKJIaq B
nybnukaupu 1 u 3, ydactve B myOnMKanuM 2), TEOPETHYECKOH pa3paboTke u
NPaKTHYECKOW pealn3allid METONOB (Bce MyOnuKaluH), oOpaboTke W aHanu3e
NaHHbIX (BCe MyOIUKaLuN).

Kpome Toro, pe3ynbTaTbl paboThl ObLIM NpeacTaBieHbl Ha 10 KoHpepeHuHsX M
Hay4HbIX CEMHHApax, BKJIIOYas YCTHble [OKJAAbl HAa  KPYNHBIX
mexkayHapoaHbix koHpepenuuax RECOMB 2019 n ISMB/ECCB 2023.

Paszpa6oraHHble NporpaMMbl MOryT ObITb NpuUMeHeHbl B Skcrnepumentax PHK-
CEKBEHUPOBAHHUA, a MPEUIONKEHHbIE METO/Jbl MOTYT OBITh 3KCTPANOJMPOBaHbI Ha
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APYTHE BKCIEPUMEHTabHbIe NMPOTOKOJIbI. ﬂonyqemlble pe3ysbTaTsl MOryT OBITH

HCITOJIB30BAHbI NPH YTE€HUH KypCOB Ha 6H0ﬂ0FHlIeCKHX 1] 6HOHH¢)OpMaTH'~lCCKHX

daxynbrerax BY30B u s CNIELMANKCTOB, paboTatoumx B obnacTu o6pabotku
nanHbIX  PHK-cexBeHupoBanus.

Mcenenosanns  Takoro poma nposomstes B
BEYIHX 1abopaTOpHsX Mupa.

B oT3biBe onmnownenta JlarapbkoBoii Mapuu AunapeeBHbl, npogeccopa PAH,
unen-xopp. PAH, nokropa Guonoruuecknx HayK, Te€HEepalbHOro IHpeKTopa
®enepanbHOro  rocymapeTBeHHOro OlomkeTHOro yupexnenus «®DenepanbHbiit
HaYYHO-KIIMHUYECKHH LEHTP (U3MKO-XUMHMUYECKOH MeIMIMHBI MMEHH aKaleMuKa
IO.M. Jlonyxuna DesepanbHOro  MeauKko-6HONOrMYECKOro areHTCTBa», JaHa
BBICOKas OLCHKA pabOTbl M peKOMEHIAUHMs NUCCEpPTALMM K 3allyTe, IpH 3TOM
HMEETCS PsiJi BONMPOCOB:

1. IToueMy mns ananmsa aenb-CrieM(PUYecKOi IKCIIPECCHH B KayecTBe
ucrounuka PHK wcnone3oBany uensiit opran (MOYKy MBIIIHK), a HE TOMOTEHHYIO
KJICTOYHYIO KyJlbTYpy? MOXET M KIIETOYHAsS IeTepOreHHOCTh TKAHHM BIMATH HA
PE3yIbTaThl aHANK3a AJLIENb-CENUPUIECKON IKCIIPECCHH?

2. Bozneiicteue 5-aza-dC MOXET  HMHAyLHPOBaTh XPOMOCOMHYIO
HECTaOMIIBHOCTb U KaK CIIEACTBHE T€HOMHBIE TIePecTPOiKH. MOXHO I B paMKax
Bamie#i MozienM OLeHUTh HACKOJIBKO 3TO MOXET BIIMST Ha ajuteNb-crenupuIecKyro
3KCIpeccHio?

3. Her nu HckaxeHHH B OmpeneneHHM ajuiesb-ClieLUbUYEcKol IKCIpeccHu
F€HOB 4Y€JIOBEKA NP UCIOJIb30BaHMHK B KaueCTBE BHEIIHEero KoHTpons PHK Mbium
WJIM JI}OOO0r0 I0CTaTOYHO 6IIM3KOro K YenoBeKy opraHu3ma?

B oT3biBE OTMEUYEHO, UYTO «cCOeJaHHBbIE 3aMEYaHMSI He SBJSIOTCH
NPUHUMIHAIBHbIMH, U JIUCCEPTALIUS OYEHb XOPOLIasi, €€ MHTEPECHO YMTATh, OHA
“XKHMBas”, ¥ XKUBBIM A3bIKOM HanucaHa. Pe3ysbTaThl AMCCepTalMi O4YeHb MONEe3HEI |
JUIS KJIACCUYECKHUX, U JUIS MEJULIMHCKUX F€HETHKOBY.

