OT3LIB
HAYYHOr0 PYKOBOAHTEIS

Komapona Anmuna JIMUTpHEBHA — COMCKATEb YUEHOM CTENEHH
KaH1/1aTa MEIHIIMHCKHUX HAYK 10 CTIEIMATLHOCTAM
3.1.21. Ilepunarpus, 1.5.7 I'eneruxa
Huccepranus Ha Temy: « KTHHAKO-IHATHOCTHYECKOE 3HAYEHHE MOJIEKY ISAPHO-

FeHEeTHYeCKOoe HCC/Ie10BAHNE H MapKepoB GpuOpo3HpoBaHud y JeTeii ¢ 60J1e3HBI0

Buancona-Konosajiosa»

Komaposa Asmna JIMHTpHEBHa OKOHYHIA Ieauarpuueckuii daxyasrer ®TAOY BO
«ITepBe1ii MockoBCKHI rocyAapcTBeHHBIH MeqUUUHCKUE yHUBepcuTeT nMeHu .M. Ceuenosay
Munsapasa Poccum B 2020 romy, sareMm B 2020-2022 rr. mpomma OpAMHATYpPY IIO
ceuanbHOCTH «IlequaTpus» Ha Kadenape NeAHATPUH M JETCKOM PEBMATOJOIMH TOTO IKE
yHuBepcuTeTa. 3a Bpems oOy4eHMs H BO BpeMs pabOThl BpauoOM-IIEJUATPOM B
ractposnTeposorudeckoM oraenenun ®I'AY «HMMUI] 3noposes pereit» Munzapasa Poccuu
nposiBuiia ce0s TPaMOTHBIM CHNEHHATHCTOM B OONAaCTH JETCKOM TacTpO3HTEpPONOTHH U
NeJHAaTPHH, a TAKOKEe IMPOAEMOHCTPHPOBAIa BBICOKYIO HAyUHYIO KBAIM(HKAIHIO IIpH paboTe Has
AMCCepTAlHel, YTO OTPaXKaeTCd B CHCTEMHOM IOAXOJe K IUIAHHPOBAHUIO HCCIIEJOBAHHS,
TIIATENBHOM MpOpaboTKe MaTepHala M yYMEHHMH JeaTh ODOCHOBAaHHBLIE BHIBOJBI HA OCHOBE
[OJY4YE€HHBIX PE3YIIETAaTOB.

[lpu BeIMONHEHMH aUccepTalMOHHOM paboter Komaposa A.Jl. 3apexoMeHmoBana ceGs
KaK CIOXHUBIIMNCA CIENHATHCT B 0OONACTH MEIMIMHCKOM TIeHeTHKH, I0Kasana riybokoe
IIOHMMaHHE MOJIEKYJIIPHEIX MeXxaHu3MoB OonesHu Bunscona-Konosanosa (BBK), cnoco6uocts
CaMOCTOATEIPHO IUIAHHPOBATh MOJIEKYJIAPHO-TEHETHYECKOE HCCICJOBAaHHE, aHAIM3MPOBATh
JaHHBIE CEKBEHUPOBAHUS M HHTETPHUPOBATh HX C KIIMHHYECKOH KapTHHOIM.

B xone paGoTel BBINOIHEHO MOJIEKYJIIPHO-TEHETHUYECKOe uccienoBanue reqa ATP7B ¢
NPHMEHEHHEM  BBICOKOTIPOM3BOJMUTEILHOTO CEKBEHHPOBAHUS W IOCIENYIONIAs BajldJallus
BBIABJICHHBIX BapHaHTOB IOCPEICTBOM CEKBEHMpoBaHHs 110 CoHrepy. Bmepseie B Poccuiickoii
Qenepaliyl OXapaKTEPHU30BAHBI CIEKTP M OTHOCHTE/BHBIE YaCTOTHI MATOrEHHBIX BAPHAHTOB
rena ATP7B y nereit ¢ BBK. IlpoBenéH aHami3 reHOTHI-(peHOTHIMYECKMX B3aHMOCBS3Ei, B
pe3y/bTaTe KOTOPOro IIOKAa3aHO, 4TO XapakTep MOJEKYIApHOro aedekra accommmpoBan ¢
ompeeéHHBIMK KJIMHUKO-1a00paTOPHEIMH beHoTHIIAMH 3abonepanus,  Msyuena
HH(OPMATHBHOCTH Pa3IHIHBIX MOJIEKY/IPHO-TEHETHYECKMX METOJIOB y JeTeil.

