CBEJIEHNM: O PE3VJIbTATAX [TYBJIMUHOU 3AIINUTBI
B auccepTaiiuoHHoM coete 24.1.215.03, coznanHOM Ha 0aze DenepanbHOTO
rocy1apCTBEHHOT0 OFO/PKETHOTO HayqHOro yupexaeHus « Tomckuit HaI[MOHAILHBIH
Hcclen0BaTeIbCKU MeqUITUHCKU 1IeHTp POCCHICKON aKaIeMuH HayK»

o 3ammre guccepranuu Penorosa JAmuTpus Anapeesnda Ha TeMy «CrexTp
CNV y NalMeHToB ¢ pacCTPONCTBAMH HEHPOIICHXHYECKOTO Pa3sBHTHS U MX acCOLHAINA
C aHOMalusAMH SMOpHOreHe3a», IMPEACTABICHHOH Ha COMCKaHWE YYEHOU CTemeHH
KaHIMZaTa MEIUIMHCKMX HayK 1o cnenuansHocTH 1.5.7 I'eHeTnka (MEIULIMHCKHE
HAYKH).

Ha OCHOBaHWM 3alUTHl AMUCCEPTAllMd M Ppe3yJbTaTOB TIOJIOCOBAHUS YJIEHOB
nuccepTanuonHoro cosera 24.1.215.03 (mpotoxox Ne 28 or 21.10.2025 r.) cuuTars, 4TO
nuccepranus Oenorosa Imutpus AnapeeBrda Ha TeMy «Cnektp CNV y mauneHToB ¢
pacCTpOMCTBAME HEHPOICUXHIECKOr0 DPasBUTHA M HMX accoluanys C aHOMalHuAMH
sMOpHoOreHe3a», NPEICTaBICHHAs Ha COHMCKaHWe YYEHOM CTeleHH KaHIuJaTa
MEIUIMHCKAX HayK 10 crenmanbHocTd 1.5.7 T'eHeTHka (MeIWIIMHCKHE HAyKH),
IIOJIHOCTBIO COOTBETCTBYeT COBpeMeHHBIM TpeboBaHuaMm 1.9 «Ilomoxenus o
NPUCYXIECHUM y4eHBIX cremeHei» Munobpuayku Poccunm  (IlocraHoBrenue
I[IpasutensctBa Poccmiickoit ®eneparuu ot 24.09.2013 Ne@42 (B pemakuuu OT
16.10.2024 r. Ne 1382), nOuccepTallMOHHBIA COBET MPHHAI PEIICHHWE TPUCYIUThH
denoToBy JIMUTPHIO AHJIpeeBHYY YUEHYIO CTEIIeHb KaHH/[aTa MeIUIIMHCKIX HayK.

CocTaB [JMCCEPTALMOHHOIO COBeTa YTBEpXkIeH B KojmdecTBe 17 dYeroBek.
ITpuCyTCTBOBAJIO Ha 3ace/laHUH 135 YelloBeK:

1.  CremnanoB Bamum AnartonseBuu — I-p Guoi. Hayk, npocdeccop, akanemuk PAH ~ 1.5.7
2.  Jle6enes Urops HukomnaeBud — i-p 6uo. Hayk, wi.-kopp. PAH 1.5.7
3.  Hazapenko Mapus CepreeBHa — I-p MeJl. HAyK 1.5:7
4.  Amadupona Banentuna MuxaiioBHa — I-p MeJl. HayK, Ipogeccop 1.5.7
5 BacunbseB CrannciaB AHATOJIBEBHY — I-p OHOJ. HayK 1.5.7
6. Jlenwcos Esrennit Bragumuposud — 1-p 61H0J1. HAyK 1.5:1
7. Weanopa CBernaHa AnekcaHIpoBHA — I-p MeJ. HayK, mpodeccop 1.5:7
8.  Konomuer Jlapuca AsnekcaHapoBHa — I-p Mell. HayK, IIpogeccop L5
9.  Kyuep Axcana HukonaesHa — 1-p 6¥oI. Hayk, mpodeccop 1.5.7
10. JIutesixoB Huxonait BacunseBud — 1-p 6uoi. Hayk, npodeccop PAH 157
11. Mumnaiiuea Jlapuca IBanoBHa — [I-p M€I. HAyK 1.53
12. IlysbipeB Banepunii [Tasinosuy — 1-p Men. Hayk, ipodeccop, akanemuk PAH

13. ®epnopenko Ombra KOpbeBHA — O-p MEI. HAyK 15T
14. Xapskos Biragumup Hukonaesud — 1-p Omon. HayK 1.5.7
15. Yepnmwaresa Hanexpa Bukroposra — a-p 6mon. Hayk, mpodeccop, wi-kopp. 1.5.7

PAH

Tpencenarens 3acenanusi — CremaHoB B.A., n-p Ouon. Hayk, mpogeccop,
akanemuk PAH, npeacenaress qucceprandonHoro cosera 24.1.215.03.

Cexperaps 3aceganus — Hasapenko M.C., 1-p Mel. HayK, yHYeHBIH CEKpeTapb
nHcceprandonHoro cosera 24.1.215.03.



3AKJTIOUEHUE JIMCCEPTALIMOHHOI'O COBETA 24.1.215.03,
CO3JIAHHOT'O HA BA3E ®EJIEPAJIBHOT'O T'OCYIAPCTBEHHOI' O
BIODKETHOI'O HAVYHOI'O YUPEXJEHUSA « TOMCKUN
HAILTMOHAJIbHBIH UCCJIEJIOBATEJILCKUM MEQULIMHCKWN LTEHTP
POCCUMUCKOM AKAJIEMUU HAVK», MUHHMCTEPCTBO HAYKH 1
BBICIIIETO OBPA30BAHMS POCCHIMCKOM ®EIEPAIINN,
10 IMCCEPTAIIMU HA COMCKAHWE
VYEHOM CTEITEHU KAHIUJATA HAYK

aTTecTalMoOHHOe eo No

pemenue auccepranuonHoro cosera ot 21.10.2025 r. Ne 28

O npucyxnennn @DenoroBy JMHTpHIO AHIpEeBHYYy, TIpakAaHUHY
Poccutickoit Penepaliny, ydeHOH CTENEHN KaHIUAaTa MEAUIIMHCKUX HayK.

