OT3bIB

JAOKTOpa  MEAHUMHCKHX  HayK; — AOHeHTa  Kadeapbl  BHYTPEHHHX,
npogeccHoHAIBHBIX  Oosie3Hel H PEeBMaTOJIOTHA DepepanbHOro
rocyJapcTBeHHOI0 ABTOHOMHOrO 00pa3oBaTeIbHOI0 Y4YpPe:KIeHHSI BbICLIETro
oOpaszoBanus IlepBbii MOCKOBCKHIl roCyIapCTBeHHbIH MeIHUIHHCKHH
yuusepecurer umend H.M. CeuenoBa MuHucTEepCcTBa 31paBOOXPAHEHHS
Poccuiickoii @epepannu (CeuenoBckuii Yuupepcurer) Koporuaesoii HOunu
Bayecs1aBoBHBI Ha aBTopedepar aHCCEPTANHOHHOH PpadoTbl IMHPOBOI
Xagnxu MapaToBabl Ha TeMy «[eMOIATHKO-ypeMHYECKHIl CHHAPOM Y JAeTeii:
COBpEeMEHHbIe MNOAXO0Abl K AHATHOCTHKE, JICYEHHI0 H OHNEHKe IPOrHosa»,
NpPeACTABJICHHYI0 K 3allHTe HAa COHCKAHHE YYEHOH CTeNeHH [JOKTOopa
MEIHIMHCKHX HayK no cneunaabHocTu 3.1.21. [leanaTpus

Juccepraunonnas padora X.M.DOMHUPOBOI MOCBSIIeHa HM3YUYEHUIO KpakHe
TSIKEJION  MYJbTHAMCUMIUIMHADHOW MATOJIONMHM, KOTOpas B TeJHaTpHYECKOH

MPAKTUKE SABJIAETCA OJAHOW M3 TIaBHBIX IPUYMH OCTPOrO IMOBPEXKAEHUS IOYEK, -

aTUNMYHOMY I'eéMOJIMTHKO-ypeMuueckomy cunapomy (al'YC).

ATUNWYHBIH ~ TeMOJMTUKO-YPEMHUYECKHH  CHHAPOM—  YJbTpPapeiKoe
(opannoe) nporpeccupyrolee 3aboaeBaHKe, IIpeACTaBsAomee co00i CHCTEMHYIO
TpomOoTHYecKyt0 MuKpoanruonatuio (TMA), o0ycinoBieHHYO XPOHHYECKOH
HEKOHTPOJIMPYEMOH aKTUBalMeld anbTEepPHATUBHOINO IyTH KOMIUIEMEHTAa W
ITPOSIBJISiFOLIEeCs] TPOMOOLMTOIIEHUEH, MUKPOAHIHONATUYECKON MeMOJIMTHYECKOH
aHeMHUel U UIIeMUYECKUM MOBPEHICHUEM )KU3HEHHO Ba)KHBIX OPraHoOB, B IIEPBYIO
ouepelb, nouek. Pa3suruio 3aboneBanus, Kak paBuiio, CIOCOOCTBYIOT pa3InyHbIe
TPUITEPBI, AKTUBUPYIOLHE CUCTEMY KOMIJIEMEHTA, CaMbIMU YaCTbIMHM M3 KOTOPLIX
CyXaT HWH(PEeKUMH, BaKUUHALMS, XUPYpPrUUeCcKHe BMEIIaTelbCcTBa, CHCTEMHas
natonorus u ap. Tsxects Teuenus al YC y aereit 00ycioBiIeHa HE TOIBKO TSKEIbIM
[IOpaXEHHEM TOUYEK, HO U B OOJIBIIMHCTBE CIy4aeB OJIHOBPEMEHHBIM BOBJICYEHHEM
JPYTUX JKM3HEHHO BaXXHbIX OpraHoB. VIHHOBAILMOHHBIM TATON€HETUYECKUM
noaxoaoM Kk Jedenuto al'YC 3a mocienHee JecsTUIETHE CTalO IMPUMEHEHHE
3KyJin3ymaba — mpenapara W3 IpyIIbl aHTHTE], HHTUOMPYIOLMX KOMILJIEMEHT,

KOTOpHﬁ paaAuKalbHO H3MEHHJ TMPOrHo3 MNalHeHToOB C aFYC, 3HAYUTCIIBHO



YBEJIMHHUB MIAHC HE TOJIBKO COXPaHUTb HM )KW3Hb, HO H HOGHTBCH [TOJIHOT'O
BhI3IOPOBJICHHUA. Tem He MEHEe, TPYIHOCTH JTHArHOCTHUKH al'YC Hne Bcerpa
MO3BOJISIIOT CBOCBPEMEHHO TMOCTAaBUTE AWATHO3 W HadaTh NaTOTeHETUYECKYIO

TEpaIHuIo.

