3AKJTIOYEHUE JUCCEPTALIMOHHOI'O COBETA 24.1.215.03,
CO3JAHHOI'O HA BA3E ®EJEPAJIBHOI'O TOCY IAPCTBEHHOI'O
BIO/DKETHOI'O HAYYHOI'O YUYPEXIEHUS « TOMCKWA
HAILTMIOHAJIbHBIN UCCJEIOBATEJILCKUI METUITMHCKUI LTEHTP
POCCUMCKOM AKAJIEMWU HAVK», MUHICTEPCTBO HAYKU U
BBICILIET'O OBPA30OBAHMS POCCUMCKOM ®EJIEPALIUU, 1O
JIMCCEPTALIMN HA COMICKAHUWE
YYEHOM CTEITEHU KAHJIUJIATA HAYK

arTecTalmoHHOoe J1eso Ne

pelreHue aucceprauoHHoro cosera ot 30.05.2024 Ne 7

O npucyxnennn @oxoBoit Enuzasere AnekceeBHe, rpaxaanke Poccuiickoi
@enepanuy, y4eHOH CTENIEHN KaHIU1aTa MEJUIIMHCKUX HAYK.

Huccepramust «Moguduimpyromuii 3bGekT WHaKTUBALUK X-XPOMOCOMEI
Ha MPOSBICHHE HecOANaHCUPOBAHHBIX XPOMOCOMHBIX BapHAHTOB TIPH HapyLICHHH
penpoAyKIMK y YeloBeKa» Mo crenuaibHoctd 1.5.7 INeneTuka (MEOUIMHCKHE
HayKH) NpuHsATAa K 3amure 26 centsops 2023 r. (mporokon 3acemaHms Ne 5)
nuccepranuoHHbiM coBetoM 24.1.215.03, cosganHeiM Ha 0ase @DexepalbHOTO
rocyJapCTBEHHOrO  OMOJ/DKETHOro  HaydHOro  yudpexzaeHus  «Tomckwii
HaIIMOHAJIBHBIA HCCIeN0BaTeNbCKUM MeIUITMHCKUHN 1eHTp Poccuiickoi akaneMun
Hayk», MHHHCTEPCTBO HayKH U BbIcllero obpaszosanus Poccuiickoit ®enepanny;
634050, r. Tomck, yn. HaGepexnas pekn Yiaiixu, 1. 10; ITprikas Muno6praayku
Poccun ot 24.01.2017 Nel9/uk (c m3menenusimu [Ipuka3s MunoOpuayku Poccuu
No 568/ux ot 07.06.2017 r.; Ilpuxa3 Munobpuayku Poccum Ne 1203/HK oOT
12.12.2019 r.; ITpukas Muno6puayku Poccuu Ne 561/uk ot 03.06.2021 r.; [Ipuka3s
Munobprayku Poccum Ne 760/mk ot 11.04.2023 r.; Ilpukas MwunoGpHayku
Poccun Nel1492/uk ot 12.07.2023 r.; [Ipukas MunoGpaayku Poccuu Nel955/mk ot
12.10.2023; Ilpukas MwunoGpuayku Poccmm Ne 219/mk ot 12.03.2024 r.).
,I[eﬁTeﬂbnbcTL auccepTaioHHoro cosera 24.1.215.03 Oblia NpHOCTAHOBIIEHA

(TIpuxaz Muno6puayku Poccun Nel955/mk ot 12.10.2023), B mapre 2024 ropa



JEeATENbHOCTh JUCcepTaiioHHoro cosera 24.1.215.03 Obiia Bo300HOBIEHA
(ITpuka3z MunoOpnayku Poccun Ne219/uk ot 12.03.2024).

Couckarens ®onoBa EnuzaBera AnekceeBHa, «21» wmapra 1993 rogxa
poxnenus, B 2016 roxmy oxonuuna DenepalibHOe rocylapcTBEHHOE OIOKETHOE
oOpa3oBaTenbHOE YyUpe)kJAeHHe BbICIIEro obpa3zoBaHus «/lanbHEBOCTOUYHBIH
roCyJapCTBEHHBIH MEIUIIMHCKUI YHUBEpCUTET» MHUHUCTEPCTBA 3/1paBOOXPAHEHUs
Poccuiickoii ®enepanuu 1o HalpaBlIeHHIO TOATOTOBKH «JleueOHOe memo»
(r. XabapoBck). B 2018 roxy okoHuYMna OpAMHATYpPY IO CHEHAIbHOCTH
«l'enernka» B PemepanbHOM TOCYIapCTBEHHOM OIODKETHOM 00pa3oBaTe]bHOM
yupexaeHud  Bbicmiero — oOpasoBanus ~— «CuOupckuii  rocyaapcTBEHHBIH
MeIWLUHCKANA YHHUBepCUTEeT» MUHUCTEpCTBA 3ApaBooxpaHeHus Poccuiickoin
®enepamuu (r. Tomck). C 2019 roga couckarens paboTaeT MIaALIAM Hay4YHBIM
COTpYIHHUKOM B Jiaboparopuu TreHOMHKH opdaHHBIX OonesHedi HayuHo-
HCCIIEN0BATEIbCKOTO  HMHCTUTYTa MEAWIWHCKOM reHetuku DenepanbHOro
rocyaapcTBeHHOro  OpojpkeTHOro  HaydHoro  yupexjaenus  «Tomckui
HAIlMOHAJIBHBIN MCCIIEN0BaTENbCKIHA MEeIUIMHCKIHM 1IeHTp Pocculickoi akagemMuu
HayK», MHUHHCTEpPCTBO HayKH U BbIcIIero obpaszosanus Poccuiickoii @enepaium.

