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O(lmuﬂa.m,ﬂoro OIIMOHEHTA

aokropa MeauuuHckux Hayk (14.01.08 - Ileamarpusi), npodeccopa Bamaxmanze Haro
J:kymOepoBHBI Ha JuccepTanHoHHYI0 padory Hocosoii Hanexas! PynoasdgoBabl Ha Temy
«3HavyeHHe K/IHHHYECKHX, COBpPEMEHHBLIX OHOXHMHYECKHMX MeETOJOB W ceMeiHoro
CKPHHHMHI'A B [HATHOCTHKe OoaesHu Padpu», NpeacTaB/JIeHHYH) HA COMCKAHHE Y4YeHOIi
CTeNIeHH KAaHAWIATa MEIMIHMHCKHX Hayk mo cnenuaiabHocTu 14.01.04 — Buyrpennue

boae3znu

AKTYyaJIbHOCTH TeMBbI HCCJIeJOBAHHS

Bonesur ®abpu — Tsxkesoe nporpeccupylollee HacleAcTBEHHOe 3aboeBaHe, KOTopoe
OTHOCHTCS K JIM30COMHBIM OoJie3HsAM HakomuieHus. MHTepec K yka3aHHOM IaTOJIOTMH B
MOCTICAHUE JECATHUIICTUS BO3POC B CBA3H C IOABJICHUEM HOBBIX JHaHHBIX 00 OCOOEHHOCTAX €e
KJIHHHYECKOH KapTUHBI M BO3MOXHOCTSX IOBIMATH Ha TE€YEHHE U INPOrHo3. boseznr Pabpu
4acTo Ae0ITHPYET B JETCKOM M II0JIPOCTKOBOM BO3pacTe, XOTs MOJIHAA KIMHHYEeCKas KapTHHa
MaHH(EeCTHPYET Y B3POCIBIX MNAIUEHTOB, H HA MOMEHT IOJTBEPXKACHUSA 3a00JCBaHHUA YXKe
HMeeTcs HeoOpaTHUMoe IOBpEKICHHE MOYEK, cepilla, LIEHTPaJbHOH HEPBHOH CHCTEMBI, YTO,
0e3yciioBHO, yxyamaerT 3(@(eKTHUBHOCTE (EPMEHT3aMECTUTEIBHOH TEpallMu H  IPOTHO3
OonbHBIX. PaHHSAs TMArHOCTHKA 3TOro 3abojeBaHHS BO MHOTHX CIydasX BECbMa CIIO)KHA HM3-3a
moiMMophHOH KIMHUYECKOH KapTHHBI, HECIIEUH(OUUHOCTH MHOTMX HadalbHBIX CHMIITOMOB H
MaJIOM OCBEJIOMJICHHOCTH MEIMIIMHCKHX pPabOTHHUKOB 10 JaHHOH mnpobreme. s neueHus
nagdenToB ¢ Oonesnpio ®abpu B HacToslIee BpeMsl CYIIECTBYET NATOMEHETHUYECKAs
tdhepMmeHTO3aMecTUTENBHAA Tepanusa. [IpH CBOEBpeMEHHOHM IO0CTAHOBKE AMAarHo3a M ObICTPOM
Hayvaje JICUYECHHS 3TO IO3BOJISET TOBBICHTH KaK MPOJO/DKUTENBHOCTh, TaK M Ka4ECTBO KH3HH
OonbHBIX.  Jucceprauus sBIsSETCA AKTYaIbHOM M HMMEET HECOMHEHHYHK IIPaKTHYECKYIO
3HaYMMOCTh, ITOCKOJILKY JAaHHBIE, MOJIYYeHHBIe aBTOPOM, [TO3BOJIAT B JalbHeilneM pa3padboTaTh

aJI'OPHTMBI paHHEH THAarHOCTHKY Oose3nn @adpH Ui CIEUATHCTOB Pa3jInyHOro NpoduIIs.

