OT3bIB

Ha aBTopedepar jumcceprauuu JlenucoBodl AHMTEI POOepTOBHBI Ha TeMy «/IHHOBaLMOHHAS
MOzeTh HHPOPMAITHOHHO-aHATHTHYECKOH CHCTEMBI [ IHarHOCTHKY 1 IEPCOHATIN3UPOBAHHOTO
HaGMrONeHHs ETeH ¢ amlepruyeckuMu 3a00JIeBaHMAMM)» HA COMCKAHHE YYCHOH CTENCHH
JOKTOpa METHIMHCKUX HAyK 110 crienranbHocTsam 3.1.21. [emarpus. 3.2.7. UMMyHONOTHS

Jlucceprarmonnas pabota JleHHCOBO# AHHUTEI POGEPTOBHEI, TOCBSIICHA aKTyalbHOH
npobreMe — paHHeH [AMATHOCTHKE H IEPCOHATM3HPOBAHHOMY HAOTIONEHUIO netedt ¢
QJUIEPrUYecKUMH  3200JIEBaHMSIMH. ABTOPOM IIPOBEJIEH royOokuii aHaimu3:  0coOeHHOCTEH
KITMHUKO-aHAMHECTHUECKUX JAHHBIX JeTell ¢ OpOHXUaIbHOM acTMOM pa3sHBIX BO3PACTOB, B TOM
qicie M COYeTAaHHs C JPYTHMU aJUIePrH4eCKUMH 3a00I€BAHUAMHE; CYLIECTBYIOMKX IOXX0I0B
K BENEHHIO JETeH ¢ aulepronaroiorHedf W MEXaHH3MOB B3aUMOJCHUCTBHS I€UATPOB C
BpavaMH-ClICLMATACTAME PasHBIX YPOBHEH; IMPOU3BECHA OLECHKA TEXHHICCKUX BO3MOXKHOCTEH
¥ JOCTYNHBIX IM(POBEIX HHCTPYMEHTOB MEIMIMHCKHX MH(QOPMALMOHHBIX — CHCTEM;
IpoM3BeNcHa ONeHKAa 5((EKTHBHOCTH OHOMH(OPMATHYECKOrO aHalH3a in silico pna
JFATHOCTHKE HAC/IEACTBEHHOIO AHTHOOTeKa ¢ HopMateHeIM ypoBHeM Cl-mHruduropa.
PaspaGoTanHble, HAYYHO OGOCHOBAHHBIE, anpoOMPOBAHHEIE —AITOPUTMEL — OIOK-CXeMBl U
CO3JaHHBIE MOJIEN¥ UIs AMACHOCTHKM H MOHHTOPHMHTA KOHTPOIS JeTed ¢ OpOHXHaNbHOH
ACTMOM, aTONMHYECKHM JEPMATHTOM H XPOHHUECKOH KpalvBHHIEH, MEXaHU3MEI OecrmoBHOHN
MapIIpyTH3aAA  C TPHMEHEHHEM CHCTEMB! ITOMONIM MPHHSTHsS BpadeOHBIX pemieHai H
MHTEIUIEKTYATbHOM 00paboTKM KIMHAYECKAX JAHHBIX (C YIETOM HMEIOIIMXCS BO3MOKHOCTEH 1
MOTEHIMAIA MEJUIMHCKHX WH()OPMAITMOHHBEIX CHUCTEM), MO3BOJIAT COKPAaTUTh BpeMs OT
TOSIBIIEHHS TIEPBLIX CHMIITOMOB 3a001IeBanus 10 BEpUPUKALMHA THArHO3a, Ha3HAICHUS TEPaIHy,
JIOCTHKEHHS M COXPaHEHHU KOHTPOJIs 3a00IeBaHus.

Asropedepar JlenucoBoit A.P. BKmOYaeT BCe HEOOXOAMMBIC Da3/eNbL, CONEPHKHT
WUIOCTPALHK U TaOMUIB, KOTOPBHIE JIONONHSIOT TEKCT M IONHOCTBIO — OTpaxkaeT
JWCCEpTaLMORHYI0 pabory. llenp ¥ 3ajadd  M3IOKEHBI TPAMOTHO M JIOTHYHO. AHAIA3
KIMHAYECKOTO MaTepuana, OCHOBaH Ha OOJBINOM pEmpe3eHTaTHBHOH BBIOOpKE NAIMCHTOB:
(Be1Gopxa 98 499 pebenok, yruyGnenHas BeiGopka - 60 851 pebenka). D¢ dexkTHBHOCT
pa3pabOTAHHEIX GTOK-CXEM H ATOPUTMOB IIOATBEPI/ICHEI HA KaKIIOM M3 STallOB paboTBL