JluccepTaisi  BBIONIHEHAa B Jlaboparopuu  IToreHetukd Haydno-
HCCIIEIOBATENBCKOTO  MHCTUTYTA MEOUIUHCKOW TeHeTHKH  (De/iepaibHOro
rOCyAapCTBEHHOTO  OIO/pKeTHOro  Hay4Horo  yupexzaenus  «Tomckuid
HAITMOHANEHEII HCCIIeIoBaTeIbCKUI MeIUIIMHCKHAN LeHTp Poccuiickod akaieMuu
HayK», MUHICTEpCTBA HAyKHU U BhICIIEro obpasosanus Poccuiickoii Oeeparnu.

HayuHblif pyKOBOJHTENb — JOKTOp OMoOJOrndeckux Hayk, npodeccop PAH
Jlebenes Wrops Hukomaesnu, @enepanbHOe TIOCyAapCTBEHHOE OHOKETHOE
HaydyHoe  yupexaeHue  «TOMCKHMH  HalMOHAIBHBIA  HMCCIENOBATEILCKHMA
MeMIUHCKHH 1eHTp Poccuiickoil akamemMun Hayk», HaydHo-uccien0BaTeIbCKUi
MHCTUTYT MEJUIMHCKON FeHETHKU, 3aMECTUTENb JUPEKTOpa Mo Hay4HO# pabore,

PYKOBOOUTEIIB naﬁopaTopHH OHTOI'€CHETHKH.



OdunmanbHbIe ONIIOHEHTHI:

Yepupx Bsuecnas BoprcoBud, TOKTOp MEIMIMHCKUX Hayk, DeiepanbHoe
rocylapCTBeHHOe OIO/DKETHOE Hay4HOE YUpeK/IeHHE «Menuko-reHeTHYeCKU A
Hay4HbIH LeHTp uMenu akajgemuka H.IT. Boukosa», 3aBelyroliuii nadoparopuei
reHeTHKHU HapyIeHUH perpoyKIun

JlemukoBa Haramus CepreeBHa, MOKTOp MEIUIMHCKAX HayK, [OLEHT,
denepalbHOe TOCYNapCTBEHHOE OMOJDKETHOE 00pasoBarenbHOe YyYpeKICHHE
JIOTIOIHATEIBHOro IpodeccroHanbHoro odpasopanus «Poccuiickas MEAUIMHCKAS
aKaZleMusi HerpephiBHOro mnpogeccHoHaIbHOro 00pasoBaHus» MuHHCTEpPCTBA
3mpaBooxpaneHus  Poccumiickoii ~ @enepauuyu, — 3aBemyrommud  Kadenpoii
MEIUIMHCKONA I'eHETUKH

IIaJIH TTOJIOXKUTEIbHBIE OT3BIBEI Ha JHCCEPTAIUIO.

Bemymas opraausaimusi — OefiepanbHOe TOCYJapCTBEHHOE  OHOPKETHOE
obpasoBaTeibHOE ydpexJeHHe Bbiciiero obpasosanust «CeBepo-3ama/iHbli
rocyJapCTBEHHBIM MeIWIMHCKHA yHHBepcuteT wumenn .M. Mednukosay»
MunucTepceTBa 31paBooxpanenns Poccniickoii ®enepanuy, r. Caukr-IlerepOypr,
B CBOEM IMOJIOKMTEIBHOM OT3bIBE, MOANMcaHHOM JlaproHOBO# BaneHTHHOU
WIbMHUYHOM, JOKTOPOM MEIMIMHCKAX HayK, IpodeccopoM, mpodeccopom
Kadenapsl MEIWIMHCKONW TeHEeTHKH, yKasajga, YTO TeopeTHdecKas 3Ha4dMOCTh
pe3yJIbTATOB MCCIIEN0BAHMS 3aK/II0YaeTCs B TIOMyYeHH! HOBBIX (yHIaMeHTalbHBIX
3HAHWM O 3HAYEHHH aCHMMETPUYHON HMHAKTHUBalMU X-XpOMOCOMBI Y JKEHIIMH-
gocuTenbHul] X-cuemreHHBIX CNV mpu HeBBIHAUIMBaHHUM O€PEMEHHOCTH.
BrisaBnenHas MIOBbILLIEHHAN 4acToTa aCHMMETPHYHON WHaAKTUBALMH
ACCOLMMPOBAHA C HOCHTEJLCTBOM IATOTHHBIX XPOMOCOMHBIX IiepecTpoek Ha X-
xpomocoMe. Ha OCHOBe pe3yJbTaTOB HCCIE0BaHHs CHOPMHPOBAH aJrOPUTM
muarHocTuku  X-cuemneHHbix CNV y  KeHIOMH C  HeBbIHAIIMBAHUEM
OepeMEeHHOCTH, [peJHa3HA4YeHHBI [UIi MPAaKTHYecKOoro INpHMEHEeHHs B
TpeHATATEHON U IPEHMITIaHTAllHOHHON M'eHeTHIeCKOH THarHOCTHKE.