Juccepramma «Crekrp CNV y  DalMEHTOB € PaccTpoOCTBAMU
HePONCUXMIECKOro PA3BUTHS 1 X aCCOLMALKSA C aHOMAIIUSAMU SMOPHOTeHe3a» 110
cnemmansaoct  1.5.7 TeHeTnka (MeIWLMHCKME HAyKW) NpPUHATA K 3alluTe
24.06.2025 . (mporokonm 3aceiaHus Ne 26) IHMCCEPTALMOHHBIM  COBETOM
24.1.215.03, co3naHHbIM Ha Gaze PenepalbHOrO roCyAapCTBEHHOIO OFOIKETHOTO
HayuHoro yupexuaenus «ToMckuii — HalMOHAIBHBIA HCCJ'I.e,Z[OBaTeJ'ILCKHfI
MeIuLMHCKNH LenTp Poccuiickodl akageMHM Hayk», MHHHCTEpCTBO HAayKH H
Bpiciiero  obpasoBanusi  Poccuiickoir ~ @exnepaunun; 634050, 1. ToMcK,
yn. Habepesxuas pexn Yiuaiiku, 1. 10; Ipukas Munobprayku Poccun Nel9/uK ot
24.01.2017 1. (¢ usmeHeHmsamu Ilpukas MunoGpnayku Poccum Ne 568/HK OT
07.06.2017 r.; [Tpuka3z Muno6puayku Poccuu Ne 1203/mx ot 12.12.2019 r.; Tpuxas
Muno6prayku Poccun Ne 561/mk ot 03.06.2021 r.; Ilpukas Muno6pHayku Poccrn
No 760/ax ot 11.04.2023 r.; Ilpukaz MunoGpuayku Poccum Nel492/mk oT
12.07.2023 r.; [Ipuka3 Muno6puayku Poccun Nel955/mk ot 12.10.2023 r.; IIpnka3
Muno6prayku Poccun Ne 219/uK o1 12.03.2024 1.).

Couckareis @enotos Jmutpuiit Annpeesud, «07» mas 1997 rojia poxaeHu,

B 2021 romy okonHunn DexepaybHOe TOCYIapCTBEHHOE OromKeTHOE



obpasoBaTenpHOe  ydpexaeHne — Bbicmiero  obpasoBanus  «Cubmpckwii
rocyapCTBEHHBIM MEIUIMHCKUI yHHBepcUTeT» MUHHCTEPCTBA 31paBOOXPAHEHHA
Poccuiickoit @eneparnuu (r. ToMCK) 110 HApaBIEHUIO MOATOTOBKH «MeIULIMHCKAS
6uoxumus». B 2024 romy OKOHYMII acHUPaHTYpy IO HAMpPaBlI€HHUIO IOATNOTOBKHU
«DyHjamMeHTaIbHas MeAulHHay B DenepalbHOM IoCyJapcTBEHHOM OIODKETHOM
HaydyHOM  yupexiaeHnn  «ToMCKHH  HAllMOHATBHBIA  KCCIIENOBATENIbCKH
MeauIMHCKMi neHTp Poccumiickod akamemun Hayk» (r. Tomck). C 2021 mo
2024 rojpl conckaTesb paboTal MIaIIIMM HayYHbIM COTPYIHUKOM B 1aG0paTopy
OHTOreHeTHKH Hay4yHo-MCCIIe10BaTeIbcKOro MHCTHTYTA MEIMIIMHCKON TeHEeTHKHU
®DerepanbHOrO rocyIapCTBEHHOTO G0KETHOTO HAyIHOTro yupexnenus « ToMekui
HAlLMOHAJIBHBIM HCCIIeoBaTeILCKUI MeIuIIMHCKUN 1eHTp Poccuiickol akageMuu
HayK», MUHHCTEPCTBO HayKH U BEICIIero oopasosanus Poccuiickoi Penepanuy. C
2023 roja W 10 HACTOSIIEE BpeMsi COMCKaTenb paboTaeT MIaAlIMM Hay4YHBIM
coTpyaHuKoM B jaGoparopuu LUTOreHeTHKH Hay4HO-HCCIe10BaTeIBCKOrOo
WHCTUTYTAa  MEAMLMHCKOM  reHeTMku  (DeaepalbHOrO  rocynapCTBEHHOIO
Or0HKETHOTO Hay4HOT'O YUpeKIECHUS «Tomcknit HaI[AOHAJIbHBIN
WACCleIOBATeIbCKUN MeIMIMHCKMM 1eHTp Poccuiickod axageMuu Hayk»,
MUHHCTEPCTBO HAYKHU U BhiciIero obpazosanus Poccuiickoit @enepanyu.
Jlmcceprauusi  BbinonHeHa B jaboparopuu nuroreHetHku Hayuwo-
HCCIeIOBAaTeTbCKOr0  MHCTUTYTa  MEIWLUMHCKOW reHeTHkH  @enepanbHOro
rOCYIapPCTBEHHOTO GHOKETHOTO HAayHOTO yupexaeHus « TOMCKni HallHOHAIBHbIH
HCCIeNOBATEIbCKUI  MEeIMIMHCKUN 1eHTp Poccuiickoi akajleMuu Hayk»,
MUHHCTEPCTBO HAyKHU U BEICIIEro oopazoBanus Poccuiickoit Deneparu.
HayuHblif pykoBOAWTENb — KaHauaaT Ouosnoruveckux Hayk Karmesaposa
Anna AnekcanmpoBHa, ®DejepalbHOe TOCYIApCTBEHHOE OFODKETHOE HAyYHOE
yupexnerue « ToMckuil HallMOHANBHBIN MCCIIe0BaTeIbCKUMI MEIULMHCKUA LEHTP
Poccuiickoif  akajgeMMH  Hayk», HaydHO-HCCIEIOBATENbCKUM  HHCTHUTYT
MeIMIMHCKO TeHEeTHKH, 1abopaTopusi IUTOTeHETHKM, CTapliMid Hay9HbIA

COTpPYIAHHK.



