OT3bIB

Ha aBTopedepaT auccepranuu lnnyannoi Copbu AnexcaHAPOBHBI N0 TeEMe
«I'eneTnyeckas BapuabenbHocTh H npoduab MeruinpoBanus JHK npu
aHeBpH3Me BOCXOAsIIeH aopThl H ee KOMOPOHAHOCTH € aTEPOCKJIePO30M»,

NnpeacTaBJIeHHONH HA COMCKAHHEe YY€HOH CTeNeHH KAaHAHIATa MeAHIHHCKHX HAYK
no cneunaabHocTH 1.5.7 'eHeTHka (MeAHIIHHCKHE HAYKH)

B mnocnenHee Bpemsl aKkTyaJlbHOCTh IOJNYYHJIM I'€HETUYECKHE HCCIIeOBaHUS
aHEBPU3MBI BOCXOJSIIEH aOpThl, KOTOpasi, KaKk MPaBHJIO, TPOTEeKaeT GECCUMIITOMHO M
UMEET OIpe/ieNieHHble TPYOHOCTM B [MarHOCTUKE M IPOTHO3HMPOBAHUU HCXOIOB
jedeHus. BbIsICHEHHE MOJEKYISpPHBIX MEXaHHW3MOB pa3BUTHS HECHHIPOMAIbHBIX
¢GopM aHeBpU3M BOCXOAAIIEH aOPTHI MO3BOJSET IIyOXKe IOHATh MPUPOIY 3TOTO
CJIO)KHOTO IaTOJIOTMYECKOTro mporecca U paspaborath 3¢ ¢GeKTUBHBIE CIIOCOOBI
paHHEro BBIABIEHUS, JIeYeHU H MNpoQWIakTUKH Oone3Hu. B aTol  cBs3mM
auccepraiioHHoe  uccienoBaHue — [umymunoét  Codem  AsleKCaHIPOBHEI,
MOCBSIEHHOE WU3YYEHHUIO T'€HETUYECKON M JMHUIeHEeTUYEeCKOW BapuabeNbHOCTH TIPH
aHeBpU3ME BOCXOJAIIEH aopThl M €€ KOMOPOHMIOHOCTH C aTepOCKIepO30M,
HECOMHEHHO, SBJISIETCS aKTyalbHBIM U TPEACTaBIsSeT OOJBIIOW WHTEpec, Kak IS
(GyHIaMeHTaJIbHOM, TaK ¥ MPUKIAJHON MEAUIUHCKOW FreHETUKH.

JuccepraHToM BIiepBble TNPOBEAEH KOMIUIEKCHBIH aHaIW3 KOMOPOWIHBIX
3a00€BaHUN y MALlMEHTOB C aHEBPU3MOM BOCXOZSIIEH AOpTHI, MPOXXUBAIOIIMX B
CubupckoMm ¢enepalbHOM OKpyre, C ONpelelieHHeM YacTOThl aTepocKiepo3a Hu
CBSI3aHHBIX C HUM OCJIO)KHEHHUH, BKIIOYas UIIEMHYECKYIO OOJIe3Hb cepjla, HH(apKT
MHOKap/la M UHCYJbT. BBINONHEHO [eTalbHOe TUCTOJOTHYECKOe HCCIIeNOBaHUE
MOPQOJIOrHYeCKUX OCOOEHHOCTeH BCero BOCXOIMIIEr0 OTHAeNa aopThl IPH
HECHHJPOMaJIbHBIX (popMax maTosoruu. B pabote mpencraBieHbl HOBBIE CBEIEHHUS O
FeHEeTUYEeCKUX (haKTopax MpPeapacroioKeHHOCTH K HECHHAPOMAIbHBIM (opmam
aHEBPU3MBI BOCXOJSILIEH aopThl: Y OJHOIO NAllMEHTa BBISBIIEH BapuaHT C.2498A>T
(p.Lys833Ile) B rene COL3A41, OTCYTCTBYIOIIMI B TMOMYJISALHOHHBIX 0a3ax JaHHBIX
gnomAD, RUSeq u ®MBA, HO obnamaromuii MOTEeHIHAIbHONW ()YHKIHOHAIBHOM
3HaYUMOCTHIO 110 pe3ysbTataM in silico npenckasaHuii. BniepBeie nmomydeHs! npoduiu
MetminpoBanus JIHK B TkaHsx Bocxonsuieil aopThl, KPOBH U KOXH, BBISBICHBI
SMUIeHETHYECKUEe H3MEHEeHHUs1 B 3HxaHcepax reHoB NOTCHI u GATAS, a Takxke

Hexoaupyromux PHK B ob6nactsax reHoB 7BX20 u NR2FI, 4To yKa3bplBaeT Ha HUX



BO3MOXHYIO pPOJIb B IIaTOI'€HE3€ COYECTAaHHOI'O0 TEYCHHUS aHEBPU3MBI BOCXOSILIEH

A0pThI U aTEPOCKIIEPO3a.