B 3axir04eHuM 0T3bIBa yKa3aHO, YTO «JAUCCEpTalMOHHas pabora MenneneBuu Acu
BnagumupoBabl  “CTaTUCTHYECKHE BOMPOCHI, CBSA3aHHBIE C TEXHUYECKHMH H
OMONOrMYECKMMHM  BapHalMsAMM, BO3HHMKAIOIHE MPU  AJUleb-ClieLH)HUECKOM
aHaJu3e JlaHHbIX CEKBEHUpPOBAHHUA”, MPEACTABIIEHHAs HA COMCKAHWE CTENEHH
KaHaujaata (U3MKO-MaTeMAaTHYECKUX HayK Mo cneudansHoctd “1.5.8. —
MaTematydeckas Ouosorus, OWOMH(pOpMATHKA” MOJHOCTBI) COOTBETCTBYET
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TpeOOBAHHUSM, NIPEIBABISEMbIM K JIMCCEPTALIMSM HAa COMCKAHWE YYEHOM CTeneHu
KaHIu1aTa QU3NKO-MATEMATHUECKHX HAyK W ycTaHoBJIeHHbIM “[TonoxeHusiMH o
NOpSAAKE TPHUCYXIAECHUS YYEHbIX creneHer”, yrBepxaéHHoro IlocranoBnenuem
ITpaBurenncrBa PO ot 24 centsOps 2013 r. Ne842, a eé aBrop 3ac/yxuBaer
NMPHCYXACHHS HCKOMOMH CTENeHn).

B or3biBe onnmoxenTa Pamenckoro Bacuauns EBrenbeBnya, kaHauaata (Gpu3uko-
MaTeMaTHYECKUX HayK, pykoBoautens Jlaboparopuu reHOMHOW M MEIMIIMHCKOH
buonHpopmatHku B DesepaibHOM rOCYIAPCTBEHHOM OIOKETHOM y4peXIeHHH
«HaumoHanbHbIH ~ MEIMLMHCKHI  HCClleI0BaTeNbCKHIA LEHTp Tepalnud H
MPOQHIAKTHYECKOH MeIMUMHBY MHHHCTEpCTBA 3[paBoOXpaHeHHss Poccuitckoi
®enepauyy, naHa BbICOKas OLEHKA pabOThl M PEKOMEHIALHs IHCCEPTALMH K
3amuTe. B OT3bIBE OTMEUEHO, YTO «AMCCEpTalMOHHAs paboTa HamkcaHa BeChbMa
TPAMOTHO M OOCTOSITEJILHO, MPAKTHYECKH HE COMEP)KHUT ONEYaTOK M OLIMOGOK», MpH
3TOM UMEEeTCS Psi/l 3aMeYaHUH M MoXKeJTaHHM:

1. Ouenb kpatkas rnasa 1 (O630p nuTepaTypsl), OHa BaKHa UIS [TOHHMAHHS
LeJernoaranus paboThl B LETOM.
2. HekoTopele TepMHHBI HCIIOIB3YIOTCS HE BIIOJHE KOPPEKTHO, HaNpHUMeEp, B

pasaeine «Haquas{ HOBH3Ha»: «TEXHHUYECKass KOMIIOHEHTA H30BITOYHOMU AACNIEPCHH
HE OTIeJIMMa OT OHMOJIOTHYECKOrO pa3Hoo6pa3Hﬂ». BPIIIHMO, HMEETCA B BHOY OT
OMOJIOrHYeCKOM KOMIIOHEHTHI AUCIIEPCHHA, B TO BpPEMs Kak «OHoNoruyecKkoe
pa3H006pa3He» TPpaOAULIUOHHO o003Hauaer ApPYyTro€ NnOHATHE.
Taxoke MIEPEYHUCIICHO HECKOIBKO PENAKIIMOHHBIX 3aMEUYaHH.

