OT3bIB

0(pMUHAIBLHOIO ONNOHEHTA

JI0OKTOpa MeauuMHckux Hayk JKuposa Urops BuranbeBuua, Beayllero Hay4yHoro
COTpYZHMKa OT/ena 3aboneBaHHH MHOKapaa U cepaedHoi HegoctaTtounocTd PI'BY
«HauMonanbHplii MEAMIMHCKUHA HCCIeA0BATeNbCKHI LIEHTP KapAMOJIOrdyd HMEHH
akagemuka E.M. Hazoea» Munucrepctsa 3apaBooxpanenns Poccuiickoii @enepaiuu
Ha aucceprauMoHHyro pabory Hryen Txauns Jlyana «/luarsocruka u ocoOEHHOCTH
TeyeHHs HH(UIBTPATHBHBIX 3a00NeBaHNii cepla», NPeACTaBICHHYIO Ha COMCKAHUE
YYEHOH CTENEHW KaHAWJaTa MEIMIMHCKUX HAayK no crneuuansHoctu: 3.1.20.

Kapauonorus.

AKTYya/IbHOCTb BbINOJTHEHHOH patoThl.

[Tox nousitnem «uHdunbTpaTHBHLIE 3a00aeBanus cepaua (M3C)» monumaror
Pa3sHOPO/HYIO COBOKYIHOCTB 3a0o0sieBaHHi, OosbLIAsA 4acTh U3 KOTOPBIX SBISETCS
opbanHOW  marosiorued, Hecylledl  BecOMyl  Harpysky Ha  CHUCTeMy
3apaBooxpaHenus. VHQUIbTpaTHBHBIH NpoliecC B cepille 4Yalle BCero sABJsercs
O/THUM M3 MPOSIBJICHHH CHCTEMHOCTH 3a00JIeBaHHMS M HOCUT INPOrpecCUpYIOLIUH
XapakTep. Ha paHHHX CTaaMsX NOpaXKeHHe cep/ila YacTo MpoTeKaeT OECCUMIITOMHO
WIM MaJIOCUMIITOMHO. B cBsi3u ¢ 3tuM, B Hactosiuee Bpems U3C B GonblunHCTBE
Clly4aeB IMAarHOCTHUPYIOT HA KOHEYHBIX CTagMsAX HIM M[pU  ayTOICHH.
[TpopomkuTenbHOCTh AuarHoctTuyeckoro noucka npu U3C gocraTouHo AnuTenbHa,
BpeMss 10 MOMEHTa IIOCTAaHOBKM MPaBHJIBHOTO JMar€Ho3za H KOJIWYECTBO
MOCELEHHBIX CHEUUaTUCTOB 4Ype3BblYaiHO BapuabenbHbl, YTO MNPHBOJUT K
CepbE3HBIM OIIMOKAM W HECBOEBPEMEHHO Ha3HAYEHHOMY crelu(puIecKoMy

JIEYEHHIO.

OTO CTaBUT nepen MeauuUuHCKUM CcO00IIIeCTBOM LI€JIbIH psn NpHKIaAHBIX

3anad, UeEJIbr KOTOpOf‘I SIBJISIETCA HMCCJIE€OOBaHHE aclleKTOB JHArHOCTHKH H
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ocoberHoctelt Teuenns M3C cpeau pasiuuHbX rpymm KapaAMOJIOTHYeCKUX
IMalfuEHTOB, pa3pa60T1<a MapuipyTH3allHi W OINTHUMH3ALIHA BEJAEHUS MaLUEeHTOB

JlaHHOM rpynmbl. B cBete ckasanHoro, npeJcTaBieHHas AMCCePTALMORHAs paboTa

SIBJIACTCS KpalHEe aKTyaJlbHOH U CBOEBPEMEHHOM.

Crenenb 060CHOBAHHOCTH AMCCEPTALHOHHON PabOTHI, J0CTOBEPHOCTD

HAY4YHBIX M0J10KeHHH, BLIBOJOB H PEKOMEHAaLHI.