OdunuanbHbIe ONITOHEHTHI:

Yepusix BsuecimaB bopucoBuy, JOKTOp MEAMIMHCKHX Hayk, PenepanbHoe
rocyJapCTBEHHOE OFO[KETHOE HaydHOe YyupexaeHHe «MeIuKo-reHeTHIeCKui
HayuHbIH [eHTp uMmeHH axagemuka H.IT. Boukosay», nabopaTopusi reHETHKH
HapyIIeHUH PenpoyKLUH, 3aBETyOIINH,

I'notoB Oner CepreeBwdy, JOKTOp Omonorudeckux Hayk, DenepanbHoe
rocy/1apCTBEHHOE OromKeTHOE HAY4YHOE yUpeKIeHUe «Hay4no-
WCCIIEIOBATEIbCKUN WHCTUTYT aKylIEPCTBa, THHCKOJIOTHMM M PETpPORyKTOJOTHH
umenu J1.O. Orra», Otgen renomuoit memuumeel umenn B.C. bapanosa,
nabopaTopysi MONEKYJISIPHONM TeHETHKW U TEHHOH TepamuH, BeXyIlHi Hay9HbIA
COTpPYIHHK

JIaJTH TTOJIOYKUTEIbHBIE OT3BIBBI Ha JHCCEPTALIMIO.

Benymas opranusanus ®DezpepanbHoe TOCYAapCTBEHHOE —OHOIKETHOS
obpasoBaTelbHOE  y4peXKAeHHe  JIOTMOIHHMTENBHOTO  MPO(ECCHOHATIBHOTO
obpazoBanusi  «Poccuiickas ~ MeIWLMHCKAas  akaJeMHs  HENpPEephIBHOTO
npodeccHoHaTbHOro 06pa3oBaHus» MUHICTEPCTBa 3IpaBooXpaHeHust Poccuiickoi
®enepaunu, r. MockBa, B CBOEM MOJNOKUTEILHOM OT3BIBE, IIOITUCAHHOM JOKTOPOM
MeIUIIMHCKAX HayK, nonentoM Jlemukosoit Harameit CepreesHoii, mpodeccopom
KadeIphl MeJUIMHCKOM reHeTrkn PeepanbHOro rocy1apcTBEHHOTO OFOKETHOTO
06pa30BaTeNBEHOr0  YYPeKAEHWS  JONOIHHUTENBHOTO  MpO(EeCCHOHATBHOTO
oOpa3oBaHus «Poccuniickas MeIULIMHCKAS akaJeMHus  HeIpephsIBHOIO
npodeccuoHanbHOro 0opasosanus» MUHUCTEPCTBA 3[PAaBOOXPAHCHHS Poccuiickoit
denepanyn, 1 yrBepxaeHHEBIM ©oMuHbEIM BukTopoM BrkTopoBruyeM, aKkaaeMHKOM
PAH, IOKTOPOM MEIWIMHCKUX HayK, IPpoheccopoM, HCIOMHAIOMIMM 00s3aHHOCTH
pektopa MefepalbHOrO rOCYJAPCTBEHHOrO OHODKETHOrO 00pasoBaTeNbHOIO
yupexIeHus JO0TONHUTEIBHOTO TpodeccHoHanbHoro obpasoanus «Poccukickas
MeIUIMHCKas aKaJeMHus HenpepbIBHOTO MPO(hEeCCHOHATBHOrO 00pa3oBaHUs»
MunuctepcTBa 31paBooxpaneHus Poccuiickoit ®ezepaiyy, yKasala, 4TO B XOA€
BBIMOJTHEHUsT paboThl  OBUIM  TMONy4YeHBl  (yHIaMeHTanbHble JaHHBIE O

JOMOJHHUTEJIBHBIX TMAaTOJIOTHYECKUX TIPOABIIEHHAX XpPOMOCOMHBIX IIEPECTPOCK.



Brepssie Gblia ycraHoBleHa moBbieHHas 4acTota CNV B ceMbsiX, MMEIOMINX
JieTel ¢ HapyIIeHWSMH HWHTE/UIEKTYyaJbHOrO PasBUTHS, MAaTepH KOTOPBIX HUMEHOT
cily4au CIOHTaHHBIX abopToB. [lomydyeHHbIe NaHHBIE TOKa3bIBAIOT BO3MOXKHOCTH
MepecTpoeK B OJHOM W TOM )K€ perMOHe Ha Pa3HBIX JTalax OHTOreHesa. Briepsbie
ObLtH onticadbl CNV, MOTeHUMAIBHO aCCOLMMPOBAHHEIE C HAPYIICHHUAMH Pa3BUTHS
Ha pa3HBIX JTalaxX OHTOreHe3a. B pesynbpraTe HacTosAlIas paboTa pacIUpSET ps
BO3MOHBIX [TPUYHH paHee BbISABICHHON acCOIMAIlMU MEXIY POKICHHEM JETel ¢
3aIePKKOM PasBUTHSI U CITy4asMu SMOPUOHATBHOM rHOen B OTHOM ¥ TOH e ceMbe.