B oT3biBe OTMEUYEHO, 4YTO «IpUBEINCHHBIE BHIIE 3aAMEYAHHSI HE CHHKAIOT
Hay4YHbI# YpPOBeHb H MNPAKTHYECKYI0 IEHHOCTb pELEH3HPYEMOii paboTHI.
OmnucaHHble BbIIE HE3HAYMTENbHBIE HEJOCTATKH TEKCTa paboThl, OYEBHIIHO,
OOBACHAIOTCS HEOOXOAMMOCTBIO BMECTHTh MHOTO HH()OPMALMM B OrPaHHYEHHBIH
no 0bbeMy TeKCT». B 3aKiItoueHHH OT3hIBa yKa3aHO, YTO «HEOOXOIAUMO OTMETHTH
GonbiIok 06bEM HMCCNENIOBAHUH, NPOBENEHHBIX IUCCEPTAHTOM W OMNMCAHHBIX B
pabore, pa3HoOOpa3He HCIONb3YEMBIX METOJOB, OOJIBIIOE KOJIHYECTBO M
CJIOKHOCTb  MIJIJIIOCTPATUBHOrO Martepuaia B Jaucceprauuu. OnyGiMKOBaHHbIE
CTaTby B IOJIHOM Mepe OTPaXaloT COAEpPKaHHE UCCePTALMKH. AKTYaIbHOCTD TEMBI,
CTereHb  OOOCHOBAHHOCTH  BBIBOJAOB M HAYYHBIX  MOJIOXKEHHH padoThl,
JAOCTOBEPHOCTL M HOBU3HA  pe3yJIbTATOB  MMO3BOJSIOT  3aKJIKOYMTh,  YTO
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«CTaTHCTHYECKHE BOMPOCHI, CBA3aHHbIE C TEXHHUYECKUMH M OHMOIIOrHYECKHMH
BapHallMsiMH, BO3HHKAKOIIHE TpPH ajienb-crnennpuueckoM aHanu3e JIaHHBIX
CeKBEHMPOBaHMS» NpecTaBnser coboi 3aKOHYEHHYIO JIHCCEpTalMHOHHYIO pabory
BBICOKOTO YPOBHS. JIMCCepTalns COOTBETCTBYET TPeOOBAHHSM, MPEAbABIAEMBIM K
KaHIMIATCKHM JMccepTanusm, a e aprop Acs BiagumupoBHa MeneneBu4
HECOMHEHHO 3aC/JyXHBAeT NMPHUCYKAEHHS y4eHOH CTeneHH KaHIHAaTa Ppun3nko-
MaTeMAaTHYeCKHX HAayK MO0 ChneuHaJbHOCTH “1.5.8. — MaTemMaTH4YecKasi
6mnonorusi, buonHpopmaTuka’y.

Ha nwWcceprauMio NOCTYNMJIO JABa OT3biBa Ha aBTopedepar, oba o0T3bIBa
MOJOKHUTeIbHbIE. B OT3bIBaX yKasbiBaeTcs, YTO He BBI3bIBAET COMHEHHH
aKTyalTbHOCTb TEMBI, TAK)Ke KaK M HaydyHas M IMpaKTHYeckas LEHHOCTb paboThI, W
OTMeYaeTcsi, YTO MCCEPTALMS SBIAETCS 3aKOHYEHHOH KBaTM(HMKALHOHHOH
paboTo#, BBIMOJIHEHHOM aBTOPOM CAMOCTOSATENIBHO Ha BBICOKOM Hay4HOM ypOBHE.

B or3biBe Ha aBTopedepar Masuna I[laBaa BaagumupoBH4Ya, KaHAMIaTa
6HOJIOTMUECKMX HayK, crapiiero ononHpopmarrka MHctuTyTa Canrepa, yKas3aHo,
YTO «METOJO0JIOTHYECKH paboTa He BbI3BIBAET COMHEHHIA, BCE ClIEJIaHHBIC BbIBOJIbI
xopomo 060cHOBaHb. Takke IPUBE/IEH PSi BONPOCOB H 3aMeYaHHH:

1. BO3MOXHO 1M HCIOJB30BaHHE Oojiee CIOXHBIX MOJeENeH, HarnpuMmep
0600mmeHHbIX JIHHEHHBIX? OO60OLIEHHBIE JIHHEWHbIE MOIENH MOryT OBITb
MCIIOJIB30BaHbI JUIS y4eTa H30bITOYHON BapHaOenbHOCTH (IIPH MOMOLIM HEraTHBHO-
GUHOMHAJIBHOTO WM KBa3MOMHOMHAIIBHOTO pacIipe/ie/IeHUi), YeM MpeIOKEHHbIH
aBTOPOM IMOJIXOJ JIy4lue?

