CBEJIEHMA O PE3VJIbTATAX [TYBJIMYHOM 3AIITHUTHI

B JuccepTannonHoM cosete 24.1.215.03, cozpanHOM Ha baze OenepanbHOrO
rOCY/IapCTBEHHOTO GIO/KETHOTO HAy4IHOTO ydpeskaeHus « TOMCKu HallMOHAIbHBIA
UCCIel0BaTeNIbCKHM MEUIMHCKUM 1eHTp Poccuiickoi akageMuu Hayk»

mo 3ammre auccepranuu JlemeneBodl Bukropuu BamumoBHbl Ha Temy «Poib
abeppaHTHOro  MeTHIMpOBaHMS  peTpoTpancmozona LINE-1 B sTHONOrHMH
SMOpPHOHATEHON THeln», IPEACTABICHHON Ha COMCKaHKWe YYeHO! CTENeHH KaHIuiara
MeIMIIMHCKHIX HayK 1o cremuanbaocty 1.5.7 [enernka (MeIHIIMHCKHE HAYKH).

Ha OCHOBAaHHM 3allUTHl JHUCCEPTallMd M Pe3yJbTaTOB TOJIOCOBAHUSA YJICHOB
mHccepTamMoHHoro cosera (mportokonm Ne25 ot 24.06.2025r.)) cduTath, 4TO
muccepranus Jlemenesoit Bukropuu BamumosHel Ha Temy «Ponb aGeppaHTHOTrO
MeTHIMpOBaHHs peTporpancnozona LINE-1 B srHomornn sMOpHOHaNBHOH rubemny,
TIpe/ICTABIEHHON HAa COMCKaHHe YYEHOH CTeneHH KaHauaaTa MEIUIHHCKHMX HayK IO
cnermmansHocTd 1.5.7 TeHetvka (MEAMIMHCKHAE HAyKH) IIOJIHOCTBIO COOTBETCTBYET
coBpeMeHHBIM TpeboBaHusaM I1.9 «Ilo/oxkeHHus O NPHCYXACHHH YYCHBIX CTENEHen»
Muno6prayku Poccuu (IToctanosnerne Ilpasurensctsa Poccuiickoit @enepanuy OT
24.09.2013 Ne842 (B pemaxumm ot 16.10.2024 r. Ne 1382), nuccepTalMOHHBIA COBET
TNpHHAT pelleHue npucyauTh Jlemenesod Bukropuu BaauMoBHE y4deHyIO CTEICHb
KaHIUIaTa MeIUIIUHCKUX HayK.

CocTaB MCCEPTALMOHHOIO COBETa YTBEPXKAeH B KojudecTBe 17 dYeloBeK.
[TprCyTCTBOBAJIO Ha 3acelaHnH 14 JenoBek:

1. CremaHoB Bamum AmnHatombeBHd — A-p Ouoin. Hayk, mpodeccop, 1.5.7
axkanemuk PAH
2. Jle6enes Urops Hukomnaesny — a-p 6uoi. Hayk, 4i.-kopp. PAH 1.5.7
3. Hasapenko Mapus CepreeBHa — JI-p Mel. HAyK 1.5.7
4. Anuduposa BanenTrHa MuxaitloBHa — 1I-p MeJl. HayK, Ipodeccop 1.5.7
5  BacuibseB CraHuciaB AHAaTOIbeBHY — J-p OHOM. HayK I
6. Jlenucos Eprenuii BiagumupoBud — a-p OUOI. HAayK 1.5.7
7. Wsanosa CBeTnana AleKkcaHaIpoBHa — J-p MeJ. Hayk, mpodeccop 1.5.7
8. Komomuer Jlapuca AnekcanapoBHa — JI-p MeJl. HayK, podeccop 1.5.9
9. Konpmaxosa Mpuna BukropoBHa — I-p MeJl. HayK, mpodeccop 1.5.7
10. JIutesikos Hukomaii Bacunsesuu — 1-p 6uoi. Hayk, npodeccop PAH 1357
11. MunaiiveBa Jlapuca iBanoBHA — I-p MEA. HAYK 1.5.79
12. ®emopenko Onbra IOpsesHa — A-p Mell. HayK 1.5.7
13. Xapskos Brnagumup Hukomaesud — 1-p 61oit. Hayk 137
14. Yepnsinuesa Hanexna Bukroposha — i-p 610l HayK, npodeccop, 1.5.7

g.-xopp. PAH



Ipencenatens 3acenanus — CremanoB B.A., 1-p Guon. Hayk, mnpocgeccop,
axagemuk PAH, npexncenatens auccepranuoHnoro cosera 24.1.215.03.

Cekperaps 3acemanns — Hazaperko M.C., O-p Mel. HaykK, y4eHEBIH ceKpeTapb
JqMccepTannoHHoro cosera 24.1.215.03.