Jucceprauus @enoroBa Imurpust Anapeesuda Ha Temy «Cnextp CNV y
MMAIMEHTOB C PacCTPOHCTBAMM HEHPONCHUXUYECKOr0 Pa3sBUTHSA M MX acCOIHAlUs C
aHOMausIMH SMOpHOreHe3a», NpeJAcTaBlIeHHas Ha COMCKaHHe YYEeHOHW CTeneHH
KaHI{JaTa MEJAUIMHCKUX HayK 1Mo crneunanbHocTy 1.5.7 ['eHeTHKa (MEIMIIHHCKIE
HayKH), SBJSIETCS 3aBEPIIEHHON Hay4YHO-KBaJIM(HKAIMOHHON paboTo!, B KOTOPOH
Ha OCHOBAaHHW BBIMONIHEHHBIX ABTOPOM HCCIICHOBAHUN COJMEPKUTCH pEILIeHHEe
aKTyaJbHOM HayYHOM 3814 10 IPOBEePKe THIIOTe35! O TOM, YTO OfHHM H Te ke CNV
MOI'YT IPHBOAUTH K MATOJOTHSM Ha Pa3HbIX dTarax WHIMBUIYaTbHOTO Pa3BUTHI,
MMeEIoIIel OrpOMHOE 3HA4YeHUe JUIS Pa3BUTHS MEIUIMHCKOH reHETHKH.

Juccepranponnas pabora ®enortoBa JIMUTpUs AHIpeeBMYa IO CBOCH
aKTyaJIbHOCTH, HAy4YHOW HOBM3HE, CTENeHH 00OCHOBAHHOCTH C(HOPMYITHPOBAHHBIX
B JMCCEPTALMH HAYYHBIX TTOJIOKEHHH ¥ BBIBOJOB, NMPAaKTUYECKON 3HAYHMOCTH,
JI0CTOBEPHOCTH MOTy4EHHBIX Pe3yIbTaTOB, IOIHOTE H3/I0XEHUS K 000CHOBAHHOCTH
BBIBOJIOB COOTBETCTBYET TpeGoBaHMAM I1. 9 [lonoxkeHus 0 OPUCYKICHUH yY€HBIX
creneHeit, yrtBepxkaeHHoro IlocranoBnenueM [IlpaButensctBa Poccuiickoi
®enepamu ot 24.09.2013 N 842 (B pen. ot 16.10.2024), mpenbsBisieMbiM K
KaHAMIATCKUM JHCCEpTalMsIM, & €€ aBTOp 3acily’KMBaeT MPHCYKICHUS yICHOH
CTereHM KaHIu[aTa MEIMIMHCKMX HayK MO CIeLHanbHOCTH 1.5.7 T'enetuka
(MeIMIIMHCKUE HAYKH).

OT3bIB Ha AUCCepTalUOHHYIO paboty ®enoTtoBa /IMuTpus AHIpeeBHYa Ha
temy «Cnextp CNV y NalueHTOB € PacCTpOWCTBAMH HEHPOICHXHIECKOTO

Pa3BHTHS U UX aCCOLMALIMS ¢ aHOMATHSAMHU IMOpHOTEHE3a» 3acIyllaH, 00CYXKICH 1



oq00peH Ha 3acemaHud Kadeapsl MeAMIMHCKOW reHeTHKH @eepanbHOro

rocyaapCTBEHHOTO OO IKETHOTO 00pa30oBaTeIEHOTO yUpeKACHUS

IOTOJIHATEIEHOTO MpodeccuonansHoro obpasosanus «Poccuiickas MeqUIIMHCKas

aKkaJeMHus HEMpephIBHOrO mnpodeccroHamsHOro obpazoBaHus» MHUHHCTEPCTBA

3npaBooxpaHenus Poccniickoit @eneparuu, nporoxon Ne7 ot 15.09.2025 .

Cowuckarenp umeeT 35 omyONMKOBaHHBIX paboT, B TOM YHCIE IO TEME
nuccepraiu omyOnukoBaHo 23 paboTel, M3 HHUX B PELEH3UPYEMBIX HAYYHBIX
u3nanusx omybmukoBano 11 paGot. B omy6iamkoBaHHEIX paboTax HOCTATOYHO

MOJHO M3J0KEHBI MaTepuanbl gucceprauuu. PaboTel, HamMcCaHHBIE TIPH

HEIOCPEACTBEHHOM JINYHOM YYaCTHM COUCKATEs, MOCBSAIIEHBl U3yYEeHHIO 00IIero

cnektpa CNV y mainmeHToB C pacCTpOMCTBAMH HEHPOIICMXHUYECKOro pa3sBUTHSA, a

TaK)Ke WCCIIEOBAHUIO CIIEKTpa MHKpPOAEISIUH U MHUKPOAYIUIMKALMNA B CEMbIX,

WUMEIOIIUX JeTel C pacCTpoiCTBAMM HEHpOIICHXMUHYECKOr0 PasBUTHA M HAJIMIHEM

WJTH OTCYTCTBHEM CITy4aeB abOpTHBHBIX UCXO/I0B OEPEMEHHOCTH Y X MaTepen.

B ony6inKkoBaHHBIX paboTax coucKaTes s HaaaexalmM o0pa3oM OTpaKeHbl

BCE OCHOBHBIE PE3YJIbTAThl JUCCEPTALMH 1 ITOJIOKEHHs, BBIHOCUMEIE Ha 3aIUTY.

HauGosee 3HaunMele paboThl 10 TeMe AMCCEPTALIUK:

1. Kashevarova A.A., Lopatkina M.E., Vasilyeva O.Yu., Fedotov D.A.,
Lobanov A.D., Fonova E.A., Zhalsanova [.Z., Zarubin A.A., Salyukova O.A.,
Belyaeva E.O., Petrova V. V., Ravzhaeva E.G., Agafonova A.A.,
Cheremnykh A.D., Torkhova N.B., Vovk S.L., Lebedev LN. Delineation of the
Genetic Architecture and Clinical Polymorphism of 3q29 Duplication
Syndrome: A Review of the Literature and a Report of Two Novel Patients
With Single-Gene BDHI Duplications / Molecular genetics & genomic
medicine. — 2025. — V.13. — Ne 1:¢70047. (PUHLI, YBC - 3, WoS/Scopus Q3,
BAK K1)