JucceprarmoHHas pabota DOoHOBOM EnuzaseTsl AneKkceeBHBI

«Moaubuimpyroumii  3GdexT HHaKTUBaIMKH X-XPOMOCOMBI Ha IPOSBICHHE



HecOalaHCHPOBAHHBIX XPOMOCOMHBIX BapUAHTOB IPY HapPyIIEHUHA PENPOAYKIIHH Y
YeJI0BEKa» SABJISAETCS CAMOCTOSATENBHOM 3aKOHUEHHOW HAyYHO-KBaIM(DUKALHOHHOM
paboToi, KOTOpas pellaeT BaXXHYIO HAy4HYyI0 3aJady — BBIIBICHHE BKIaja
aCMMMETPHYHOM WHAKTHBAIMM X-XpPOMOCOMBI B IIaTOT€HE3 HEBBIHAIIMBAHHSA
OGepeMeHHOCTH.

[MpencraBieHHas K 3al(dTe IUccepTalMoHHas pabora E.A. ®onHoBoi
SBISIETCSl CAMOCTOSTENbHONW Hay4YHO-KBATH()UKAIIMOHHOH paboTol M IOJHOCTHIO
COOTBETCTBYET TpeOOBaHUAM, NPEAbABIAEMbIM K JUCCEPTAIMAM Ha COMCKaHHE
y4yeHOH CTelneHd KaHIuIaTa HayK, a €e aBTOp JOCTOMH MPUCYXICHHS y4YeHOH
CTeMeHH KaHAWAATa MEJUIMHCKAX HayK mno crenuanpHoctd 1.5.7 T'enernxa
(MeIUIIHCKUEe HAYKH).

OT3BIB Ha JAUCCepTalMOHHY0 pabory DoHoBoi EnnsaBeTsl AJleKCeeBHBI Ha
Temy «Moaubuupyroumit 3pQexT HHaKTHBaIMU X-XpOMOCOMBI Ha MPOSBICHHE
HecOalaHCUPOBAaHHBIX XPOMOCOMHBIX BapHaHTOB IPH HAPYILIEHHU PETPOAYKIUH Y
yenoBeka» 00CYKJIEeH U 000peH Ha 3aceaHHH Kadeaphl MEAUIIUHCKON TeHETHKH
(enepanbHOro rocyIapCTBEHHOr0 OFO/UKETHOTO 00pa3oBaTeNbHOTO yIPEKICHUSA
BeiciIero obpasosanusi «CeBepo-3amaHblii TOCYIapCTBEHHBIH MeUIMHCKUMI
yuuBepcurer wumenn MW.M. Meunnkosay MmuHHCTepCTBA 31paBOOXpPaHEHHS
Poccuiickoit @enepaiiyu.

Couckarenb uMeeT 38 omyOMMKOBaHHBIX pabOT, B TOM 4YHCIe IO Teme
auccepTanui omy6nmkosaHo 13 paGor, M3 HuMX 3 cTarhM ONMyOIHMKOBAaHBEI B
PeleH3NPYeMBIX HAyYHBIX JXypHAlaX, HHISKCHPYEMBIX B MEX/yHapOAHbBIX 6asax
nmaHEBIX Web of Science u Scopus, 3 craTb OnMyOIMKOBaHbl B XKypHaIaX MepedHs
BAK. Pa6orel, HamucaHHbIE IIpU HEMOCPEJICTBEHHOM JIMYHOM  y4aCTHH
COMCKATeNs, IOCBSAIIEHbl M3YYEHHIO pACIPOCTPAHEHHOCTH —aCHMMETPUYHON
VHAKTUBAIMM X-XPOMOCOMBI y JKEHIIWH C HEBEIHAIMBAHMEM OEpeMEHHOCTH,
TIONCKY MHKPOCTPYKTYPHBIX XPOMOCOMHBIX aHOMajIuii Ha X-XpOMOCOME, aHaJU3y
BKJIaJIa STIATEHETHUECKAX MEXaHM3MOB Ha TIpHMepe HHAKTHBAlHH X-XpPOMOCOMEI B

KJIMHUYECKOE TIPOSBIEHHE XPOMOCOMHBIX MUKPOZENEL i i MUKPO/Iy INTAKALIUH.