3AKJIIOUEHUE JJUCCEPTAIIMOHHOI'O COBETA 24.1.215.03, CO3JIJAHHOI'O

HA BA3E ®EJIEPAJIBHOI'O 'OCY JAPCTBEHHOI'O BIOJDKETHOI'O

HAVYHOI'O VUPEXJIEHUS « TOMCKUI HAITMOHAJTbHBIA
WCCJIEJIOBATEJILCKHI MEULIMHCKUM LIEHTP POCCUICKOH
AKAJIEMUU HAVK», MUHUCTEPCTBO HAVKU U BBICILIETO
OBPA30BAHUS POCCUMICKOM ®EJIEPALTVH,
10 TUCCEPTALIMU HA COMCKAHUE
YYEHOM CTEITEHU KAH/IUJIATA HAYK

arrecTaloHHoe aeiio No
pelenye auccepTainoHHoro cosera ot 24.06.2025 r. Ne 25

O npucyxaenuu emeneBoit Buktopun Banumosre, rpaxianke PoccuickoH
®denepalivy, y4eHOM CTENICHH KaHIUIATa MEAMIIMHCKUX HayK.
Jlucceprauus «Poss aGeppaHTHOr0 MeTHIMpOBaHMA peTporpancnosoHa LINE-]
B OTHUOJIOTMH OMOpPHOHAIBHOM rubenu» MO0 CHeNHAIbHOCTH 1.5.7 T'enHetuka
(MeIMIHHCKYE HayKH) IpUHsTa K 3ammTe 17.04.2025 roza (poTokon 3aceaanus Ne 22)
JCCepPTAaMOHHEIM coBeToM 24.1.215.03, cosmanHbiM Ha ©Oase @eepabHOrO
rocyZIapcTBEHHOTO GHOKETHOro HaydHOro yupexaeHusi «TOMCKHi HAlMOHATBHBIA
WccienoBaTeNbekuil  MeguUUHCKHiT  meHTp — Poccumiickoit  akageMMd  HayK»,
MHUHHCTEpPCTBO HAayKH W Bbicmiero obpasosanus Poccuiickoit @enepanuy; 634050, r.
Tomck, yi. HaGepexnas pexu Ywaiiku, A. 10; Ilpukas MunoGpuayku Poccuu ot
24.01.2017 r. Ne19/uk (¢ m3menenusvu Ilpukas MunoGpHayku Poccun Ne 568/HK oT
07.06.2017 r.; IIpuxas Muno6prayku Poccun Ne 1203/mx ot 12.12.2019 r.; Ilpukas
MunoGpuaykn Poccun Ne 561/uk ot 03.06.2021 r.; TIpukas MunoGprayku Poccun Ne
760/ux ot 11.04.2023 r.; ITpukaz Muno6prayku Poccun Nel492/ux ot 12.07.2023 1.
IIpuxa3z Muno6prayku Poccun Nel955/mx ot 12.10.2023 r.; Tlpuka3s MunoOpHayKH
Poccuu Ne 219/uk ot 12.03.2024 1.).
Couckarens Jlemenesa Buxropus BagumoBHa, «25» mapta 1995 rofa poxieHus,
B 2018 roxy oxonumia dejepanbHOe TOCYIAPCTBEHHOE OIOPKETHOE o0pa3zoBaTeIbHOE
yupexxnieHne  Beicmiero  ofpasoBanus  «THXOOKeaHCKHH rocy1apCTBEHHBIH
MEIUIIMHCKUHA  yHUBepcHUTeT»  MMHHCTEpPCTBa  37paBOOXpPaHCHHUS Poccuiickoit
denepauuu (1. BiaMBOCTOK) 110 HAIPaBICHHUIO NOATOTOBKH «Jleuebroe meno». B 2020
rofAy OKOHYMIA OpHWHATYDYy IO CHEIHMAanbHOCTH «l'eHeTHKa» B ®enepalibHOM
rOCYZApCTBEHHOM OIOJDKETHOM HaydHOM yupexeHnn «ToMckui HAITHOHAJIBHBIN
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HCCIeI0BaTeNbCKIH MeAUIMHCKUN HeHTp Poccuiickoit akagemuu Hayk» (1. Tomck). B
2023 roay OKOHYHMIIA ACIUPAHTYPY IIO0 HANIPABJIEHHUIO MOATOTOBKU «PyHIaMeHTalbHAs
MequIHa» B DelepalbHOM TOCYJapCTBEHHOM ONODKETHOM HAyYHOM YUPSKACHUH
«TOMCKHMIf HAIlMOHATBHBIA WCCNEN0BATEILCKUM MEIUIMHCKUN IHeHTp Poccuiickoi
axkagemud Hayk» (T. Tomck). C 2021 mo 2023 rozme! comckarens paborana MiaguInM
Hay4YHBIM COTPYIHHMKOM B naboparopuu LuroreHeTHku Hay4yHo-mcciIenoBaTenbcKoro
MHCTHTYTa MeIMIMHCKOH reHeTHKH (DeaepabHOrO rOCyHapCTBEHHOTO OHOKETHOTO
HAy4HOTO yupexaeHns « TOMCKHMM HalHOHATbHBIH HCCIIEN0BATEIbCKAN MEIUIIMHCKHH
nentp Poccuiickoil akanemun Hayk» MHHHCTEPCTBA HayKH M BBICIIETO 0GpasoBaHMS
Poccuiickoit deneparmu. C 2023 roxa mo HacTosIee BpeMs COMCKarenb paboraer
MJTa[IOMM HAay4yHbIM COTPYJHHKOM B 1Ia00paTopHM HHCTPYMEHTAIBHOH TI€HOMUKH
Hay4HO-HCCIeJ0BaTENBCKOTO MHCTHTYTAa MEJIMIMHCKOH reHeTnkn (DenepanbHOro
FOCYIapPCTBEHHOTO OFOIKETHOrO0 HAaydHOro yupexjaeHus «TOMCKHH HAlHMOHAIBHBIH
rcclIe0BaTebCKA MeqUIIMHCKUH 1eHTp Poccuiickoii akanemuu Hayk» MuHHCTEpPCTBA
HayKu U Bbiciuero obpazopanus Poccuiickoit Merepanun.

