OT3bIB

O(l)lﬂll/la.ﬂbllOFO OIIITOHECHTA

mokropa MeauuuHckux Hayk (14.03.06 -®apmaxojorus, KIHHHYeCKas
dapmaxonorus, 14.01.05 - Kapauonorusi), npodeccopa AunpnpeeBa Jlenunca
AHaTolbeBHYA Ha JguccepTanuoHHyio pabory Hocosoit Hagexaml
PynonbdoBHbl Ha Temy <«3HayeHHe  KJIMHHMYECKHX, COBPEMCHHBLIX
GHOXMMHYECKHX METOJOB H CeMelHOro CKPMHUHra B JHATHOCTHKE (0JIe3HH
®a6pu», NPEACTABIEHHYI0 HA COMCKAHHME Y4YeHOH CTemeHH KaHIHAATa

MeINIMHCKUX HAYK N0 cnenuagbHocTH 14.01.04 — BuyTpeHHue 6o/1e3HH

AKTYaJbHOCTb TeMbI HCCIeI0BaAHUSA
B rHocieqHAe AECATHIETHS BO3pOC MHTepec K opdaHHBIM 3a00NeBaHUM,
TAaK KaK TMOSBWIMCH IIperapartbl JUis JIeYeHHs JaHHBIX OoJie3HeH, yIydLIUICs

MPOTHO3 Y NAI[UEHTOB, PaHEe CUUTABIINXCS OE3HAAEKHBIMH.
Bosie3np ®abpu — SABISETCS PEAKOH TM30COMHOM OONIE3HBIO HAKOILICHHUS,
JUTS  JledeHHs KOTOpoil paspaGoTaHsl M 3aperHCTpUpOBaHbl B PoccuickoH
desepaluy 1Ba JIEKapCTBEHHBIX IMperaparta, KOTOpble MNPECTABISIOT coboit
dopMBl AeUUMTHOrO MpH JaHHOH GonesHu (epMeHTa. D¢ deKTUBHOCTD
(epMeHT3aMeCTHTENLHOI Tepallny HAIPAMYIO 3aBUCHT OT CPOKOB ee Hadana. Ilpu
CBOEBPEMEHHOM I[OCTAHOBKe JHarno3a ¥ ObIctpoM Hayaje JIEYCHHsS Tepamnus
I103BOJISET TIOBBICHTD KaK IPOJO/IKHTENLHOCTD, TAK ¥ KaUeCTBO JXU3HU OOJBHBIX.
OjiiaKo paHHss IUATHOCTUKA 9TOro 3ab0NeBaHHs Pe/iKa, B OOJBIINHCTBE CIIyiacB
JMarHo3 CTABUTCS BO B3POCIOM BO3pAacTe, KOrAa MOPaKeHHE OPraHOB-MHILCHEH
HeoGpariMbl. CIIOKHOCTb paHHEH IHArHOCTHKM COCTOUT B DeJKOCTH 0osesHH,
MaJioll  OCBEJOMJIEGHHOCTM O Hel Bpaueii pasiIMYHBIX CIELHUATBHOCTEH,
NONMMUMOPGHOCTH ¥ pa3Hoo0pasuy  KIMHMYECKUX TpOsBieHUH. Jluccepranus
Hocosoit H.P. sBisieTcst akTyanbHOM IIOCKOHBKY JIaHHbBIE, MOJy4YEeHHbIE aBTOPOM,
[03BOJIAT B AaibHEHIeM pa3paboTaTh alrOpUTMbl paHHEH AMarHoCTHKY OClIe3HH

Dabpu 115 CHEHANICTOB PA3IHYHOTO IPOQHUIL.



