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OT3bIB BEJYUIEH OPTAHU3AIINHA

denepanbHOTO rocyJapcTBEHHOIO 4BTOHOMHOTO yuperIcH s
«Halmonanbublii  MeIULIMHCKMI  uccnenoBatenbekuit uentp «MexorpaciieBoii
HAYYHO-TeXHUHYECKHH KoMIuleke « MMKPOXHPYPIUH I71a3a» UMEHH aKa/leMHKa C.H.
®ejopoBa» MunmnctepeTsa  3/pasooxpaneus P@® 0 Hay4HO-NPaKTHYeCKOH
EHHOCTH JIHccepTaiMonHoi paborel Mypaxosekoii 10mi KoHCTaHTHHOBHBL 12
temy: «lloTeHIMANBHBIA CIEKTP MOJNCKYJISPHO-TEHETHYCCKHX BapHaHTOB M
KIMHHYECKOTO  TeYEeHHMs  HACJIEACTBEHHBIX  OITHYECKMX  HEHpomaTuii»,
MpeJicTaBIeHHOH Ha COMCKaHHe YYeHOH CTENeHH KaH/I1/1aTa MeIHIMHCKHX HayK 10

cnenuansioctd 3.1.5 — Odranemonorus.

AKTYVAJIBHOCTH TEMbl JHCCEPTAIIHH

Jlucceprammuss  Mypaxosckoii  10nni KoHCTaHTHHOBHBI - NOCBSLICHA
aKTyaJbHOMY BONpOCY — OIEHKE [OTEHIHAILHOIO CIEKTPa MOJEKYIApHO-
FeHEeTHYECKHUX BAPHAHTOB M KJIWHHYECKOTO TE€YEHUS HAC/ICACTBEHHBIX ONTHYECKHX
HeHpOnaTHii.

AyTOCOMHO-ZIOMHHaHTHas onTHyeckas Heiponarus (AJIOH), ayrocomno-
perieccusHas onTudeckas Heiiponarus (APOH) u nHacnenctseHHas onruteckas
neiiponatus Jlebepa (HOHJI) — nereneparuBibie 3aboncBaHusl 3pHTE/ILHOIO HEPBA,

0fBeIMHEHHBIC TOHSTHEM HAC/Ie/ICTBeHHBIe onTHYeckue Helponarui (HOH). HOH




ACCOLMMPOBAHEBI C BO3HWKHOBEHWEM MYTALHi B MHUTOXOHIAPHAIBHOH HIIH S/IepHOM
JIHK (mt/THK u s/{HK), koTophie NPHBOIAT K HapylICHHIO paboThi JIBIXaTenLHOM
lend MHTOXOHAPHIi B ranmmosnbix Kinetkax cerdarku (I'KC). I lepBuanoe
nopawenne I'KC BefeT K pa3sBHTHIO HacTHYHOH arpoQuH 3PHTEILHOTO Hepsa,
COMPOBOMK/IAIONIEHCS, KaK TMPaBWIIO, BBIPAKCHHBIM CHMXCHHEM 3PHTCIBLHBIX
dynximii. HOH npHBOAAT K CYIIECTBCHHOMY CHHKEHMIO KauecTBa JKM3HH
[alHeHToB, HHBATHIHOCTH, OFPAHWYHBAs HX COLHAJIBHYIO JICATE/IbHOCTD.

B cBA3M ¢ M3MEHEHHeM [pe/ACTaB/ICHUI O BKI&ie PazIHYHBIX MYTalluid B
pazeutve HOH, pacmmpenneM  BO3MOXKHOCTEH — METOA0OB  MOJICKYJIHPHO-
reHeTHYeCKOH JHATHOCTHKH, TMOSBHJIACh HEOOXOJMMOCTh ONEHHTb  CIHEKTP
renernyeckux papuantos HOH cpenn maumenros B Poccuiickoi denepaiuy,
BBISBHTH KJIHHHUKO-TeHETHYECKHE 0COOEHHOCTH NPH PazjiM4HBIX MY TallHsiX.

