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OT3bIB BEAYIIEH OPTAHU3AIIMH
0 HayYHO-NPaKTHYECKO# LIEHHOCTH AHCCePTAMOHHOM paboThI LlImenekoBoi
Mapuu CepreeBHsl Ha TeMy: « KnTMHHKO-TeHETHYECKHE H OHOXHMHYECKHE acTleKThbl
HACJIECTBEHHBIX ONTHYECKHUX HelponaTuii», NpeAcTaBieHHON Ha COMCKaHHE
V4eHO# CTeNneHH KaHauaaTa MeIHIMHCKHX HayK

no cneunansHoctH 3.1.5.-Odranemonorus.

AKTYAIBHOCTH TeMbl JHCCEPTALHH

Juccepranonnas pabora IlIMenskosoii Mapuu CepreeBHbl MOCBALICHA
aKTyanbHOH TpobiemMe — M3YHEHHIO KIWHMKO-TEHETHYECKHX M OHOXHMHYECKHX
ACTIEKTOB HAC/e/ICTBEHHBIX onTHYecKHX Heliponatuii (HOH).

Ha ceropnsmsumii jieHb BaXKHEHIIMMH BOMpPOCAMH B H3YYEHHH OINTHHCCKHX
HAC/Ie/ICTBEHHBIX HeHpomaTHii OCTalOTCA JMArHOCTHKAa W MPOrHO3HPOBaHHE
nanbHeiimero TedyeHus 3abdosieBaHHWs M PUCKOB KOHBEPCHH Yy HIEHOB CEMBH
namienta. IlosTomy Beem mamuentam ¢ HOH Heobxomnma KOMIUIEKCHAs
JIMArHOCTHKA C BBICOKOTEXHOJIOTHYHBIMH METOJaMH o00cjie/loBaHHs Ha paHHEM
yrane 3aboneBaHHA.

YHHBEpCANbHBIX METOIOB AHArHOCTHKH HA JIHHBIA MOMEHT HE CYLUECTBYET,
MO3TOMY LUHPOKO H3Y4alOTCs paslH4Hble BapHaHThl OLEHKH CTPYKTYPHBIX H
dynkumonaneubix u3menennii npy HOH, a Taoke KoppekuuH MeTabonHYecKuX

HapylleHH#i, KoTopble MOryT OBITH TPHITEPHBIM MEXAHH3MOM B pPa3BHTHH
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KIMHHYECKOH cHMITOMATHKH 3aboneBanus. B cBA3M C 3THM BaXKHBIM ABJIACTCA
ouenka y naumentom ¢ HOH ypoBua ¢onneBod KHCIOTEL B CHIBOPOTKH KPOBH,
NpoBEJCHHE HCCMEeI0BaHWH A1 OLEHKH COCYJMCTBIX H CTPYKTYPHBIX H3MEHEHHH
(OKTA, ®HO).

VunTeiBas BHICOKMH HayuHbli MHTepec K npobieme HacneACTBEHHBIX
ONTHYECKMX HelponaTwii, akTyallbHbIM HOBLIX TEHOB H acCOUMHPOBAHHBIX C
pa3sBHTHEM KIHHHYECKOH CHMIITOMATHKH HOH myTaumii.

CBsi3b IHCCEPTANMONHOM PaGoThl ¢ MJIAHOM HAYYHBLIX HCC/IE10BAHM

Jlucceprauuonnas pabora Illmenskopoii Mapun CepreesHbl Ha TeMy
«KnuHUKO-TeHeTHYecKHMe M OMOXMMHYECKHE  acCleKThl  HacleACTBEHHBIX
ONTHYECKHX HeHpomaTHii» BHIMOJHEHA B COOTBETCTBHH C TUIaHAMH Hay4HO-
HccnenoBaTenbekux pabor  (DejlepanbHOrO  rocy[apCTBEHHOIO  OHOKETHOTO
HayuyHoro yupexnenus «HaydHo-uccie0BaTeIbCKHil ~ MHCTHTYT  IJIasHBIX
bonesneit umenun M.M.KpacHosa»

PaBota cooTBeTcTBYeT crienraibHocTh 3.1.5 Odransmonorns.