B ony61MKOBaHHBIX paboTax COMCKATelNs HaUIeKaluM 00pasoM OTPaKeHbI
BCE OCHOBHBIE PE3yJILTATHI JUCCEPTALUH U TIOJIOKEHHUS, BBIHOCUMbIE Ha 3aIIUTY.
CrucoK OCHOBHBIX paboT:

1. Fonova E.A., Tolmacheva E.N., Kashevarova A.A., Sazhenova E.A.,
Nikitina T.V., Lopatkina M.E., Vasilyeva O.Yu., Zarubin A.A., Aleksandrova
T.N., Yuriev S Yu., Skryabin N.A., Stepanov V.A., Lebedev LN. Skewed X-
chromosome inactivation as a possible marker of X-linked CNV in women with
pregnancy loss // Cytogenetic and Genome Research. —2022. - V. 162. — Ne 3. — P.
97-108 (Web of Science, Scopus)

2. Tolmacheva E.N., Kashevarova A.A., Nazarenko L.P., Minaycheva L.I.,
Skryabin N.A., Lopatkina M.E., Nikitina T.V., Sazhenova E.A., Belyaeva E.O.,
Fonova E.A., Salyukova O.A., Tarabykin V.S., Lebedev LN. Delineation of
clinical manifestations of the inherited Xq24 microdeletion segregating with sXCI
in mothers: two novel cases with distinct phenotypes ranging from UBE2A
deficiency syndrome to recurrent pregnancy loss // Cytogenetic and Genome
Research. —2020. — V. 160. — Ne 5. — P. 245-254 (Web of Science, Scopus)

3. Tonmauesa E.H., ®onoBa E.A., Jle6enes M.H. X-cuernennsie CNV B
IaTOreHeTHKe UHTEIIEKTyalbHbIX paccTpoiicTs // I'eneruka. — 2022, — T. 58. — Ne,
10.—C. 1138-1154 (Web of Science, Scopus)

4. Tonmauepa E.H., Kamesaposa A.A., Haszapernko JLII., Ckpsoun H.A.,
®onoBa E.A., Bexsesa E.O., Camoxosa O.A., Munaiiuesa JL.1., [TaBnosa K.A.,
3aryna JLA., Jlebenes W.H. Dmmrexerndeckas Mopubukamus X-CIETIEHHBIX
CNV B HopMe 1 natonoruy / Menunusckas reHetuka. — 2018. —T. 17. — Ne 11. —
C. 29-33 (BAK)

5. TonmaueBa E.H., Caxenoa E.A., Huxutwaa T.B., ®onoBa E.A.,
Jlomatkura MLE., 3atyna JI.A., JleGeneB M.H. Dnurenernueckre MoaupHKalyu
X-XpOMOCOMBI B CEMbSX C HEBBIHAIIMBaHWeM OepeMeHHOCTH // MenuuuHCKas
reneruka. — 2020. — T. 19. — Ne 11. — C. 81-82 (BAK)

6. ®ouosa E.A., Tonmauesa E.H., KamesapoBa A.A., Jlonatkuna M.E.,

ITaBnoBa K.A., Jlebenes WM.H. X-cuemrenHsle CNV u acuMMmeTpH4Has



nHakTHBaIUsa X-xpomocoMsl // Menunuackas reHetuka. — 2020. — T. 19. — Ne 3. -
C. 19-21 (BAK)
Ha muccepranuio u aBTopedepar MOCTYIIUINA OT3BIBbIL:

1. 3aBexnyromieit naboparopueii muroreHeTHKA DeepaibHOrO rocyJapCTBEHHOTO
OIOHKETHOT0 HAYYHOTO yupexaeHus «MeauKo-reHeTH4ecKuil HayqHbIi eHTp
umeHu akagemuka H.I1. BoukoBay, HOKTOpa MEOMIMHCKHX HAyK, IOLEHTa
[[Tunosoit Hagexnel BnagumuposHs! (T. Mocksa).

OT3bIB MOJIOKUTENBHBIN, 3aMeUYaHUi HET.

2. Jlupexktopa ®enepanbHOro TIOCYHApPCTBEHHOTO OIOMHKETHOrO Hay4dHOIO
yupexnaenus: «HaydHblii 1eHTp nmpoOiieM 340pOBbS CEMbH U PENPOMYKIUH
YelloBeKa», IOKTOpa MEIUIMHCKIX HayK, Tpodeccopa, YieHa-KoppecIoHAeHTa
PAH PrrukoBoit Jlro6ou BragumupoBHE (. UpKyTCK).