B auccepraumonHoi pabGore X.M.DMmupoBoil paspaboTaH ajroputMm
OUarHoCTUKU U JieueHus al 'Y C, mo3BOMBIINNA ONITUMU3HPOBATH MOAXO0/ K BEICHUIO
JAHHBIX MMALKUEHTOB, CHU3UTH JIETATbHOCTh U YMEHBIIUTh HHBAIMANU3ALUIO JeTeH C

al'YC, 4TO cBHETENBCTBYET O HECOMHEHHOW aKTyalbHOCTH HCCIIeI0BaHH.

B pabore 1moapobHO MpoaHalIu3upoBaHbl BO3MOXHBIE TPUITEPbl Pa3BUTHS
al'YC u BbISIBIEHBbl KIHHUYECKHE HIOAHCHI TeueHWs 3a0oneBaHMs Yy JeTeil.
[IponemoHcTpUpOBaHa BBICOKAsE YacTOTa pPa3BUTHS TSKENOW MOJUOPraHHOM
HEJOCTATOYHOCTH C IIOPaKEHUEM, TOMUMO IT0UEK, UEHTPATBLHON HEPBHOM CUCTEMBI,
cepzla, OpraHoB ey 0YHO-KUIIeUYHOro TpakKTa, JETKUX, CBUAETEILCTBYIONIAsA O
CUCTEMHOM  XapakTepe  KOMILleMeHT-onocpenaosanHoii  TMA.  Brepsoie
IIOJATBEPK/IEHA BO3MOKHOCTh Pa3BUTHA BHEIOYEYHBIX IPOSIBJICHUH HE TOJIBKO B
MOMEHT ocTporo snuzoga TMA, HO M CIyCTsS HECKOJBKO JIeT TIIOCje €ro
KyNUpOBaHUA, a Takxke y mauueHToB, nosydaromux 31T, uro nmoxarsepxkiaer
npeacTaBlieHue O BO3MOXHOCTH XpoHudeckoro TtedeHus al'YC. Iloapobuo
MpOaHaIU3UPOBaHbl OCOOCHHOCTH Te4deHHs W ucxoabl al'YC y mnauueHtoB ¢
HAJIMYUEM/OTCYTCTBUEM MaTOIEHHBIX MyTallMil B FeHaxX CUCTEMbl KOMIUIEMEHTA, a
Takke y ferei ¢ antutesbHbM al YC. Kpome Toro, yOeauTenbHO J0Ka3aH BKIIA/
MYyTaluil TeHOB TPOMOOGDUIIHH B TsDKECTh TedeHus 3aboneBanus. B pabdore X.M.
DMHPOBOY BIIEPBbIE BHISBIEHBI (PAKTOPBI HEOIATOMPUITHOTO MOYEHHOT0 U 001Iero
nporuosa s al YC y getell u onpeaeneHsl ONTUMAIbHBIE MTOAXO0AbI K JICYEHMIO.
OtnenbHO BBIAENEHbl NPEIUKTOPBI Pa3BUTUS XPOHHYECKOH OOJE3HH IMOYEK H
TSKEJIBIX CEpACYHBIX OCIOKHEHHMH. YOeAuTeNbHO N0Ka3aHO, YTO paHee Hayvajo
KOMILIEMEHT-0JIOKUPYIOIIEH Teparuy I03BOJISET HE TOJBKO COXPAaHWUTH KH3Hb
peOeHKy, HO MPAaKTUYECKH BO BCEX CIIydasX AOOUTHCS I[OJHOIO BOCCTAHOBJIEHUA

(GyHKIMM NoYek, a Tak )K€ IMPeAOTBPATUTh pa3BUTHE KapAHMOMHONATHH KaK Yy



MaLMeHTOB, UMEIOIINUX NeHETUIECKUH Je(eKT B reHax CUCTEMbl KOMIIJIEMEHTA, TaK
¥y JIeTel, He MMeIoLMX MyTauuii, accouuupoBaHHbix ¢ al'YC. B pabote
IPOIEMOHCTPHpOBaHsl U (akropel pucka peruauBa al'YC mnocie OTMEHBI

KOMILJIEMEHT-0JIOKHPYIOILEH TepaniH.