[lpunumas BO BHMMaHMe TOT (aKT, 4TO OT IEHETHHYECKOIO BapHaHTa BO
MHOTOM 3aBMCHT TEYEeHHE OITHYeCKOH HeHpomnarhu, aKTyalbHbIM BONPOCOM
ABJISETCS aHalNM3 JIONINOCPOYHOM JMHAMHMKM 3a0ojicBaHus 1PH  PasIHYHBIX
MYyTallMSX, B TOM YHCIIE C HCTO/Ib30BAHHEM COBPEMEHHLIX BhICOKOTEXHOIOIHHHBIX
HHCTPYMEHTAIBHBIX METO/I0B 00cae0BaHnA. BeisBiicHne KIHHHKO-ICHETHYCCKHX
u  MOphOQYHKIMOHANBLHBIX KOPPENSIMii, HCCIEJOBAHHE MHTOXOH/IPHAIIBHOH
dynkimu no3soaser Golee TIyOOKO M3YyUHTh OCODEHHOCTH TEUCHHS HOH 1pu
pasMYHBIX MYTauusx, yriyOMTh TOHMMaHWe mnaroreHesa 3abosicsaius #
060CHOBATE MOAX0/1bI K HAOMIONEHHIO H B lajbHEHIIIEM K JICHCHHIO [TallHeHTOB.

IlpeacraBnennbie  acmeKThl 0OYCIaBIMBAIOT aKTyalbHOCTh [POBEACHHA

JIHCCEPTALHOHHOIO HCCJIEIOBAHHA.

Ca#3b JHCCEPTANMOHHOI PaboThl ¢ IJIAHOM HAYUHBIX HCC/IE10BAHMI

Juccepranuonnasn pabora Mypaxosckoit HOnnn KoHCTaHTHHOBHBI Ha TEMY:
«lToTeHIHaNBHEBIH CIEKTP MOJIEKYISPHO-TEeHETHYECCKHX BAPHAHTOB H KIIHHHYECKOIO
TeyeHHs HAC/eJACTBEHHBIX ONTHYECKMX HeHponaruii», MpejcTaBIeHHas Ha
COMCKAHHE YYCHOH CTeNneHH KaH[MJara MEAHIMHCKHX HayK, COOTBCTCTBYET
cnemransioctd 3.1.5 — Odransmonorus. Pabora BeiliolHEHA B COOTBETCTBHH C

IJIAaHAMH HayYyHO-HCCIeloBaTellbcKuX pabor @DenepanbHOrO rocylapcTBeHHONO




GIOJUKETHOrO HaydHOro ydpeskaenus «HayuHo-HCCiic/l0BaTeIbCKHI  HHCTHTY'

rma3nsix donesneii umenn M.M. Kpacrosay.

Hayunasi HOBH3HA NOJY9eHHBIX PE3yILTATOB H BLIBO/10B

[lpescraBiennas JHCCepTallMOHHAA paboTa XapaKTepu3yeTcs HOBH3HOH H
NMPakTHYECKOH 3HAYHMOCTBIO.

ABropoM OBl [POBEACH  MOHMTOPHHI  HOTCHIMAIBHOIO  CIEKTPa
MoseKyspHo-reHetudeckux  Bapuantos  HOH HAa  perpe3eHTATHBHOM
KIMHHYecKoM marepuane w3 175 nauueHTos, MPOXKHBAIONIHX HA TEPPHTOPHH PMd,
omeHens! j10u otaensusix rpyrmn HOH, B Tom uncine APOH, accounnposantoi ¢
mytaimsmi sJIHK ¢.152A>G B rese DNAJC30, a Taxke NpojAeMOHCTPHPOBaHa
BEICOKaf reHeTHyeckas rereporenHocts HOHJL, Beisiiebl peikue 0 KanjHAaTHRIC
myTtaun Mt/IHK # s/THK npu HOH.