JI0CTOBEPHOCTH H HOBH3HA HAYYHBIX IOJIOKEHHUH, BBIBOJOB H
peKoMeHJa i

HoBu3Ha JAHHOTO MCCJIENOBaHMs He BBI3bIBA€T COMHEHHUH. B mpoBeneHHOIM
paboTe BIEpBblE B POCCHHCKON TOMYyJALUH OXapaKTEpPU30BaHbl ~pPaHHUC
KIIMHAYEeCKME CUMITTOMBI GonesHu ®abpwu, BbloeseHbl Haubojee crenupuIHbIE:
TnopaxkeHue Teprpeprudeckoii HepBHOM CUCTEMBI, HapyIICHHOE MOTOOTACNICHUS U
AHTMOKEPaTOMBl, & TaK)Ke CHMIITOMBI, aCCOLMMPOBAHHBIE C THKEIBIM TEYCHHEM
6onesun ®aGpy, K KOTOPHIM OTHOCSTCS NOPAXKEHHE MepUepUIecKoil HEPBHOH
CHCTEMBI ¥ HApYIIEHHOE MTOTOOTAEICHHUE.

ABTOpOM OBbLTM JETalbHO MNPOAHAIM3MPOBAHBl METOJbl JHATHOCTUKH
Gonesun @abpu B Poccuiickoil TNOMYNALMA CPeau B3POCIBIX MALHMEHTOB.
Omnpenenena HanGobmas 3PPEKTUBHOCTH CEMEHHOIO CKPMHUHIA 10 CPaBHEHHIO
¢ MOOBIMU PYTUMH TIPOTOKONAMH CKPUHHUHIA, BBISIBIEHO OCHOBHOE IPETSTCTBIE
JUTSL ero TIpoBeieHus - reorpadudeckoe pa3oOuUIeHHe CeMeH.

BrepBble B POCCHUHCKOM TNOIYyNALMA [ETAIBHO INPOaHANTM3UPOBaHa pOJIb
cyGcTpaTa  HAKOIUIEHHMs  JIM30r060TPHAao3UICHUHIO3MHA (lyso-GI3) B
JIMarHOCTHKE U OlleHKe IporHo3a 6onezHu ®adpu.

Pe3ynbTaThl AUCCEPTALIMOHHON PabOTHI MOJIyYCHBI HA OCHOBAHMM aHAIH3a
ucTopuil GONE3HH CTATHCTHYECKH 3HAYMMOM OTHOCHTE/BHO OONBIIOH KOropTe
nauveHToB ¢ opdanubiM 3aboneBanuem (102) ¢ mpuMeHEHHEM COBPEMEHHBIX
METOIOB KJIMHHYECKOr0, MHCTPYMEHTAJILHOTO U J1abOpaTOpHOro o06Cie0BaHus.
JIns  CTaTMCTUYECKOrO aHalM3a pPe3yJbTATOB  HCCIENOBAHMA  IPUMEHCHDI
ajeKBaTHble MeTonbl. TakuM 00pa3oM, JOCTOBEPHOCTh HAayYHBIX pE3yJIbTaToOB,
BBIBOJIOB M PEKOMEH/IALINH HE BBI3BIBAET COMHEHHUIL.

HayuHEle [OJIOKEHHs, Pe3yNbTaThl, IOJy9eHHBIC aBTOPOM, BBIBOIBI U
NIPaKTHYECKUE PEKOMEHJAIMM COOTBETCTBYIOT LEIM U 3a7adaM HCCJIE[0BaHuS,

Hay4yHO apryMe€HTHPOBAHbI U JJOTUYECKHU BBITEKAIOT U3 MOJIYYCHHBIX PE3YIHTATOB.



