3AKJIFOYEHUE JIMCCEPTAIIMOHHOT'O COBETA  24.1.215.03,
CO3JIAHHOI'O HA BA3E ®EJIEPAJIBHOI'O TOCYIAPCTBEHHOI'O
BIOJ[PKETHOI'O HAYYHOTI'O VUPEXJIEHU S «TOMCKHWH
HAIIMOHAJIBHBIN WCCJIEJOBATEJIBCKMII MEJUIIMHCKWI LIEHTP
POCCUMCKON AKAJIEMUM HAYK», MUHUCTEPCTBO HAYKU WU
BBLICILIETO  OBPA3OBAHUS POCCHUMCKON  ®EJEPALIMK, IIO
JIMCCEPTALIUM HA COUCKAHME VYEHOM CTEIEHM KAHJUJATA
HAVK

arrecTaloHHOE €10 Ne

pemeHue nucceprarmoHHoro coBera oT 18.10.2022 No 6

O npucyxnennn JlonatkuHoit Mapun EBrenpeBHe, rpaxaanke Poccuiickon
denepanuu, y4eHOW CTENIEHN KaHAUAATa MEJUIIMHCKUX HAYK.

Huccepranmst  «PacnpocTpaHeHHOCTh ¥ TPAHCKPUNTOMHBIE  A(D(PEKTHI
XPOMOCOMHBIX MHUKpOJENEUUA W MHUKPOAYIUIMKAUWWA, 3aTparuBaroliuX T'eH
CNTNG6» no cnenmansHocTH 1.5.7 — ['eHeTnka (MEIUIIMHCKUE HAYKU) MPUHATA K
3amute 14 urons 2022 r. (mpotokod 3acenanust Ne 3) nuccepTalluOHHBIM COBETOM
24.1.215.03, co3mannbiM Ha O6a3ze denepabHOrO roCcyIapCTBEHHOTO OFOIKETHOTO
HAY4YHOTO  y4pexkIcHUs  «TOMCKHM  HAIMOHAJIBHBIM  HCCJIEN0BATEIbCKUMI
MEIMLIMHCKUN 1eHTp Poccuiickoil akanemMuum Hayk», MHUHUCTEPCTBO HAYKH U
BBICIIEr0 o0Opa3oBanms Poccuiickoit ®enepanum, 634009, r. Tomck, mnep.
Kooneparusnsiii 5; npuka3 MunoOpHayku Poccun ot 24.01.2017 Nel9/nk (c
n3meHeHusiMu [Ipuka3z Munoopuayku Poccun Ne 568/uk ot 07.06.2017 r.; Ilpukas
Munob6puayku Poccum Ne 1203/mx ot 12.12.2019 r.; Ilpuxaz MunoOpHayku
Poccun Ne 561/nk ot 03.06.2021 r.).

Couckarenp Jlonatkuaa Mapust EBrenneBna, «8» Hosiops 1990 roma
poxnenus, B 2015 romy okonumna [ocymapcTBeHHOE  OIOHKETHOE
o0pa30oBaTeNbHOE YUYPEKIEHUE BBICIIETO MPOPECCUOHAIBHOTO 00pa30BaHMS
«CubUpCcKUil TOCYTapCTBEHHBIA MEIUIIMHCKUM YHUBEPCUTET» MUHHUCTEPCTBA

3npaBooxpaneHus Poccuiickoit ®depepauun no cneuuanbHoctn 060112 —
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meaunuHckas Ouoxumusa. B 2020 romy couckarenb OKOHYWIIA aCIUPAHTYPY B
denepaqbHOM TOCYJAPCTBEHHOM OIOKETHOM HAy4YHOM yupexaeHuu «Tomckuit
HAIMOHAJIBHBIN HCCIIECIOBATEIBCKUN MEAUIIMHCKUM LEHTp Poccuiickon akageMuu
Hayk» 1o HampasieHuio nmoarotoBku 30.06.01 — dynnameHTanpHash MEIUIIMHA,
cnenuanbHocTh 1.5.7 (03.02.07) — I'eneruka. Couckatesb paboTaeT MIIaaIIuM
Hay4YHbIM COTPYJIHUKOM B nabopaTtopuu oHTOreHetnkn  HayuHo-
HCCIIEIOBATENIBCKOTO ~ MHCTUTYTAa  MEIUIMHCKOM TeHeTukn  DenepaibHOro
rocyJ1apCTBEHHOTO O10KETHOTO HAy4YHOTO YUPEKICHUS «Tomcknii
HAalMOHAJIBHBIA MCCJEN0BATENbCKUN MEIUIIMHCKUM LEeHTp Poccuiickon akanemuun
Hayk», MUHUCTEpPCTBO HAayKH U Bbiciiero oOpazoBanus Pocculickoit dexneparium.
Huccepranvisi  BbINIOJIHEHa B JabopaTopuud  oHTOreHeTuku  Hayuno-
HCCIIEIOBATENIBCKOTO ~ MHCTUTYTAa  MEIUIMHCKONM TeHeTukn  DenepaibHOro
roCy1apCTBEHHOTO 010 [KETHOTO HAay4YHOT'O YUPEKICHUS «Tomckuit
HAallMOHAJIbHBIA MCCIIEOBATEIIbCKUM MEAULIMHCKUN LIeHTp Poccuiickon akanemuu
HayK», MUHHCTEpCTBO HAyKHU U BbICcIIero oopa3oBanus Poccuiickoii @enepannu.