2. CornacHo pHc 6A awtens cnenddUyYHas SKCIPEcCUs OONBbIIONH YacTh FEHOB
He 4YyBCTBHTEJbHAa K HHIHOMPOBAaHMIO MeTHJasbl (Cepble TOYKH), M Jaxe
4yBCTBUTEJIbHbIE [POSBIAIOT JIMIIL HEOONbLIME HW3MEHEHHs (KpacHble TOYKH
HejaleKd OT JuaroHanu). CBs3aHO JIM 3TO € TeM, YTo 5-aza-dC BbI3bIBaeT JIMLIb
He3HAaYMTEIbHOE JEMETHIMPOBaHHE WM C TEM, YTO B OOJILIIMHCTBE Clly4yaeB
auienb-crenMGUUHas 3KCIpeccHs He CBA3aHa ¢ MeTHIMpoBaHueM? Kakum MOXer
6bITE MexaHW3M onocpenoBaHHoid MerunupoBanreM JIHK amwienb-cneunduynoi
3KCIIPECCHM, MOKET JIK 3TO OBITh ajeNb-crneunpuyHoe MeTunuposanne? Ectb u
KOMILIMMeHTapHble (autelb-crienuduyunble?) AaHHbie 10 Metwiuposanuio JIHK
115 31X 06pa3LoB?

KpoMe Toro, 1epe4uciieH0 HECKOJIbKO PeAAKIHOHHBIX 3aMe4aHH.




B om3biBe Ha aBTopedepar 2KapukoBoii AHacTacMH AJleKCaHIPOBHbI,
KaHaMnaTa OMONOrMYECKHMX Hayk, CTapluero rpernojasatenb (akyibTeTa
Guonnxenepuu ¥ 6uonnpopmatukn MI'Y um. M.B. JloMmoHocoBa, yka3aHo, 49TO
«paboTa NMPeKpacHo CTPYKTypHpOBaHa, U, HECMOTPS Ha CreLMpHKY TEMbI, MpOCTa
IS TIOHMMaHus». Takxe TNpHUBENEeH Psil CTHIHCTHYECKHX H pelaKUHOHHbIX
3aMe4YaHHM, U 33/1aH BOMNPOC:

1. Kakne naHHble OBITM  HMCMOJB30BaHbl Ul HMCCIIEIOBAHHUA  aJlI€ib-
cnemmduueckoi skcrpeccun? Ha pucyHke 1 cxemaTHYHO H300paXKeHa MoOUKa
MBIIIH; OBUTH HUCIIONBb30BaHbl NaHHbIe, MOJyYeHHbIe U3 1enoro oprana? Eciu na, To
MOTYT JH BO3HHMKHYTb KaKHe-TO TMpoOJjieMbl, CBSi3aHHbIE C TE€TEPOr€HHOCTHIO
KJIETOK?

AHccepTalMOHHBIN COBEeT OTMeYaeT, YTO HA OCHOBAHHH BbINMOJHEHHBIX
COMCKAaTeJieM HCCJIeI0OBAHHM:

1) BBl npemioxeH HOBBIN 3KCHepuMeHTaIbHbIH au3aiiH ¢ PHK-koHTposaMy,
MO3BOJIAIONINI MMPOBOJUTh TOYHBIM KOJIMYECTBEHHBIH aHAJIM3 NaHHBIX aljleNlb-
cnienMPUYIECKOM SKCIPECCHH SKOHOMHYHBIM M MaclITabHpyeMbIM CIOCOOOM, H
pa3paboTaHbl TOYHbIE MaTEMAaTHYECKHE OAXO/bI K aHAIH3Y MOJy4aeMbIX JaHHbIX.
2) JIns OHEHKH W Yydé€ra HU3OBITOYHOH JUCIEPCHH B JaHHBIX allelb-
cneuupuyeckoii sxkcrpeccud B AaHHbIX PHK-cexBeHupoBaHus ObUTH pa3paboTaHBl
CTAaTHCTHYECKHE MOJEJNIM U OCHOBBIBAIOIUECS Ha HUX METO/BI:

- Qllelic, B KOTOPOM HMIUIEMEHTHpPOBaHa OHHOMHaIbHAas1 MOJAENb C
NONpPaBKOW IOKPBITHS Ha CBEPXIMCIIEPCHIO, M OMNHPAIOIIMHCA Ha [ONapHbIe
CpaBHEHHS TEXHUYECKHMX PEILIHK.