ABTOPOM TIPOBC/ICH AHAIN3 JIMHAMUKH (YHKIHOHABHBIX 1IOKA3aTC/ICH
HOHJI u APOH npu AnuTeNbHOM Te4eHMH 3a00/IeBaHus, BbIABICHbI KIHHHKO-
reHeTHYecKHe ¥ MOPHOPYHKIHOHATBHEIE OCODEHHOCTH MPH Pa3IudHbIX MYTALHAX
sJIHK 1 mT/IHK Ha Gonbiuoii Beibopke naunuenToB 13 PO B T.4. ¢ HCMOJIB30BAHUEM
COBPEMEHHBIX  BBICOKOTEXHOJIOTMHYHBIX ~ METONOB  JIMArHOCTHKH,  BIIEPBLIC
ONpe/ie/ieHbl CTPYKTYPHbIE H3MEHEHHs, MO3BOJAIONINE NPOrHO3MpoBars Oosiee
GnaronpusitHoe tedenne HOH, nonyuen narent Ha usoOperenue. Ilo wroram
MpOBE/IEHHOTO HCCIIE/0BaHHA pa3paboTaH MOAX0/ K JAIMArHOCTHKE H MOHUTOPHHTY
HOHJI u APOH.

BeisBlieHO, 4YTO  ypoBeHb  paboTel  CHCTEMbI  OKHCJHTE/ILHOTO
docopuinpoBanus B MHUTOXOHAPUAX (HOpOOIACTOB KOKH IAUMEHTOB €
kauauaarnoit myramus MT/IHK m.13513G>A co creneHbio rerepoiiasmMuu 10-

23% He OTIMHAJCH OT MOKa3aTesei KOHTPOJILHOH Py b

FHAMHMOCTE NOJYHMEHHBIX Pe3y/IbTATOB [LJIfl HAYKH H NPaKTHKH
3HAYMMOCTS IMOJIYYEHHBIX Pe3YIBTaTOB JUIS HAYKH W MPAKTHKH 3aKII04acTCs B
MPUMEHEHHH KOMILIEKCHOTO O(TaibMOJIOrHYeCKOro 00cIeloBaHMs [alMeHTOR ¢

HOH 115 OLEHKH 3pHTENbLHBIX QYHKIMIA W CTPYKTYPHBIX oOcoOeHHOCTEH B




AMHAMHKE JUIsl JAMArHOCTHKM M MOHMTOpHHra 3abosieBaHusi. PekoMeHI0BaHO
nposezedre OKT ¢ oneHkoi TONIMHBL CHBC, I'KC, nnomgaju JI3H na cpoke 18
MecsleB 1 Dolee oT MOMEHTa Hadasa 3aboleBaHHs B KauecTBE NPOrHOCTHYECKOIO
METOJ1a TIPH OLICHKE JI0JINOCPOYHOI0 3PHTEJILHOIO MPOruo3a.

PaciiupeHbl MOKa3zaHHs K TPOBE/ICHHIO TEHETHYECKOrO MCC/IC/oBaHus y
nauedtos ¢ HOH:  pekoMeHgoBaHO  NpOBeJEHMEC — aHanM3a  Beel
nocneposarensHoctd MT/IHK MeTonoM cekBeHHpOBaHus HOBOTO IMOKOJICHHA JUIA
oOHapykeHHMsl PEIAKHX H KaH/JMIaTHBIX BapHaHTOB, a4 TAKKE MOIHOIK3OMHOE
cexennposanue 1/[HK npu oTcyTCTBHM y MAlMEHTOB ¢ KIMHHYECKOH KapTHHOMH
HOH wuacto Berpeqatonmxcs nepuunpix Myrauuid MT/IHK v mytaumit 8 rene
DNAJC30

PesyibraTsl IHCCEPTAllHOHHOTO MCCIIC/I0BAHHA B IIEPCIIEKTHBE MOTYT ObITh
MCIOJIB30BAHbl TIPH [JIAHUPOBAHUM KJIMHMYECKMX MCCIEA0BaHMH Y NALMEHTOR C
pa3/IHYHBIMK reHeTHYecKuMu Bapuantamu HOH.