ABTOpedepar AUCCepTalii TOCTPOCH T10 KJIACCHUYECKOMY ILTaHy H IMO3BOJSET
MOJIyYUTh TOJIHOE MpPE/CTABIECHHE O COAEP)KaHWU JUCCepPTALMOHHON paboTel. B
aBropedepare npeacTaBieHbl BCE OCHOBHBIE Pa3felibl AUCCEPTALMK, COMEPKUTCS
JOCTATOYHOE KOJIMYeCTBO MH(POPMATUBHBIX TaOIUI U HAIJISIAHBIX pUCYHKOB. Llens
M 3agadu  4eTko cdopmynupoBaHbel. PaGoTa mnpoBeseHa Ha JOCTATOYHOM
KauHH4YeckoMm Matepuanie. HecMoTps Ha To, ato al ' YC 0THOCHTCS K YJIbTpapeaKon
opdaHHON naTojsoruu, B uccaegoBanre X.M. DMUPOBON BKJIIOUEHO 3HAYUTEIbHOE
YHCJIO IALUMEHTOB ¢ 3ToH Ho3zojorued (211 pgereii), 4Tto OBLIO JOCTHUIHYTO
Oaaroaapst HEMOCPEACTBEHHOMY YYacTHIO aBTOpa B BeneHuH naueHTos ¢ al YC, B
TOM 4HCJIe HaIpaBlIeHHBIX U3 pa3ludHbIX pernoHoB Poccuiickoi denepaiui,
IIPOBEICHUH 3KCIIEPTHOI0 aHAIM3a MEJULHUHCKON JOKYMEHTALMH C IOCTIE LY FOLIHM
HaIMcaHueM M0 3anpocy MEIWLMHCKUX OpPraHu3alMid SKCIEePTHBIX 3aKIHOYEHHUH ¢
pekoMeHJauusaMu 1o BeaeHuro getedd ¢ al'VC, MHOro/leTHUM IepPHOIO0M
uccienoBanus. B aucceprauMM  MCMOMB30BAHBI  COBPEMEHHBIE  METOJBI
o0OceloBaHus MallMeHTOB, B TOM YHCJIe CIELHalbHble METOJbl HCC/IEI0BaHu,
BKJIIOYAIOUIUE MCCIIeJOBAHHS T€HOB CUCTEMbl KOMIUIEMEHTA U CHCTEMbI I'eéMOoCTasa.
Craructuueckast 00paboTKa IaHHBIX BBITIOJHEHA C UCIIOJIBL30BAHUEM COBPEMEHHBIX

ITaKETHBIX MPOrpaMmM.

PaGora umeer BakHYH0 Hay4YHYIO 3HAYUMOCTh — BIIEpBbl€ YCTaHOBJICHA
pacIpocTpaHeHHOCTh pasauuHbXx (opm al'VC y gereil, BblAENEHbl KIMHUKO-
reHeTUYEeCKUe OCOOEHHOCTH €ro TEeUCHMs, MPOTHOCTHYECKHE (AKTOPbI, a TaKxkKe
paspabotan anroput™ BejeHus nauueHTos ¢ al YC. Heocniopuma u npakTryeckas
3HAYMMOCTh PadOTHI Ul NeJuaTpudeckod NpakTUKU. Beigenenne pakTopos pucka
passutua al'YC, npeaukropoB GiarornpusTHOrO U HeONaronpusTHOrO MPOrHO3a

3360H€B3HHH, Onpelie/iIiCHNs  OIITHMAaJIbHBIX CPOKOB  Hayvaila KOMIUJIEMCHT-



Onokupyrouieid Tepanuu y maumedtoB ¢ al YC, Moryr cnocoGcTBOBaThH
COBEpPIICHCTBOBAHUIO OKa3aHUS MEAMIIMHCKOM MOMOLIM 3TUM nanueHTtam. Kpome
TOTO, BHEJpPEHWE B CTAHAAPTHYHO cxeMy oOcnenoBanusi nanueHToB ¢ al'VC
OmpeJieIeHUs] He TOJBKO MyTallMi TeHOB CUCTEMBl KOMIUIEMEHTa, HO U MapKepoB
TPOMOO(UINH, MO3BOJISET AOMOJHUTEIBHO CIPOTHO3MPOBATH TSKECTh TEUEHUS
3a00J1eBaHUsl U OTHTUMHM3MPOBATH AajibHelllee BeieHHEe ITUX MAlUeHTOB C LeJIbI0
MUHMMH3ALUN PUCKOB perauBa 3a0osieBaHUs, a TakKe Pa3BHTUS OTIAlICHHBIX