- controlFreq, B KOTOPOM HMIUIEMEHTHPOBaHa paclUUpeHHas OeTo-
OMHOMMaIbHass MoJieJlb, M JONYCKAalOIMA HCIOJIB30BAHHE KaKk B cCiydae
TEXHUYECKOM peruiMkauuy, Tak 1 B cirydyae PHK-konTponei.

3) Meroabl ObUTM peau30BaHbl B BHUJI€ NMPOrPaMMHBIX NAaKeTOB Ha s3blke R,
KOTOpbI€ Haxoasrcs B OTKPBITOM nocryne no CChUIKaM:
https://github.com/gimelbrantlab/Qllelic,
https://github.com/gimelbrantlab/controlFreq.

4) C nomoupio pa3paboTaHHbIX METOAOB ObLIO MOKA3aHO, YTO METHIMPOBAaHHE
JIHK sBnsercs KJIOYEBbIM MEXaHHU3MOM Ul  MHUTOTHYECKH CTaOWJIBHOIO

nogaepxxaHus MOHOAJUIEJIbHOMN ayTOCOMHOFI SKCIPECCHH, H ObLIM MCCJIeI0BaHbl
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MOMHOreHOMHbBIE YPPeKThl NPUMEHEHHs UHrHOUTOpa MeTUnTpaHcdepasbl 5-a3a-2’-
NEOKCHIIMTHIMHA Ha Pa3IMYHbIX KJIETOYHBIX JIMHUAX.

3HauyeHHe TNOJYYEHHBIX COHCKATeJeM  pelyjibTaTOB AJIsi  MPAKTHKH
MOATBEPXKIAETCH T€M, UTO MPUMEHEHHE pa3paboTaHHBIX METOJ0B BbIYHCIUTEILHOM
00pabOTKH M TNPEANONKEHHbIX JKCIEPUMEHTAJIBHBIX IPOTOKOJIOB IMO3BOJISAIOT
JOCTHTaTh CYIIECTBEHHO Ooublieif CTaTHCTHYeCKOW KOPPEKTHOCTH M H36erarh
3aBBIIIEHHOTO YPOBHS JIOXHOMOJIOXHUTENbHBIX pe3ysibTaToB. Kpome TOro, B Ciry4ae
PHK-xoHTponeif nmnpencraBneHHbli momxon He TpebyeT  CyLIECTBEHHOIO
YBEIIWYEHHS 3aTpaT Ha SKCIIEPUMEHT.

Teopernueckasi 3HAYHMMOCTHL MCC/eA0BaHMs 00OCHOBaHa TeM, 4To pabora
BHOCHT BKJaJ B TOHHMaHWe NPUPOAbI H3OBITOYHOW AMCIIEPCHH B aslielb-
cnenudmyeckux naHHbix PHK-cexBenupoBanus. Kpome Toro, paspabGoTaHHbIe
MOJIEJTH HE€ TOJIBKO HaXOAAT IIHUPOKOe NMpHUMEHeHHe mpu aHaiu3e naHHbix PHK-
CEKBEHHPOBaHMs, HO M MOTryT OBbITh aJaNTUPOBaHbl MJIA HMCIIOJb30BAaHHA B
pa3IMYHBIX 001acTsAX, BKIIOYas 00pabOTKy NaHHBIX SMUI€HETHMKH W OpPraHH3aliH
XpOMaTHHa.

CBHIeTeIbCTBA 10CTOBEPHOCTH pe3y/IbTaTOB HccieqoBaHus: Mcnonb3oBanue
pa3sHOOOpPa3HBIX 3KCIEPHMEHTAIBHBIX M CTaTHCTHYECKUX METOMOB IPH aHAIM3e
JIaHHBIX 00ECIeYMBaeT BBICOKYIO HAJEKHOCTb pe3yJIbTaToB. BOCIpoM3BOAMMOCTS
OLEHKH aUleNb-CIeU(PUUECKOH OIKCIIPECCHH M  HM3MEPEHHH  H3OBITOYHOM
JIMCIEPCHH TOATBEPXKIEHA MHOIOKPaTHBIMHM 3KCIEPUMEHTaMH C peIuIMKaMHu.
BbIBOZIbI M NOJIOKEHHS, M3JI0XKEHHBIE B JUCCEPTAlMH, ObUIM MpeACTaBIEHbI Ha
MEXTyHapOJIHbIX Hay4HbIX KOH(EPEHUHMAX W OMyOJIHKOBAaHBI B PELEH3MPYEMBIX
Hay4HbIX XypHanax. Kpome Toro, paspaboTaHHble METOIBI YK€ HUCIONB3YIOTCS B
HECKOJIbKHMX J1abOpaTOpHsX, U CTaTbM HaCYUTHIBAIOT 3534, 945 u 278 mpocmotpos
COOTBETCTBEHHO.