2.  Tolmacheva E.N., Kashevarova A.A., Fonova E.A., Salyukova O.A., Seitova
G.N., Nazarenko L. P., Agafonova A.A., Minaycheva L.I., Ravzhaeva E.G.,,
Petrova V.V., Lopatkina M.E., Belyaeva E.O., Vovk S.L., Fedotov D.A.,
Vasilyeva 0.Y., Skryabin N.A., Lebedev LN. Prevalence of CNVs on the X



chromosome in patients with neurodevelopmental disorders // Molecular
cytogenetics. — 2025. V. 18. — Ne 1:3. (PUHLI, YBC - 3, WoS/Scopus Q3,
BAK K1)

®enoros JI.A., Kamesapoa A.A., Jlebene M.H. CNV y mnanuentos ¢
HapyLIEHUSIMH TICHXOMOTOPHOTO pa3BUTHUs: MeTa-aHanu3 // ['eneruka. — 2024,
—T. 60.—Ne5. — C. 26-41. (PUHL], YBC — 3, WoS/Scopus Q4, BAK K2)
®egoroB J.A., Kamesaposa A.A., Jlonarkuna M.E., CaxenoBa E.A.,
Huxuruna T.B., [Iposznos I'.B., Camokoa O.A., Paxaepa E.I'., Munaituesa
JLU., CentoBa I'.H., Jlebenes M.H. Cemeiinblii ciaydali BHYTpHUIE€HHOM
mukpoayrukauun MBDS (2q23.1) // Menuuunckas renetuka. — 2024, — T.
23.—No 12.—-C. 67-71. (PUHL], YBC - 4, BAK K2)

Tonmmauea E.H., KamesapoBa A.A., CyxanoBa H.H., AradonoBa A.A.,
Mumnaiiuera JI.WU., ®onosa E.A., Bacunsena O.10., ®enoroB [A.A., Jlebenen
WM. .H. KnuHudeckue TIPOSIBIEHHsS W WHAKTHBAalMA X-XpOMOCOMEI B Ciydae
nymmkanuu Xq22.3q25 // Mennuunckas regetuka. —2024. —T. —23. —Ne 11.
— C. 63-66. (PMHL], YBC — 4, BAK K2)

Kamesaposa A.A., Jlpozgos I'.B., ®enoroB /LA, Jlebener W.H.
ITneiiorponusie 3hdextei CNV B reHome yenoseka // I'eneruka. — 2022, — T.
58.—Ne 10. — C. 1124-1137. (PUHLI, VBC — 3, WoS/Scopus Q4, BAK K2)
TommaueBa E.H., Kamesaposa A.A., bemseBa O.E., CamoxoBa O.A.,
®onoBa E.A., Jlonatknaa M.E., ®enotoB A.A., Jlebenes .H. lnarnoctrka
X-cueruteHHbIX CNV B ceMbsIX ¢ 3a1epKKOU HEPBHO-TICUXUYECKOI0 pa3BUTHUSA
/| MemunuHcKas regetnka. — 2022. —T.21.—Ne 11. - C. 48-51. (PUHL], YBC —
4, BAK K2)

Kamesaposa A.A., Jlonatkuna M.E., Bacumeesa O.10., ®enotos LA,
donoa E.A., Cusue A.A., 3apyoun A.A., Jlebenes M.H. Anroputm
MOJTeKyIApHOM JIMarHOCTHKHA HACII€JCTBEHHOM ITaTOIOrHH, aCCOMMAPOBAHHON
¢ monoreHHbME CNV // Menununckas reseruka. — 2022, —T. 21. — Ne 11. -

C. 36-39. (PUHLL, YBC -4, BAK K2)



9. Kamresaposa A.A., Jlonatkuna M.E., bensesa O.E., ®exoros JI.A., JIpo3nos
I'.B., Hazapenko JLII., JleGemeB WM.H. PacmnpocTpaHeHHOCTb H CHEKTp
MoHoreHHblX CNV 'y manMeHTOB ¢ HapyLEHUSIMHU HWHTEIIEKTYalbHOIo
passutus // Menutmnckas reHeruka. —2021. —T. 20. — Ne. 10. — C. 44-46.
(PUHLL, YBC — 4, BAK K2)

10. Bensesa E.O., Kamesaposa A.A., BacumseB C.A., Ckpsabun H.A., Jlonatkuna
M.E., Jposmos I'.B.,, ®enoroB [A.A., Jlebenes M.H. Wnentuduxanms
MOAMDUIMPYIOUIMX XPOMOCOMHBIX BapHaHTOB Yy 3/I0POBBIX HOCHTEIEH
naroreHeTndecky 3HauuMbIXx CNV. Mennuusckas reHeruka. — 2021, — T. 20.
—Ne 10. - C. 47-49. (PUHLI, VBC — 4, BAK K2)

11. Tommauea E.H., KamepapoBa A.A., bemsea E.O., Camoxosa O.A.,
®onosa E.A., Jlonarkuna MLE., /lpo3nos I'.B., ®enoros JI.A., Jlebenes 1.H.
Knunuueckue 3¢hdextsl MOHOreHHOM Aymuukaiuuud Xpll.4 ¢ BoBiedeHHeM
rena TSPAN7. Menuuusckas resetika. — 2021, — T. 20. — Ne 9. — C. 45-47.
(PUHLL, VBC —4, BAK K2)

Ha nuccepraiyio 1 aBTopedepat MOCTYIIHIA OT3bIBEIL:

1. Jdupextopa @ejepaibHOrO TOCYAapCTBEHHOr0 OOPKETHOTO HAY4YHOrO
yupexaenus «HaydHbrii 1eHTp npoOieM 310pOBbi CEMbU M PENPOLYKIHH
yeloBeKa», uieHa-koppecrnonaeHnta PAH, moktopa MeIMIMHCKHX Hayk,
npodeccopa Perukosoit Jlro6osu BiragumuposHsl (1. MUpkyTek).

2. 3aBenyroliein abopaTopueit [IUTOTeHETUKHU ®denepallbHOrO
rOCyJapCTBEHHOTO  OIOJDKETHOTO — HaydHOro yupexuaeHus «Meauko-
reHeTHUYECKUi HaydHbIH [eHTp uMeHH akagemuka H.II. boukosa», nokropa
MeOUIMHCKHX Hayk, goueHTa Illumosoii Hazgexnel BiaguMupoBHBI
(r. Mockga).