Hayunas HOBH3HA NOJIYYeHHBIX Pe3y/IbTATOB H BLIBOA0B

Jluccepraunonnas pabora IlImenskosoit Mapun CepreesHbl obnanaet
BCEMH MpH3HAKaMH Hay4HOH HOBH3HBIL

ABTOpOM, B XOJl¢ NPOBENCHHBIX HCCIEJ0BAHUH, ObUI TPOBEJEH MOHCK
HOBBIX MYTalMii B sJIEPHOM reHe DNAJ30 y TauMeHTOB C KIMHHYECKOH
cumnromatukoii HOH, u Owmina onpejeneHa nois MNalHEHTOB C MaTOMCHHBIMH
BAPHAHTAMH B JaHHOM TI€He Cpe/li BCEX MAallHEeHTOB C KJIHHHYEeCKOH KapTHHOH
HOHJL.

ABTOpOM NpOBeJeHa KOMIUIEKCHas [IHarHOCTHKa MalHeHTOB C HOH c
MPHMEHEHHEM TAKHX BBICOKOTEXHONOIMHYHBIX METOJIOB obcneposanusa kak OKT,
OKTA, ®HO (snement obwmeii DPI) ¥ BbiABIEHBl BaXHBIE CTYKTYPHBIC,

KIHHHYeCKHe H THAarHOCTHYECKHE 0co0eHHOCTH TeueHHd JaHHOTO 3ab0JieBaHHA.




3HaYMMOCTH MOJIYHYEeHHBIX Pe3y/ibTATOB /LIS HAYKH H NPAKTHKH

3HAYHMOCTh IS HAyKH [OJYYeHHBIX pe3yjbTaToB 3aKiIio4yaercs B
HCIIOJIL30BaHHH [Pe/UI0KEeHHOT0 MeTO/1a KOMIUIEKCHOH NHAarHOCTHKH MaLHeHTOB ¢
HOH 115 nocTaHOBKH JHardHo3a Ha paHHeM JTane 3abosieBaHHs H HCIIOJIB30BaHHE
NOJYYEHHBIX J@HHBIX A1 ©Oonee raybOKO TOHHMaHHs MATOJOTHYECKHX
MeXaHHW3MOB U Dolee TOYHBIX MPOrHOCTHYECKHX BO3MOKHOCTEH.

PaspaboTtannbie MeTO/IbI BHEIpPEeHb! B MPAKTHKY paboTel oTAena narojordy
ceruatku riaza PIBHY «HUUI'b um.M.M.Kpacrosay.

O6ocHOBAHHOCTD H I0CTOBEPHOCTL NOJIY4eHHbIX JaHHBIX

Bce HayuHble MOJIOKEHHS W BBIBOIBI, c(OPMY/IHPOBAHHBIE B AHCCEPTALHH
apryMeHTHpOBaHbl, 00OCHOBaHbl H JIOCTOBEPHBI, OCHOBBIBAIOTCA Ha J10CTaTOYHOM
obbeMe uccrenoBaTeNbcKoro marepuana. B paborte Henonbs3oBaHO COBpPEMEHHOE
cepruduumpoBanHoe 0MTANBMOJIOrHYEcKOe H ODIEKTHHHYeCKOoe 000pyaoBaHKE.
Amanuz ® craTHcTHyeckas oOpaboTka NaHHBIX BbINOJIHEHA C TPHMEHEHHEM
COBPEMEHHBIX METOJIOB.

Copepxanue asropedepata M onyONHMKOBaHHBIX PpabOT TMONTHOCTBIO
OTPayKalT pe3yIbTaThl AHCCEPTAIMOHHOH paboThI.

[MpuHuMnuaneHelX 3amedanuit no jauccepranun llmenskosoii Mapuu
CepreeBHBI HeT.

Anpobanus padorsl H nyOAHKAHH

Martepuansl AUccepTallHOHHOH paboTEl OBLIH NpeACcTaBlIeHbl, J0JI0KEHb H
obeyxnensl Ha OCHOBHBIE TONOKEHHS JMCCepTalMH  AolokeHbl Ha XV
Bcepoccuiickol  Hay4qHO-NPakTHYeCKOH KOH(EpeHUHH ¢  MEKIYHapOJAHbIM
yuactueM «®enoposckne 49rteHns 2018», XVI Bceepoccuiickoil Hay4HO-
NpaKTHYecKod KOH(pEepeHIHH ¢ MeXKIYHapOIHBIM ydacTHeM «DeIopOBCKHE YTEHHS
2019», «Mitochondria in human disease», Stockholm, 2019, XX HayuHo-
npakTH4ecKoil HelipoodTanbMONOrH4eckol KOH(epeHIHH « AKTYalbHbIE BONPOCH]
Heiipoodransmonorun», 2020, XXVI Mexaynapoinom OdransMOI0OrHYeCKOM

Konrpecce «bensie Houn», 2020, XII Coesne odranemonoros Poccun, 2020.