Jluccepranus  BhIMONHeHa B Jaboparopuu — uurtoreHeTvkn — HaydHo-
MCCIIEIOBATEIbCKOr0 ~ MHCTUTYTA ~ MEIWIUHCKOM — reHetuku — (DexepaibHOro
roCyZapcTBEHHOTO OIOKETHOrO HayqHOro ydpexaeHus «ToMCKu# HAlMOHAIBHBIA
HccIeoBaTeNbCKIi MeJUIUHCKIM neHTp Poccuiickoii akanemMun Hayk» MUHACTEpCTBA
HayKH M BeIciero obpasosanus Poccutickoit @exepanun.

Hay4HEI# pyKOBOTHTENb — JOKTOp Guonorndeckux Hayk BacuibeB CraHucias
AmnaronmpeBud, PelepanbHOe TOCYJapCTBEHHOE OIODKETHOE HAyYHOS YUPEKICHHE
«ToMCKMM HAIMOHAIBHBINA MCCIENOBATENFCKAN MeIUIUHCKHH IeHTp Poccuiickon
aKkajleMHH Hayk», HaydHO-HCCIENOBAaTeNbCKHH MHCTHTYT MEIUIMHCKOH TI€HETHKH,
nabopaTopus HHCTPYMEHTAIbHOM TeHOMUKH, BEAYILUH HAayIHbIH COTPYIHHUK.

OdurnanbHbie ONMOHEHTHI:

Yepusix BsuecnaB boprcoBud, JOKTOp MENMUMHCKAX Hayk, dejepanbHOe
rocyapcTBeHHOe GI0DKeTHOE HayqHOe ydpexaeHHne «Me uKo-reHeTHIeCKHit Hay4YHBIH
nentp wmenu akajemuka HJII Boukosa», naboparopusi reHETHKH HapyIIeHUM
PEnpoayKINH, 3aBeIyIOIINH,

BapkoB Wnps IOpbeBud, KaHAMOAT MEJMIUHCKHX HAYK, @enepalbHOE
rocyJlapcTBeHHOE  OIOJUKETHOE  yUpexXKIeHHE «HanuoHANBHBIM ~ MEIUIUHCKHH
FCCIIeOBaTeIbCKAM 1EHTP aKylepcTBa, T'MHEKOJOTHH M INEpHHATOJIOTHH HMEHH
akagemuka B.JA. Kynakosa», naGoparopus npenaranbHoro JIHK-ckpuHuHra,
3aBeIyIOIUN

Iy MOJIOKUTETbHBIE OT3BIBBI Ha IUCCEPTALIHIO.

Benyuias opranmsaius ®enepalbHOE ToCyapCTBEHHOE OIOUKETHOE HayqHOe
yupexienue «HaydHO-MCCIeI0BATENLCKUIA MHCTUTYT aKyIIepcTBa, MHEKOIOTHH H
penponykronoruu umenH J1.O. Otray, T. Canxr-IleTepOypr, B CBOEM ITOJIOKHTEIIEHOM
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OT3BIBe, OAMUcaHHOM I 0ToBEIM AHpeem CepreeBuueM, JOKTOPOM OHMONIOrMYECKHX
HayK, 3aBe/IyIOlUM OTe oM reHoMHOM Menumiusl WM. B.C. baparosa ®eznepanbHOro
rocyJapCTBEHHOrO GIODKETHOro HaydHOTO yupexnenus «HayuHo-uccienoBatenbCKui
MHCTUTYT aKyliepcTBa, IMHekonormd U penpomykronoruu umenu J1.O. Orra», u
Tanunsckoit Haramseii MropesHo#, JOKTOpOM MEIHWIMHCKHX HayK, Ipodeccopom,
3aBelylOlIel  OTHeNOM  penponykrojorud  @DenepalbHOTO  roOCyJapCTBEHHOTO
GromieTHOro  HayuHoro yupexaeHus «HaydHo-HMccleNOBaTENbCKUH — HHCTHTYT
aKylIepcTBa, rMHeKojorumd u penpoxykronoruu mmenn JI.O. Orra», ykasana, 4TO
pe3yNbTATHl JUCcepTaluoHHOM paboTsl JlemeneBoi Bukropur BaguMOBHBEL HE TONBKO
yruyOnsioT Hay9HBIE MpeICTaBlIeHHs 00 SMUIeHeTHYECKUX MEXaHW3MaX, JIeXKalluX B
OCHOBe NpOOJEMbl HEBBIHAINMBAHKMSA OEpeMEHHOCTH, HO M 001amalT BBICOKOM
MPaKTHYECKOH 3HAYMMOCTBIO, NOCKOIBKY OTKPBIBAIOT HEPCIEKTUBBI I pa3paboTKy
HOBEIX ITOJXOJOB K OIEHKEe KadecTBa OMOPHOHOB IIPH  MCIIOJB30BaHUH
BCIIOMOTATENbHBIX  PENpPOAYKTHBHBIX TEXHOJIOTHMH, a TaKKe JUIi  CO3[aHUS
IOTIOTHUTEIIBHBIX JUArHOCTHYECKHX IIIKaJl OLEHKH PUCKa PENPOLYKTHBHBIX ITOTEPE.