3. 3aBeayromero 06IacTHOM HaydYHO-IpakTHYeckod maboparopueri JIHK-
INarHOCTHKH roCy1apCTBEHHOTO OO1KETHOTO yUpeXIeHUs
3apaBooxpanenus HoBocubupckod obmactu  «l'oponckast KIIMHAYECKas

GonsaMIa Nel», 3acmyxeHHOro paboTHHKA 3[paBooxpaHeHus: Poccuiickon



Qenepain, KaHUIaTa MEJUIMHCKUX HayK, YieHa-koppecrnonaenrta PAEH
Macnennukosa Apkanusi bopucosuua (r. HoBocubupck).

4. TIpodeccopa kadenpsl axymepctBa U TuHeKonorud denepanbHOro
rocyIapCTBEHHOTo OIOKETHOro 00pa30BaTENBHOrO YYPEXKACHHUS BBICIIErO
obpaszoBanus «CUOMPCKUH ToCyIapCTBEHHBIN MEIULIMHCKUI YHHBEPCUTET»
MunwncrepcrBa 3apaBooxpaHeHus Poccuiickon @ezxepaunuu, TOKTOpa
meauimackrX Hayk FOpresa Ceprest FOpseBuda (1. Tomck).

5. PyxoBoauTels OT/ela MOJIEKYIIPHO-TeHETUIECKAX ¥ HaHOOHOIOTHIECKHUX
TexHomoruii  HayuyHo-wWcclie1oBaTeIbCKOTO  IEHTpa  (eepanbHOro
roCyIapCTBEHHOTO 010/KETHOTO 00pa30BaTEIbHOIO YUYPEKIECHUS BBICIIETO
obpazosanusi  «[lepseiii  Canxr-IlerepOyprckuii  rocyaapcTBEHHBIH
MeQULIMHCKHM  yHuMBepcuTeT uMeHHM akagemuka H.II.  IlaBnosa»
MunnctepeTBa  3apaBooxpaHeHus Poccumiickoit  @elepanuu, IOKTOpa
6uonornueckux Hayk [Tuemanoi Codsu Hukonaesusl (r. Cankt-TletepOypr).

6. Bemymero Hay4yHOro COTpPYJHHKA, 3aBEIYIOLIEr0 CEKTOPOM T'€HOMHBIX
MEXaHU3MOB OHToreHe3za (ejepaabHOr0 roCyJapCTBEHHOIO OHOJKETHOTO
HayuyHoro yupexaeHus «@elepanbHbIM  HCCIENOBATENbCKUM  LEHTP
Uncturyr [uronoruu u [enetuku Cubupckoro otnenenus Poccuiickon
aKaJeMul Hayk», HOKTOpa Ouonmoruueckux Hayk QPuiivana BeHnamuHa
Cemenosuya (1. HoBocuGupck)

Bce 0T3BIBHI T0JI0KUTENBHEIE, KPUTHUECKHX 3aMedaHuil He coiepkaT. B oT3biBe

nokropa Guonoruyeckux Hayk @umvana Bennamuna CeMeHOBHYA OTPaXKEHEI 1Ba
He3HAYUTEIbHBIX CTHIMCTHYECKMX 3aMeuYaHWs, KOTOpble He BIMSIOT Ha oluree

BOCTIPHATHE PabOTEI.

BrIGop OQUIMATBHBIX OIMOHEHTOB M BeAylled OpraHu3alld, B KOTOPOH
paboTaroT yueHsble, ABIAFONUINECs BE/Iy IMMH CIICLUATHCTAMH 110 TEME 3aIUIIaeMoi
AuccepTaluii, 000CHOBBIBANICS UX HAYYHBIM aBTOPUTETOM, IIXPOKOH H3BECTHOCTHIO
W JIOCTHKEGHHMSMH B JAaHHOW OTpaciv HayKH, MX KOMIIETEHTHOCTBIO IJIS OLICHKH

HAyYyHOM ¥ TPAKTHYECKOH LEHHOCTH JAWCCepTallMd M HAIMYHEeM Hay4HBIX



HanpaBlIeHUH HCCIeN0BaHUH (MEIHIIMHCKas TeHeTHKA, TeHeTUKA HapyLICHUS
PETPOMYKIIMH, [ATOTEHETHKA), KOTOPBIe aKTUBHO pa3pabaThiBAIOTCS y4YEHBIMH H
KO/UTEKTHBAMHM YUYEHBIX, HMEIOMIMMH JOCTATOYHOE KOJIHUYECTBO IPOQHIBHBIX
nmybnukanuii B [lepedHe BemyIIMX POCCHMCKHMX PELEH3UPYEMBIX JXKYPHAJIOB H
W3JaHUi B MEKAyHApoAHBIX 0a3ax IMTUPOBaHHUSA, 4YTO IOATBEPXICHO
Npe/ICTaBACHHBIMU CBEIEHUSIMA 00 ONMOHEHTaX MW BEOyIIeW OpraHu3alUH.
O¢uuunansHble ONMOHEHTH (JOKTOP MeNHIMHCKMX HayK YepHbIX Bsdecnas
Bopucosuy, nokrop Guomornyeckux Hayk ['motos Oner CepreeBud) sBISIOTCS
CIIELHAINCTaAMK B JaHHON OTpacid HayKH, HMEIOT BEICOKOPEHTUHIOBbBIE
ny6IMKaluK B COOTBETCTBYIOMIEH cdepe HCclIeoBaHus U CIIOCOOHBI ONpPEeIeHTh
HAay4HYI0 HOBHU3HY UM MPAKTHYECKYIO LIEHHOCTh AMccepTannn. PaboTel KoiekTHBa
Beqylleil opraHu3anuy (B YaCTHOCTHM JOKTOpa MEIMUIMHCKHX HayK, [OLEHTa
JlemuxoBoi Haramuu CepreeBHBI, COCTABUBIIEH OT3bIB) ITOCBSAIIECHBI U3YYCHUIO
SMUIEMHONIOTUH ¥ YJIYYIIEHWIO  JAATHOCTMKM  MMKDOJCIECIMOHHBIX M
MHKpOIYIUIMKAIHOHHBIX CHHAPOMOB B IIPEHATaJlbHOM IepHoie, a TaKxke
HacJIe/ICTBEHHBIX 3a00JIeBaHU B IETCKOM BO3PACTE, MPOSABIISAIOLIMXCS, B TOM YHUCIIE,
BPOKIEHHBIMH MOpoKaMu pa3BuTus. CouckaTens W HayYHBIH PYKOBOAUTENL HE
paGoTaloT B [aHHOM OpraHu3allid W He SBISIOTCS YYacTHUKaMH Hay4qHO-
MCCIIE0BATEILCKUAX paboT, BeAyIIUXCS B 9TOH OpraHu3aluy.