OT3bIB MOJIOKUTENTBHEIN, 3aMEYaHUM HET.

3. PykoBoguTens oTaena MOJEKYJISPHO-TEHETHYECKUX U HaHOOHOJIOTHMYECKUX
TEXHOJIOTUH Hay4HO-HCCIIEI0BATEIBLCKOr0 [eHTpa ®denepalibHOTO
roCyJJapcTBEHHOTO OOKETHOTO 00pa3oBaTeNbHOTO YUYPEXKACHUS BBICIIErO
o0Opa3oBaHHs «ITepBsrit Cankr-IlerepOyprekuii roCy/1apCTBEHHBIN
MEIVULIMHCKANA yHHUBepcuTeT nMeHH akajaemuka M.I1. [Tasnosa» Munucrepcrsa
3apaBooxpanenus Poccuiickoit @eneparuu, JOKTOpa OMONOTHYECKUX HAYK,
[Tgenunuoit Codpru Hukomaesus (r. Cankt-IleTepdypr).

OT3BIB ITOIOXKHUTEIBHEIN, 3aMeYaHUM HET.

4, 3aBenyroniero o0OnacTHOM HaydHO-TIpakTH4eckod mabopatopueit JIHK-
nuarHocTuky ['ocyjapcTBEHHOTO OIOJKETHOTO YUPEKACHHUS 31paBOOXPAHECHHUS
HoBocubmupcko#t obnactu «l'opoickast kiuHM4Yeckas OosbHuma Ne 1»
KaHOWJaTa MEeOUIMHCKMX Hayk MacnennnkoBa Apkanus bopucosuua
(r. HoBocubupck).

OT35BIB MONOKATENBHBIN, 3aMeUYaHUu HeT.

5. 3aBemyromero ornenoM reHomHoi  Memunubael  uM.  B.C. bapanosa

®denepalbHOTO TOCYHAPCTBEHHOTO OIOMKETHOrO HAYYHOIO YyUYpesKICHHs

((HayHHO—HCCIIGI[OB&T@J’[I:CKHI‘:I HHCTHUTYT AaKyliepcTBa, TI'HHEKOJIOIHH H



penpoxykronoruu umenn J[.0. Orra», nokropa Guonoruyeckux Hayk I'motosa

Amnnpes CepreeBMda ¥ CTapulero HAay4yHOrO COTPyZIHHMKa JabopaTopuu

[ATOTEHETHKH W IIUTONeHOMUKHU pPenpoAyKLUHHU OTZejla N'€HOMHOM MEIHMIIMHBI

um. B.C. Bapanosa ®@eepaibHOr0 rocyIapCTBEHHOr0 OIODKETHOrO HAy4YHOTO

YUpeXKIEHUS «HayuHo-Hccne0BaTebCKui HUHCTUTYT aKyIlepcTBa,

ruHekonorud ¥ penpoaykronoruu uMenu JI.O. Orra»y, xkangunara

6uonornyeckux Hayk [lennunoit Anubsl AnzipeeBHsl (1. Cankr-IletepOypr).

OT3bIB MONOKHUTETHHBIN, 3aMEYaHNH HET.

Bri6op O(HMIMATIBHBIX ONIOHEHTOB M BEAyIIEH OpraHW3aluy, B KOTOPOU
paboTaloT  yueHble, SBIAIOIIMECS BEAyIIUMH CIEIMANUCTAMU TI0  TeMe
3alUIIAeMOi TUCCepTalii, 0GOCHOBBIBAJICS MX HAYYHBIM aBTOPHTETOM, IIMPOKOH
W3BECTHOCTBIO M JIOCTHIKEHUSMH B JAHHOHM OTpaciid HAyKH, HX KOMIIETEHTHOCTBIO
JUISL OIIpEeIENICHUsI HAy9IHOM U MPaKTUYECKOH IEHHOCTH ANCCEPTAlK ¥ HAIUIHEM
HAy4YHBIX HAINpaBJeHWN WUCCleloBaHWK (PeHEeTHKA HapyIUeHHH pPenpoayKIHH,
IIUTOTeHETHKA, MeAUIMHCKas TreHeTHKa, MeMKO-T€HETHYECKOE
KOHCYJILTHPOBAHKE), KOTOpble AaKTHBHO  pa3pabaTBIBAlOTCS  YYEHBIMH U
KOJUIEKTMBAMM yYEHBIX, MMEIOIUMHI JOCTATOYHOe KOJNMYECTBO ITPOMHIBHBIX
nyonukamuii B [lepedne BedyIIMX POCCHMCKHX PELEH3MPYEMbIX XKYPHAJOB H
M3JaHUA B MEXIyHapOOHBIX 0a3ax [MTHPOBaHMs, 4YTO TIOATBEPXKICHO
IPE/ICTABIICHHBIMA CBEJCHHAMH 00 ONIOHEHTaX U BeAylleH OpraHW3aluH.
OdunuansHble ONIOHEHTH! SBISIOTCS CIHEUAIMCTaMKi B JaHHOW OTpacid HayKH,
MMEIOT  BBICOKOPEHTHHTOBBIE IMyOJMKaluu B  COOTBETCTBYyomeH  cdepe
UCCIIEIOBAHUS W CIOCOOHBI OILEHWUTh HAy4HYI0 HOBH3HY H IIPAKTUYECKYIO
[IEHHOCTh JMCCEepTalMi. Bemymas opraHusaiss H €€ COTPYAHHKH ([JOKTOp
MeIUIMHCKUX Hayk, mpodeccop Jlapuonosa Banenruna WinsuHHYHA, JOKTOP
Guonorndecknx Hayk Xapuenko TaresHa BiagmmupoBHa) mHMPOKO H3BECTHA
CBOMMH HAyYHBIMM WCCIIEJOBaHHSIMH B 0OITAaCTH MEJMLMHCKOW TeHEeTHKH,
[ATOr€HETHUKH, MEIHKO-TeHEeTHYECKOro KOHCylnbTHpoBaHus. Cowmckarelib |

