OT3bIB
Ha aBTOpedepaT nuccepranuu Kapnosoii Buxktopuu CepreeBHbl Ha
Temy: «KiinHHYeckHe 1 MOJ1eKyISIpHO-TeHeTHYeCKHE 0COOEHHOCTH
nugdysnoii B-kpynHokiierouHoi JuM¢poMbI ¢ opaxeHHeM HEHTPAIbLHOM
HEPBHOM CHCTEMbI», IPEACTABJICHHON HA COMCKaHHe Y4YEeHOM cTeneH!
KaHIMIaTa MeIHUHHCKHX HayK 1o cnenuaabHocTsam 3.1.28. I'emaTosorus u
nepeauBanue kposu u 1.5.7. I'enernka

AKTYaJlbHOCTb _T€MbI JuccepTanuy. Jlo HacTOsSIIEro BpeMEHU MOHMMaHHUE
MOJIEKYJIIPHO-TEHETUYECKUX MEXaHHU3MOB, JIEKAIlUX B OCHOBE pELUIUBOB
nutdy3Hol B-kpynHOKIeTOYHOM TUM(OMEI C TOpaXKeHHeM IIEHTPaIbHOM HEPBHOM
CHUCTEMBI HOCUJIO OIpaHHMYEHHBIA XapakTep. JTO CBA3aHO C PAJOM OOCTOSITENBCTB:
C MaJIOH OCTYITHOCTBIO AJIs1 OMOTICUM MOPAXKEHHOM MO3TOBOI TKaHH, OTCYTCTBHEM
B 00s13aTeNIbHOM IlepeyHe 00cIeJoBaHus, a, CJIeI0BaTeIbHO, MO JOCTYITHOCTBIO
Ha JTamaXx JUAarHOCTHKM, aHajJiu3a MYTAlMOHHOIO CIIEKTpa METOJaMHU
CeKBEeHUpOBaHMs cieayromero nmoxkoneHus (NGS). B nogasnsroiem 601bIIHHCTBE
OIMyOJMKOBaHHBIX 3apy0exHBIX paboT omucanbl gaHHble NGS cHCTEeMHBIX
BapHaHTOB 3a00NeBaHMsA WIM TEPBHYHOH JHUM(OMBI IEHTPalIbHOW HEPBHOM
CHCTEMBI, IIPaKTUYECKU He YJeNsseTcs BHHMAHUS T'€HEeTHUYeCKHMM OCOOEHHOCTSIM
MUM(OMBI ¢ BTOPUYHBIM BOBJI€YCHUEM HEPBHOM TKaHH.

Penxocts peunanBoB nuddy3Hoi B-kpynHokIeTouHoM TuMpoMEI (10 5% oT
BCeX Ciy4yaeB 3a00JieBaHMsI) IPUBOAUT K OTCYTCTBHIO JOCTAaTOYHOW HH(MOpMaIuH
[0 3MHUIEMHONOTUU 3a00JeBaHUS M OCOOEHHOCTSM KJIMHUYECKOIO TEYEHHs, B
Halllel CTpaHe M €€ pPEeruoHax, He OIpelelIeHbl KPUTEPHH IIPOrHO3a JaHHOIO
BapHaHTa [IPOrpeCCUPOBaHUs OILyXO0JIEBOI'O IIpoLecca.

Bce BeImenepednciieHHOe MOATBEPXKAAET aKTyalbHOCTh BBIOpaHHOH I
auccepraquonHon paborel B.C. KapnoBoii Temsl, a TakXe ONpENENsIeT €€, Kak
IIPHOPUTETHYIO 00J1aCTh HHTEPECAa COBPEMEHHOM OHKOT€MAaTOJIOTUU U T'€HETHKH.

Matepuan M METOAbl AUCCEPTALIMOHHOI'O HMCCIEIOBAHUSI. PabGora umeer

Ou3aiilH  peTpocmneKkTuBHOro wmcciaemoBanms (2011-2022 rr.). OO6BexkToM
UCCJIeZIOBaHUs SBIAIOTCS GosbHbIe nuddy3Hoi B-kpynHOKIeTOUHOM 1HMOOMONH,

HaGJI}OJ.IaBIlII/IeCH B KJIIMHHUKax HOBOCI/IGI/IpCKOF (0] FOPOIICKOFO reMaToJIOTHYCCKOIO



IIeHTpa. BoBie4eHO B HCCleJOBaHWE TpPU T[PYMIbI MallMEHTOB: C IEPBUYHOU
auM(OMON IEeHTpPaJbHOW HEPBHOHM CHUCTEMBI, C CHCTEMHOM JuMdoMOl ¢
BTOPUYHBIM BOBJI€U€HHEM HEPBHOU TKaHU 1 O6e3 TakoBoro. [ IpenMer nccienoBaHus:
KJIMHUYECKUE  XapaKTepUCTHKH, JaHHble JabopaTOpHO-UHCTPYMEHTAIbHBIX
METO/IOB UCCJIEJOBAHHUS, My TallAOHHBIN TIPOGUIEH TUM(OMBIL.