[losyyennele JaHHBIE JIETIM B OCHOBY AQITOPHTMA IOSTAMHON TIe€HETHYECKOMH

AHArHOCTHKH, yYUTBIBAIONIN 9aCTOTY BADHAHTOB B POCCHHMCKOMN MOIY/IALMHE H 9KOHOMHYECKYIO



LIeNeco00pa3HOCTE.  BHeNpeHHe 9STOro  airopuT™Ma ImO3BONSET IOBBICHTH  BHISBIACMOCTS
3a60JIeBaHHS TIPH PAITHOHATLHOM HCIIOTE30BAHHH TaG0PaTOPHBIX peCypcoB.

Komapora A.J[. 1HYHO YuacTBOBANA B KAXIOM OTale HCCIICIOBAHHA: H3YYEHUH
COBPEMEHHOH JuTeparype, cOope GHONOrMYECKOro MaTepHaia, NPOBEICHHH MOJIEKYISPHO-
FEHETHYECKOTO HCCIIENIOBAHUS W HWHTEPIpPETAlMH TOJYYCHHBIX pE3y/IbTaToB, a TaKKe
CTaTHCTHYeCKOM aHammse. [lapannensHo ¢ HayuHoii paboroif comckaTens OCYILIECTBIIATA
KIMHHYeCKOe BeAcHMEC mnaumentoB ¢ BBK, a Takke BHeApHIa pa3palOTaHHEIA alrOpHTM
MOJIEKYTAPHO-T€HETHIECKOH JHarHOCTHKH B IIPaKTUYECKYIO IesITeTBHOCTE
racTPOHTEPOIOTHIECKOIO OTACICHHS.

Komaposa A.Jl. yuacTBOBala B MOATOTOBKE M HAINUCAHHMM 18 IIeYaTHBIX pabor,
IOCBAIICHHBIX TEME JUCCEPTALUH, BKIIOYAA 5 cTaTel B M3JaHHAX, peKOMEHI0BaHHBIX BAK, 2
H3 KOTOPBIX — B XKypHale, uHaekcupyeMoM B SCOPUS, cOOTBETCTBYIOMMX CHEMHATIBHOCTIM
3.121. Tlemmatpus wu 1.5.7. Teneruka. Ampobamusi paGoTEI OCYIIECTB/IANACh Ha
MHOTOYHCIICHHBIX POCCHHCKHX H MEXIYHAapOAHBIX KOHIpEeccaXx M KOH(EepeHIHusx, cpemu
KOTOPBIX — KOHIPECCHI AETCKHMX racTpodHTeposnoroB Poccum m crpan CHI', meamarpuueckue
hopymer «Bupryos Ilenuarpum», koHdepenuuu «Ocennne Ounatopckue utenus», «ORPHA-
DA. Penkue Gonmesnu», konrpecce «MHHOBALHOHHbBIE TEXHOJOTHH B NEAHATPHH H JETCKOMN
XUPYPruu» U exeroqusie Konpepenuun ESPGHAN (2024r. u 2025r.).

Y4uTBIBas BBINIEH3NOXKEHHOE, CYMTAIO, 9YTO JUCCEPTAIMOHHAS pabora Komaposoi
Amunpl  JIMATpHEBHBl «KITHHUKO-IMAarHOCTHYECKOE 3HAYCHHE MOJIEKY/IAPHO-TEHETHYECKOTo
HCCIeIOBaHHsA ¥ MapKepoB (HOpo3upoBaHus y gereil ¢ Gonesnso Buibcona—KoHOBaIOBaY»
SBIISIETCS  3aBEPUICHHBIM  HAay4YHO-KBATH(HMKALMOHHBIM MCCIEIOBAHHEM M MOXKET ObITh
PEKOMCHJIOBAaHA K 3allHWTe Ha IHCCEPTAlHOHHOM coBeTe, a KomapoBa A.Jl. 3aciyxuBaer

NIPUCYXKJICHHUS YYEHOH CTEIIEHH KaHuaaTa MEIHUIIHMHCKHX HAYK.
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