OT3bIB

Ha agropedepar auccepranuu [unyaunoii Copbu AeKcaHIPOBHBI IO TeMe
«eHernyeckas BapuaGenbHocTh U Mpoduab MeTuanposanus JHK npu
aHeBpU3Me BOCXO/sIIIell a0pThI U ee KOMOPOHIHOCTH € aTEPOCK/IEPO3OM»,

npeCcTABJICHHON HA cCOUCKaHUEe YUEHOI cTeleHH KaHIHAaTa MeIUIUHCKHX HAYK
no cnenuagbHoctT 1.5.7. leHeTnka (MeIHIMHCKHE HAYKH)

IlpencraBnenHas auccepranvoHHas pabora Hlunmymunod C.A. mocssineHa
KpaiiHe  BOCTpeOOBaHHOMY  HAIIPaBIEHHIO  COBPEMEHHOM  KapAHOTCHETHKH.
KommniekcHOe H3yueHne TeHeTHUECKUX Y SIIUT€HETHYECKUX MEXaHNM3MOB aHEBPHU3MBI
BOCXOJSIIEN a0pTHl B COUETAHUHU C aT€POCKIEPO3OM OTBEYAET HA BAXXHBIC BOIIPOCHI
[aToreHe3a 3TUX COLUANLHO 3HAYMUMBIX 3a0oneBaHui. OcoOyro LEHHOCTh HMMEET
Gokyc Ha HecHHApOMAaTbHBIE (OPMBI aHEBPU3MBI BOCXOJSIICH aOpThI, KOTOPbIE
OCTAIOTCSl HAaUMeHee N3YUYeHHBIMU, HECMOTPSI Ha MX BBICOKYIO PaclpOCTPaHEHHOCTh B
KJIMHIYECKO! ITpakThKe. B manHOd paboTe aBTOp NPOBOAMIIA KOMIUIEKCHBIA aHANN3
SIAIEMHUOJIOTHUECKIX, TMCTOJIOIMYECKUX, TEHEeTUYECKMX U  OMHUICHETHYEeCKUX
ocobeHHOCTeH cropaanueckux (OpM aHEBPU3MBI BOCXOIMINEW aopThl Kak B

HSOHHpOBaHHOﬁ Q)OpMe, TaK ¥ IPpH COILYTCTBYIOLIEM aTE€POCKICPO3C.

[ensro wmcclienoBanus ObIa HISCHTU(QUKAIMS T€HETHYECKUX BApPUAHTOB U
marTepHoB MetrupoBanus JJHK B KiieTkax aopThl y MareHToB ¢ HECUHIPOMAaIIbHON
(GopMoii aHEeBPH3MBI BOCXOMAINEH YacTd C y4eTOM ee KOMOPOUAHOCTH  C

ATEPOCKIICPO30M COCYNOB paBHH‘{HOﬁ JIOKaJIu3aliru.

Bri6opky cocTaBuiu 185 MalMeHTOB ¢ JMArHO30M 2HEBPH3MbI BOCXOJAIIEH
aopthl. Beem mamueHtaM Oblia BBIIOJHEHA Olepauys IO MPOTe3WPOBAHMIO
BOCXOZAIIEH aOpTHl MO0 METOAWKE «IOolyxyra». IloMuMo 3TOro, malueHTaM TaKke
GBUIO CIENaHO KIMHUKO-HHCTPyMeHTaJbHOe obOcnenoBanue ¢ mposeneHneM MCKT
BOCXOAIIEro  OTAela aopTel. B paboTe  HUCHOIB30BAHBEI  KIHHHYCCKHE,
MapakIMHUIECKHE, TUCTOJIOTUYECKHE U MOJEKYIIPHO-TCHeTUISCKUE  METOJPBL.
[TocneqHue BKIIOYAId B ce0s BBICOKOMPOU3BOAUTENBHOE MacCOBOE MapajlieIbHOe
CEeKBEHMPOBAHME KIMHMIECKOro 3k3oMa Ha miaTdopme [llumina ¢ mocnemyromei
BaNMIaIell HaliJleHHBIX TeHETHUECKUX BApUAHTOB CeKBEHHpoBaHueM 1o CoHrepy, a

Takke OHMCYIb(MUTHOE CEKBEHMPOBAaHUE C OIPAaHMYEHHOM PeTNpPe3eHTATHBHOCTHIO
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(RRBS-meTon).