Hay4nblii pykoBOAUTENb — JOKTOp OMOJIOTMYECKUX Hayk, mpodeccop PAH
Jlebenes Wropr HukonaeBuu, ®DenepanbHOe TrOCYIapCTBEHHOE OIOHKETHOE
Hay4yHoe  yupexacHue  «TOMCKMM  HAMOHAJIBHBIA  HCCJEA0BATEIbCKUN
MEIUUMHCKUN LeHTp Poccuiickoin akagemuu Hayk», HaydHo-ucciienoBaTenbCKuii
WHCTUTYT MEIAUIIMHCKON T'€HETHKH, 3aMECTUTEIb AUPEKTOpa MO HAy4YHOU pabdore,
PYKOBOJIUTENH JTA0OPATOPUHN OHTOTCHETHUKH.

HayuHbIii KOHCYIBTAHT — IOKTOP MEIUIIMHCKUX Hayk, npodeccop MBaHoBa
Ceetrnana AnekcanapoBHa, DeqepanibHOE TOCYAAPCTBEHHOE OIOIKETHOE HAyYHOE
yupexaeHne « ToOMCKAM HallMOHAJIBHBINA UCCJIEN0BATEIbCKUNA MEIUIIMHCKHAN LIEHTP
Poccuiickoit  akamemuum — Hayk»,  HaydHO-HMcCClIeOBAaTeNIbCKUA ~ MHCTUTYT
MICUXUYECKOTO 37I0POBbS, 3aMECTUTENh JUPEKTOpa TI0 Hay4YHoOul pabore,
PYKOBOJIUTENH JTA0OPATOPUHN MOJISKYJISIPHOM T€HETUKHA U OMOXHUMHUH.

OdurmanbHbie ONMOHEHTHI:

HemuxkoBa Haramua CepreeBHa, IOKTOp MEIUIMHCKUX HayK, [OLEHT,

denepanbHOE TOCYIAPCTBEHHOE OFOJDKETHOE OO0pPa30BaTEIIbHOE —YUPESKICHHE
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JIOTIOJIHUTEIBHOTO MpodeccnoHanibHOTro 00pasoBanus «Poccuiickas MeIUIIMHCKas
aKaZieMHus HEeNmpephIBHOrO mpodeccuoHambHoro oOpa3oBaHus» MUHHCTEPCTBA
3npaBooxpaHeHus Poccuiickoit ®Deneparuu, kadeapa MEAUIIMHCKON T€HETHKH,
3aBEAYyIOIIAs;

CvmupHuxuHa CBemiana AHATONBEBHA, KaHAWAAT MEIULMHCKUX Hayk,
denepanbHOE TOCYJApCTBEHHOE OIOKETHOE HaydyHOe YydpexaeHue «Menuko-
T€HEeTUYECKUI Hay4HbI LEeHTp uMeHn akaaemuka H. I1. boukoBay, mabopatopus
peOaKTUPOBAHUA T€HOMA, 3aBEAYIOIIAs
JIaJIv TIOJIOYKUTEIIbHBIE OT3bIBBI HA JUCCEPTALIHIO.

Benymas opranuzanus @eznepanbHOE TOCYJAPCTBEHHOE  OFOJIKETHOE
Hay4yHOe YyupexaeHue «HaydyHo-uccienoBaTeNbCKuii WHCTUTYT aKylIepCTBa,
ruHekonoruu u penpoxykrosoru mMmenu J.O. Orray», r. Cankr-IlerepOypr, B
CBOEM  IIOJIOXKUTEIBHOM  OT3bIBE, IOJIHUCAHHOM  [7I0TOBEIM  AHjpeem
CepreeBuuemM, JTOKTOpPOM OHMOJOTHYECKHX Hayk, DenepanbHOE rOCyIapCTBEHHOE
Oro/pKeTHOEe HayyHoe yupexnaenne «HayuHo-umcciienoBaTeNnbCKUid HHCTUTYT
aKyllepcTBa, THHEKOJOTMM M penpoxykrosornn umenu [[.O. Orra», otaen
TEHOMHOM MEIUIIMHBI, pyKoBoauTelb W JlasuHoi Jlugmenn BuKTOpOBHOM,
KaHIUJaTOM MEIUMUUHCKUX Hayk, denepanbHoe ToCylapCTBEHHOE OMOIKETHOE
Hay4yHOe yupexiaeHue «HayqHo-uccnenoBaTenbCkuii WHCTUTYT aKylLIEpCTBa,
TMHEKOJIOTUM M penpoaykronorun uMenn J[.O. Otra», MeIUKO-TreHEeTUYECKUU
LIEHTpP, Bpad IEHETHK, yKa3ajga, 4TO TEOpPETUYECKas 3HAYMMOCTb PE3YJIbTaTOB
WCCJIEIOBAHMS 3aKJIIOYAETCSl B TOJYYEHUHM HOBBIX (DyHIAMEHTalIbHBIX 3HAHUU O
MexaHm3max peammzanuu dpdexktoB pernunpokHbix CNV u  ¢eHoTunmmyecknx
3pdeKkTax XpOMOCOMHBIX MyTallMii M B BO3HUKHOBEHHUM HOBOTO HAalpaBlICHUS
VCIIOJIb30BaHUsl JIMHUM WHAYIMPOBAHHBIX IUIIOPUIIOTEHTHBIX CTBOJIOBBIX KJIETOK
JUISl IETEKUUM HU3KOYPOBHEBOI'O MO3aMIM3Ma y IMAIUMEHTOB C XPOMOCOMHOU
natonorueil. IlpakTuyeckas 3HAYMMOCTh pabOTHI CBSi3aHA C  CO3/IaHUEM
YHUKQJIbHOM KOJUIEKUWU JUHUKA WHIAYLUPOBAHHBIX IUIFOPUNOTEHTHBIX CTBOJIOBBIX
KJIETOK, co3aHueM 0a3bl JaHHbIX «KIMHHYECKHE U MOJIEKYISIPHO-T€HETHUYECKHE