Hay4HBIA PYKOBOIWTENb He paboTaloT B JaHHOM OpraHW3allu¥ U HE ABJIAIOTCA



YUaCTHMKAMH  HAy4HO-HCCIIEZIOBATENbCKUX  paboT, Bemymmxcs B OTOH
OpraHu3aluy.

JlnccepTaHOHHBINH COBET 0TMEYAET, YTO HA OCHOBAHHH BBINOJHEHHbIX
COHCKATEJIEM HCCIeI0BAHM:

pa3paboTaHbl HOBBIE TOJIOXKEHHS, PACIIUpPsIONIUE (yHIaMeHTaIbHbIE 3HAHUS
00 smureHeTHdeckoM (EeHOMEHe aCHMMETPHIHOH HHAKTHBALWU X-XPOMOCOMBI
[IpY HapyIIEeHUN PENPOAYKIHH Y Y€jIOBeKa;

MPeUTOKEH AJrOPUTM AMArHOCTHKH MMKPOCTPYKTYPHBIX IepecTpoek X-
XpOMOCOMBI y JKEHIIMH ¢ HeBbIHAIIMBaHWEM OepeMEHHOCTH;

IOKa3aH BKJI4J] aCAMMETPUYHON WHAKTHBAlMH X-XPOMOCOMBI B NPOSIBICHHE
MHKpOJeNelMid ¥ MHKPOAYIUIMKalMd Ha X-XpoMOocoMe y OKeHIIMH ¢
HEBBIHAIIMBaHHEM OepeMEeHHOCTH.

BBEJICHBI HOBBIE TIPEICTABIEHUS O MOAU(PUIUPYIONIeH POl HHaKTHBaluK X-
XPOMOCOMBI B TIPOSIBIIEHAN MUKPOJETIEIMH U MUKPOY ILIMKAIMH Ha X-XpOMOCOME

Y KCHIIWH C HEBbIHAIIUBAHUCM 6epeM6HHOCTPI.

Teoperu4yeckasi 3 HAYHMOCTH HCC/Ie0BaHUs 000CHOBAaHA TeM, YTO:

oKa3aHa HayyHas THNOTe3a O MOAMGUIMPYIOIMEH Poid acUMMETPUYHOH
WHAKTUBALMH X-XPOMOCOMBI B MpPOSIBICHHH MHKPOCTPYKTYPHBIX XPOMOCOMHbBIX
TepecTpOeK MK HeBBIHALIMBAHNH GEPEMEHHOCTH U SMOPHOTIETaNIBHOCTH;

NPpAMEHHUTEIBHO K HpOGHeMaTHI{C JUcCcepTaliy pe3yabTaTUBHO HCIOIbL30BaH

KOMILIEKC METOAOB MCCIIENOBAaHUA, BKIOYass MOJIEKYJISIPHO-IIUTOTCHETUYECKHE
MOJIEKYJIIPHO-TEHETUYECKAE W CTAaTHCTUYECKHEe METOJBl Ul  H3y4CHUS
[IEPBHYHOrO ¥ BTOPUYHOTO CMEIIEHUS] HHAKTHBAIlMH X-XpOMOCOMBI Yy JKEHIIHH C
HEBBIHAIIMBAHIEM OEPEMEHHOCTH, y CIIOHTaHHBIX abOpTyCOB JKEHCKOTO mona ¢
HOpMAJIbHBIM  KapHOTHIIOM,  JJIS UIeHTUGHUKALAE  MHUKpOJENeluid  Hu
MHUKPOY IUTUKAIHH Ha X-XpOMOCOME;

apryMEHTHPOBAaHbl U H3JIOKEHBI PE3yNbTaThl, CBUJETEILCTBYIOIIHE O
[TOTEHIMATBHON TTATONCHETHYECKOM 3HAYMMOCTH aCMMMETPHYHOM WHAKTHBALUH B
pa3BUTHE HEBBIHAIIMBAHUS OEPEMEHHOCTH Y HOCcHUTENleH HecOalaHCUPOBAaHHBIX