JIn4HbIH BKJIA]I CONCKATE/IA COCTOUT B IUIAHUPOBAHHH HUCCIIEIOBAHHMH, YYaCTHH B
NOCTaHOBKE 3a/Jia4, TEOPETHYECKOH pa3pabOTKe M NPAKTHYECKOH pealn3aluH
METO/I0B, aHajM3e JaHHbIX W HanMcaHuM crareid. PesynbrarThl, onucaHHble B
AKCCEPTALMH, NOTYYEHbI IHYHO aBTOPOM HMJIM TIPH €€ HeMOCPeICTBEHHOM YYaCTHH.
B nucceprauunum peuensl 3a1a4u, MMEIOILXE 3HAYEHHE [l PA3BHTHS HCCIIeN0BaHHI
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B 0051acTH annenb-cnenuduueckoil SKCNpeccuu, a Takxke aieNbHOro aucbananca B
APYTHX THNAX JTAHHBIX U3 CMEXHbBIX obJacTei.

I1o cBoeMy conepixanuio aMccepralns OTBEYaeT Nacnopry crenuanbHocty «1.5.8.
— Marematnueckas Guonorus, GHouHpopMaTHKAY.

JMccepTauMOHHBIR COBET MpHIIeN K BBIBOAY, YTO JMCCEPTAllMs MpEICTaBiAeT
coboi  3aBepiIeHHOEe Hay4yHoe HccilenoBaHHe. Ilo  aKTyaJlbHOCTH, HOBH3HE,
MPaKTHYECKOW  3HAYMMOCTH  JMCCEPTAlMss  COOTBETCTBYET  TpeOOBaHMAM,
YCTaHOBNICHHBIM «IlonoXeHneM O MOpsAKe NPUCYKAEHHS YYEHBIX CTereHen»
YTBEPXIEHHBIM mocTaHoBieHUeM [IpaBurennbctBa Poccuiickoit @enepauuu ot 24
ceHT0ps 2013 roma NeB42 (c u3MeHeHMsMM B pefakuud IloCTaHOBIEHHS
IlpaButenscra Poccuiickoit ®enepauuu ot 21 anpens, 2 asrycra 2016 r., 29 mas,
28 asrycra 2017 r., 1 okrs6ps 2018 r., 20 mapra, 11 cenrsbps 2021 r.),

NPEeIBbSBISEMBIM K JIUCCEPTALMAM Ha COMCKAHHE YYEHON CTerneHH KaH/uaaTa
GH3HKO-MaTeMaTHYECKHX HaYK.

Ha 3acenanum 25 cenrnOpsi 2023 roga AMCCePTAUMOHHBIA COBET MPHHS
peiieHHe nNpUCyauTh MenaeneBuu Ace BiaguMHupoBHe y4YeHyl0 cTeneHb
KaHAHIaTa (H3HKO-MAaTeMaTHYeCKHMX HAayK Mo cneuuajibHocTH «1.5.8. —
MaremaTHnyeckas OHoJi0orusi, OMOMH(pOpPMATHKAY.

[Ipy npoBeneHHy TaifHOTO TOJIOCOBaHMS TUCCEPTALIMOHHBIM COBET B KOJIU4ecTBe 14
4eJIOBEK, M3 HHX S JOKTOpPOB HayK IO CIEHMAIbHOCTH pacCMaTpHBaeMOM
JAYccepTalyy, Y4aCTBOBABIIMX B 3aC€llaHUH, U3 21 denoBeka, BXOASIIUX B COCTaB
COBeTa, NPOroJIocoBaIM 3a - 14, mpoTuB - 0, HeneHCTBUTENBHBIX OrosUeTeHel — 0.

[Ipencenarens

auccepralMonHoro cosera 24.1. 1944
&
JIOKTOp OHMOJIOTMYECKHX HAYK 4

M.C. I'eabdpanp

Yy4eHbl# cekpeTapb

JOKTOp OMOJIOrM4ecKMX HayK % 0O.B. KazeHHHKOB

25 cenTa6ps 2023
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