XapaKTepUCTUKU OOJBHBIX MIU30(PpeHueit», ¢ pa3padOTKOW M BHEAPEHHEM HOBOU
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METUITMHCKOW TEXHOJOTUU JIMarHOCTHUKU MHUKPOCTPYKTYPHBIX XPOMOCOMHBIX
abeppauuii y MalMeHTOB ¢ HeAuPPepeHUnPOBAHHBIMH (HOpMaMHU YMCTBEHHOM
OTCTAJIOCTH, a TaKXKe C MEPCHEKTUBAMHU HCIOJIb30BAHUSI CTPATETUU TOJIYUCHHUS
KYJIbTYpP MEePCOHU(PUITUPOBAHHBIX ~ WHIYIIUPOBAHHBIX  IUTFOPUIIOTCHTHBIX
CTBOJIOBBIX KJIETOK OT MAaIlMEHTOB C YHUKAJIbHBIMU XPOMOCOMHBIMU MYTallUSIMH B
pacundpoBKe MaTOreHETUUYECKMX MEXaHU3MOB MHBIX XPOMOCOMHBIX 00JIe3HEH U B
pa3pab0TKe HOBBIX MUIIIEHEH JIEKAPCTBEHHBIX CPEACTB M TAPTETHBIX MPEmapaToB
JUIsl Takux mnanueHToB. lIpencraBiieHHas K 3aluTe AUCCEpTallMOHHAs padoTta
M. E. JlonatkuHO# yIOBIETBOPAET BCEM TPeOOBAHUSIM, NpebsiBisieMbiM BAK PO
K KaHAUJATCKUM JUCCEPTalUsIM, a €€ aBTOP 3aCIIyKUBACT MPUCYKICHUS YUYCHOU
CTENIEHU KaHJuJaTa MEIUIIMHCKUX HayK Mo crneruainbHoctu 1.5.7 — I'eHernka
(MEIUIIMHCKUE HAYKH).

Couckarenp umeer 81 omyOimkoBaHHYIO pabOTy, B TOM YHCIIE MO TEME
JUCccepTaly  omyonukoBaHo 19 paboT, W3 HUX B pEUEH3UPYEMBIX HAYYHBIX
W3IaHUSAX OMyOJMKOBAHO 7/ cTaTedl. PaboThl MOCBAIEHBI CO3JAHUI0 U HU3YyUYECHUIO
KJIETOUYHBIX MOJIEJIEH XPOMOCOMHBIX 3a00JIEBaHMM YEJOBEKa Ha OCHOBE JIMHHIA
WHIYIIHPOBAHHBIX TUTFOPUTIOTCHTHBIX CTBOJIOBBIX KJIETOK, aHaJIU3y
pacIpoCTPaHEHHOCTH XPOMOCOMHBIX MHKPOJIETCIIUA W MUKPOIYIUIUKAIUN Y
MAlMEHTOB C HApyHICHUSIMA HEPBHO-TICUXMYECKOTO Ppa3BUTHUS, HW3YUCHHUIO
TPAHCKPUNTOMHBIX M3MEHEHUU B KJETKaX C XPOMOCOMHBIM nucOanancoMm. B
OITyOJIMKOBAHHBIX PabOTaX COMCKATeNs HaJJIeKaluM o0pa3oM OTpPaKEHbI BCE
OCHOBHBIE PE3YJIbTaThl IUCCEPTALIMU U TIOJIOKEHUSI, BLIHOCUMBIC Ha 3aIlUTY.

Cnucok OCHOBHBIX paloT:

1. Gridina M. M., Nikitina T. V., Pristyazhnyuk I. E., Kashevarova A. A,

Lopatkina M. E., Vasilyev S. A., Nazarenko L. P., Lebedev I. N., Serov

O. L. Generation of the induced pluripotent stem cell line, ICAGI002-A,

from unaffected carrier megabase scaled duplication involving the CNTNG

gene // Stem Cell Res. —2019. — V. 40. — Ne 101556 (WOS, Scopus).
2. Shnaider T. A., Pristyazhnyuk I. E., Menzorov A. G., Matveeva N. M.,

Nikitina T. V., Khabarova A. A., Skryabin N.A., Kashevarova A. A,
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Lopatkina M. E., Nazarenko L. P., Lebedev I. N., Serov O. L. Generation
of four IPSC lines from two siblings with a microdeletion at the CNTNG
gene and intellectual disability // Stem Cell Res. — 2019. — V. 41. — Ne
101591 (WQOS, Scopus).