Kpome Toro, B pafoTe IOKasaHBl 3Tanbl AA((EpeHUMaTbHON —IHATHOCTUKH
THCTAMMHOBEIX W OpaJMKMHHHOBBIX aHTHOOTEKOB, HaygHo oOOCHOBaHa H IIOKa3aHa
5 ()EKTHBHOCTS TOTHOTEHOMHOIO CEKBCHHPOBAHHSA C IIPUMEHEHHEM OHMOMH(OPMATHIECKOTO
aHamusa in silico s MUATHOCTHKH HACIIEICTBEHHOTO aHTHOOTEKA ¢ HOpMalbHbM ypoBHeEM Cl
unrrouTopa. OGHAPYIKEHE! H H3yUeHbl HOBbIE MyTaluu B renax HS3ST6, rene muodepiuna i B
reae XII ¢axTtopa. Jljit TPOTHO3MPOBAHUS IATOTEHETHYECKOW 3HAYHMOCTH BBISBICHHBIX
MyTamuid  mcnosb3oBamuck  BeG-pecypesl  PhD-SNPg (https://snps.biofold.org/phd-snpg/),
PolyPhen-2 - Polymorphism Phenotyping v2 (http://genetics.bwh.harvard.edu/pph2/),I-
MutantDisease. B oxHOM M3 HCcIeIOBaHHBIX 00pa3oB BIepBhie OBUIA BHIABICHA paHee HE
omucanHas Muccec-myTtamus NC_000010.10:2.95093020C>T B 42 osk3onme rema MYOF
(mopopma A), KoTopas Haxe B I€TEPOIUTOTHOM COCTOSIHUM MOXKET PacCMaTPHBAaThCA Kak
[IaTOreHHas y JHIl ¢ KimHuIeckumMy cumrroMamu HAO.

BBIBOJIBI M IIPAaKTHYECKHME PEKOMEHIANUM JIOTUYHO ¥ OCHOBBIBASCH Ha IONYICHHBIX
JIAHHBIX, BBITEKAIOT U3 3a/1a9 HCCIIEI0BAHUS U II0TOKEHUH, BRIHOCHMBIX Ha 3alUTY.



B aBTopedepare OcBelleH IHMYHBIA BKJIAT aBTOpa: M0 pe3yjibTaTaM HCCIIE[OBaHHUS
TlenucoBoit A.P. omyGnukoBaHo 18 mewarHerx paboT, B TOM 4HCIE 2 HaAy4YHBIX CTaTbH B
JKypHajgax, BKIIOUCHHBIX B IlepeueHp pPCHCH3MPYEMBIX HAYYHBIX usgapmit  CedeHOBCKOrO
Vaupepcurera / Ilepederr BAK mpm MwunoGpuayku Poccud, B KOTOPBIX JOJDKHEI OBITE
Oly6IIHKOBAHBI OCHOBHBIE HAyYHEIE Pe3yIBTATHI JUCCEPTAllMH HA COUCKAHWE YICHOW CTEICHH
noKTOpa HayK; 11 craredl B H3IaHHUAX, HHICKCHPYEMBIX B MexIyHaponHo# 6ase Scopus; 3 HHbIE
nybnukaiuy; 1 myOnuKanus B COOpHUKE MaTepUAoB MEXYHAPOHBIX HAyTHBIX KOH(pEpEHIIHH;
1  CBHECTENBCTBO O TOCYAAPCTBEHHOM  permcTpaifud  0assl  JaHHBIX.  PesyibTarsl
IECCEpTAIMOHHON pPabOTHI  OCBEINEHBI Ha BCEPOCCMHCKMX M MEXIYHAPOJHBIX HayHqHO-
IPAKTHYSCKUK KOHQEPSHLIUIX.

OCHOBHBIE IOJOXKEHHS JUCCEPTAIHOHHOIO HCCIEN0BAHNUSA BHEIPEHBI B MPAKTHICCKYIO
paboTy MyJIEMOHOIOTHYECKOT0 OTAeNeHus KITMHAKY TeTCKUX fone3nelr CeyeHOBCKOrO LIEHTPa
matepurctsa u nercrea ®TAOY BO Ilepseiit MI'MY umenn HM.M. Ceuenora Munsapasa
Poccun (CedenoBckuii VYHuBepcHTET), B yd4eOHBIA Iporece Kadenpel IETCKHX Oone3Hei
K TMHHYECKOr0 MHCTUTYTA JETCKOro 30poBbs uvenn H.®. @umatosa ®I'AOY BO Ilepsrri
MI'MY umenn .M. Ceuyenosa Munzapasa Poccun (CedeHOBCKHH Y HUBEPCUTET).

ApTopedepar MOMHOCTHIO COOTBETCTBYET OCHOBHBIM IOTOXKEHUAM paboTel, 0popMIIEH B
COOTBETCTBUH C TPeOOBAHMAME, COJIEPKHUT ONMCAHME MATCPHATOB M METONOB HMCCIEIOBAHHA.
Copepxanue apTopedepara IOTHOCTBIO COOTBETCTBYET HOI0KCHHAM, BEIHOCHMEIM Ha 3alIHTY H
BEIBOJIAM JMCCEPTAIIMH. 3aMedaHuii K Coep)KaHuio H oopMIICHHIO aBTOpedepaTa HET.