Beicokas  10OCTOBEpHOCTb  pe3yJIbTAaTOB  HMCCIENOBaHMs  obecrieyeHa
MCIIO0JIb30BAHHEM COBPEMEHHbIX TEXHOJOrMH TMOJy4YeHHs W aHalM3a JaHHBIX,
JAOCTaTOYHBIM O0BEMOM BHIOOPKH MALMEHTOB, IPHMEHEHHEM aJIeKBaTHBIX
CTaTHCTUYECKHX METO/0B OLICHKH MOJTY4YeHHBIX Pe3yJIbTaTOB. ABTOPOM H3Y4aloTCs
H KPHTHYECKH QaHallU3UpPYKOTCS H3BECTHBIE JIOCTHIKEHHS HW TCOPETHYECKHE
MOJIOKEHUST MCCIEeJOBAHUM TMOCIEAHUX JIeT MO JAWArHOCTHKE W OCOOEHHOCTSM
teyenuss U3C, no-HOBOMY paccMaTpHBalOTCS «KpacHble (uiarn» JHArHOCTHKH M
knaccupuxanuu U3C. Pemrenune xaxaoil nociefyromiei 3aja4yum onupaercs Ha
pe3y/bTaThbl NpeAbLAYIIMX 3TAaloB, YTO 00YCIIOBIMBAET UX B3aUMOCBS3b M OTpaXkaeT
rryOuHy MccieloBaHus. ABTOPOM BBINOJIHEHO PEeTPOCHEKTHBHOE, TPOCIIEKTUBHOE,
CPaBHUTE/IbHOE HCCeOBAHWE HA PpEeNpe3eHTATHBHOW KOropre NallMeHTOB C
MCIOJIb30BaHHEM OOOCHOBAaHHBIX METOJIOB CTATUCTHYECKOTrO aHanu3a. 3ajavw,
chopMyTHpOBaHHBIE aBTOPOM, YCIIEILIHO PEIIEHBI, 1eb HCCIIeJ0BAHUS JOCTUTHYTA.
[Tony4yeHHble pe3ysnbTaThl BCECTOPOHHE M3II0KEHbl B TEKCTe IUCCepPTaLuH,
NpeACTaBieHbl B BHAE CXEM, PUCYHKOB M Tabiuu. ABTOPOM HCIHOJIb3YKOTCS
KOPpPEKTHbIE METO/bl HayYHOr0 aHajlu3a, YTO JeJlaeT BbIBOAbl 00OCHOBAHHBIMH U
JOCTOBEpHbIMH. Pe3ynbTaTel AMCCEPTALMOHHOTO HCCIIENOBAHUS MMEIOT BaXKHOE
npakTuyeckoe 3Havyenue B auarHoctuke M3C u BeleHMH NMauMeHTOB C JaHHBIMH

3a00JIeBAaHHUSAMH.

HoBH3HA M npakTHYecKass 3HAYMMOCTb HCC/IeJ10BAHHS, MNMOJY4YeHHbIX

pe3yjabTaToB, BLIBOAOB H pEROMeHIIalIHﬁ.
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HayuHas HOBH3HA MCCEPTALMOHHOTO HCC/IEIOBAHMS HE BHI3BIBACT COMHEHHH,
OCODEHHO C y4€TOM TpPYAHOCTH [MArHOCTUKM M BeleHus naumeHtoB ¢ W3C,
KOMOpﬁHlIHOCTH NalHeHTOB MW KOMIIJICKCHOCTH MMOCTaBJIEHHLIX 3aJad4. C"IHTaIO
BO3MOXHBIM ~OTMETHTh Haubosee BakHble (PArMEHTHl AHCCEPTALMOHHOTO

HCCJIeJOBaHHUs.

[Ipexne Bcero HeoOXOAMMO MOAYEPKHYTb, YTO ObLIM  OMpe/eseHsl
YyBCTBHUTEJIbHbIE W crneuupuunbie npeaukropsl Hamuuus M3C ("kmoun" wuiam

«KpacHble (uiaru» 17s IMarHOCTHKH ), TPH KOTOPbIX He0OXoauM ckpununr Ha U3C.