PaspaGorannbie MeTO/b! BHeIpenbl B TpakTHKY pabotsl « PI'BHY HHUHI'D 1w

M.M. KpacHosa».

Crenenb 10CTOBEPHOCTH H anpodaluy pe3yibLTaToB

CreneHb JOCTOBEPHOCTH HAYYHBIX [TOJIOKEHHH, MMOJIYYEHHBIX PE3YJILTATOR,
BBIBOJOB M  MPaKTHYECKHX  PEKOMEHIallii,  ONpeiesIeHHBIX B XOJC
JINCCEPTAIMOHHOIO HCCIIe/IOBAaHHA, CliejlyeT NPH3HATH BLICOKOH B CBA3H ¢ Habopom
JIOCTATOYHOTO M PpENpe3eHTaTMBHOID KIHHHYECKOID Marepuala d KavyecTBOM
obpabotku pesynsraros. IlpoBejieHue CTAaTHCTHYECKOIO dHAIM3A TOJNY4CHHBIX
JAHHBIX KOPPEKTHO, IPHMEHEHBI COBpeMeHHble MeluAbl cbopa u oOpaborku
HAY4HBIX JaHHBIX. Pe3y1bTarsl CTATHCTHYECKOTO aHAIM3A HAMIIAAHO NPC/ICTAB/ICHbI
B TabykIax v rpaduKax.

Hayunpie nonoxkeHus  0oDOCHOBaHbI, BCE  [IOJIOKCHHS W BbIBOJIBI
apryMeHTHPOBaHbl, OCHOBLIBAKOTCA Ha JIOCTATOYHOM KIHHHYECKOM Marcpualic.

Jluccepranms H3N0XKEHa B TPaJIHLIHOHHOM CTHIE HA 144 crpanuiiax
MalIHHOMHCHOTO TEKCTA U COCTOMT M3 BBeJIeHHS, 0030pa JIMTepaTyphl, MATEPHAIIOB

H MEeTO/0B, ITIaB CcOOCTBEHHBLIX MCCAENOBAHHH, 3aK/IIOYEHMS, BBIBOAOB M CIIMCKA



awuTeparypsl, Biodatoniero 206 ucTouHMKa, H3 HUX 22 OTedecTBeHHBIX H 187
3apybexHbIx aBTopos. Pabora wunoctpuposana 34 tabaunamu 1 20 pucyHKamu.
MeTo/10/I0rHYECKH BEpPHO Ompefie/ieHbl Lellb W 3ajla4d  HCC/Ie/I0BaHus.
WUcnonsiyemple TabIMILl B PHCYHKH HAITAAHO HIUTIOCTPHPYIOT XOJI HCCIIC/I0Bans
M ybenuTeNbHO  [OATBEPXKAAOT  JIOTHKY  (POpMHpPOBaHHSA BLIBOJIOB.
CdopMmynipoBanHbie BBIBOAbI TIOJHOCTBIO OTPAKAOT MOCTARICHHBIE LEIH H
samaun. Cojepkanue asropedpepara W ONyOIMKOBalIHBIX PadOT NOJIHOCTLIO

OTPaKalT COflepyKaHHe JIMCCEPTAallHN.

Anpobanus padborsl B nydJIHKAUHH
ITo Teme amuccepraimu onybnukosano 13 neuariibix pabot, B Tom yucie 9
paboT B peLieH3UpPyEMBIX HayHHBIX KypHanax, pekomeriosantbix BAK. Tloayuen
narent Ha u3obpetenue Ne RU 2785859 C1 or 14.12.2022. Pesynsrarhi Hay4HOro
uccreoBanKsg anpoOHPOBaHEL U JIOJIOKEHB HA POCCHHCKUX HAYYHO-NPAKTHYECKHX

KOH(pepeHIHUAX.