dyHIaMeHTATbHAs ~ 3HAYUMOCTH  paboTBl  3aKIOYaeTcsi B BBIABICHHU
ocobeHHOCTeH METHIMPOBaHUS MPOMOTOpPHOM o6mactu perporpancnosona LINE-1 B
XOpHOHE MIpU Hepa3BUBatoNlelics 6epeMEHHOCTH KakK B Cly4ae HOpMaabHOIO KapHOTHIIA
mwioga, TaKk H T[PHA XPOMOCOMHOW TaroJOrMd, @ TaKKe B  BbIABICHUH
nudhepeHnraTbHOM 3KCIIPECCHU TeHOB ¢ anbTepHaTUBHBIX mpoMoTopoB LINE-1, 4ro B
3HAYUTEIBHON CTEIIEHH PACIIUpseT MpeCTaBIeHUs 00 SIHMIeHETHYECKHX MeXaHU3Max
naToreHesa Hepa3BHBalolelics 6epeMEeHHOCTH.

JluccepranuonHas pabora JlemeneBoit Buxropun Baaumosrbl Ha Temy: «Pomb
abeppaHTHOr0  MeTWIMpoBaHMA  perpoTpaHcmosona LINE-1 B srHonorun
OMOpHOHANBHONW —Trubenu»  SBISETCS 3aKOHYCHHOH — HAay4HO-KBATH(UKALHOHHOM
paboToii, B KOTOPO# COXEpXKUTCS pelleHHue HAaydHOH 3a[add, HMEIOLIeH 3Ha9eHHe Ui
pa3sBUTHS MEAWLIHUHCKOA reHETHKH.

Jluccepranmonnas pabora [emeneBoii Buxropun BanumosHel Ha Temy «Poib
abeppaHTHOro  MeTWIMpOBaHHMSI  perporpancmosona LINE-1 B srHomornu
3MOPHOHATBHON THOENI» TIOHOCTBIO COOTBETCTBYET TpeboBaHusIM II. 9 «Ilonoxenus o
TIPUCYXKIEHWH YYEHBIX CTereHeit», yTBepikaeHHbsM [loctanosnenneM llpaBuTenbCcTBa
Poccuiickoit ®epepamuu ot 24 centsops 2013 r. Ne842 (B pemakiuu ¢ U3MEHEHHAMH,
yrBepxIeHHbIMH [locranoBnenuem IlpaButensctBa PO or 16.10.2024 r. Ne 1382),
NpeNbABISIEMBIM K KaHIMOATCKMM [MCCEPTAllWsM, a €€ aBTOp 3acily’KUBaeT
IPUCY)KIEHHS] CTENeHH KaHAWJaTa MEJMIMHCKUX HayK IO CIEeNHalbHOCTH 1507,
['eneTrKa (MEIHUIIMHCKHE HAYKH).

OT35IB O HAydHO-TIPAKTHYECKOM 3HAYMMOCTH Jucceprauuk JlemeHeBoH
Buktopun BagumosHs! Ha TeMy «Ponb  abeppaHTHOTO — METHIIMPOBAHUS
perporparcriosona LINE-1 B a3THonorMM 5SMOpHOHAIBHOM ruOemm» 3aciylla,
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06cyxaeH U ofoOpeH Ha Mex1abopaTOpHOM 3acelaHdud OTAela FeHOMHOH MeIHIMHBI

umeny B.C. Baparosa u otnena penpomykronorau oT «15» mas 2025 roma (mpoTokon

Nel), yTBepkneH Ha 3acefqaHun YuéHoro coBera (DenepaibHOr0 rocyAapCTBEHHOTO

OlomKeTHOro  HayuHoro yupexaeHus «HaydHo-uccienoBaTeNbCKUA — HHCTHTYT

aKyIIepcTBa, TMHEKONoru:n U penpoxaykrororun umenn J1.0. Otra» «23» mas 2025

rona (mportokoi Ne7).