Jomarkuna M. E., Usamosa C. A., Jlebenes M. H. Onenka
pPacIpOCTPAaHEHHOCTH M POJUTENHCKOTO TMPOUCXOKIACHUS XPOMOCOMHBIX
MUKpOJENeINA W MUKpoayIukanmii, 3atparuBaroiux reH CNTNG, B
BBIOOpKE MAIMEHTOB C HAPYIICEHHEM HEPBHO-TICUXUYECKOTO Pa3BUTHUS U Y
310poBbIX UHAUBUAOB // I enemuxa. — 2021. — T. 57. — Ne 8. — C. 964-969
(BAK, PUHLI, WOS, Scopus).

Jlonarkuna M. E., Kameaposa A. A., Jle6enes U. H. Onenka accoruanun
Bapuanuii  ymcma komuid  reHa  CNTNG6 ¢ wmamomatnyeckumu
UHTEJUICKTYaJIbHBIMU paccTpoiicTBamu // [enemuxa. — 2016. — T. 52. — Ne 9.
—C. 1109-1112 (BAK, PUHII, WOS, Scopus).

Jlonatkuna M. E., KameapoBa A. A., Ckpsoun H. A., lllopuna A. P.,
MacnennukoB A. b., Hazapenxko JI. II., Jlebenes WM. H. Ilouck
MOJIEKYJIApHbIX myTed u OenkoBbix napTHepoB CNTN6 B perymsauuu
Kpanuorenesa // Meouyunckas cenemuxa. — 2016. — T. 15. — Ne 5 (167). — C.
10-14 (BAK, PUHLY).

Jlonatkuna M. E., Jlebenes N. H. TpaHCKpUNTOMHBIN aHalu3 Kak
WHCTPYMEHT M3YYCHHs MMaTOreHe3a XPOMOCOMHBIX OonesHel // ['enemuka. —
2020. — T. 56. — Ne 5. — C. 534-549 (BAK, PUHII, WOS, Scopus).
Jlonatkuna M. E., ®ummvan B. C., I'pununa M. M., Ckpsoun H. A.,
Huxutuna T. B., KamesapoBa A. A., Hazapenko JI. II., Cepo O. JI,
Jlebenes M.H.  TpaHckpunTtomMHOE€  NpPOPUIMPOBAHUE  HEUPOHOB,
b depeHInPOBAaHHBIX U3 UHAYIIUPOBAHHBIX TUTFOPUIIOTEHTHBIX CTBOJIOBBIX
KJIETOK TAIIMEHTOB C PEeNUNPOKHBIMU MOHOreHHbIMU CNV B cyOcermMeHTe
3p26.3 / Meouyuncras cenemuxa. — 2020. — T. 19. — Ne 3 (212). — C. 10-11
(BAK, PUHLY).



Ha nucceprammio u aBTopedepat moCTYUIN OT3BIBHIL:

3aBenyromero jabopaTopuell TEHETUKU  HAPYIICHUH  PEmpOAYKITUU
denepaabHOr0 TOCYAAPCTBEHHOTO OIOKETHOrO0 HAYYHOTO YUpEkKACHUS
«MeauKo-reHeTUYECKU Hay4Hbli LEeHTp uMeHH axkajgemuka H.IL
boukoBay», nokTopa MemMIMHCKMX HaykK UYepHbix BsuecinaBa bopucoBuya
(r. Mockga);

Crapiiero HaygyHOro coTpyaHuka Otaena SKOJIOrM4ecKOM M MEIUIIMHCKOU
onoxumuu, OuorexHonorun «MHCTUTYTa OHOJNOTHYECKUX TPOOIIEM
KpuonauTo3oHbl Cubupckoro otnaeneHust Poccuiickoil akageMud HayK»
®denepaabHOr0 TOCYAAPCTBEHHOTO  OIOMXKETHOIO  YUPEKJIEHUS HAYKH
@enepalbHbIl  UCCIENOBATENBCKUNM LEHTP <«SIKYyTCKMM Hay4YHbIA LEHTP
Cubupckoro otaeneHuss Pocculickoil akageMuum Hayk», KaHJWJarta
MenuuuHCKuX Hayk KypranoBa Xapurona AsnekceeBuua (T. SAKyTCK);

PykoBoauress

[JIaBHOTO ~ HAy4yHOr0  COTPYJHHMKA  HAy4HO-
UcCcle0BaTeNbekoil tabopaTtopun «MoJieKyJispHas MeIUIIMHA U Te€HETHKa
YEeJI0BEKa» MEAULMHCKOTO uHCTUTyTa denepanbHOro rocyaapCTBEHHOIO
aBTOHOMHOT'O 00pa30BaTEIbHOTO YYPEKJCHHUS BBICIIETO OOpa3oBaHUs
«CeBepo-Bocrounsiii ¢genepansubiii yHusepcutrer um. M.K. AmmocoBay,
JOKTOpa MEOUMUMHCKUX Hayk MakcumoBont Hanexnsl PomaHOBHBI
(r. SAxyTCK);