MHKPOCTPYKTYPHBIX BApHAHTOB, JIOKATH30BaHHBIX HA X-XPOMOCOME;



H3YYEH BKIaJ OTHOCJIBHBIX TI'€HETHYECKUX BAapHAHTOB B Cl]OpMHpOBaHHe

[ePBHYHON aCHMMETPUYHON WHAKTUBAIIMU X-XPOMOCOMBI.

3HaYeHHe NOJYYEHHBIX COHCKATeJieM pe3yJbTAaTOB HCCJIeIOBAHHSA /st
NPAKTHKH NOATBEPKAAETCH TeM, 4TO:

pa3paboTaH aJrOPUTM IHATHOCTHKUA MHKPOCTPYKTYPHBIX XPOMOCOMHBIX
IEpPeCTPOeK y JKCHIIWH ¢ HEeBHIHAIIMBAHHEM OEpPEeMEHHOCTH C y4YeTOM craryca
HHAKTHBALIMH X-XPOMOCOMBI;

ompeeNeHbl  HANpaBICHHWS IPAKTUYECKOrO  BHEJAPEHMS  pe3yJIbTaToB
HCCIEIOBAHUS, CBA3aHHBIE C ONpEJCIeHHWeM XapaKrepa HHAKTUBalMUA X-
XPOMOCOMBI Yy JKEHIIWH C HEeBbIHAIlMBaHWEM OepeMeHHOCTH B  LesX
Npo(UIAKTHKE PENpOAyKTHBHBIX MMOTEPh, B TOM HHCIE C MWCIOIL30BAHUEM
NPEHATAIFHOTO U ITPEeMMILIAaHTAIIHOHHOTO TeHETUYECKOT0 TECTHPOBAHHUS,

NpEeNCTaBIE€HBI HOBBIC AaHHBIC, KOTOPBIE MOIYT OBITh MCIIOJNB30BaHbI s

U3ydeHUs MOJIEKYJISIPHO-T€HETUUECKUX MEXaHHU3MOB dbopmupoBaHus
ACHMMETPUYHOM MHAKTHBAIMK X-XPOMOCOMBEL. Pe3ybTaThl HCCIE0BAHUSA MOTYT
OBITh BOCTpeOOBaHBI MPH YTEHWH KypcoB JeKnuii 1o oOIeil TIeHeTHke,
MEIUIMHCKONM TeHETHKe, TEHETHKE Da3BUTHS, aKyllepCcTBY M T'MHEKOJIOTHH B

BBICIHIHUX y‘ieﬁHBIX 3aBCICHUAX.

OueHka J0CTOBEPHOCTH Pe3y/JIbTATOB HCC/IeJ0BAHNS BhISIBHIA:

paboTa TpoBeJeHa HA BHICOKOM METOJWYECKOM YPOBHE C IIPHMEHEHHEM
COBpPEMEHHBIX MOJIEKYISPHO-IIUTOTEHETUYECKUX M MOJIEKYIAPHO-TeHeTHYECKUX
METO/IOB, C MCIOJIB30BaHUEM CepTH(GHUIHUPOBAHHOTO HAy4YHOIO OOOpYHOBaHHs CO
CIENHMATM3NPOBAHHBIM ITPOTPaMMHBIM O0eCIIeUeHUEM;

TEOpHs IIOCTPOESHA Ha COBPEMEHHBIX TPEJCTABICHUSIX O MeXaHu3Me
MHAKTHBAIUH X-XPOMOCOMBI ¥ OCOOEHHOCTSX Hacle[OBaHMs NaTOTeHHBIX
MHKPOCTPYKTYPHBIX [TepecTpoeK Ha X-XpOMOCOME;

ujies Gasupyercs Ha aHalW3e JAHHBIX COBPEMEHHBIX IMyOnuKanuii B 001acTH

IFEHETHKH HaPy'IHGHHﬁ PEIPOOYKITAH, MEIUIMHCKON NeHETHKH, [IUTOTCHETUKU,



HCIIOJIL30BaHbl  COOCTBEHHBIE aBTOpPCKHME JaHHBIE B CPAaBHEHHH C

pe3yJbTaTaMi MHPOBBIX Hay4YHbIX HCCIIEA0BaHUH U 0a3 IaHHBIX;