Bo-BTOpBIX, BBITIOIHEHO ONpe/ieieHHe YaCTOThI BBIABICHUS HEKOTOPBIX BUIOB
MHQUILTPATHBHBIX 3a00NeBaHUM, 4acTOThl H OCOOEHHOCTEN MopaxkeHHs cepala
cpead MAlMEHTOB €  aMHJIOMI030M, MYKOMNOJHCAXapH/I030M, HOCHTeNeH
MYT@HTHOTO I€Ha MYKONOJucaxapuaosa, MauueHToB ¢ Oozne3Hplo Pabpu u
capkoun1030M. bel1o ycranosiieno, 4ro cambiM yacteiM M3C sBisieTcst aMmuiion103
cepaua. CpeaHsis vacToTa AUArHOCTHKM AaMHUJIOMZ03a B MHOrONpOQHJIBHOM
cranuoHape r.Mockssl 3a nepuoa ¢ 2008 no 2019 r cocrasuna 12,6/100 Teic
rocnutanusnpoBaubiX. Hacnencrsennusiii ATTR-amMunonno3 auarHocTupoBaH y

8,8% mnanueHTOB C KapAMOJIOrHYeCKOW IaToJIOrMeil HesICHOH O3THOJOTHM M C

HamuuneM «kpacHbix ¢uarosy MU3C. Ilopaxkenue cepamna BeisBisiock y 100%

OOJILHBIX C CHCTEMHBIM amuiaoujgo3oMm npu ayroncuu, y 100% OGonasHBIX ¢
MyKomojucaxapuaosoM ¥y 96,2%  HocuTeneii  MyTaHTHOrO  reHa
MyKOIoJincaxapuao3a, y 71,4% nauuentoB ¢ 6ose3npio Pabpu, y 6,9% nauueHTos
C capkou7030M. BriepBbie nmpoBe/ieHa OlIEHKA COCTOSIHHS CepAeYHO-COCYAHCTOH
CHUCTeMbl y poauTeneil OONBHBIX C MYKOIOJMCAaxapua030M. PesynbraTsl
MCCIIeI0BAaHUS CBUIETENLCTBYIOT O BO3MOXKHOCTH KJIHMHHYECKHX TMPOSABJIECHUSIX

[IopaXK€HuA cepana y HOCHTEJIeH MYTAaHTHOI'O reHa MYKOIIOJIHCaxapHuao3a.

B-TpeTbHx, OblH BbIABIEHB! (hakTopsl HeOmaronpusTHoro nporHoza U3C na
npumepe amuinonnosa. Cumxenne @B JIK, yposus obuiero Oeska B CbIBOPOTKE

KPOBH H OTCYTCTBHE TNaTOICHETH YeCcKou Tepanuu  ABJIAKOTCA  CHIIBHBIMH
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HE3aBHCHMBIMH MPEJHKTOpPaMH HeOMaronpuaTHOr0 TNpPOrHO3a Yy OONBHBIX C

CHUCTEMHBIM aMHJIOHI030M.

bonee Toro, aBTOpoM mnpemnokena obocHoBaHHas Kiaccupukaums HU3C,
QIrOPUTM IHAarHOCTUKM nauueHToB ¢ M3C, cxema mapuipyTu3anuu NauueHToB ¢
aAMMJION/1030M, OCHOBAHHBIE HA Pe3y/IbTaTax COOCTBEHHBIX HAOMIOIEHHH 1 HAYYHOM

aHalIu3e MoJIY4YCHHBIX TaHHBIX.

ﬂHCC@pTauHH BBIINTOJIHEHA B COOTBETCTBHUM C IJIAHOM HAYYHBIX Uccie0BaHum

®I'AOY BO «PHUMY um. H.U. Iuporosa» Munzapasa Poccun.

IMosHoTa M3/10/KE€HHS OCHOBHBIX Pe3y/JbTATOB AHCCEPTALHH B HAYYHOM

nevyaTH.

OcHOBHbIE T0JI0KEHHS, BHIHOCHUMbIE IUCCEPTaHTOM JUIS IpeaBapUTeNbHOM
3allMThl AuccepTauuy (anpodauuu) onyonukoBansl B 16-X HayyHbIX paboTax (u3
HUX: 6 cTaTel B )KypHanax, penensupyemsix BAK npu Munucrepctse obpa3oBanus
1 Hayku Poccuiickoii Penepauun, 7 craredi B KypHase Scopus, nosyuduso |

CBHUAETENLCTBO O rOCYIaPCTBEHHOM peructpauuu 6a3el JanHbix Ne 2022622513

Ouenka coaepxkanusst H odopmieHuss padoTbl, e 3aBepIIEHHOCTL B

HEJI0M.

Bo BBeneHuu cgopMyJMpOBaHbI Lelb W 3aJaud MCCIEIO0BAHUSA, Hay4Has

HOBH3Ha M NNpaKTH4Y€CKas 3HAYUMOCTb pa60'rb1.