[To teme pabGorbl onybaukoBaHo 14 neuaTHbIX pabor, W3 HHX 8 - B
KypHanax, BXOMALMX B [epeYyeHb BeIYIIHX pELEeH3HPYEMBIX Hay4YHbIX
KypHaioB W W3gaHuH, pexomennosaHHeIX BAK, MOJIy4YeH [MaTeHT Ha
n3obpeTeHHe «Cnoco®  KOppeKUHH  OKHCIMTENbLHOro  CTpecca MpH

Hac/le/ICTBEHHOMN onTuyeckoi Heliponartuu Jlebepa» Ne 2704 013 ot 18.04.2019.

JInunbliii BKJIAJ aBTOpa B NpoBeeHHe HCCIE10BAHHSA

JInuHblii BKNIAm aBTOpa COCTOMT B HENMOCPEACTBEHHOM YYacTHH BO BCex
JTanax JMCCEePTAlHOHHOIO HccnenoBaHHA. JlMccepTaHT mNpOBOAMA — aHAlH3
COCTOAHMA BOMpOCa MO JAaHHBIM COBPEMEHHOH JHTepaTypbl, MpHHHMAaN
HEMOCPEICTBEHHOE y4acTHe B ONpe/ieNieHHH Lend M 3ajaad, Belbope MeTOA0B
HCClIEIOBaHHsA, aAKTHBHOE Yy4YacTHe Ha  BCeX  JTanax  HCCIeNOBaHHs,
CAMOCTOSTENIBHO  MPOBOAMJI  CTATHCTHYECKYH0  00paboTKy — MoOJy4eHHBIX
pe3yNbTATOB HCCIENOBAHHA C TOCJEAYIOUleH HMHTepnpeTalleH, NpOBOAHI
OCHOBHBIE H JOIOJHHTE]bHbIE METO/Bl HCCeJ0BaHuH, Y4acTBOBaN B MOATOTOBKE
nyOaMKalKMi 1 J0KIa10B 10 TeMe paboTsl.

Jakaouenue

Juccepraumonnas pabora lllmenskopoii Mapun CepreesHbl Ha TeMmy:
«KnuHuKo-reHeTHYeckHe W OHOXHMMMYECKHE  aCleKThl  HAacCHeICTBCHHbIX
ONTHYECKHX HeiiponaTuii» npeactasiseT coboil caMOCTOATENBHYIO, 3aBEPIICHHYIO
Hay4HO-KBANH(HKALHOHHYIO paborty, BEIMOTHEHHYIO Ha BBICOKOM
MmeTofosnoruyeckoM yposHe. ITo cBoel akTyalnbHOCTH WM HAay4HOH 3HAYMMOCTH
pabora llImenskoBoi M.C.. nonHocTeio oTBedaet TpebosanusaM 1.9 «llonoxenuns
0 TNpHCYXJEHHH YYeHBIX CTereHei», YTBepKAEHHBIM MOCTAHOBICHHEM
[paButensctea P® Ne842 ot 24 centabpsa 2013r. B penakiuuu nocTaHOBICHHS
ITpaButensctBa P® Ned26 ot 20 mapra 2021r., npelbABIAeMBIX K KaHIHIATCKHM
nuccepraumsM, a cam asrop, llImenskoa Mapua CepreesHa, 3acimyKHBaeT
NPHUCYKACHHS YYeHOH CTeNeHH KaHauaaTa MeIHIHHCKHX HayK M0 CMeqHalbHOCTH
3.1.5. - odranemonorus. IlpuHumMnuanbHelx 3aMedaHuii K oQOPMIEHHIO

AMCCePTALMOHHOH paboThl HeT.




Om3piB oOcyXkeH Ha 3ace/laHMM Hay4YHOH KOMHCCHH Y4EHOro CcOBeTa
MejiepalibHOTO NOCYIAPCTBEHHOIO aBTOHOMHOIO YyupexaeHus «HauuoHansHbIH
MeIHIHHCKHI HccnenoBatenbekuii nenTp « MHTK «Mukpoxupyprus riasa» um.
akajl. C.H.@enoposa» MunKcTepceTBa 3apaBooxpanenus Poccuiickoit @enepanun

ot «09» susaps 2024 r., npotokon 3acejaanus Ne 1.

Hay4nslii coTpyIHHK OT/ena

Na3epHOH XHPYPrHH CeTHaTKH

OI'AY «HMUL] «MHTK «Mukpoxupyprus riaza» i
um. akajl. C.H. Menoposa» Munsapasa Poccun, . )
KaHJUJAaT MeJIMIHHCKHX HAYK E.K. Ilenanosa
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