3aBeAyromero J1abopaTopueil MUTreHEeTUKH Pa3BUTHS, TJIABHOTO HAYYHOTO
coTpyaHuka @DeaepajbHOTO TOCYJAPCTBEHHOTO OIOKETHOIO HAYYHOTO
yupexaeHus «PDenepanbHblii  MCCIEIOBATENbCKUA  HEHTp HMHCTUTYT
nuroigorun U reHetuku Cubupckoro otaeneHuss Poccuiickolt akamaemMuun
HayKk», JOKTOpa OuoJiorMdyeckux Hayk, mnpodeccopa 3akusina CypeHa
Munacosuya (r. HoBocubupck);

PykoBoauTenst otnena MONEKYJISPHO-TEHETUUECKUX M HAHOOMOJIOTUYECKUX
TEXHOJIOTUH denepaibHOTO roCy1apCTBEHHOIO OI0JIPKETHOTO
0o0pa30BaTenbLHOTO YUpeXkKIAeHUsT Bhiciiero oOpaszoBanus «llepBeiii CaHKT-

[lerepOyprckuii roCcyAapCTBEHHBIM MEIUIIMHCKUNA YHUBEPCUTET HWMEHHU
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akanemuka H.II. [TaBnoBa» Munucrepcrsa 3apaBooxpanenust Poccuiickon
®enepaunun, noxtopa 6uonorndeckux Hayk [Tuennnoit Codpu HukonaeBHbI
(r. Cankt-IleTepOypr);

6. JlonienTa kadeapsl 1abopaTOpHON METUIIMHBI U TeHETUKH DenepaibHOTO
rocyJ1apCTBEHHOTO O10/HKETHOTO YUPEKICHUS «HannoHanpHbIN
MEJIMIIMHCKUM ~ WCCIIEOBATENbCKUA EeHTp uMmeHu B.A. Anmazosa
MununcrepcTBa 3apaBooxpaHeHus Poccuiickorn ®Pepepanuu, Kanauaarta
ounonornyeckux Hayk [lynno Upunst Jleonuaosusl (r. Cankt-IletepOypr);

7. Crapmiero  Hay4HOro  COTpyAHHMKa  Ja00OpaTopud  LIUTOTEHETUKU
®denepaabHOr0 TOCYAAPCTBEHHOIO OIOKETHOIO HAYYHOIO YUYPEKICHHUS
«MenuKo-TeHeTUYECKU  HAay4yHbId LEHTp WMeHM akajgemuka H.IL
boukoBa», kanHaupara OuoJOrMYecKMX Hayk MapkoBoil  KaHHBI
['ennanbeBHbI (T. MOCKBa);

8. 3aBeayromero oOJaCTHOM Hay4yHO-TpakTH4eckoil sabdoparopueit JIHK-
JIAarHOCTUKHU roCyJ1apCTBEHHOTO OIOIXKETHOTO YUPEKICHUS
3npaBooxpaHeHusi HoBocuOupckoit oOnactu «l'opoackas KiIMHUYECKast
oonbHuma Nely, kaHaumara MEIUIMHCKUX Hayk MaclieHHUKOBa ApKaaus

Bopucosuua (r. HoBocubupck).
Bce 0T3bIBBI OJIOKHUTEIbHBIC, KPUTHUSCKUX 3aMEYaHUIN HE COJIepIKaT.

Bbibop  oduIMaNbHBIX ~ ONIOHEHTOB W BEAyLIEHd  OpraHu3alMH
O0OOCHOBBIBACTCSI aBTOPUTETHOCTBIO U KOMIIETEHTHOCTBIO, a TaKXe IIUPOKOI
U3BECTHOCTHIO JOCTHXKEHHUM B MPEAMETHOW 00JIACTH IHUCCEPTAMOHHOU PaOOTHI.
Od¢uuuanbHble ONMOHEHTHI SIBISIOTCA MPU3HAHHBIMHU CIIEHUATUCTAMU B JIaHHOM
OTpaciii HayKd, UMEIOT BBICOKOPEHTHHIOBBIE MYOJMKALUK B COOTBETCTBYIOLIEH
chepe wHccneqOBaHUS M CIOCOOHBI  OMPEAENIUTh HAyYHYIO HOBU3HY H
IIPaKTUYECKYIO LIEHHOCTh JMCCEPTAlUH, SBISIOTCS COTPYIHHKAMU Ppa3IMYHBIX
OpraHu3aliii ¥ HE WMEIOT COBMECTHBIX MyOJMKaluid ¢ couwckarenem. Bemymias
OpraHu3alys IIMPOKO M3BECTHA CBOMMHU HAyYHBIMHU MCCIEIOBaHUSIMU B 00JACTH

MGI[HHHHCKOI;'I IFCHCTUKM M TICHCTHUKH  YCJIOBCKA. COI/ICKaTeHb, HayT—IHblf/‘I
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PYKOBOAMTENb U HAYYHBIA KOHCYJIBTAHT HE paObOTaIOT B JAHHOW OpraHU3alui 1 HE
SBIISAIOTCA YYaCTHMKaMH HAy4YHO-HCCJIEIOBATENbCKUX pabOT, BEAYUIUXCS B ITOU

opraHu3aluu.