Cownckarenb uMeeT 33 OIyOJHMKOBaHHBIE DabOTHl, B TOM 4HCIIE IO TeMe
nuccepTanuy omybnukoBaHo 12 paboT, U3 HUX B PENEH3UPYEMBIX HAYYHBIX M3JaHHAX
nepeunss BAK omy6imkoBano 4 pa6GoTel. B omyGmukoBaHHBIX paboTax [OCTaTOYHO
MONHO  W3JOXKEeHBl  MaTephaibl  JUccepTalvyd. PaboTel, HamNHCaHHBIE TIpH
HENOCPEJICTBEHHOM  JTMYHOM  YYacTMM  COMCKAreNs, TIOCBSIICHBI ~ HM3YYCHHUIO
MeTHIHpOoBaHus peTporpancnozona LINE-1 u ero ponu B sMOpHOHaNIbHOM rude.

B omy6muKkoBaHHEIX paboTax COMCKATels HaJulexalyMm 00pa3soM OTpakKeHBI BCe
OCHOBHBIE PE3YNIbTaThl JUCCEPTALIMH U TOJIOXKEHMS, BEIHOCHMEIE Ha 3aIIUTY.

HauGonee 3HaqiMble paboThI 110 TEME AUCCEPTALIUK:

1. JemeneBa B.B., Tonmauea E.H., ®umarosa C.A., 3yeB A.C., Ymakosa A.C,,
BacumseBa O.J0., Caxenosa E.A., Huxkutuna T.B., Bacunee C.A. YpoBeHb
MeTHIHpOBaHus peTporpancnozona LINE-1 B BopcHHAX XOpHOHA B 9MOpHOHAX W3
ceMell CO CIIOpaJMYeCKHM M TNPUBBIYHBIM HEBBIHAUIMBAHHEM OepeMeHHOCTH //
MenuuuHcKas resetika. — 2024. — T. 23. — Ne 10. — C. 50-54 (RSCI).

2. Bacwibe C.A., JlemeneBa B.B., Tonmmauesa E.H., ®mmarosa C.A., 3yes A.C,,
Vmakosa A.C., BacumseBa O.JO., JIymnukos W.B., Caxenosa E.A., Hukuruna
T.B., JleGenes 1. H. Metumuposanue nojiceMeiicTs perporpancnosona LINE-1 B
BOPCHHAX XOPHOHA IpH HeBbIHAIIMBaHUU GepemenHoctd // ['enetnxa. — 2023. — T.
59.—Ne 12. - C. 1419-1426 (RSCI, WoS, Scopus).

3. Jlemenesa B.B., Tonmauesa E.H., Huxutuna T.B., Caxenosa E.A., Opses C.1O.,
Maxmytxomxaes AILL, 3yeB A.C., ®unarosa C.A., Jlmutpues A.E., JlapxoBa
S.A., Hazapenko JLIL, Jle6enes Y.H., Bacunsen C.A. Okcnpeccust revos NUP153
u YWHAB ¢ ux KaHOHHYECKMX NPOMOTOPOB H aJbTEPHATUBHBIX IIPOMOTOPOB
perporpancriozora LINE-1 B miaueHTe NepBOro TpumecTpa GepeMeHHOCTH I
BaBuIoBCKHiT KypHan reHeTuky u cenexuun. — 2023, — T. 27. — Ne. 1. — C. 63-71
(RSCI, WoS, Scopus).

4. Vasilyev S.A., Markov A.V., Vasilyeva O.Y., Tolmacheva E.N., Sharysh D.V.,
Zhigalina D.I., Demeneva V.V., Lebedev LN., Zatula L.A. Method of targeted
bisulfite massive parallel sequencing of the human LINE-1 retrotransposon
promoter // MethodsX. — 2021. — V. 8. — P. 101445 (WoS, Scopus).

Ha auccepTrauuio i aBTopedepar nocTy Ui OT3BIBBL!

1. Jlupextopa ®enepanbHOro rocyAapCTBEHHOr0 OI0/UKETHOTO HAYYHOTO yUPeXACHUS
«HayuHbIi HEHTp HpoGiieM 370pOBbS CEMbU M PENPOAYKIHH HYEIOBEKa», WICHa-
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koppecrionnenTa PAH, I0KTOpa MeIMIMHCKMX HayK, npodeccopa PerakoBoi

Jro6oBu Brnagumuposasl (T. IpKyTCK).

2. Bemymero HayuHoro cotpyxaHuka deneparbHOro rocyapcTBEHHOrO OH0KETHOro
yupexaenus «['ocynapcTBeHHBI HaydHbIH IeHTp DejepanbHBIA MeIUIUHCKUH
ouodpusuueckuii umentp um. AWM. Bypnasana O®MDBA Poccum», kaHauaara
MeIMIMHCKUX HayK, nouenTa Vbkesckoro [1aBna Bragumuposuya (r. Mocksa).

3. 3apemyromero  o0nacTHOM — Hay4YHO-TpaKTH4YecKod  maboparopuedr  JIHK-
JIMarHOCTHKHA TOCYIapCTBEHHOTO OOPKETHOrO YUPEXICHHS 3IpaBOOXpPaHEHMS
HoBocubupckoin  obmactu  «[opomckas — kiuHMYeckas  OonpHHMIa  Nely,
3acly)eHHOro paboTHUKa 3apaBooxpaHeHus Poccuiickoi @enepaiiuu, KaHAUAaTa
MeIMIMHCKUX HayK, wi-kopp. PAEH MacnennukoBa Apkaaus Bopucosnua (.
Hosocubupck).