Hay4Ho-npakTHyecKkas 3Ha4HMOCTb paboThI

ABTOPOM TIIATENBHO POAaHATH3UPOBAHEl MCTOpUK O6oste3HH 102 B3pOCIBIX
[IALIMEHTOB C J0Ka3aHHOH Gose3npto @abpu. Onpelnensanch 4acToTa pa3iuyHbIX
PAaHHUX TMpPOSBIEHUN GOJE3HHU, CpPeld KOTOPBIX OBUIM BBISBICHEI CaMble YacTBIE,
crielbUUHbIE, @ TAKXKe 3HAYUMBbIE JUI PAHHEN AHarHOCTHKHU; BO3PACT IMOSBICHUS
TepBBIX CHMIITOMOB OOJIE3HM W JMarHoCTHYeCKas 3aJepikKa; a TaKkkKe METOABI
[IOCTAHOBKM J[uWarHo3a. TIaTelpHO CcOOpaH ¥ MPOaHAIU3UPOBAH CEMEWHBIN
aHAMHeE3, €ro pollb B paHHeH JHAarHOCTHKE, MPEISITCTBHA JUIA €ro IPOBENCHHU.
IIpoBeneHbl pacueThl HMHAEKCOB TSKECTH OOJIE3HH, PAcCUUTaHBl KOPPEIALHMH
MHIIEKCOB TSHKECTH C pAaHHUMH CHMIITOMaMy, a TakXke KOHIEHTpauuei cyocrpara
nakoruienus lysoGl3.

CouckaresieM BBIABIEHBl (AKTOPBl, aCCOLMHPOBAHHBIE C  TAXKEIBIM
TeueHneM Gonesnn ®abpy, K KOTOPBIM OTHOCSTCS NOpaXeHue IepudepruIeckon
HEpBHOM CHCTEeMBbI M HapylleHHOe ToTooTAeleHre. Hanmyune nanHbIX CUMITTOMOB
mpefmnonaraeT 6onee paHee Hayaao GepMEHT3aMECTUTENIbHOM Tepanvy 1 Oonbiee
BHUMAaHHUE K U3MEHEHUSIM OPraHOB-MUILEHEH.

ABTOpOM TII0Ka3aHo, 4TO YpoBeHb lyso-Gl3 mMeer NpPOrHOCTHYECKOE
3Ha4YeHHe, HO TOJNBKO Y JKEHIIVH, MPSAMO KOppENUpys ¢ BEIWYMHAMHU HHICKCOB
TshKecTH Ooyie3HW. I MYXXYHMH OIpEAeNIeHO IIOpOroBO€ 3HAYEHHE, BBIIIC
KOTOPOT0 HauboJlee BEPOSTHO Pa3BUTHE KIACCHYECKOTO (PeHOTHIIA 00JIe3HH.

Pe3ynbTaThl UCCIENOBAHMA MOTYT OBITh HCIIOJB30BaHBI B IpOTpammax
NOCIEIUIIIOMHOr0  0Opa30BaHHUS HEBPOJIOTOB, JEPMATONIOTOB, HE(POIIOroB,
Kap1OJIOr0B U TeMaTPOB, YTO JOJDKHO MOBBICHTH YaCTOTY PaHHEH NUarHOCTHKH
oosie3nu Pabpu.

B mcciie[oBaHMM NIPECTaBIIEH aJTOPUTM JEHCTBHM Bpaya Py MMOJ03PEHUH
Ha 6Gose3Hb PaGpy C y4eTOM COBPEMEHHBIX IPENCTABJIEHHH O OHOXMMHYECKHX,
SH3UMOJIOTHYECKUX M  MOJIEKYJIIPHO-TEHETUYECKUX MeToJaX JAHAarHOCTHKH,
MOATBEp)KACHA HEOOXOIMMOCTb IIPOBEJEHHA KOMILIEKCHOTO OOCIeN0BaHUA A

BBISBJIEHHS ITOPaXEHUS OPIraHOB- MHUIIICHEH.