I[HCC@pTaHHOHHBIfI COBCT OTMCYACT, 4YTO Ha OCHOBAHHH BbIIIOJHCHHBIX
COHCKAaTCJIICM HCCHCI[OB&HHIZ:

pa3paboTaHbl MOAXOAbI K aHaIu3y AuddepeHnanbHON HKCIPECCUU TEHOB B

KJIETKaX ¢ XpOMOCOMHBIMU MUKPOAEICIHUSIMU U MUKPOTYIUIMKALUSIMH;

OPE/UIOKEHA TUIOTE3a, OOBACHAOMAs OOIHOCTh (PEHOTUIIOB MALIUEHTOB C
PEUUIPOKHBIMA XPOMOCOMHBIMU MUKPOJIETIEHUSAMA U MUKPOAYTIUKALMSIMU;

OKa3aHa 3 PEeKTUBHOCTD UCIIOJIb30BaHUS KOMOMHUPOBAHHOTO
MOJIEKYJIIPHO-IIUTOT€HETUYECKOTO U MOJIEKYJSIPHO-TEHETUYECKOTO METOAO0B B
JMarHocTruke HeaupdepeHunpoBaHHBIX (OPM YMCTBEHHOW OTCTaJIOCTH B JE€TCKOM
BO3pacTe.

CO3/IaHbI KJIETOYHBIE MOJIEIIU XPOMOCOMHBIX 3a00JIeBaHUN HAa OCHOBE JIMHUIM
WHIYLHUPOBAHHBIX IUIFOPUIIOTEHTHBIX CTBOJIOBBIX KJIETOK OT MAalMeHTOB C
HapyLICHUSAMU UHTEIJIEKTYaJIbHOTO Pa3BUTHS;

BBCJACHLI B TIPAKTHKY HOBBIC MCTOJAbI H3Y4YCHHUS IIATOICHCTHYCCKOIO

s dekTa pelMIpPOKHBIX XPOMOCOMHBIX abeppalinii B pernone 3p26.3, 0CHOBaHHBIC
HAa KOMOMHAIIMHM TEXHOJOTUW KJIETOYHOTO pernporpaMMupoBaHusi ¢GuOpo6acToB
naneHToB ¢ yHukaibHbIMA CNV M aHamm3a TpaHCKpUIITOMA HEHPOHATBHBIX
KJICTOK.

TeopeTnueckast 3HaYUUMOCTb UCCJIEIOBAHUSI 00OOCHOBaHA TEM, YTO:

MOKa3aHa Hay4Has THUIOTE3a O 3aKOHOMEPHOCTSX HM3MEHEHHUS JKCIPECCUHU
T'CHOB TIPU PEIUITPOKHBIX BapHAIIUAX B UUCIIC KO XPOMOCOMHBIX PETHOHOB;

MMPUMCHUTCIIBHO K HpO6JI€MaTI/IKC AUCCCpTalluU PE3VIBETATUBHO

HCII0JIb30BaH KOMILJIEKC COBPEMEHHBIX METO/IOB MOJIEKYJISIPHO-
[IUTOTEHETUYECKOTO, MOJIEKYJISPHO-TEHETUUECKOTO M OHOMH(OPMATHYECKOTO
aHaln3a Uil  MHTEPHNPETalMd  KJIMHUYECKOM 3HAYMMOCTH  XPOMOCOMHBIX

MHKPOAETICUUN U MUKPOAYTUITUKALWN;



U3JI0KEHBI apTyYMEHTHI, MOJATBEP)KIAIOIINE KIMHUUECKUA MOIUMOPPHU3M U
HEIOJIHYIO IEHETPAHTHOCTh XPOMOCOMHBIX MUKPOJIEIEUN U MUKPOAYIUIMKALIUNA B
Jokyce 3p26.3 npu ceMelHbIX (opMax YMCTBEHHON OTCTaJIOCTH;

PacKpbIThl (aKThl, CBUACTEIHCTBYIOIIME O MHOXXECTBEHHBIX HM3MEHEHHSIX
TPAHCKPUIIMOHHON aKTUBHOCTH T'€HOB, JIOKAJM30BaHHBIX KaK B IpeEAeiax, TaK U
BHE PErHOHA XPOMOCOMHBIX TepecTpoeKk B cyOcermenTe 3p26.3, 3aTparuBaronimx
ennacTBeHHbIN TeH CNTNG;

U3YUY€Ha PACHPOCTPAHCHHOCTh BapUallMil B YHCIE KOMUKA XPOMOCOMHOTO
pernoHa 3p26.3 cpeau mManMEHTOB ¢ HeAUPPEPEHIUPOBAHHBIMU (opMaMu
YMCTBEHHOM OTCTaJOCTH, MHU30(PEHUEN U B KOHTPOJBHON BBIOOPKE 370pPOBBIX

HWHAWUBUOOB.