JocToBepHOCTH M HOBH3HA HAYYHBIX I10JI03KEHHI], BLIBOJOB H PeKOMeH AUl
Pe3ynbTaThl JUCCEPTAMOHHOH paboTHl MONYYCHBI Ha aHaIu3e MCTOpHH 00Je3HH

CTATUCTHYECKH 3HAYUMOH OTHOCHTEIIbHO OOJBIIOH KOropre IallMEHTOB C Op(aHHBIM



3abonesanuem  (102) ¢ TpUMEHEHHEM  COBPEMEHHBIX  METOJOB  KIHHHYECKOTO,

MHCTPYMEHTAIBHOIO H JIADOPaTOpHOro 00CeJOBAHMUS.

B npoBeieHHOM HCCIIEIOBaHHH BIIEPBEIE B POCCUHCKOH MOMYISIUU:

a) OXapaKTepU30BaHbl PaHHHC KIMHUYECKHE CHMNOTOMBI Oonesnn Pabpu, uccnenopana
HX PaclpoCTPaHEHHOCTh M JUArHOCTHYECKas EHHOCTB,

0) onpeneneHa 3¢hheKTUBHOCTE CEMEHHOr0 CKPUHUHIA B AUarHocTuke Oonesan ®abpu u
OCHOBHOE TIPEISTCTBHE IS €70 NMPOBEAEHHS B POCCHHCKON MOMYIIALHNH,

B) JIETAJIBHO [IPOAHAIM3UPOBAHA poJib cyOcTpaTa Hakowienus lyso-Gl3 B nuarnoctuke u
olleHKe ItporHo3a bonesznu Oabdpu.

JUis CTaTHCTHYECKOTO aHalIM3a PE3YJIbTAaTOB MCCICIOBAHMS IPHMEHEHBI aJIEKBATHbBIE
MeToibl. B CBA3M ¢ dYeM, JIOCTOBEPHOCTh IIOJYYEHHBIX PE3YJIbTATOB M CJIEJIaHHBIX Ha 3TOM
OCHOBAHHU BBIBOJIOB HE BBI3BIBAET COMHEHHH.

Hay‘IHBIE IIONTOXKEHHA, PEe3YyIbTaThl, ITOJYYEHHBIE aBTOPOM, BBIBOJBI H IIPAKTHYCCKHE
PEKOMEH/IallMH COOTBETCTBYIOT LM M 3aJadaM HCCIICOBAaHUA, HAYYHO apryMEHTHPOBAHEBI H

JIOTHYECKH BBITCKAIOT U3 IMOJIYUCHHEBIX PE3YILTATOB.

HayuHo-npakTH4yecKkas 3HAMUMOCTh paboThl

ABTOpPOM THIATEIBHO MPOaHATH3UPOBAHBI HCTOpHH Oone3nu 102 B3pOCHBIX MAIMEHTORB C
nokazaHHoH Oonesnspio ®abpu, ObUTO OOpamieHO BHHMaHHE HAa YacTOTY Pa3fHYHBIX PaHHUX
IpOsBJICHUHN O0JIE3HH, BO3PACT MOABICHHUS CUMIITOMOB, BO3pacT ITOCTAHOBKH JMArHo3a, a Takxke
METOJIBI TTOCTAHOBKH /[MarHo3a, MpOBe/IEHbI pacueThl MHJIEKCOB TSKECTH O0JIe3HH, TINATEIBHO
cobpan 1 IpoaHaIN3HPOBaH CEMEHHEIN aHaMIE3.

[Topaxxenue nepupepHuIeCKOH HEPBHOH CHCTEMBI, HApPYILIEHHOE TOTOOTJACICHHUE H
AHCHOKEPAaTOMBI BBIJIEJIEHBl ABTOPOM Kak Hauboljiee 4YacThle M CcHOENU(QUUYHBEIE paHHHE
nposBieHus Oomesnu Dabpu, mnopaxkeHHe nNepUdEPUUCCKON HEpPBHOH CHCTEMBI H
aHTHOKEepaTOMBI- BaXKHBIMHU JUI paHHEH JIMarHOCTHKM Oolie3HH. BriepBeie onpeienena BhICOKas
3G (QEeKTHBHOCT CEMEHHOr0 CKpPMHUHIA B JHArHOCTHKE M OCHOBHOE TIPENATCTBHE [UIA €ro
IIpOBeAeHHs B POCCHHCKON MOMYNISLUU- reorpaduueckoe pa3odiieHue ceMei.