B pesynbrare nuccepralroHHOM paboTel B CrOupckoM DemepalbHOM OKpyre
NpOBEieH JETANBHBIM aHATU3 CTPYKTYphl KOMOPOUIHOCTH y TAIMeHTOB C
aHEeBPU3MOUM BOCXOIALIEH AOPTBHIL, BBISIBUBLIUI HU3KYIO YaCTOTY
aTePOCKIEPOTUYECKIX TTOPaKeHU! a0PThl, KODOHAPHBIX ¥ COHHBIX apTepHil, a TakxKe
MH(bApKTa MHOKapJia NPy COYEeTaHHO} aHeBpU3Me Bocxonslled aopTsl. OOHapyKeHBI
HoBble BapuanThl (VUS) B TreHax HAacJe[ICTBEHHBIX aHEBPHM3M, TpeOyromiie
JaibHeHIero (yHKIMOHATEHOTO W3YHYeHHS. YCTaHOBIEHa TKAHECTIELH(pUIHOCTD
meruauposanus JIHK y manueHToB ¢ aHEBPU3MOW BOCXO[SIICH aopThl, a TaKKe
pa3HOHAIPaBIEHHBII mpoG b METHUIUPOBAHUS B obmacTsx TeHOB
TPaHCKPHUIILMOHHEIX hakropoB NR2F[ u TBX2( nipu aHeBpU3Me BOCXOJSIIEH a0PTHI
M aTepockiepose. VY IAUMEHTOB C aHEBPU3MON BOCXOIAIICH AOpTHl U
TPUKYCIIHAATBHEIM ~ QOPTalbHEIM  KJIamaHoM OOHapyXeHO T depeHIanbHoe
METHIMPOBAHME B pervoHax oHxaHcepoB renos NOTCHI mn GATAS B

aTepOCKIEPOTHYECKOM OIISIIIKE OTHOCUTEIBHO HEPACIIMPEHHON a0PTHI.

ABTOpedepaT oTIMUAeTCS UETKOH CTPYKTYpOW M JIOTHKOH H3JI0XEHHS,
[OJTHOTOM OTpaXKeHWsl KIIOYEBBIX PE3y/IbTaTOB, TPAMOTHBIM HAYYHBIM SA3BIKOM H
cooTBeTCTBYyeT BceM (opmanbHbM  TpeboBaHuaM. Ocobo x04y OTMETHTH
METOAUYECKYIO MPOJYMAHHOCTh UCCIENOBAHUS U [yOUHY MHTEPIPETAlNU JaHHbIX.
[Mpencrasnennass paboTa sBIfeTcs O00pasloOM COBPEMEHHOIO  MOJIEKYISIPHO-

TEHETUUECKOTO UCCICJOBaHus C BBIpa)KeHHOﬁ KJIMHAYECKOMN HaIpaBJICHHOCTLHIO.

ITo MaTepuanaM AMCCEPTALy OIy6arKoBaHo 10 HayuHbIX paboT, B TOM YHCIIe
7 crareit B xypHamax nepeuns BAK P®, us Hux 6 cratedl B IKypHanax,
pedepupyembix B 6ase qaHHEIX WoS 1 Scopus, 1 cTaThd B XKypHale, HHIEKCHPYEMOM

B Gaze mauHblx PUHI; 3 Tesuca B MaTepuanax KOH(QEpEHIHIA.