[IPOBEICHA MOJICPHHU3AIIUS CYIIECTBYIONIUX MOJENIeH reHO-(PEeHOTUITUYECKUX
KOppEeJSIUMA C YY4E€TOM PEHUIPOKHOCTH XPOMOCOMHBIX MHKPOAENECIUN U
MUKPOAYTUTUKAIINM, 3aTParuBaroINX eUMHCTBEHHBIHN T'eH.

3HauE€HHUE TIOJYYEHHBIX COUCKATElIeM pe3yJIbTaTOB MCCIEIOBAHUS IS
MPAKTUKU MMOATBEPKIAETCA TEM, UTO:

pa3zpaboTaHa M BHEJPEHA B JIEYEOHO-IMArHOCTUYECKUI mpouecc Meauko-

redeTrdeckoro mneHtpa (I'enernueckort knuuuku) HUW meaumuHCKON reHETUKH
Tomckoro HMMII HOBasg MeIUWUMHCKAsl TEXHOJIOTUS «AJTOPUTM MOJIEKYJISIPHO-
[UTOT€HETUYECKOW TMAarHOCTUKU MUKPOCTPYKTYPHBIX XPOMOCOMHBIX abeppaliuii B
cermente 3p26.3 y aereii ¢ HeaudhepeHIIUPOBAHHON YMCTBEHHON OTCTaIOCTHIO
(axt BHeapenus Ne 4 ot 10.10.2016 r).

CO3/laHa  CTpaTerusi TMOJYyYEeHUS  KYJbTYp  NEPCOHU(PUIIUPOBAHHBIX
WHIYIUPOBAHHBIX IUTIOPUIIOTEHTHBIX CTBOJOBBIX KIETOK OT TAlUEHTOB C
YHUKQJIBHBIMU XPOMOCOMHBIMU MyTallUsIMU U UX JaibHenier audpepeHmpoBku
B OMpEIEICHHBIC THUIBI KIETOK C IeNbl0 TPOBENCHUS (PyHIaMEHTaIbHBIX
WCCJICIOBAHNM, HAIpaBJICHHBIX Ha paciupoBKYy MMAaTOreHE3a XPOMOCOMHBIX
OO0Je3HEH.

[PEJICTABICHBI HOBBIE JIAHHBIE O PACHPOCTPAHEHHOCTH MHUKPOCTPYKTYPHBIX

XPOMOCOMHBIX abeppanuil y HalMeHTOB C HApYLIEHUSIMU HEPBHO-TICUXMYECKOTO
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pa3BUTHA, KOTOPBIC MOI'YT OBITH MCITOJIb30BAHBI IIpu IPOBCACHNUHN MCJIHUKO-
TCHCTUYCCKOI'O  KOHCYJIbTUPOBAHUA ceMei nanmueHToB C€ XPOMOCOMHBIMHA
3360J’I€B3HI/I}IMI/I, a TaKXC B 06p&30BaTeJ'IBHOM mponecce IIpu IIOATOTOBKC
CTYACHTOB, MHTCPHOB W KIIMHUYCCKUX OPAMHATOPOB, ACIIMPAHTOB MCIAHWIMHCKHX
BY30B H CHYHI&TCHGﬁ KYPCOB ITOBBIIICHUSA KBaJII/I(i)I/IKaHI/II/I 10 CIICIHAJIBHOCTAM

«'CHCTHKA» 1 «J1a6opaTopHa${ I'CHCTHUKA».

OreHKa JOCTOBEPHOCTH PE3yIbTAaTOB UCCIICIOBAHUS BhISIBIIIA:

paboTa mpoBeAcHa Ha BBHICOKOM METOJIMYECKOM YpPOBHE C NMPHUMEHCHHEM
COBPEMCHHBIX MOJIEKYJSIPHO-ITUTOTCHETUYECKUX M MOJICKYJIIPHO-TCHETHYECKHIX
TEXHOJIOTUH, METOJI0B OououH(popmMaTHIECKOM 00paboTKu JTAHHBIX,
CEepTU(PHUITMPOBAHHOTO HAYYHOTO OOOPYIOBaHMS CO  CICIHAIN3UPOBAHHBIM
POrpaMMHBIM 00ECIICUCHHEM;

TEOpUsl TOCTPOCHA HAa COBPEMEHHBIX TMPEACTaBICHUSX O  BKJIAJC
CTPYKTYPHOUW OpTaHHW3allid T€éHOMa YeJIOBeKa B BO3HHKHOBEHHE PEIMITPOKHBIX
XPOMOCOMHBIX MUKPOIYIUTMKAIIUN U MUKPOIEITICIUN;

unes 0a3upyercs Ha aHAIM3€ COBPEMEHHBIX TEOPETUUYECKUX MOJENEH reHo-
(EHOTUNMYECKUX ~ KOpPENSIIUi  Mpu  HECcOATIaHCUPOBAHHBIX ~ XPOMOCOMHBIX

IIepECTPONKAX;

HCIIOJIb30BAHBI  COOCTBEHHEBIC ABTOPCKUC JTaHHBIC B CpPaBHCHHUHU C
pe3yjibTaTaMU MUPOBBIX HAaYYHBIX I/ICCJ'IGILOBaHI/Iﬁ u 0a3 JaHHBIX

