OT3bIB
Ha aBropedepar auccepranuu banamoBoit Mapuu CepreeBHbl Ha Temy «OlleHKa CHEKTpa
MyTauuii reHa ATP7B u KIuHHYeckoro moiuMopdusma Oone3nu Bunbcona-Konomanosay,
IpeICTaBIEHHONW K 3allliTe Ha COMCKAHHE yYEHOH CTEeNeHH KaHIuIaTa MEOUIMHCKUX HayK IO
crenransHocTaM 03.02.07 — I'enetuxa u 14.01.04 — BuyTpennue 60e3Hu.

Huccepramuonnas pabora banamoBoit Mapun CepreeBHBl MOCBSIIEHA aKTyalbHOH
mpobjieMe — KIMHUKO-TEHETHYECKOMY HccienoBaHuio 6one3nu Bunbcona-Konosanosa (bBK),
00yCJIOBNIEHHOH HM30BITOYHBIM HaKOIJIEHMEM B OpraHM3Me MEAM BCIIENCTBHE MYyTallWil B reHe
Menb-TpaHcnoptupyomeit ATdasst ATP7B. B Hactosmee Bpems wusBecTHo 6Oonee 900
pa3IM4YHBIX MyTalui B rede A7P7B, cieKTp KOTOPBIX B Pa3IUYHbIX MMOMYJISIIHUSAX U 3THUYECKUX
rpynnax odeHb pasHooOpasen. Kinmnunueckue nposeinerns bBK Takxe oTnnyaroTcs BeIpaXeHHBIM
NOJTUMOP(GU3MOM, B 3HAYHTENHHOH CTENEHU OOYCJIOBIEHHOM I'€HETHUECKUMH OCOOEHHOCTSIMH
KaXI0ro 6016HOT0. B CBsA31 C NOSIBIEHHEM HOBBIX BEHICOKOTEXHOJIOTHYHBIX METOIOB, B YaCTHOCTH
CEKBEHHUPOBAHMsI HOBOTO IIOKOJIEHHUS, IIOSBUJIACh BO3MOXXHOCTH OBICTPOTO U TOYHOTO
ompenenenus y manueHToB ¢ BBK MonekynspHoro nedexra, mpuUBOASIIEr0 K pa3BHUTHIO
3a0oNeBaHUsl, YTO SIBISETCS OOHHUM H3 OCHOBHBIX (DaKTOPOB, MO3BOJIIOMIHUX CBOEBPEMEHHO
IIPOBECTU JUArHOCTHUKY 3a00JIeBaHUS U Ha3HAYUTH TEPaAIHIO.

B muccepranumonno#t pabore banamosoit M.C. mpoBeneHO ompeneneHHe 4acTOThl U
crekTpa MmyTtauuii B rene ATP7B y poccuiickux nauueHToB ¢ BBK 1 ux pocTBeHHHUKOB, a TaKkxke
u3ydeHne ocobeHHOCTeH KIMHUYECKUX posiBNeHu# y namueHToB ¢ BBK. Jlucceprarus uznoxena
Ha 135 crpanmnax tekcra, comepxuT 21 Tabmumy u 17 puUCYHKOB, yKazaTenb JHTEpaTyphbl
BKJIFOYaET 212 UCTOYHUKOB, U3 KOTOPBIX 28 oTedecTBeHHBIX U 184 3apybexHbIX. MccnenoBanue
BBINOJIHEHO Ha JOCTaTOYHOH 1O 00beMy NI UcCleoBaHMs opdaHHOTO 3a00JeBaHUs BEIOOpDKE:
81 mamuent ¢ BBK, 10 ponctBenHukoB 1 178 yenoBex KOHTPOJIBHOM rpynmnbl. Becem nmamueHTam
IPOBEIECHO TpexXaTalrHoe HCCIIeIOBaHHE, BKJIIOUAIOIIEE MEINKO-T€HETHYECKOe
KOHCYJIBTHPOBaHHE, aHalk3 KIMHUKO-Ta0OpaTOPHBIX NaHHBIX, MOJIEKYJISIPHO-TEHETHYECKOE
uccrnenoBanue. [louck myTranuif U MOMUMOPHBIX BapUAHTOB MPOBOIMICS C IPHMEHEHHEM
pa3IM4YHBIX METONOB, BKJIOYas BBICOKO3((EKTHBHOE CEKBEHHPOBAHHE C HCIIOIH30BaHUEM
tapreTHol NGS-nanenu, Bxmoyaromeid reH A7P7B U NOTeHUHaNbHbIE T'€HbI-MOINUGUKATOPHI:
HFE, COMMDI, XIAP, CFTR, APOE, PRNP, a TaKxe CTaHIapTHbIC MOJIEKYJIIPHO-T€HETHYECKHE
MeTonsl - [TLP, [TJIP®-ananus.