IIpn aHanu3e WCHONB30BaH IIUPOKUN CIEKTP COBPEMEHHBIX METOIOB:
KJIMHUYECKUX, na6opaT6pHo-HHCIpymeHTaJILme, MOJIEKYJISIPHO-T€HETHYECKUX
UccleloBaHus U 6uonHpopMartnoHHOH 00paboTKH.

IIpencraBieHHbll aBTOpedepaT TUccepTalii KIIaCCHUYEeCKU CTPYKTYPHUPOBaH,

HallMCaH [POCTBIM  SI3BIKOM, Ka4deCTBEHHO  WJUIIOCTPUpOBaH.  JIOrM4HO
chopMyIHpOBaHBl IeIb W 3aJayd HCCIIeOBaHM, BBIHOCHMBIE Ha 3alllUTy
IIOJIOXKEHMS, JIOTMYHO W YEeTKO OIMCAaHBl pe3yJbTaThl paboThl C MX KpPaTKUM
oOcyXIeHueM, Ha OCHOBaHHWH ITOJIyYEeHHBIX pe3yJIbTaTOB CHOPMYIUPOBaHbI
BBIBOJBI, U IIPEJIOKEHBI IPAKTUYECKUE PEKOMEH AN Y.

JIOCTOBEPHOCTh BBIBOJIOB HE BBI3BIBAET COMHeHI/Iﬁ, ITOJIOKEHHUS, BBIHOCHUMBIC

Ha 3alllUTy apryMeHTHpoBaHbl. Pa0oTa BBIOJIHEHA COINIACHO IIPHHIIMIIAM
JIOKa3aTeIbHOU MeIUIIUHBI.

Hayunas HoBH3Ha D360TBI 06}'CJIOBJ'IeHa TEM, YTO JUCCCPTAHTOM

- BIIEPBBIE JI0Ka3aHO HaJMYWe 0COOEHHOCTEH B TEUEHUM JAaHHOI'O BapUaHTa
auMGOMBI B Halllel CTpaHe,

- BIIEPBEIC yCTAHOBJIEHBI IOTEHIIMATBHBIE KIIMHUKO-Ta00paTopHble (PaKTOPBI
pucka peuuauBa auddysHoit B-kpymHOKIETOUHONW JIUMQOMBI B LEHTPAIbHON
HEpPBHO CUCTEME.

- BIIEpBBIE 0 JaHHBIM aHau3a 6a3bl naHHbIX CBioportal for cancer genomics
U B paMKax COOCTBEHHOro HcciiefnoBaHUs ¢ npuMeHeHHeM NGS omnmcaH CIIEKTp
Hauboyiee YacCTHIX MYTallii B TeHaX, OMpeNeNieMbIX Ha MOMEHT IIepBHYHOM
JMarHOCTHKH OIyXOJIH B CIIy4asiX ¢ BTOPUYHBIM BOBJIEYEHHEM HEPBHOW TKaHHU,

- BIIEpBBIE OMpeelieHa MaHelb T'€HOB, CEKBEHUPOBAaHHE KOTOPBIX MOXET
CIIOCOOCTBOBATH BBIJIEJICHUIO JIHUI] TPYTIITHI BEICOKOTO PUCKa pELMINBA H3y4aeMOro

BapuaHTa JUM(OMEI B IIeHTpaIbHONH HEPBHOI CUCTEME.



TeopeTnueckas H IIpaKTUYeCKas 3HAYMMOCTH _ paboTel. P €3YyJIbTAThI

UCCIIEZIOBaHUS BHEAPEHB! B IPAKTHUKY JIAOOPATOPHUU MOJIEKYJISPHO-T€HETHYECKUX
uccienosanuii HWUHM tepanuu u npodunaktudeckoin Meauiuubl — dumuan U {ul
CO PAH, a rtaxkxe B yd4eOHbI mporecc Kadeapsl Tepamdu, I'eMaToJOTHH MU
tpancdysuonoruy OIIK u [MIIB ®I'BOY BO HoBocrOHPCKOro rocy 1apcTBEHHOTO
MEIUIUHCKOTO  yHHUBEpCHUTETa. 3alaTeHTOBaHA CKPUHHHIOBas  METOJUKA
BBISIBJICHHS peKyppeHTHOH Myraumu MYDSS p.L265R, acCOLIMMPOBAHHOU C
BBICOKHM PHCKOM pelUANBa TUMGOMBI B IEHTPAILHOW HEPBHOM CHCTEME.

BaXHO OTMETHTh, 4YTO IOMyYeHHBIE B XOAE J[UCCEPTALHOHHOTO
HCCJIeI0BAaHMs JaHHBIE O My TallAOHHOM Ipoduiie nuddy3Hoit B-kpynHOKIeTOYHOM
MMM(OMBI C BTOPHYHBIM BOBJIEUYEHHEM IIEHTPAIBHOW HEPBHOM CHCTEMBI MOTYT
IIOBJIMATE Ha TEpAlleBTUYECKHUE DPEIIeHUs, CIyXUTh OCHOBOH IepCOHaTH3alUU
JIeYeHHs U 00ECIIeUNTh YCOBEPIICHCTBOBAaHHE CXEM BeIeHUs OOJIbHBIX.