JluccepTaHOHHBIH COBET OTMe4YaeT, YTO HAa OCHOBAHHH BBINOJTHEHHBIX
COHCKATEJIEM HCCIe10BAHMN:

pa3paboTaHbl HOBbIE MOJIOKEHHS, pacIIupsrollre QyH1aMeHTalbHbIC 3HAaHUA O
natonoruueckux apdpexrax CNV B oHTOreHe3e JeIoBeKa;

Teopernyeckasi 3HAYHMOCTDb HCCJIeI0BAHUA 000CHOBaHA TeM, 4TO:

I0Ka3aHb! TOJNOXKEHHMS, BHOCSIINE BKIAJ B PACHIAPEHHE MPEICTABICHHH O
TTATOIOrHUECKHX 3 (eKTax XPOMOCOMHBIX MUKPOIeTe i ¥ MUKPOIY TTHKALUI Ha

WHIUBHUIyalbHOE Pa3BUTHE OPraHMU3Ma;

TIPUMEHUTEIIBHO K Hp06ﬂeMaTHKe aucceprandyd pe3yabTaTHBHO HUCIIOJB30BaH

KOMIIJIEKC METOIOB MCCAEIOBaHMWs, BKIIIOUYAs MOJICKYISAPHO-HUTOICHETHICCKHUE u



MOJIEKyIIpHO-TEHETUYECKHe ¥ CTaTHCTHYeckue MeToasl amsa moucka CNV,
BJIMSIFOIIMX Ha MPeHaTaTbHOE U IOCTHATAIbHOE Pa3BUTHE HHIHUBH/IA,

apryMEHTHPOBaHbl M M3IOKEHBI Pe3yJbTaThl, KacarllMecs oOIIero CrekTpa
CNV y naumeHToB ¢ pacCTpoHCcTBaMH HEHPOIICHXHYECKOTO Pa3BUTHSA;

u3yueHbl XapakrepucTuku CNV, BIHSIONIMX, KaK Ha MIPEHATalbHOE, TaK U Ha
MOCTHATAJIbHOE pa3BUTHE MHIVBH/IA.

3HaveHHe TMOJYYEeHHBIX COHCKATeJeM pe3yJIbTaTOB HCCAeJOBAHHSA sl
NPaKTHKH MOATBEPKIAETCH TEM, YTO:

onpenenensl CNV, KoTopble MOTYT OBITH 3HAYUMBI IJISI TIPEHATAJIbHOrO H
MIOCTHATAJILHOTO NIEPUOJI0B Pa3BUTHS YEIOBEKA,;

D%DaﬁOTaHBI MeIUIIUHCKHE TEXHOJIOTHH I10 MOJIGK}"HHPHO-HHTOFeHeTHT'IeCKOﬁ

nuarHoctuke MoHOTeHHbIX CNV B CTpYKTYpPHBIX XPOMOCOMHBIX BapHaHTOB Ha
XpoMocome X y MaleHTOB C yMCTBEHHON OTCTAJIOCTBIO;

npecTaBieHbl HOBble JaHHble 0 criekTpe CNV y MalieHToB ¢ pacCcTpoicTBAMU

HeMpOTCHXHYECKOr0 Pa3BUTHS, a TakXKe B CEMbX, MMEIOIIUX GONBHOro pebeHka,
[P HAIMYWKA WX OTCYTCTBMM OTSATOIIEHHOTO aKyIIepCKO-IMHEKOJIOTHYeCcKoro
aHaMHe3a y MaTepH.

OueHKAa J0CTOBEPHOCTH Pe3y/IbTATOB HCC/IeI0BAHN BhISIBUJIA, YTO:

pabora TpoBeJeHa HA BHICOKOM METOJMYECKOM YPOBHE C INPUMEHEHHEM
COBPEMEHHBIX MOJIEKYJISPHO-IIUTOTEHETUYECKHX W MOJICKYJIAPHO-TeHETHIECKAX
METOJ0B, BepudHKamued  IMOILy4YeHHBIX  pPE3ylbTaTOB,  MCIOIb30BAHHEM
cepTU(HIUPOBAHHOTO HAy4yHOro OOOpyIOBaHMsS CO  CHELHaTH3HPOBAHHBLIM
MPOrpaMMHBIM 00€eCIIeYeHUEM,

TeopHs NOCTPOEHA Ha COBPEeMEHHBIX Mpe/icTaBaeHusax 0 poau CNV B aTHONOr MU
PACCTPOICTB HEHPOTICHXUIECKOrO Pa3BUTHS ¥ SMOPHOHAIBHON rHOeIIH;

ujes GasupyeTcs Ha aHalM3e NAHHBIX COBPEMEHHBIX MyOnukauuii B 06macTH
TeHeTHKH HapyLIEHHs PEenpOoLyKIIHH U MEIMIIMHCKON reHETHKH;

HCIIOJIB30BaHbl COOCTBEHHBIE aBTOPCKHE NaHHBIE B CPABHCHUH C pesyinbTaTaMH

MMPOBBIX Hay4HBIX HCCIIeJOBaHNH U 0a3 NaHHBIX;