ComckareneM BBIABIEHBI (DAKTOPHI, aCCOI[MUPOBAHHEIC C TSHKENIBIM TEYEHHEM OOJIE3HH
®abpy, K KOTOPEIM OTHOCATCA MOPAXKEHHE IEPH(PEPHIECKON HEPBHOM CHCTEMEI H HAPYLIEHHOE
norootjenende. Hanuume AaHHBIX CHMOTOMOB Ipejrnojiaraer 0Oosiblliee BHUMAaHHE K

H3MCHCHHAM OpFaHOB—MHHIeI-Ief:L



B  pabore  geranpHO — IpoaHATM3MpOBaHAa  poilb  CyOcTpata  HaKOIJICHHA
nmusoriioborpraosuncunrosuna (lyso-Gl3) B onenke nporunosa 6oneznu ®abpu. Ilokazano, yTo
ypoBeHb lyso-G13 uMeeT IporHocTHYecKoe 3Ha4YeHHe, HO TOJIBKO Y HKEHIIHH, IIPSIMO KOppeiIupys
C BEJIMYMHAMHM MHJEKCOB THXeCTH Oone3HM. Jlnsg MyXKYHMH BaKHa CTEIEHb IIOBBIIICHUS
koHIeHTpaluH lyso-Gl3, 3HayeHus Bhine 26,3 HI/MJI ONPENEISAIOT BBICOKYHO BEPOATHOCTD
(opMHpOBaHMs KiaccHueckoro ¢enotuna 6osesznu. IlogydeHHOE MOPOroBOE 3HAUEHHUE HILKE
YPOBHS, OIIHCAHHOTO B 3apy0exKHOI IuTeparype, IJie yKa3blBaeTcsa KoOHUeHTpauu 45 u SOHr/mi.

PesynpTaThl  HccleOBaHUS  MOTYT  OBITh ~ MCHOJIB30BaHBI B IpOrpammax
IIOCTIEAUIUIOMHOTO 00pa30BaHUs HEBPOJIOIOB, JEpMAaTONOrOB, HedposIoroB, KapAHOIOTOB U
[1€IMATPOB, YTO JIOJLKHO ITOBBICHTD YaCTOTY PaHHEH AHAarHOCTHKHU Oosie3HH Padpwu.

B uccnenoBanuu IpeCTaBiIeH alrOPUTM JEHCTBUH Bpaya IIpH NOA03PEHHH Ha OOJe3Hb
@abpu ¢ y4eTOM COBPEMEHHBIX IPEJACTABICHUH O OHOXUMHMYECKMX, DH3HMMOJIOTMYECKHX H
MOJIEKYIAPHO-TEHETHIECKUX  METOAax  JMAarHOCTHKH, MOJATBEpKIEHA  HEoOXO0JUMOCTH

IpoBCACHHUA KOMIIJICKCHOTO 06CJ'ICILOBaHHH JUIA BLRIABJIICHUA ITOpaXXCHHA OpraHoB- MHLIECHEH.