Pe3ynbTarel, nogy4yeHHbIE B X0I€ UCCIIEIOBAHUS, YIUIyOISIOT ¥ PaCIIUPSIOT
(GyHIaMeHTaJIbHBIE 3HAHHS O  MOJIEKYJISPHO-TEHETHYECKHX  MeXaHH3Max
OITyXOJIEBOM MPOrpeccuy U3ydyaeMoro BapraHTa muM¢omsl; co3nan 6uobank JJHK,
IIOJ[y4YeHHON OT mnauueHToB ¢ nuddy3Hod B-kpymHOKIETOUHOH IHMGPOMBI C
nopaxenueM I{THC, koTopslif MOXeT OBITh HCIIONB30BaH I JaJIbHEHIINX HayYHbBIX
HCCIIEJOBAHUM.

3akmroyeHue. B nemoMm aBropedepaT mo3BoJsET CAeNaTh BBIBOL O TOM, YTO

nuccepranvonHas pabora Kapmosoit B.C. «KnuHudeckne u MONEKyIsSpHO-
reHeTuueckue ocobeHHocTd auddy3Hoi B-KkpynHOKIETOYHOM STUMGOMBI C
[IOpaXCHUEM LEHTPAJIBbHOM HEPBHON CHCTEMBI», MPEICTaBIE€HHAs Ha COUCKAHHE
Y4YeHOH CTeleHM KaHIuAaTa MeAWIMHCKHX HayK Mo crenuanbHocTsM 3.1.28.
I'emaronorus u nepenuBanue KpoBu U 1.5.7. ['eHeTnka, sBNseTCs 3aBEPILIEHHBIM
TPYZOM, BBIIIOJIHEHHBIM Ha BBICOKOM Hay4YHOM M METOOUYECKOM YPOBHE, B KOTOPOM
peleHa akTyajbHas 3a7ada M0 HM3YYEHHI0O M OLEHKE KIMHUYECKOIO 3HaueHHs
MOJIEKYJISIDHO-TeHeTUYeCKiX  Mokaszarenedt nuddy3Hodt  B-kpynHOKIETOYHOM

TUM(OMBI C TIOpaKeHUEM LIEHTPaJIbHOM HEPBHOM CHCTEMBD»,



[To akTyanpHOCTH M30paHHOM TeMBI, IOCTABICHHBIM 3a7a4yaM, HOBH3HE H
3HAYUMOCTH IIOJYYCHHBIX pPe3yIbTaToB, OOOCHOBAaHHOCTHM HAy4YHBIX BBIBOJOB
IUccepTaioHHas paboTa cooTBeTcTBYeT TpeboBanusM BAK P® k nuccepranusam
Ha COMCKaHNEe YYEHO! CTeNeHN KaHauaara Hayk B I1.9 «llonoxeHus o NpucyKIeHun
y4eHBIX  CcTemeHei», yTBepxkaeHHoro IlocranoBnenuem IlpaBurenbcTBa
Poccutickoit ®enepanuu ot 24..09.2013 r. No 842 (B pemakuuu NMOCTaHOBJICHHS
IIpaButenbcTBa Poccuiickoii ®enepartuu ot 21.04.2016 . Ne 335, ot 02.08.2016 .
Ne 748, o1 29.05.2017 1. Ne650, ot 28.08.2017 . Ne 1024, ot 01.10.2018 . Ne 1168,
ot 11.09.2021 . Ne1539), a ee aBrop Kapnora Bukropus CepreeBHa 3acily’KHBaeT
MPUCYXKIEHUST el Yy4YeHOH CTemeHM KaHAWAaTa MEAMLIHMHCKHX HayK IIo

cnerManbHOCTAM 3.1.28. ['eMaronorus u nepenruBanue Kposu u 1.5.7. I'eneTuxa.

3aBenyroumit 1abopaTopueit MOJIEKYJIIPHON

OHKOJIOTHH ¥ UMMYHOJIOTHH,

3aMeCTHTENh TUPEKTOpa Mo HayYHOU padoTe
Hay4Ho-uccnenoBaTebCKoro MHCTUTYTa OHKOJIOTHUH -
dunmana enepalbHOrO TOCYIapCTBEHHOTO OOIKETHOTO
Hay4YHOI'O yUpEKIeHHUS

«ToMckuii HalIMOHAJILHEINA MCCIIEN0BATEIbCKUM
MeIULMHCKUHU LeHTp Pocculicko akaieMun HayK»,
JOKTOp OMOJIOrMYECKUX HaYK, mpodeccop,
YIeH-KoppecnoHieHT Poccuiickoit AkaneMuu HayK
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