Takum o6pasoM, comepiaHue aBTopedepara IMO3BOJIICT CASNaTh BBIBOX, YTO
nucceprarmonHoe wuccneposanue [umymuuodt C.A. mo Tteme «l'eHeTHdecKas
BapuabenpHocTh ¥ mpoduins Mermmuposarus JHK mpu aseBpusme Bocxonsieit
A0pTHl ¥ €€ KOMOPOMIHOCTH C aTepOCKIEPO30M», IPEACTABIEHHOE HA COUCKAHHE

yueHOM CTeNeHn KaHauaaTa MeJUIUHCKUX HayK 10 crenpansHocta 1.5.7. I'enetnka
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(MEeTUIIUHCKAE HAyKH), SIBISIETCS 3aKOHUEHHBIM HAYYIHBIM TPYIOM U COICPIKHUT
pellleHre aKTyalbHON HAydHOM 3afaui, 4TO HMMEET CYIIECTBEHHOE 3HAYeHHE IS

MeIUIIMHCKOU MeHEeTUKHU.

Muccepranuonnass padora [Humymuuoit C.A. 1O CBOEHW aKTyalbHOCTH,
HAay4YHO} HOBHU3HE, CTENeHW OOOCHOBAaHHOCTH C(OPMYIHPOBAHHEIX B JHCCEPTALUM
HAyYHBIX TIOJOKEHWH ¥ BBIBOJOB, JOCTOBEPHOCTH IIOJYyYEHHBIX PpE3yJbTaToB,
TIOJIHOTE M3JI0KEHHS ¥ 0OOCHOBAHHOCTH BBIBOJOB COOTBETCTBYET TpeOoBaHMAM I1.9-
14  TlomoxeHuss © TIPUCYXACHWM  Y4YCHBIX  CTENEHEH,  YTBEPXKIAECHHOTO
[MocranosnerueM I[Ipasutenscrea PO ot 24.09.2013 N 842 (pen. or 16.10.2024),
pebIBISEMBIM K KaHIUIATCKUM auccepTarusaM, a ee aBrop lumymuna Codbs
ANleKCaHApOBHA  3aCly)XHMBaeT IMPUCYKACHUS y4YEHOW  CTEeleHH  KaHIuaara
MeIUIUHCKUX HAyK 110 crenuaipHoctu 1.5.7 ['eHeTnka (MeJUIIMHCKUE HAYKH).

s, UypuocoB Muxawn VBanoBuu, Jgai corjacue Ha BKJIIOYEHHE CBOMX
IEPCOHAIBHBIX AHHBIX B JIOKYMEHTHI, CBA3aHHBIE ¢ paboTO# AMCCEPTal[MOHHOIO COBETa
24.1.215.03 na Gaze ®enepaibHOTO TOCYIAPCTBEHHOTO OIOPKETHOIO HAYYHOIO YUPEIKICHUS
«ToMCKIH HAIIMOHANLHEIN MCCIIEN0BATEIbCKU MEIUIIMHCKAN IEHTP Poccuiickoii akaaeMun
HayK», ¥ MX JalbHeHInyo o0paboTKy.

3aBeAyrouii kadeapol

MEIUKO-OMOIOTUUECKUX JUCIIUILINH

MEIUIIMHCKOIO0 MHCTUTYTa

OI'AOY BO «benropoackuit

roCyJapCTBEHHBIN HAMOHAIBHEIH

HCCIIEIOBATEIbCKAN YHUBEPCUTETY,

3aciyKeHHBIM pabOTHUK BhICIIeH MKOJIB PD,

JOKTOp MEIUIMHCKUX Hayk (1.5.7 FeHeTHKa), B W
npodeccop 7S 1 "‘ﬂ Muxann MiBanosuua HypHOCOB
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01.10.2025

Nannsie o0 opranusamun: @OenepanbHOS TOCYAAPCTBEHHOE aBTOHOMHOE
o0pazoBarellbHOE  ydpeXXAeHWe  Bbiciiero  obpasosanms  «benropomckuii
roCyJapCTBEHHBI  HAIMOHATBHBIA  HccleoBaTensckuit  ynuBepcurer» (HUY
«benl'¥»); Poccus, 30 Benropon, yn. [lo6ensr, 85, Ten: (4722) 30-12-11;
®axc: (4722) 30-1 (4 -12-13; churnosov@bsuedu.ru; https:/bsuedu.ru
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