B nurepatypHOM 00630pe monpoOHO OMHCaHBl COLMANbHAs 3HAYUMOCTb H
opems U3C, knuHuueckue cumntoMsl U npuszHaku U3C, coBpemeHHbIE METOIBI

nuardoctuxky u geuenus U3C.

[Tonpo6Ho 06cykaaeTcst BONpOC AMarHOCTUKH U ocobenHocTsx Teyenus U3C.

Onwucanbl cOBpeMeHHbIe MoaAX0abl U MeTobl Jeyenus U3C.

Bo BTOpOﬁ riaBe A0CTaTO4YHO W TNOJIHO [MpeacTaBjieHa METOMO0NIOIHs,

MaTepHalibl ¥ YCJIOBUS MPOBEACHUS UCCIIeIOBaHUN. ABTOPOM OINKMCAHbl OCHOBHBIE



ILIKaJIbl U TECTHI, HCTIONIb30BaHHbIE /15 00ciel0BaHuA 1 olleHkH nanuenTos ¢ U3C.
Tak xe dBTOpOM OITHCaHa METOJUKa U3MEPEHHS TOJILIHHBI Men{npencepnﬂoifl

MEeperopo/IKi H CTBOPOK MUTPAILHOTO M a0PTAIbHOIO KJIallaHOB, PAaCcYéTa HHIEKCOB

MLi u MBc.

B Tperbeit rnase mpeacTaBieHbI pe3yibTaThl COOCTBEHHBIX HCCIIEIOBAHMIA,
MMEIOLINE 10CTATOYHBIA 00BEM KIMHHYECKUX M J1a00paTOPHO-UHCTPYMEHTATIBHBIX
naHHBIX. Pe3ynbratel paboTel 10ApOOHO OMKUCAHBI U XOPOLLIO MPOUJUIFOCTPHPOBAHBI
B BHJI€ Ta0M1 M pUCyHKOB. CTaTHCTHYECKHIT aHAJIU3 BBIMOJHEH C HCIIOJIb30BAHHEM
nporpammuoro obecneuerus SPSS 26 u STATISTICA 12.0. Paznuuus mexmy
HOPMaJIbHO pacrpelejeHHbIMU HElpPepbIBHBIMU 3HAYEHUSMH OLIEHHBAJIUCh C
UCNOJb30BaHHeM oaHodakTopHoro aucnepcuonHoro ananusza (ANOVA) c
anoctepuopHoil  koppekuueir bondepponu. Paznuuus Mexay HOMHHAIbHBIMH
NMEpPEMEHHbBIMH CPaBHUBAJIM C I[IOMOLIBIO KpUTEpUs XM-KBajapar. AHalIu3
OTJAJIEHHOM KyMYJISTUBHOM BBIKMBAEMOCTH OCYLUECTBIISUIM 10 MeToay Kamnmana—
Meiiepa; paznuuuii MexIy KpHUBBIMH BbDKHBAEMOCTH — C MOMOIIBI JIOIPAHI-
KpUTEpHsi WM C npuMeHeHueM kputepusi ['exana—Bunkokcona. [lns pacuera
BEPOSATHOCTH HACTYIUICHHUS COOBITHUS B 3aBUCMMOCTH OT 3HAY€HUH HE3aBHCHMBIX
MepeMeHHbIX HCIOoNb30Balack OWHapHas JIOTHCTHYECKas perpeccus. AHaiu3
pabounx xapaktepuctuk npuemHuka (ROC) pmns upentudpuxaumu H3C y
nmauMeHToB ¢ ytoaumeHuem creHkd JDK  Obln  BeImosHeH juis pacyera
YYBCTBUTEJILHOCTH, CieuuPpuuHOCTH, rutomaau noa kpuso ROC u ontumanbHOro
MOPOroBOI0 3HAYEHMS, a TAKIKE ONpe/Ie/IeHHs Ka4eCTBa IPOrHOCTHYECKOM MOJIEIH.
Perpeccuonnas moaens Kokca ucnonb3oBanace [Ulsi OLEHKM YCJIOBHOIO pHCKa

CcoOBITHS IpH 3aJaHHBIX 3HAYEHUAX UCXOJHBIX ITPU3HAKOB.