OCJIOHEHUH, KOTOpBIE MOI'YT IPUBECTH K MHBAIUAM3ALUY peOeHKa.

OcHOBHBIE TOJIOKEHUS, BBIBOJBI U PEKOMEHAALUN HAY4yHOU paboThl HAILIM
[pyUMeHeHHe y4eOHOH u eyeOHO#M paboTte He ToibKO B MOCKBe, HO U B JAPYTHX
pernonax. [lo Teme mucceprammu onyOnaukoBaHo 25 Hay4HBIX paldoT.

IIpyHOMIIHANIBHBIX 3aMeYaHu# K paboTe HeT.
Jak/oueHue

Takum oOpa3om, aBropedepar DMUpoBod Xaauwxu MapaTOBHBI Ha TeMy
«I"eMONMTHKO-ypeMHUUECKUI CHUHAPOM Yy JeTel: COBpPeMEHHbie MOAXO0Jbl K
JUArHOCTHKE, JIEYEHHIO U OLEHKE ITPOrHO3a» Mo crnenransaocty 3.1.21. [Meauarpus
ABJIAETCS 3aKOHYEHHOM HAy4YHO-KBAIM(DPUKALMOHHON paboToM, coaepKalien
pelleHure akTyalbHOH HayYHOI MpoOaeMbl, IMEIOINH CyIeCTBEHHOE 3HaYeHHUe 1S
MEIULMHCKON npakTHku. [lo akTyanpHOCTH, HAyUHOW HOBM3HE M MPAKTUYECKOM
3HaYMMOCTH [AMCCEpTALIMOHHAs paboTa COOTBETCTBYET TPeOOBAHMAM IyHKTa 9
«IlonoxeHus o mNOpsAJKE MPUCYKACHUS YUCHBIX CTeNeHei», yTBEPKAEHHOro
ITocranosnennem llpasurenscrBa Poccuiickoit @enepanun ot 24.09.2013 Nog42 (¢
usMeHeHussMu B penakuud Ilocranosnenwit  IlpaButensctBa  Poccuiickoi
@enepaunn ot 21.04.2016 r. Ne 335, ot 02.08.2016 r. Ne 748, ot 29.05.2017 r. Ne
650, ot 28.08.2017 r. Ne 1024, ot O 1.10.2018r. Ne 1168, ot 20.03.2021 r. No 426,
or 11.09.2021r. Ne 1539, ot 26.09.2022r. Ne1690, or 26.01.2023r. NelOl1, ot
18.03.2023r. Ne415, or 26.10.2023r. Ne 1786, or 25.01.2024r. Ne62),

NpeIbsABIIAEMbIM K JUCCEPTALMSIM Ha COMCKAHUE YYEHON CTENeHU JOKTOpa Hayk, a



€e aBTOp JOCTOWHA MPUCYXACHUS MCKOMOH CTenmeHu mo creuuanbHocTH 3.1.21.

Ilegnarpus.

Houent Kaenpsl BHYTPECHHHX,
npodeccHoHaNbHBIX O0JIC3HEH W PEeBMaTOJIOTHH
OI'AOY BO Ileppeit MIMY um. U. M.
CeuenoBa MunsgpaBa Poccun (CeuyeHOBCKHIA
Vuusepcurer), aM.H. (3.1.32 Hedponorus,
3.1.12. AnecTe3nos0rus 1 peaHuMaToIOrus )

Koporuaesa HOnus BsuecnasoBna

« /_&) UpLOS _ 2024r.

[Toammer a.m.H. KopoTuaesoii FO.B. yoctoBepsio.

Yuensrii cexperape PI'AOY BO Ilepsoiit MI'MY
umM. K. M. Ceuenoa Munsapaa Poccun
(CeuenoBckui YHUBEPCUTET), JM.H., Tpodeccop
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