Pesynbratel quccepranuonHoro uccienoBanus Llumynunoit C.A. pacmupsioT
IIPEJCTaBI€HHEe O IOTCHLMAIBHBIX MOJEKYJISIPHBIX MeXaHH3Max H30JUPOBAHHOM
(GopMBI aHEBPU3MBI BOCXOJSILEH aOpThl U e€e KOMOPOHUIHOCTH C aTepOCKIEPO30M.
Anpo6upoBaHHBIE B paboTe MOIXOJ MOJIEKYJISPHO-T€HETHYECKOro 00CiIe 0BaHus
[AI[MEHTOB C aHEBPU3MOM BOCXOJSIIEH aopThl C MCIOJIb30BaHUEM CEKBEHHUPOBAHHS
KJIMHHYECKOI0 3K30Ma MOXET OBITh MCIOJB30BaH JJIs YIYYIIeHHsS KadyecTBa MeIUKO-
IFEeHETHYECKOro KOHCYJIBTUPOBAHHUS CEMeil C JaHHOM IMaToJIOTMed, a TaKXe OIEHKH
IIEPUONEPALIMOHHBIX PUCKOB. JlaHHBIE O METWJIOMax BOCXOJSIIEH aopThl NpU ee
aHeBpU3ME M B CIy4ae aTepOCKJIEPOTHYECKOrO TMOpaKeHHs cocyjga JaioT
BO3MOXHOCTB ISl IPOBECHUS AAIbHEUIINX HUCCIENOBAaHUN C LEIBI0 YCTaHOBJIEHUS
NPUYMHHO-CIICICTBEHHOM CBsI3el MEXIy 3TUMU SBIICHUSIMH U MOKCKa OHOMapKepoB

Pa3BUTHUS OCTPBIX COCYIUCTBIX COOBITUH.

ABropedepar HamucaH XOpPOIIMM JIUTEPATYPHBIM S3BIKOM H B IIOJIHOM
CTENEHH OTpaXkaeT COJAEp)KaHUe NUCCepTalMOHHOM pabotsl. [lo Teme mucceprauuu
omybnukoBaHo 10 HayyHBIX paboT, B TOM uYHuclie 7 crareii B JKypHalax,
pexomeH0BaHHBIX BAK, u3 KOTOpBIX 6 B NEpHOAMYECKHX HAY4YHBIX JXypHalax,
uHAeKcupyeMblx WoS/Scopus. OcCHOBHBIE pe3ysbTaThl HCCIEHOBAHUSA [0 TEME
JMCCEPTAallMOHHOM paboThl ObUTM IpeACTaBIeHBl HA POCCHMCKHX U MEXIyHapOIHBIX
KOH(pepeHIUIX U KOHrpeccax.

Taxum oGpa3oMm, comeprkanue aBTopedepaTa MO3BOJSET CHENATH BHIBOJ, YTO
nuccepranuonHoe uccienosanue llunmynunoit C. A. «I'eHeTnueckasi BapuabebHOCTh
u npobmis MertwupoBanus JIHK mnpu aHeBpusMe BoCXOIsInedl aopTel U ee
KOMOPOMIHOCTH C aTepOCKIepO30M», IpPEeNCTaBICHHOE Ha COWUCKAHHWE YYEeHOM
CTENEHH KaHIMJaTa MEIULMHCKUX HayK Mo cneudanbHocTd 1.5.7 I'eHeTHka
(MeIMIMHCKHE HayKH), SBISeTCS 3aKOHYEHHBIM Hay4YHO-KBaJIM()HUKAIHOHHBIM
HCCIIeZIOBAaHUEM, BBIIIOJIHEHHBIM Ha aKTyaJlbHYI0 TeMY U HMEIOLIUM Ba)KHOE Hay4HO-
IPaKTHYECKOe 3Ha4YeHHe JUIsl MEQULMHCKOM reHeTuku. [luccepranuonHas pabota
IOJIHOCTBIO  COOTBETCTBYyeT TpeGoBaHusM 1.9-14 «[lomoxeHUss O TMOpsIKe
IPUCYXX/IEHUS] YYEHBIX CTENEHe», yTBEp)KI€HHOI0 NocTaHoBlIeHueM [IpaBuTenbpcTBa
PD Ne842 ot 24.09.2013r. (c u3MeHeHMsIMH B pemakuud oT 16.10.2024 r.),



NpeabsBISIEMBbIM K JUCCEPTAIMSIM Ha COUCKAaHUE YUEHOW CTEleHM KaHIuaaTa Hayk, a
e€ aBrop — IllumynuHa Codbsi AsekcaHIpOBHa 3acily)KMBaeT MPUCYKACHHUS el
YYEHOH CTereHW KaHAuJaTa MEIUIIMHCKMX HayK Mo crenuanbHocTd 1.5.7 ['eHeTuka

(MeIMLIMHCKHE HAYKH).

S, TlononukoB Anekceit BaiepbeBuu, garo0 corjiacue Ha BKJIIOYEHHE CBOUX
NEPCOHAJIBHBIX JAaHHBIX B JIOKYMEHTBI, CBSI3aHHbIE C pabOTOM AMCCEPTAllMOHHOIO
coeta 24.1.215.03 Ha Oaze @DenepalbHOrO TOCYAAPCTBEHHOIO OFOXKETHOIO
Hay4HOro yupexaeHus « ToMCKkuil HallMOHAJIbHBINA UCCIIe0BATENbCKUA MeAUIIUHCKUN

ueHTp Poccuiickoii akaeMun HayK», U UX JaJbHEUIy0 o0paboTKy.

JIMpeKTop Hay4YHO-UCCIIeJOBATEIBCKOIO MHCTUTYTa FeHETHYECKOW W MOJIEKYJISIpHON
SMHUIEMHOJIOTHH, 3aBeAyIOUIMA J1labopaTopueil CTAaTHCTUYECKOH TeHEeTHKH U
o6uoundopmaruku ®I'bOY BO KI'MY Munznpaa Poccuu, AOKTOp MeIULIHUHCKUX

HayK, npodeccop
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MEJUIUHCKUNA  YHUBEPCUTET»

obnacte, r. Kypck, yn. K. Mapkca, n. 3 Tenedpon: +7 (4712) 588-137. Caiir

opranmzanuu: www.kurskmed.com. E-mail: polonikovav@kursksmu.net
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