4. 3amecTuTens AeKaHa 10 HaydHoU paGore XuMmHUeckoro ¢akynprera, mpodeccopa
Kapeapbl XUMUU TIPUPOJAHBIX coeluHeHuH PDenepaabHOr0 TOCYyAapCTBEHHOIO
610 >KETHOTO 06Pa30BaTEILHOr0 YUpEKISHUS BhIcIero oopaszoBanus «MOCKOBCKMI
rocyIapcTBeHHBIN yHUBepcuTeT uMeHd M.B. JlomMoHocOBay», JOKTOpa MEAUIIMHCKUX
Hayk, nmpodeccopa 3BepeBoit Mapuu DMunseBHHI (T. Mocksa).

Bce 0T3BIBEI OJIOXHUTEIBHBIS, KPUTHYECKUX 3aMEYaHUi HE COLEepPIKaT.

Br16op opHIHaIbHBIX ONIOHEHTOB U Beyllled OpraHU3aliy, B KOTOpO# paboTaroT
y4eHbIe, SBISIOIIMECS BeAyIUMH CIEMATHCTaMU I10 TeMe 3allHIIaeMOi IHUCcCepTaInHy,
060CHOBBIBAJICA UX HAYYHBIM aBTOPUTETOM, IIMPOKON U3BECTHOCTBIO U JAOCTHXEHUAMU
B JJaHHOM OTPac/Ii HAYKH, MX KOMIIETEHTHOCTHIO [T OLIEHKH HAayYHOH M IMPaKTUYEeCKOU
LIEHHOCTH JUCCEPTAlMH ¥ HATWYHEM HAyYHBIX HaNpaBlIeHUH HCCIeIOBaHHUM
(MeJMIMHCKas TEHETHKa, TeHETHKa HapyIIeHHs PEHpoIyKIMH), KOTOpble aKTHBHO
pa3pabaThIBAIOTCH YYSHBIMH M KOJJIEKTUBAMM YYEHBIX, HMMEIOIIUMH JOCTATOYHOE
KonuuectBo npoduibHBIX myOnukamwidi B [lepeyHe  BeAymMX — POCCHHCKHX
peleH3UpYEeMBIX JKyPHAIOB M H3[aHUH B MEXIYHAPOMHBIX 0a3ax LUTHPOBAHHS, YTO
TIOATBEP)KIEHO TPEACTABICHHBIMA CBEIEHHAMH 00 ONNOHEeHTaXx U  BeIyllel
oprauusanun. ObunrarsHbIe ONIOHSHTHI SBISIOTCH CIEMUATUCTaMK B IaHHON OTPacin
HAyKM, HMMEIOT BBICOKOPEHTHHIOBbIe MyOIMKAIMM B COOTBETCTBYOLleH cdepe
MCCIIeIOBaHUS ¥ CIIOCOOHBI OMPENETUTh HaAyYHYIO HOBU3HY U ITPAKTHIECKYIO [IEHHOCTB
IuccepTanuy. Beylas opraHu3anys ¥ ee COTPYIHUKH (JOKTOp OHOIOTHYSCKHUX HAayK
I'motoB Amnzpeit CepreeBuy; JIOKTOp MEIUIMHCKHX HaykK, mpodeccop Tamunbckas
Harasbs MropesHa) IHUPOKO H3BECTHEI CBOMMH HAYIHBIMH HCCIIEOBAHUAMHU B 061aCTH
reHeTHKH HapylleHHs penpoayKuud u MemuiuHcKod reHetnku. Cowckarens H
Hay4HBIM pPYKOBOAHMTENs He paboTaloT B JaHHOW OpraHM3alid U HE SBISIOTCA
y94acTHUKaMH Hay4HO-MCCIIeJOBaTeIbCKUX paboT, BEyUXCs B 3TOH OpraHH3aluH.

JluccepTalHOHHBIA COBET OTMedYaeT, YTO HAa OCHOBAHMH BbINOJIHEHHBIX
coHcKaTeJIeM HCC/le/I0BaHHI:



pa3paboTaHbl HOBBIE MOJOXEHHS, PACUMpSIONHe (yHIaMEHTAIbHBIC 3HAHUI O
CBS3M YpOBHA MeTWiupoBaHus perporpancnosona LINE-1 ¢ aHOManbHBIM
IPOTEKaHUEM PaHHUX 3TaroB SMOPHOHAIBHOTO Pa3BUTHA.