CreneHb 000CHOBAHHOCTH HAYYHBIX I0JI0MKEHHIT, BHIBOJIOB H PeKOMeH/1aIlHi,
c¢(opMYyTHPOBAHHBIX B HCCEPTALMH

HuccepraniMoOHHOE HCCIIENOBAHUE BBIIIOJHEHO HA JIOCTaTOYHOM 00BEME KIMHHYECKOrO
martepraia. OTHOCHTENIbHO HeOOoJbIIoe KOJUYECTBO NauueHTOBR ¢ Oonesnbo @abpu (102)
00BACHACTCA PEJIKOCTHI0 U3ydaeMoro 3abosyeBaHus. OIHAKO B JIaHHOE MCCIEOBaHHE OBUIO
BKIIIOYEHO OoJsiee TPETH POCCHHCKHX NAUMEHTOB C JIMArHOCTUpOBaHHOH Oonesnero dabpu.
OO0pamaeT BHUMaHHE IOAPOOHELIN aHaMM3 W BBICOKUH YPOBEHb CTATUCTHMYECKOH 00paboTku
JNAHHBIX, METObl KOTOPOH IOJHOCTBIO COOTBETCTBYIOT IIOCTABJIEHHBIM 3ajadaM. BBIBOABI M
NPaKTHYECKHE PEKOMEHJAIMH JIOTHYECKH BBITEKAIOT M3 IOJYYCHHEBIX pe3yiapTaroB. Haydnbie
MOJIOXKEHUS], PE3YJILTATHl, MONYYCHHBIC AaBTOPOM, BBIBOALI M IIPAKTHYECKHE PEKOMCHIAINH
COOTBETCTBYIOT LIE/SIM U 3a/1a4aM UCCIICIOBAHUS, HE BBI3EIBASI COMHEHHI B JJOCTOBEPHOCTH.

Taxum 0Opa3oM, 000CHOBaHHOCTh HAYYHEBIX IIOJOXKEHHUI, BEIBOJOB M PEKOMEHIAIUH He

BBI3BIBAET COMHEHMH.

ITosnoTa M3/10:KeHHsI OCHOBHBIX Pe3y/JIbTATOB JMCCEPTAIIHOHHOH padoThl B Hay4YHOH
ne4aTd W JIMYHBIH BKJIaJd aBTOpA.
Ilo pesynpraraM HcCleOBaHUA aBTOPOM OITyOJIMKOBAaHO 6 ne4aTHBIX paboT B AKypHaIax,

BKIIOYEHHEIX B llepedyeHs peleH3MpyeMBbIX HaydHBIX H3JaHUH, B KOTOPBIX AOKHBI OBITH



ony0OIMKOBAHBEI OCHOBHBIC HaydHBIE pe3yJbTaThl JUCCEPTAIMI HA COMCKAaHHME YYEHOH CTeneHH
KaH/IMJ1aTa MEAUIMHCKHX HAyK, B TOM 4YHcl€ | cTaThd B HAYYHBIX M3/1aHHAX, HHIECKCHPYEMBIX B
0a3ze naHHbIX Scopus. OCHOBHBIE MOJIOKEHHUS AUCCepTaMuU OBUIH MMPEJICTABICHE HA €XKET0JHOM
EBpomnetickom kourpecce pesmaronoroB (EULAR; Amcrepnam 2018) u 6-if MexayHapoanom
koHrpecce mo 6oneznu Padpu (Fabry disease update; Ilpara, 2019).

Bxiag aBTopa 3aKiIio4aeTcs B HEMOCPECTBEHHOM YyJYacTHH Ha BCEX JTamax
HCCIIEZIOBAaHUS OT TEOPETHYECKOro 0O0OCHOBAaHHMS M NPAKTHUECKOHW peanu3allii NOCTaBJIEHHBIX
3ajlay (aHaJIM3 MEJUIMHCKON JIOKYMEHTAl[MU, COCTaBIIeHHE 0a3bl JaHHBIX, CTATHCTHYECKas
00paboTka M aHamM3 IIOJIYHYEHHBIX pe3yJIbTaToOB) 10 OOCYKJEHHs pPe3yNbTaTOB B HAYYHBIX

HYGJIHKELI_IHHX H UX BHCAPCHHA B IIPAKTHKY.

OueHKa CTPYKTYpbI, cojiep:KaHus H 0(OpMIEHHS THCCEPTALNH

HuccepranimonHas paboTa BBEINONHEHA HA BBICOKOM  METOJMYECKOM  VPOBHE.
Juccepraiust cOCTOMT M3 BBeAeHHUA, 0030pa JIMTEpaTypHl, ONMHUCAHUSA MATCpHAIOB U METOIOB
MCCIIEIOBAHMS,  pe3yJIbTaTOB  COOCTBEHHBIX  HMCCICIOBAaHWH, OOCY)XKIEHHsS,  BBIBOJIOB,
NpakTHYeCKMX pekoMmeHjaauuil. Pabora wunoctpupoBana 14 tabnumamu u 20 pUCyHKamH,
cofiepkUT onucanue 4 xiauHH4Yeckux Habmionenmi. Ilomydennble pe3ynbTaThl OCHOBAaHEI Ha
noctaToyHoM oObeMe ucciieoBaHuil. M3ydeHbl M IpoaHaIM3HpPOBaHBI 3 poccHiickux u 112
3apyOeXHBIX HCTOUHHKOB JINTEPATYPHL.