YCTAHOBJICHO COOTBETCTBHUC OKCIICPHUMCHTAJBHBIX JaHHBIX TCOPCTUUCCKU

0’KMJAEMbIM MOJEISM TPAHCKPUNTOMHBIX U3MEHEHUN MPU MUKPOJECICIIMOHHBIX U
MUKPOAYTUIMKAIIMOHHBIX CUHJIPOMAX;

HCIIOJIb30BAHBI 06pa3u51 OMOJIOTHYECKOTO Marcpuaia, IIOJIYUYCHHBIC OT

Hp06aHI[0B C YCTAHOBJICHHBIM /HAIrHO30M B COOTBCTCTBHUU C COBPCMCHHBIMU
AUArHOCTUYCCKUMH KPUTCPUAMH, W TPYIIIIbI JIKML, 3A0POBbBIX B OTHOIICHUHA

M3y4aeMbIX MHTEJUIEKTYaJbHbIX HApYIIEHU Ha MOMEHT 00CIe0BaHMUS.
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JInuHbBINA BKJIAJ COUCKATENS COCTOUT B HEMOCPEICTBEHHOM YYaCTUU Ha BCEX
dTamax MpoIecca BBHITIOJHEHUS UCCEPTAIMOHHOW pabOTh: B IJIAHUPOBAHUH
UCCJIEIOBAHUS, B ONPEACIICHUN LIETU U 3a7a4 padoThl, B U3YYCHUH COBPEMEHHBIX
OTCUECTBEHHBIX M 3apyOeKHBIX JIUTEPATYPHBIX HCTOYHWKOB, B IIOJTYYCHUH,
XapaKTEepPUCTUKE M HEUpOHAIbHOU AUGPHEPEHIMPOBKE JTUHUN HHIYIIUPOBAHHBIX
IUTIOPUIIOTEHTHBIX ~ CTBOJIOBBIX  KJIETOK, B  MPOBEICHUH  MOJIEKYJISIPHO-
HUTOTCHETUYECKUX WU MOJEKYJSIPHO-TCHETUYECKUX  HCCICAOBAHUW, B
OronH(pOpMaTHYECKOM aHaIU3€ U OOOOIICHUH SKCIEPUMEHTAIbHBIX ITaHHBIX, B
MOATOTOBKE MYyOJIWKAIMA IO TEME BBIMOJHEHHOW pabOThl W MPEACTABICHUH
MOJTYYEHHBIX PE3yJIbTaTOB Ha KOH(EPEHIMSIX POCCUUCKOTO M MEXIYHAPOIHOTO
YpOBHSI, B HamMCaHUM W O(DOPMIICHHHM JHCCEPTAIMOHHOW paboThl. OCHOBHBIC
AKCIIEPUMEHTAIIBHBIE PE3YJIbTATHl HACTOAIIETO UCCIEAOBAHUS MOTYYEHBI aBTOPOM
CaMOCTOATENBHO, JTU00 B X0JIe COBMECTHOM pabOThI C KOJUIETaMU U3 JIa0OpaTOpUH
ontorenetnku HUW menunmuckon reHetukun Tomckoro HUMII (3aB. — 1.6.H.,
npodeccop PAH WN.H. JleGener), maGopaToput MOJEKYISIPHON T'E€HETUKU U
ouoxumun HUM ncuxudeckoro 3mopoBbsi Tomckoro HUMII (3aB. — a.M.H.,
npodeccop C.A. MBanoBa) u Otnena MOJEKYISPHBIX MEXaHU3MOB OHTOI€HE3a
denepabHOTO UCCIEA0BATENbCKOTO LEeHTpa «MHCTUTYT LUTOJIOTUM U TE€HETHUKHU

CO PAH» (3aB. — 1.6.1., mpodeccop O.JI. CepoB).

B xoae 3amuThl JuUcCCepTallMM KPUTHYECKHWE 3aMEUYaHMsl BBICKa3aHbl HeE
opun. Cowuckarenr M.E. JlomaTkumHa OTBETWIA Ha 3aJaBacMble €l B XOIE

3aCCaHus BOIIPOCHI.

Ha 3acemanum 18 oktsa06ps 2022 1. auiccepTallMOHHBIM COBET MPHUHSII
pEIICHNE 3a BBIOJHCHUE aKTyaJIbHOW HAyYHOW 33]aud MO M3YYCHHIO MEXaHU3MOB
peamm3anuu  peHotunmuecknx A(PpPekToB HecOATaHCHPOBAHHBIX  XPOMOCOMHBIX
abepparuii npucyauth JlomatkuHoii Mapuu EBreHbeBHE yUeHYIO CTENeHb

KaHAuAaTa MEJUIIMHCKUX HAYK MO crienranbHocTH 1.5.7 — ['eneruka.
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[lpy mpPOBENEHHHM TAHHOTO TOJOCOBAHUA IIMCCEPTAI[OHHBIA COBET B
xoyndecTBe 17 4elioBeK, U3 HUX 16 JOKTOpOB HayK, Y1aCTBOBABIIKX B 3aCeAaHHUHU,
u3 19 dejoBeK, BXOAAIIUX B COCTaB COBETa, IIPOrojOCOBAJIM: 38 — 17, npoTUB —

HeT, HeJleHCTBUTENBHBIX OIO/IIETEHEN — HeT.

IIpencenarens
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