TeopeTHueckasi 3HAYHMOCTb HCC/1eJ0BaHUsI 000CHOBAHA TeM, YTO:

OKA3aHBl MOJOYKEHHUs, BHOCSIIME BKJIAJ B PACIIMpPEHHE MpPEeJCTaBICHHH O POIH
abeppaHTHOTO YpOBHs MeTWIMpoBaHHs perporpaHcrnosona LINE-1 ¢ anomanbHbIM
MPOTEKAaHWEM PpaHHUX OTaloB SMOPHOHANBHOTO PA3BUTHA, OXapaKTEPH30BaHO
HapyIlIeHHe YPOBHS METHIMPOBaHus pasiudHbX nojacemeiicts LINE-1 y menummackux
U CIIOHTaHHBIX a00PTYCOB C Pa3iUYHBIM KapHOTHUIIOM;

IPEUMEHUTENBHO K IIpoOIeMaTHKe [MCCEPTAlUd pPEe3YJIbTATHBHO HCIOJIbL30BAH
KOMILJIEKC  METOJIOB  MCCIENOBaHMS,  BKIKOYasi  MOJCKYSIPHO-TEHETUYIECKHE,
6rouHGOpPMATHYECKHE M CTATHCTHYECKHE METOMbl /Ul MACHTH(QHKALMHM YPOBHSA
MeTHIHpoBaHus perporpancniozona LINE-1 u sxcrpeccuu renos NUP153 u YWHAB B
Tpodobnacte XOpHOHA BMOPHOHOB YENTOBEKAa C aHEYIUIOMIHBIM M HOPMAJbHBIM
KapUOTHUIIOM B IIEPBOM TpUMeCTpe GepeMEHHOCTH;

W3JOXKEHBl W WHTEPNPETHPOBAaHbI  Pe3yJbTaThl, KacalollHecs  pasinudwuii
MeTunupoBaHus perporpancno3oHa LINE-1 B Tpogobnacte XOpHOHA CIIOHTaHHBIX
aBGoOpTyCOB C pa3iW4HBEIM KapUOTHIIOM, BIMSHMA BO3pacTa pOAHUTENeH Ha YPOBEHb
METHIHPOBAHMS B NEPBOM TpUMECTpe GepeMEHHOCTH MpH HOPMAaIbHO MPOTCKAFOIICH
GepeMEHHOCTH H B Cllydae BHYTPHYTpoOHOH rubemu sM6proHa;

M3YUeHB! KOPPESAIME MEXKy YPOBHIMH METHITHPOBAHHS peTpoTpancnoszona LINE-
1 u okchpeccun reHoB paubdepeHIHpoBKH Tpodobiacta ¢ albTePHATUBHBIX
npomoTopoB LINE-1 B 3KCTpasMOPHOHANBHBIX TKaHAX SMOPHUOHOB C  pasidIHBIM
yposseM MetrupoBanus LINE-1.

3HavyeHHe NOJYYeHHBIX COMCKATEJeM pe3yJibTaTOB HCCIeJ0BAHHA s
NPAKTHKH MOATBEPKIAETCA TeM, YTO:

ompesieneHsl HawbGornee uHGMopmartusHpie 19  CpG-caliToB B IPOMOTOpE
LINE-1, KOTOpble IMEIOT HanOONBIIYIO TKaHeCTIeU(HIHYIO BapuabelbHOCTB;

paspaboTaH HOBeIi Meron aHanmusza MeTwiuposanus JIHK — mpomotopa
perporpancmozona  LINE-1,  ocHoBaHHBIH  Ha  MacCoBOM  IapaijeibHOM
CEeKBEHUPOBAHUH,

Ipe/ICTABJIEHBl HOBBIC JAaHHEIE O KOppeIsnuu ypoBHs MermmupoBaHus LINE-1 y

nap CIOHTAaHHBIX abOPTYCOB M3 OJHMX M TeX JKe CeMei, YTo B JalbHEeHIIeM MOXKET
6BITH HMCIONB30BAHO IS Pa3pabOTKH METOHOB OLIGHKH KayecTBa OMOPHUOHOB BO
BCTIOMOTaTeIbHBIX PENPONYKTHBHBIX TEXHOTIOTHSIX.

Ouenka JAOCTOBEPHOCTH pe3yJibTAaTOB HCCJI€I0OBAHHHA BBIfIBHJIA, YTO:



paboTra mpoBeJeHa Ha BHICOKOM METOIMYECKOM YPOBHE C NPHUMEHEHHEM
COBPEMEHHBIX  MOJICKY/IPHO-TCHETHYECKAX ~ METOJOB, C  MCIOJIB30BaHHEM
cepTU(GUIMPOBAHHOTO  HAygHOro  O0OpYHOBaHHWsA €O  CHENHATH3HPOBAHHBIM
[IPOTPaMMHBIM 00ecTeueHHeEM;

TeopHsl IOCTPOEHA HAa COBPEMEHHBIX IPEJICTABICHUSX O PONH METHIMPOBAHWS
perpotpancrnosona LINE-1 B aTHoI0rHH 5MOPHOHATEHON rHbeH;

unes Gasmpyercs Ha aHaIM3e J@HHBIX COBPEMEHHBIX IyOmukammii B obnactu
SMUTE€HETHKH, TeHETHKH HapyIIeHHs PeTpOLyKIUU ¥ MEAUIIMHCKON FeHeTHKH;

MCIIONB30BaHEl COOCTBEHHBIE aBTOPCKHWE JaHHBIE B CPaBHEHHH C pe3ylbTaTaMH

MUPOBEIX Hay4YHBIX UCCIIEIOBAHHI;