JlHunblil BKJIa/1 aBTOpa B POBEIeHHE HCCIeI0BAHNS

JluuHbIi BKIa/1 aBTOPa COCTOUT B HETIOCPEICTBEHHOM YYaCTHH B BBITIOJIHEHHH
BCEX JTANOB JMCCEPTALIMOHHOIO HCCIEIOBAHMA: aHall3e JaHHBIX COBPEMCIIION
oTeYecTBEHHOI M 3apy0eKHOI THTeparypel, Y4aCTHH B ONPE/ICICHHH LICIIH M 3a/1a4,
BEIOOPE METOJIOB MCC/IE/I0BaNHs, IPOBEJICHHH BCEX KIMHMYECKHX HCCIe0BaHHi ¢
nocieayiomiell HHTepHpeTaluel pe3yIbTaToB, CaMOCTOATE/IbHON CTATHCTHUECKOH
0OpaboTke pe3yIbTaToB U X anpodalH, NOINOTOBKE BeeX MMy OIMKaIH, Te3UCOB H
JIOKJIAZI0B Mo Teme paboThl.

Jakmouenue

Jlnccepranmonnas pabora Mypaxosckoit Onun KoHCTaHTHHOBHA Ha TeMmy:
«IToTeHIHaNbLHBIA CIEKTP MOJIEKYJIAPHO-TCHETHYECKUX BAPHAHTOB H KIIHHHYCCKOIO
TeueHHs HACJICJICTBEHHBIX ONTHYECKHX HeHponaruii» Mpeacrasisiecr  codoi
CAMOCTOATENBHYIO,  3aBEpUICHHYI0  HAy4YHO-KBaTH(HIMpOBaHHY0  pabory,
BRIMONHEHHYIO HAa BBICOKOM METOHONOTHMYecKoM YypoBiHe, odopmiena B

cooTBeTcTBHH ¢ Tpebosanuamn Munucrepctea Obpaszosanns P®. llo csoeit



aKTyanbHOCTH, HAay4HOW HOBH3HE, TEOPETHYECKOH M [PaKTHYECKOH 3HAY4HMOCTH
paGora Mypaxosckoii 10.K. nonnocreio orsedaet tpebosanusm 1.9. «l lonoxenus
0 MOpsiAKe MPUCYKIEHHA YYEHBIX CTEMeHeH» MOCTAHOB: ICHUA [pasurenscrea PO
Ne 842 ot 24 centsOps 2013 r. B pemakuuu nocraHosienus Ilpasurenscrsa PO
Nel786 or 26 okrsbps 2023 r, mpeabssasembiMm BAK P® k auccepraumsm Ha
COMCKaHHE YYEHOH CTeNeHM KaH/HJara MEIAMIMHCKHX HayK Mo ClelHalIbHOCTH
3.1.5 — OdrransMonorus, # MOXKeT ObITh NPEJICTABICHA K OQHIMANBHON 3allHIC.
Orm3biB OOCYX/JEH Ha 3acellaHHH HAyYHOH KOMHMCCHH YHCHOIO CoBeTd
MejiepalibHOTO TOCY/IAPCTBEHHONO ABTOHOMHOTO  YyUPCHKIACHHUS «HanmonanbHbli
menunuHcKHil uecnenoparenbekuil menTp « MHTK «Mukpoxupypruu riasa» WM.

akay. C.H. ®enopoBa» Munuctepcrsa 3jipaBooxpancHus Poccuiickoii @esepanmny
e
or«_7T£ » Lltas v 2026 1., npoTokon 3acefanus Ne 2
{

JIoKTOp MEAMIIMHCKHX HayK, npodeccop, maBHbli
HaYUHBIH COTPYAHHK OT/Ie]Ia TepaneBTHYECKOMH

o TANIBLMOIOTHH, Tpodeccop Kadeaps! IMa3sHbIX
6onezneit UHITO ®I'AY « HMHIL «MHTK
«Muxpoxupyprus rmaza» um. akaa. C.H. ®enoposay
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YueHslii cekpeTapb JHCCEPTallMOHHOTO COBETA
21.1.021.01, goxTop MEAUIIMHCKUX HaYK, podeccop
Jlazepnoii akanemun nayk P@, 3aBenyionmii oreinom
nazepHoii xupypruu cerdatkn @AY «HMHI]
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