3akrodeHue

TakuM obpasoM, aHanmus asropedepara JuccepTalMOHHON paboThl JICHHCOBOH AHHUTHI
PoGepToBHBI Ha TeMy «VIHHOBALHOHHAS MO/IEIh HH(GOPMAIMOHHO-aHATHTHYIECKOH CHCTEMBI /Ui
IMATHOCTHKA ¥ IEPCOHAIM3HPOBAHHOIO  HaOMIOAEHHS JET€H C  aNICPrHYeCKHMH
3a60/IeBAHUAMAY, MPEJICTABICHHON HA COMCKAHHME YYEHOH CTENeHH IOKTOpa MEIMLMHCKHX
nayk mo cmenuansroctsv: 3.1.21. TMeamarpus. 3.2.7. ViMMyHONOTHSA, ABJIAETCA 3aKOHYEHHOU
HAYYHO-KBATH(UKAIMOHHOH paGoTOM H COMEPIKUT PEIEHUE aKTyalbHOH HAyTHOH mpoOIeMsl —
AMATHOCTUKH, [HHAMMYECKOro HAOMONEHHs ¢ MOHWTOPMHIOM KOHTPOJSA aJIEPTHICCKUX
3aboseBanuii y nereit. Paspabotannsie JlenncoBo# A.P. aBTOMaTH3HPOBAHHEIEC ANTOPHTMBI UL
CHCTEMB! TIOMOIIH TIPUHATHS BpadeOHBIX pelleHHH M OECIIOBHOM MapIIPyTH3AlMH [TalHCHTOB
JETCKOro BO3pAcTa ¢ OGPOHXMAILHOM acTMOM, aTONHYECKHM [ePMAaTHTOM M XPOHMIECKOH
KpalUBHAINEH, MOKHO KBAIM(HIMPOBATH KAK HAYIHOE JIOCTIKEHHE B OONACTH TEUATPHU
UMMYHOJIOTHH.

[lo aKTyalbHOCTH, CTENEHH HAyIHOH HOBH3HBI, TEOPSTHYECKOH H MpaKTHYEeCKOH 3HAYMMOCTH,
JccepTanorHas pabora coorsercTByer Tpebopanusm 1.15 IlomoxeHHs O HPHCYKACHUH
yu4eHbIX cTemeHedl B denepanbHOM TOCYIapCTBEHHOM — aBTOHOMHOM 00pa3oBaTeILHOM
YUPEKIEHHH BhICIIEr0 oOpasoBaHuy IlepBbrii MOCKOBCKHi TOCYIapCTBEHHbIH MEIHUIHHCKHH
yHuBepcuteT umenn Y.M.CedenoBa MuHuicTepCTBa 3/[paBoOXpaHeHis PoccHicKoM Deneparuy
(CedeHOBCKUM YHHBEPCHTET), YTBEPKICHHOIO MPUKa3OM peKTopa No 0692/P ot 06.06.2022 1. (c
H3MEHEHMSMH, YTBEp)KICHHEIMU IpHKazoM pekrtopa Nell79 or 29.08.2023 r., mHpHKasoM
CeuenoBckoro Yumpepcutera Ne 0787/P ot 24 mas 2024 r.), mpebsBlsIeMbM K JOKTOPCKHM
JwccepTanmsM, a ee apTop Jlenncosa Axuta PoGepToBHA 3acTy/KUBaET NPHCYKICHHS HCKOMOH



CTENeHH JOKTOpAa MEIWIMHCKMX HayK To cremmanbHocTsM: 3.1.21. Ilemuatpas. 3.2.7.
WMMyHOIIOTHS.

(OT3EIB COCTABUIL:

JIOKTOP MEIMIMHCKAX HAYK, INIABHEIH BHEIITATHBIM JSTCKUH CIIENUAMCT aJUIEProIor-
uMMyHoJtor JlenapramMerTa 3apaBooxpaHeHns I. MOCKBEI

3aBeIyrOIMI OTAEIOM AJUIEPTOIOrHH U KIMHIIECKOH HMMYHOJIOTHH HUWKMU [lenuarpun u
Jlerckoit Xupypruu umenu akanemuka FO.E.Benpruiesa ®I'AOY BO PHUMY umenn H.H.
ITuporosa Munspasa Poccuu (ITuporoBekuil YHUBEPCUTET)

Anexcaunap Hukonaeswud [lammypa
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Ioamuck 1. M. H. [lammypsr A.H. 3aBepsito.
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Anpec oprauusarmm: 117513, r. Mocksa, yi1. OCTpOBHTSIHOBA, IoM 1, cTpoeHHe 6.

®LAOV BO «PHUMY um. H.U. [Tuporoa Munzapasa Poccun (I1uporoBckuit Y HABEPCHTET).
OdunuanbHelil caifT opranusamys: https:/rsmu.ru/43.html

Tenedonsr: +7 (495) 434-03-29, +7 (495) 434-61-29.

AJlpec 57IeKTPOHHOH ITOUTHL: ISMU@rsmu.ru.