YCTAHOBJIEHO KAa4yeCTBEHHOE M KOIMYECTBCHHOE COOTBETCTBHE  dBTOPCKHX
pEe3yJILTATOB C TAKOBBIMH, MPEICTABICHHBIMH B HE3aBHCHMBIX HCTOYHMKAX, O DOJIH
MeTHIMpoBaHus peTporpancro3ona LINE-1 B aTHonOTHE SMOPHOHAIBHOM THOEIH;

HCIIONB30BAHEl COBPEMEHHbIE MeToxsl cbopa u  oOpaGotkm HH(OpMaIUH,
peIrpe3eHTaTHBHBIE BBHIGOPKH CIIOHTAHHBIX a0OpTYCOB C HOPMAIBHBIM KapHOTHIIOM,
MOHOCOMHel! 1o XpoMocome X U TPUCOMHEeEil 1o XpoMocoMe 16 U KOHTPOJIBHON IPYIIITBI

MEIULUHCKIX abopTyCOB.

JIngHBIA BKJIAI COMCKATENS COCTOMT B HEIOCPEACTBEHHOM Y4aCTHU Ha BCEX 3Talax
mpomecca  BBIIOJHCHWS OWCCEPTAIIMOHHOW — paboThl, BKIIOYas IIAHHPOBAHWE
WCCIeJOBaHKs, OIpeleleHne Nelnd U 3ajad  paboTel, H3y4YeHHE COBPEMEHHBIX
OTEUeCTBEHHBIX W  3apyOeXHBIX  JHMTEPaTypHBIX  HMCTOYHHKOB,  IPOBEICHHE
MOJIEKYJIIPHO-T€HETHUCCKUX UCCIIeI0BAHUMN, 6uouH(pOpPMaTUIECKOTO "
CTATHCTMYECKOr0 aHaqu3a H 00O0OIIeHHs OKCIEPHMEHTAIbHBIX [aHHBIX, aHaIM3
BHENIHMX JAHHBIX W3 OTKPHITEIX HCTOYHHUKOB ¥ 0a3, IIOATOTOBKY MyOnMKamuii 10 Teme
BBITIOJIHEHHOH PabOTH, MPEACTABIEHHE MOTYYSHHbBIX Pe3ylbTaTOB Ha KOH(EPEHIMIX
DETHMOHAIBHOTO, BCEPOCCHHCKOr0 ¥ MEXIYyHapoOJHOro YpOBHf, HAalHCaHHEe |
ohopMIleHHE TUCCePTALMOHHON paboTEL.

OCHOBHBIE Pe3y/IbTaThl HACTOSIIETO HCCICOBAaHHUS IIOJNY4YEHBI ABTOPOM b0
CaMOCTOSTENLHO, JTHOO0 B XOJe COBMECTHOW palOTHI ¢ KoJuleramMu u3 nabopaTopuu
[IATOT€HETHKN Hay4HO-MCCIeqOBaTeIbCKOT0  HHCTUTYTa MEIUIMHCKOH TI'eHETHKH
denepanbHOTO TOCYJaPCTBEHHOrO OODKETHOTO HAYYHOTO YUPEeKICHHUS «Tomckuit
HAIMOHAIBHBI MCCIIeIOBATENLCKHI MEIUUMHCKIH IeHTp Poccuiickoi axageMuu
Hayk» MUHHCTEpPCTBA HayKH U BbIcIIero o6pasosanus Poccuiickoi Oenepanum.

B Xoje 3alUThl IHCCEPTAMM KPUTUYECKHE 3aMEYaHMs BHICKa3aHbl He OBUIH.
Couckarens JleMenesa B.B. oTBeTna Ha 3alaHHEIE €# B XOJIe 3aCeJaHUs BONPOCHL.

Ha 3acemanuu 24 mions 2025 r. QuccepTal[MOHHBIM COBET NPHUHSAI PEIICHHE: 3a
pellieHne aKTyalbHON HayYHOU 3a1a4yy B 06JaCTH MEJUIIMHCKON IeHETHKHU 10 aHan3y
pomu MeTunuposanus perporpaHcrmozona LINE-1 B sTHONOTHH SMOPHOHAIBHOI



rubenu, npucyauts JlemeHeBoil Bukropun BanumoBHEe y4eHYIO CTeNeHb KaHIHJaTa
MeIUIIMHCKUX HayK Io crenuanbHocTu 1.5.7 I'eneruka.

IIpy MpOBe/IeHNH TAHOTO TOJIOCOBAHMS IMCCEPTAMOHHbIH COBET B KolM4ecTBe 14
4ejioBeK, W3 HUX 14 JIOKTOPOB HAyK, y4aCTBOBABIIMX B 3ace/laHuu, u3 17 deloBex,
BXOJSIIIIAX B COCTaB COBETA, IIPOrOJOCOBANH: 32 14, MPOTHB HET, HEIEHCTBHTEIBHBIX
OroyIeTeHer HeT.

JIACCEPTAIIMOHHOTO COBeTa,

£}

JIOKTOp MEIUIMHCKHIX HAyK
«24» mons 2025 r.