YCTAHOBJIEHO KAYeCTBEHHOE M KOJIMYECTBEHHOE COOTBETCTBHE aBTOPCKHX
pe3yNbTAaTOB C TAKOBBIMH, NIPECTABICHHBIMHI B HE3aBUCHMbBIX HCTOYHHKAX O POJIH
CNV B npeHaTajlbHOM U IOCTHATAIbHOM Pa3BUTHHU OpraHU3Ma;

HCIIOJIB30BAaHbl COBPEMEHHBIE MeToIbl cbopa H 00paboTknm MHpOpMaLMH,

penpe3eHTaTUBHbIE BEIOOPKU IAIlEHTOB C PACCTPOHCTBAMH HEMPOIICHXUYECKOTro
pa3sBUTHs, TOCIE HX KOMIJIEKCHOTO KIMHHYECKOro ¥ MapakIdHHYECKOro
o0cie1oBaHus.

JIM4HBIA BKJIAJ COMCKATEJs COCTOMT B HEIMOCPEACTBEHHOM YYacTHM BO BCEX
3Tanax npolecca BBIMONHEH s JUCCEePTALHOHHON paboThl, BKIFOYas IIIaHHPOBAHKE
MCClIeIOBAHKsl, ONpe/eleHre IeMd W 3aaad paboTel, M3y4YeHHE COBPEMEHHBIX
OTEUeCTBEHHBIX M 3apyOeXHBIX JIMTEPAaTyPHBIX HCTOYHHWKOB, IIPOBEICHHUE
MOJIEKYIIpHO-T€HETHYECKUX WICCIIeIOBaHUH, OronHGpOPMaTHIECKOTO u
CTATUCTHYECKOrO aHanu3a ¥ 000OIIeHUs 3KCIEPUMEHTAJIbHBIX HaHHBIX, aHaIu3
BHEIIHMUX JAHHBIX U3 OTKPLITHIX HCTOYHMKOB M 0a3, MOArOTOBKY ITyOJIMKaIMii MO
TeMe BBITIOJIHEHHONW paboThl, MpeACTaBICHHE IIOMYYCHHBIX pe3ynbTaToB Ha
KOH(EPEHIIMAX PErHOHAIBHOIO, BCEPOCCHICKOrO M MEXIyHapOAHOro YpPOBHEH,
HaIMcaHue ¥ opOpMIIEHHE TUCCEPTALIMOHHOM paboTHI.

OCHOBHBIE Pe3yTbTaThl HACTOSIIEr0 HCCIENOBAHHS TOTyYeHbl aBTOPOM JIH00
CaMOCTOSTENBHO, THG0 B X0Je COBMECTHOMN paboThI ¢ KOJTeraMy U3 1abopaTopuit
OHTOTGHETHKM (PyKOBOAWTEIb — MJOKTOp OWOJIOTHYECKMX HayK, HJICH-
koppecrnionaenT PAH JleGenes M.H.) u muToreHeTHKH (PyKOBOAMTENb, CTAPLIMH
Hay9HBIH COTPYAHMK — KaHAKAAT GHooruyeckux Hayk Karnesaposa A.A.) HayuHo-
HCCIIEIOBATEbCKOr0 ~ MHCTUTYTAa  MEIUIMHCKOM reHetukdn — ®PenepanpHOro
rOCYIapCTBEHHOTO 610 IKETHOTO HayuHOTO yupekaeHus « TomMckui HAITHOHAJILHBIN
HCCIIEOBATEIbCKHI  MEIUIIMHCKUYM 1meHTp PoccuiickoW axkajeMuu Hayk»,
MUHHCTEPCTBO HAayKH U BhIcIIero obpazosanus Poccuiickoit Peaepalu.

B Xojle 3allATHl AMCCEPTAIlMA KPUTHYECKHE 3aMeUaHHs BbICKa3aHbl HE OBLIH.
Couckatens @enotos J[.A. OTBETUJ Ha 3a/laHHbBIE €My B XO/e 3acelaHns BOTIPOCHL.

Ha 3acemanmu 21 oxtsa6ps 2025 roma AMCCEPTAlHOHHBIA COBET IMPUHAT

pellleHye: 3a pelIeHHe aKTyalbHOH Hay4dHOH 3ajaiu B 001acTH MEIULMHCKON



PEHETHKH T10 IIOMCKY H XapaKTepUCTHKE XPOMOCOMHBIX PETHOHOB, BapuabenbHOCTh
B 4YHCJIE KOMUI KOTOPBIX MOXKeT OBITh acCOUMMpOBaHa C HapyIIEHHEM Kak
NpeHaTaNbHOro0, TaK W Ha IOCTHATAIBHOTO Pa3sBUTHsA, TPUCYIuTh DPenoToBy
JMutpuio AHApeeBHYy YYEHYIO CTeNeHb KaHIWIaTa MEIWLHWHCKHAX HayK IIo
cienmansuocty 1.5.7 ['eneTrka (MEIUIIMHCKHE HAYKH).

[Tpu mpoBeIeHNH TAHHOTO rOJI0COBAHUSA IMCCEPTALMOHHBIN COBET B KOINYECTBE
45~ uenosek, U3 HEX 7.9 JJOKTOPOB HayK, y4aCTBOBABIIMX B 3aCEIAHUH, U3 7%
Ye/loBEK, BXOMIIMX B COCTAaB COBETA, IPOroJOCOBANM: 33 75 , MPOTHBHL L,

He el CTBUTENBHBIX OroeTenei ML .

ITpencenarens

JUCCepTallMOHHOTO COBETA,

akagemux PAH ‘Bagum AHATOJIBEBHAY

VYyeHslii cekpeTapb

AUCCEPTALIMOHHOTIO COBLTA,

JOKTOP MEAULIMHCKHX HAYK 1 } “ :

«21» oxtsa0ps 2025 .

Hasaperko Mapus CepreesHa