BBIBOBI H MPAaKTHYECKHE PEKOMEH1allui 0OOCHOBAHBI, JIOTHYHO BBITEKAIOT U3
MaTtepuaioB paboTbl ¥ CBUJAETENBCTBYIOT O AOCTH)KeHUH e€ uenu. [Ipaktnyeckue

pPEKOMEHAallHi TO0CTaTOYHO apryMEeHTHPOBAHBI.

HepocraTku padoThl.
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B uenom, Beinonnennyio paboty MOKHO MPH3HATH XOPOLIO BBINOJIHEHHOI.
Onnako, B paboTe BCTPEYAIOTCS CTHIHCTHYECKHE OLIMOKH, HEKOTOpBIE
«HEYJaYHBIC» BbIPAXXEHHsI, €CThb HECKOJIBKO OII€YaTOK, 4YTO, OJHAKO, HE 3aTpyaHseT
[TOHUMAaHHA MaTepualia B LEJIOM. Ectb HEKOTOPbLIE TEPMHHOJIOTHYECKHE aCII€KThI
MCIIOJIb30BAHUS psla NEeQUHHLMI — HanpUMep, «CKPUHUHI», HE SBJISIOLIHECs
obienpunATeiMA. MMeeTcsi HECKONBbKO BONPOCOB, OTBET Ha KOTOPHIE XO4erTcs

MOJIyYUTh B PEXKHUME HAYHHON AUCKYCCHHM:

1) B yupexaeHHsX KaKoro 3BeHa 3/[paBOOXpPAHEHHs BO3MOKHO MPOBEICHHE
00cjie10BaHMs 1715 BBISIBJIEHHS BBICOKOM BeposTHOCTH Haimuyus U3C?

2) Cuuraer 11 aBTOp OOs3aTeNbHbIM NpoBeneHue Bepudukamu U3C ¢
NpHMEHEeHneM MOP(OIOrHYecKuX MeTo10B?

3) Ha xakom 3rame AMarHOCTMYECKOro IOMCKa He0OXOAMMO MpOBeIeHHE

reHEeTHYEeCKUX UCCIeJOBaHW 7

[IpuBeni€HHBIE MHOKO 3aMeyaHMss MOTYT OBITb HCIpaBlIEHbl aBTOPOM
CaMOCTOSITEJIbHO, HE CHWXAKT HAy4YHOM W  MPaKTUYECKOH IEHHOCTH
JUCCepPTallMOHHON paboThl. X04eTCsi OTMETHTh, YTO padoTa 3aBepliUeHa M0 3aMbICITy

U pe3yjbTaTaM M IPUHLUMUIHAIbHBIX 3aMEYaHU N K Hel HeT.
3akouenune.

Hucceprauus Hryen Txaub Jlyana «/luarHoctuka U 0cCOOEHHOCTH TEUEHHUS
MHOUILTPATHBHBIX 3a00J1eBaHUM ceplay, NpeacTaBieHHas Ha COUCKaHHe y4eHOH
CTeNeHM KaHauJaTa MEJMLUMHCKHUX HayK, MpejcTaBisieT coOO0H 3aKOHYEHHOe
Hay4HO-KBaNM(pHUKaUMOHHOEe HccaenoBaHue. Jlannas pabora uMeeT BaKHOeE
TEOpeTHYeCKOoe M IpaKTHYeCcKoe 3HayeHHe, MO cBoeMy oObemy ¥
METOAUYECKOMY YPOBHIO coOOTBeTCTBYeT TpeboBanus 1.9 [lonoxenus o
MPUCY)XACHUM  Y4YEHBIX  CTeneHed, YTBEpPKJAEHHOTr0 MOCTAaHOBJIEHUEM
ITlpaButensctBa  Poccuiickoit  @enmepauun Ne 842  or  24.09.2013r.
(c usmenenusimu B penakuuu I[locranosnenuit IlpaButenscrBa Poccuitckoi

®enepauun Ne 335 ot 21.04.2016r., Ne 748 ot 02.08.2016r.), npeabsBiasemMsiX



K AMCCEpTaLUAM Ha COMCKAHME yYCHOW CTEeNeHH KaHuaaTa Hayk, a ee aBTop,

Hryen Txaup JlyaH, 3aciykuBaer npucykJICHUS UCKOMOM CTeNeHM KaHIuaaTa

MEJHLHHCKUX HayK no crneuuansHocty 3.1.20. Kapanonorus.

O¢uunanbHblii ONNOHEHT:
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