HayuHple nonoxeHus, pe3yibTaThl, MOIYUEHHLIE aBTOPOM, BBIBOIBI H IIPAKTHUYECKHE
PEKOMEH/IAlIMM COOTBETCTBYIOT LIEJIM M 3a/layaM HCCJIEJ0BaHUA, HAYYHO apryMEHTHPOBAHBI U
UMEIOT HayYHO-TIPAKTHYECKYIO 3HAYHMOCTb.

ABtopegepar coorBeTcTByeT TpeboBaHmaM BAK P® wu orTpaxkaeT OCHOBHBIE

ITOJIYYEHHBIE PE3YIbTATEl H MATEPHAIIBI JUCCEPTAIIMH.

ITpyHUMIHAJIBHBIX 3aMEYaHHH 110 JUMCCEPTAllMOHHOMY HCCieoBaHuio Her. OO0umias

OL€HKA — IMOJIOKHTCIIbHAA

3akiroueHue
Taxkum obpasoMm, auccepranus HocoBoit Hamexasl PymonsdoBHEI Ha TeMy «3HadyeHUe
KIIMHHYECKUX, COBPEMEHHBIX OHOXMMHMYECKHX METOIOB U CEMEHHOI0 CKPUHHHTA B JIMArHOCTUKE

6osesun @abpu», NpeACTaBIICHHAS HA COUCKAHHME YYEHOH CTENEHH KaHIUIATa MEIMIMHCKHUX



HayK, ABJIACTCA 3aBEPIICHHON HayYHO-KBAIU(PHUKAIHMOHHONA paboTol, B KOTOPOH pelleHa BayKHas
Hay4Has 33/ladya- MOBBIIIEHUE YaCTOTH! paHHEH JuarHocTiku 0ose3nn Dadpu.
HuccepranvonHas padoTa MOJIHOCTEI0 COOTBETCTBYET TpeboBaHusIM I1.16 Ilonoxkenus o
NPHUCYKJACHHMH  Y4EHBIX  cTelleHed B (elepalbHOM — TOCYJAApCTBEHHOM  aBTOHOMHOM
o0pa3oBaTellbHOM  YYpeKJeHHH  Beiciiero  oOpazoBanuss  «llepBeiit  MocKoBCKMiA
rOCy/lapCTBEHHBIA  MeJMIMHCKMH  yHMBepcuTer HM. M.M. CedeHoBa» MuHHMCTEpCTBA
3apaBooxpanenus Poccuiickoit ODepepaunn (Ce4eHOBCKHH YHHUBEPCHUTET), YTBEPXKICHHBIM
nmpuka3oM pexropa Ceuenockoro Yuupepcutera ot 31.01.2020r. Ne0094/P, npeabaBiseMbIM K
KaH/JMIATCKUM JuccepranuaM, a ee asTop, HocoBa Hamexna Pynonsdosna, mocrouH
HPHCYKJIEHUA MCKOMOH YYEHOH CTEIeHH KaHJu/laTa MEJMLHMHCKHUX HAyK I10 CHEIUaabHOCTH

14.01.04 — Buyrpennue 6ose3Hu.

ITpodeccop kadenps! dhakynsrerckoit nejuarpun 11O

OI'AOY BO PHUMY um U.M. IMuporosa Mun3sjpasa Poccuu

Bamakmansze Haro J[xymbeposna

Anpec opranusarnuu:117997, r. Mocksa, yi1. OcTpoBHTSHOBa, A0M 1;

Tem. +7 (495) 434-14-22; e-mail: rsmu@rsmu.ru; caift:http://www.rsmu.ru/