YCTaHOBJIEHO COOTBETCTBHE Psijia JAHHBIX O BKJIa/Ie SIBJICHHSA aCHMMETPHIHOM
UHAKTUBALMH X-XpOMOCOMBI B KJIMHMYECKOE IPOSBICHWE IATOTEHHBIX
MUKPOCTPYKTYPHBIX IT€PECTPOEK Ha X-XPOMOCOME;

HCIIOJIE30BaHbl COBPEMEHHBIE METO/BL cﬁopa u 06pa6OTKH HH(bOpMaHIfIH,

o0pasipl OHONOTMYECKOr0 Marepuana ObIIM IIOJy4EHBI OT T[AlMEHTOB C
YCTAHOBJIEHHBIM [MarHO30M TIOCA€ KX KOMIUIEKCHOTO KIMHHYECKOro U
nmabopaTopHOro oOcIe0BaHMUs.

JIvgHEBIA BKJIAJ] COMCKATENs] COCTOMT B HEMOCPEJCTBEHHOM y4YacTHH Ha BCeX
sTamax Ipolecca  BBHIMOJHEHHS  JUCCEpPTAallMOHHOW  paboTel,  BKiIIOYas
JIaHUPOBAHKME MCCIEJ0BaHUs, ONpeNe]eHHe LeNH M 3a7a4 paboThl, M3ydeHHE
COBPEMEHHBIX OTEYECTBCHHBIX H 3apyOeHBIX JIMTEPATypHBIX HCTOYHHKOB,
n1a0opaTopHbIe HCCIENOBAHUS, MPOBEJIEHHE MOJIEKYISPHO-LUTOTCHETHYSCKUX U
MOJIEKYIAPHO-TEHETHYECKMX ~ MCCIENOBaHMM, CTaTHCTHYECKOrO aHamusa H
0000IeHNs IKCIIEPUMEHTAIBHBIX JaHHBIX, MOATOTOBKY IyONMKaluié 1o Teme
BBIIIOJIHEHHOM  paboThl, TMpeJCTaBlIeHUE TONYyYEHHBIX = pPE3yJbTaTOB  Ha
KOH(EpPEHIMAX PErHOHAIBHOIO, BCEPOCCHICKON0 M MEXIyHapOJHOTO YPOBHS,
Hanucanue ¥ oopMIIeHUe TUCCePTALMOHHON paboTsI.

OcCHOBHBIE pe3yJIbTaThl HACTOSINETO0 MCCIEJ0BAHUS TIOJyYeHbl aBTOPOM
au4HO, NGO B XOJE COBMECTHOM paboThl ¢ KoJleraMH H3 JabopaTopHu
murorenetrkn HUW memuuunackoi regeruks Tomckoro HUMI] (pykoBoauTens —
k.6.0. KamesapoBa A.A.) u maboparopuu oHToreHetrkd HWUW menuuunCKoi
renetukd Tomckoro HMMIIL (pyxosoautens — n.6.H., npogeccop PAH
JlebeneB 11.H.).

B xoae 3amMThl AEcCCepTalid KPUTHYECKHME 3aMedYaHWs BBICKa3aHbl He
6sum. Comckarens ®@onoBa E.A. oTBeTusna Ha 3afaHHBIE €l B XOle 3ace/laHus
BOIPOCHI.

Ha 3acemannu 30 mas 2024 r. quccepTallMOHHBIN COBET MPUHSI pelleHue:

3a pelleHde aKTyaJbHOM Hay4HOM 3amadd B 00JaCTH MEIUIHHCKOM I€HEeTHKH II0



M3y4CHUIO BKJIaZla WHAKTUBALUK X-XpOMOCOMBI B KIHMHHYECKOE IPOSBICHHE
XpPOMOCOMHBIX AaHOMQJIHH B OSMOPHOHAIBPHOM TMIEPUOAE pA3BUTHSA HeEIOBEKa,
npucyaute ®onoBoit EnmszaBere AllekceeBHE YUEHYIO CTeNeHb KaHAWZATa
MEIMIMHCKHAX HayK mo crienuanbHocTh 1.5.7 I'eneTnka.

[Ipy npoBeneHMHM TalHOTO TOJIOCOBAHUS IUCCEPTALMOHHBIA COBET B
Konu4ecTBe 15 uenoBek, U3 HUX 15 JOKTOPOB HayK, y4aCTBOBABIIIMX B 3aCeaHUH,
u3 17 4enoBek, BXOAAIIMX B COCTaB COBETa, MPOroyiocoBaiu: 3a — 15, npotus — 0,

HEIEHCTBATEIBHBIX OromnereHen — 0.

IIpencenarens

JIUCCEePTAIMOHHOTO COBETA,
akanemuk PAH CrenanoB Bagyum AHaTo/IbeBUY
YyeHslil cexperapb
JIACCEPTALIMOHHOT'O COBET,
JOKTOP MEIMIIMHCKAX HAYK

30 'Hazapenko Mapus CepreeBHa

«30» mas 2024 r.