CreneHb 060CHOBAHHOCTH HAYYHbIX 0JI02KE€HHI, BLIBOJIOB H
pexoMeHAanmii, chopMyIHPOBAHHBIX B IHCCEPTALHH
JluccepTalliOHHOE KCCIIEIOBaHKE BBIIONTHEHO HA JOCTATOYHOM OOBbeme
K/IMHAYeCKoro Marepuana- 102 manueHta ¢ Gonesnpto @abpu. Y4uThiBas
peNKOCTh  M3ydaemoro 3aboieBaHHs, OObeM  BBIOODKH  MpPEACTaBIAETCA
anexBaTHbBIM. ClellyeT OTMETHUTb IIOAPOOHBIA aHalW3 ¥ BBICOKHA YPOBEHb
CTATHCTHUECKOH  00pabOTKM  JaHHBIX,  METOAbI ~ KOTOPOH  IIOJHOCTEIO
COOTBETCTBYIOT ~ IOCT@BJICHHBIM  3ajadaM. BBIBOOBI M TPaKTHYECKUE
PEKOMEHJIAIMK JIOTUMECKH BBITEKAIOT W3 TOJNYYEHHBIX pesyibraroB. HaydHbre
TIOJIOKEHMs], PpE3yJIbTAaThl, IIOJMyUYeHHBIE aBTOPOM, BBIBOJBI H IIPAKTUYECKUC
PEKOMEH/IAlKM COOTBETCTBYIOT €M M 3aJadaM MCCJICJIOBaHUs, HE BbHI3bIBAs
COMHEHHH B TOCTOBEPHOCTH.
TakuM 06pa3oM, OGOCHOBAaHHOCTh HAy4YHBIX IIOJIOXKEHUH, BBIBOAOB |

peKOMeHﬂ,aHI/Iﬁ HE BBI3LIBAET COMHEHUN.

I10/IHOTA U3JI0’KEHHS OCHOBHBIX Pe3y/JIbTaTOB AHCCEPTANMOHHOM
pa6oThbl B HAY4YHOIi MeYaTH U JIMYHBIA BKJIaJ aBTOpa

[lo pe3ynbTaTaM HCCIIENOBAHUS aBTOPOM OIyOIMKOBAHO 6 MevaTHBIX paboT
B JKypHaJaX, BKIIOUEHHBIX B IlepedeHb pPElEH3MPYeMbIX HAyYHBIX U3JaHUH, B
KOTOPBIX JIOJDKHBI OBITH OIYOJNMKOBAaHBl OCHOBHBIC HAay4YHBIE DE3YJbTaThl
JUccepTalMil Ha COMCKaHWe y4eHOH CTENeHM KaHAuAaTa MEAHLMHCKUX HayK, B
ToM umcie | cTaThsl B HAydHBIX M3JIaHMSX, MHIEKCUPYEMBIX B 0ase JaHHbIX
Scopus. OCHOBHbIE MOJIOXKEHHUs! AUCCEPTAMU OBLIN IIPECTABICHB] Ha €XKETOTHOM
Esponeiickom konrpecce pesmatonoroB (EULAR; Amcrepnam 2018) u 6-i
MesxayHapoaHoM KoHrpecce mo Gonesnn ®abpu (Fabry disease update; Ilpara,
2019).

ABTOpPOM CaMOCTOSITENBPHO DPa3paboTaHbl IUIAH WCCIIEJIOBaHUS, NPOBENCH
aHATM3 MEIUIMHCKOM JOKyMEHTAlldH, COCTaBleHa 0a3a [aHHBIX, MpPOBEAEHA
cTaThcTHYecKas oOpaboTKa U aHaIU3 IOTYy4EeHHBIX PE3yJIbTaToB. ABTOPOM JIMIHO

cleJIaHbl BRIBOJABI U pa3pa60TaH51 NpaKTH4YeCKNEe PEKOMCHAALIUH.



OueHkKa CTPYKTYpbl, cofiepxKaHusd U 0(pOpMJIEHHS AUCCEPTALHH

JluccepranyoHHas paboTa BHINOJHEHA Ha BHICOKOM METOAUYECKOM yPOBHE.
JlyiccepTallusl COCTOMT U3 BBEJEHHs, 0030pa JUTepaTyphl, ONTMCaHU] MaTEPUAJIOB U
METOJIOB MCCIIEJOBAHMUS, Pe3y/IbTaTOB COOCTBEHHBIX HCCIIe0BaHUM, 00CYKACHNUS,
BBIBOZIOB, IPAKTUYECKUX peKoMeHauuil. Pa6oTa mwimtoctpuposata 14 TabiaunamMu
u 20 pHCYHKaMH, COIEP)XUT ONUCaHue 4 KIMHUYECKUX HabJIr0ieHU.
[lonydeHHble pPe3yJbTAaThl OCHOBAHBl Ha JOCTAaTOYHOM OObeMe UCCIIEOBaHMM.
Vi3yueHbl ¥ IIPOAHATM3MPOBAHBI 3 pocCuiCKuX U 112 3apyOeXHBIX MCTOYHHMKOB
JIUTEPATYPHI.