B pesynpraTe BBOIONHEHHOIO HCCIENOBaHMS aBTOpaMU OOHapyXeH 31 maToreHHbIH
BapuaHT B ree ATP7B. Y 96% nauuenTtoB ¢ nomompio NGS BBISBIEHB MyTallil Ha 00eux
xpoMocoMax. MaxopHas B eBponeiickux momynsamusx mytanus p.His1069Gln obnapyxeHa B
TOMO- WM TeTepO3UTOTHOM COCTOSIHUM y 72,9% OONbHBIX, ¢ amienbHoit yactoroit 51,85%.
YacTtoTa reTepo3uroTHOr0 HOCHTENIBCTBA MyTauuii B reHe ATP7B B KOHTPOJBHOMH TpyTIIe
cocraBmia 1:89. Ilpu u3ydyeHHH KIMHHUYECKOH KapTUHBI 3aboseBaHus NokazaHo, yto BBK
XapaKTepU3yeTCsl BBIPAXEHHbIM IONUMOPPHU3MOM KIMHHYECKUX MPOSBICHUH, MIHPOKUM
Iana3soHoM Bo3pacTa MaHu(pecTanuu 3a00J1eBaHUs, IPEUMYIECTBEHHBIM ITIOPAXKEHHUEM IT€YEHH
npu nebrote 3aboneBaHus. [Ipu omeHke Koppensiuuu THIa MyTanuit U TspkecTd TedeHus bBK
OTMEUYEHa TEeHIEHIUs Oojiee TSHKENIOoro TedeHHs 3aboseBaHHs NPU MyTallUsx, NPHBOAAIIUX K
3HAYUTENbHBIM HapylIIEHUsIM IpolleCCHHTra Oenka.

ABtopedepar muccepTallHOHHON pabOTHl HaMKUCaH B TPAIUIHOHHOM CTHIIE, HMOJHOCTHIO
OTpaXkaeT BCE ITAIbl JaHHOTO HCCIIEI0BAHHS, ABISETCS HHYOPMATHBHBIM KPAaTKHUM OTPaXEHHEM
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BBIIIOJIHEHHOTO HCCNIENOBaHUs. BBIBONBI M IPAKTUYECKHE PEKOMEHJALWN AUCCepTalluu
IIOJTHOCTBIO COOTBETCTBYIOT ITIOCTABJICHHBIM 3a/iladaM U 0OOCHOBAHHO BBITEKAIOT U3 MTOJIyYEHHBIX
naHHBIX. [To pe3ynpTaTam IuccepTanuy omyoInKoBaHO 12 meyaTHBIX paboT, B TOM YHCie 3 CTaTbu
B peleH3UpYEMBIX Hay4YHBIX )XypHanax, pekoMeHnoBaHHEIX BAK MOH P®, u3 kotopex 2 — B
XypHaax, HHIeKcupyeMbIx B Web of Science u Scopus.

[TpuHIUNHaANEHBIX 3aMeYaHUH MO aBTOpedepaTy HET, OAHAKO XOYETCS OTMETUTH, YTO
ITOCKOJIbKY KaXk/as 3THHUYECKas IpyIIa UMeeT XapaKTepHBI crekTp Mytauuil B reHe ATP7B,
aBTOpPaM cliefjoBano OBl yKa3aTh B IUCCEPTAllUU U aBTOpedepaTe STHUUECKYIO IPHHALIEHKHOCTD
[AllHEHTOB, a HE TOJBKO PETHOH HX ITPOUCXOXKICHUS.

Taxum oOpa3zom, MO aKTyadbHOCTH TEMBI HCCIENOBAaHHUS, METOIHYECKOMY YPOBHIO H
HOBH3HE IIOJIyUYEHHBIX [aHHBIX JAuccepTanioHHas pabora bamamoBoit Mapun CepreeBHbI
«OueHka crnekTpa MyTauuit reHa ATP7B U KIHHHYECKOro moiuMopdusma 6ojie3Hn BuiascoHa-
KonoBanoBa», mpeacraBiser co0oif 3aKOHYEHHYIO HayYHO-KBaJH(DUKALHOHHYIO paboTy,
CoJZIeprKalllylO pelleHHe aKTyalbHOM It METULIUHCKOH reHeTUKH npobiemsl. PaboTa monHOCTHIO
COOTBETCTBYeT TpeboBaHUsIM 1. 9 «llomoxeHHs O MpPHCYXAEHUH YYEHBIX CTEIEHEH,
yTBEpXKIEHHOTO TMocTaHoBleHueM IlpaButensctBa Poccuiickoit ®enepammn NQ 842 ot
24.09.2013 r. (c u3MeHEHHUSMH B peldakiuu MocTaHoBieHu# IIpaBurtensctBa Poccutickoit
®enepannn Ne 335 o1 21.04.2016 1., Ne 748 o1 02.08.2016 r.), IpeabSBISEMbIM K AUCCEPTALIUSIM
Ha COMCKaHHE y4eHOU CTEIeHHM KaHIuAaTa MEeIHIMHCKHX HayK, a ee aBTOp bamamoBa Mapus
CepreeBHa 3aciyXUBaeT MPHUCYXIEHUS HUCKOMOH CTENEHH KaHauaaTa MEAULIMHCKUX HayK IIO
cnenuanbHocTsaM 03.02.07 —'enetnka u 14.01.04 — BuyTpenHue 6051e3HH.

CornacHa Ha cOop, 00paboTKy, XpaHEHHEe U IepeJadyy MOMX JaHHBIX B pabote
nmuccepranuorHoro coeta J1.208.072.16 mo pabote banamosoit Mapuu CepreeBHEIL.
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