Asropeodepar cootsercTByeT TpebosanusiM BAK PO i oTpaxaeT OCHOBHbIC
TOJy4eHHbIe pe3yIbTaThl U MaTepUallbl JUCCEPTALUH.

[IpUHIMITHATIBHBIX 3aMEYaHHi [0 TUCCepPTallMi HET.

B npouecce paGoThl C JAMCCEpTAlUedl BO3HMK  BONPOC:  KaKHe
CHMIITOMBI/TIPOSIBJIEHUST OOJNE3HH Yy KapAUOJOTHYECKUX IIAIMEHTOB ACNaroT
HeOoGXO0MMBIM BKJIIOUEHHE B THATHOCTUYECKUH TOUCK 6ome3Hs @adpu?

3a@HHBIA BOMPOC XapakTepu3yeT OONBIION KIMHMYECKUH HHTEpeC K

HpellCTaBJIeHHOﬁ pa60Te U He BJIUAET Ha €€ BBICOKYIO OLIEHKY.

3akiouenne

Takum o6pasom, aucceprauus Hocoso# Hanexnpl PynonbpoBHEI Ha TeMy
«3HaueHHe KIMHUYECKUX, COBPEMEHHBIX OMOXMMHYECKMX METONOB U CEMEHHOTO
CKpUHMHTa B JvarHoctuke Oonesnu Dabpu», NMpPEACTaBIEHHAA HA COMCKaHMEC
yUeHO CTeneHN KaHIMaTa MEJULMHCKUX HaYK, ABJIAETCA 3aBepILIEHHON HAy4YHO-
KBaTM(UKALMOHHOM paboTOH, B KOTOpOW peIlleHa BaXKHasd HayyHas 3ajada-
MIOBBIIIEHHE YaCTOThl paHHEN AUarHOCTUKU 6oe3nu Padpu.

JluccepTalOHHas paboTa MOJHOCTBIO COOTBETCTBYET TPeOOBaHUAM n.16
TToJI0KeHHS O TIPUCYKIEHUN yICHBIX CTEIIEHEN B (eiepanbHOM rocy1apCTBEHHOM

ABTOHOMHOM 06pa3oBaTeNbHOM YUYPEXJEHHH BhIcIIero obpasoBanus «IlepBhii



MOCKOBCKHii roCyJapCTBEHHBIH MEIUIMHCKYH yHUBEpCUTET UM. F1.M. CeueHOBa»
MunucTepcTBa  31paBooxpaHeHus Poccuiickoit  ®enepaiuu (CeuenoBckuii
YHHUBEPCHUTET), YTBEP)KACHHBIM NPUKa30oM pexropa CeueHOBCKOro YHuBepcurera
oT 31.01.2020r. Ne0094/P, npeabsBasieMbIM K KaHIUJATCKUM AMCCEPTAlUAM, a €€
aBTop, Hocosa Hanexxzna PynonbhoBHa, JOCTOUH NPUCYXKIACHHUS HCKOMOM y4eHOM
CTEeleHM KaHOU[ara MEeIUIMHCKMX HayK II0 CHEHUaIbHOCTH 14.01.04 -

BHyTpeHHue O60€3HHU.

3aBenyromuii kadenpoit GyHKIHMOHAIBHON
Y yJIbTPa3ByKOBOM AHArHOCTUKY MHCTUTYTa KITHHUYECKOH
mequuuHel uM. H.B. CknudocoBckoro
®I'AOY BO «IlepBriit MockoBcKuii rocyjapcTBEHHbIH
MEIUIUHCKUNA YHUBEPCUTET IMEHH I/I M1 €UCHOBA»
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