OT13bIB
Ha aBropedepat auccepraunn BAJTAIIIOBOM Mapuu CepreeBHsI
«Ouenka cnexkrpa mytauuii reda ATP7B n K1MHHYECKOro nojiumMopgpuima -
0ose3Hn Buabcona-KonoBaJsioBay,
npeacTABJIE€HHOH K 3allIHTe HA COUCKAHHE YUEHOH CTeleHH KaHAu1aTa
MeAHIHHCKHUX HAYK M0 CelHaTbHOCTAM
03.02.07 — reHeTuka (MeAMUHHCKHe HAYKH), 14.01.04 — BHYyTpeHHHe 00JIE3HU

Pannsis nuarHocTuka Jr00OM MATOJNIOrMM  4Ype3BblYAWHO BaXKHA IS
CBOEBPEMEHHOM pa3pabOTKM aJeKBAaTHBIX METOJOB JiedeHusi. banamoBa Mapus
CepreeBHa Heciy4allHO MOCTaBuJa LEJbIO JAUCCEPTALMOHHOIO MCCIEeA0BaHUS
OLeHKY crnekTpa myTtauuii reHa ATP7B u aHanu3 uxX BO3MOXHOW CBSI3U C
pa3BUTHUEM KIIMHUUYECcKOro nojuMopdusma rpu 6ones3nu Bunscona-Konosamnoga.

YBenuueHWe B TMOCJEJHHE TOJbl BCTpedaeMocTH Oosie3Hn BunbcoHa-
KonoBanoBa B 2-3 pa3a, 3Ha4yuTeJbHbIE TPYJHOCTH CBOEBPEMEHHOU JUArHOCTUKH,
OTCYTCTBME CIUIOUIHBIX  HcCcledoBaHUMM 3Toro 3aboneBaHusi B  Poccuu
NPEACTABISIIOTCS BaXXHbIM apryMEHTOM B I0JIb3y aKTYaJIbHOCTH BBINOJHEHHOIO
JUCCEPTAaHTOM HUCCIIeJOBAHUSI.

ABtopedepar banamosoit M.C. o cTpyKType COOTBETCTBYET (hOpMasibHbIM
TpeOOBaHUSIM U B NOJIHON Mepe NaéT MpeacTaBleHue O MPOBEAEHHON €10 Hay4yHO-
MCClle10BaTeNbcKoil paborTe.

B aBTopedepare auccepTaHT naet kpatkoe, HO éMKOe ONMCaHUue MaTepuasos,
METOJIOB HUCCIeIOBaHMSl, a TakKXe TIOJIydeHHbIX pe3yJlbTaToB. ABTOPOM
UCIOJIb30BaH pernpe3eHTaTUBHBIN marepual, COBpPEMEHHbIE METObI
TeHOTUIIUPOBAHUS.

banamoBoit M.C. npoBeneHo cekBeHupoBaHue reHa ATP7B wmetonom
tapretHoro NGS y 81 mnanuenta c¢ Oone3Hsto Bunbcona-Konosanosa.
CexBenupoBanne rena ATP7B no3Bonuno aBTropy 0OHapyxuth 31 MyTauuto,
BKJIIOYAsl pelKhue W paHee He onucaHHble MyTauuu. OOHapyXeHbl 3 paHee He

OITMCAHHBIC ITOTCHUHUAJIBHO ITATOIM'€HHBIC MYTAallH.



[lokazaHo, urto Oone3nb Bunbscona-KoHoBanoBa  xapakTepusyercs
BBIPQKEHHBIM TMOJUMOPMU3MOM KIMHUYECKUX TMposiBiIeHUul BreisBieHo, dTO
JIMarHoCTUKa 3a00JieBaHUsI OCYLIECTBIISIETCS Ha MO3JHUX CPOKax (B cpeqHeM uepes
Oosiee JBYX JIeT MOCJ€ NPOSIBIEHUS] MEpPBBIX CUMIITOMOB), UYTO 3HAUYUTENIBHO
yXyALIAeT MPOrHO3.

Pe3ynbrarel  paOoOThl  MpejcTaBieHbl HAy4YHOHM  OOIIECTBEHHOCTH  Ha
pasnuYHbIX KOH(epeHIUsix W KoHrpeccaX. [lo pesynbraram aumcceprauuu
onyOJIMKOBaHO 12 medaTHbIX padOT couckaTessi, B TOM 4yucie 4 cratbu (3 cTaTbi -
B KypHanax, pekomeHgoBaHHbix BAK MOH P® gns couckareneidt yueHou
CTEeNeHU KaHAuAaTa MEIULMHCKUX HayK, M3 KOTOpbIXx 2 — B IXKypHajiax,
uHaexkcupyembix PubMed u Scopus, a Takke 1 craths - B 3apyOexXHOM XypHaue,
uHaekcupyemom Web of Science).

[IpakTHUeckue peKOMeHAalluM, KOTOpbIe MpeajaraeT JUCCepPTaHT, IMO3BOJIST
BBISIBUTh 3a00JieBaHME Ha JOCUMIITOMAaTHMYECKOHM CTaJuH, CBOEBPEMEHHO
Ha3HA4YUTh aJIeKBATHOE JIEUEHHUE.

Otmeuy, uto banamoa M.C. He TONBKO MpeACTaBUIa pPe3yJIbTaThl
NPOBEICHHOIO €K UCCIEeNOBaHUs, HO W HaMeTula JajbHedlIde MyTH

IF€HETHUYCCKOI'O NCCIICIOBaHUsA 6omne3nu Bunscona-Kononasosa.

BbIBOABI NOJIHOCTBIO COOTBETCTBYIOT C(OPMYJIHUPOBAHHBIM JUCCEPTAHTOM
3a/layaM MccieloBaHus. XOTs, M0 MOeMy MHeHUIO, BbIBOJ 3 («OueHeHa yactoTa
reTepO3UroTHOr0 HOCUTENbCTBA MyTauuid reHa A7TP7B B KOHTPOJBHOW IpyIIIe.
OGHapyXeHO TreTepo3uroTHOE HOCUTENBCTBO TOJIbKO MyTanuu ¢.3207C>A
(p-His1069GIn) ¢ yactoro#t paBhoii 1:89. HocurtenbcTBO Apyrux mMyTauuii y Jui
rpyIIbl KOHTPOJIsI OOHApyXeHO He ObuIo») ciefoBajo chOpMyIMpOBaTh UHAUe,

TaK KaK B p€AaKIIMU aBTOpa OH 3BYUUT CKOPEC KAK KOHCTATallHsl Q)aKTa.

3akaioueHue
Ha ocHOBaHuM BBILIEH3JI0)KEHHOIO CUMUTAIO, UTO JUCCepTalMOHHAas paboTa
banamoBoii Mapuu CepreeBubl «OueHka cnektpa myrtauuid reHa ATP7B wu
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KJIIMHUYECKOI O nosumopduzma OoJne3HU Bunscona-KonoBanosay,
Npe/AcTaBleHHas Ha COMCKaHWe YYEHOH CTerneHM KaHAuAaTa MeIMLMHCKUX HayK
no cneyuanbHocTsiM 03.02.07 — reneruka, 14.01.04 — BHyTpeHHue Ooe3HH,
SIBJIIETCSI 3aKOHYEHHOM Hay4yHO-KBaJlM(UKAUMOHHOM paboTOH, MOCBSILEHHOM
aKTyaJIbHbIM ITpo0JIeMaM KIMHUYECKOM FeHETUKU U BHYTPEHHUX OOJIe3HeH.

[lo akrtyanbHOCTH, 0OBEMYy MNpPOBEIEHUSX MCCIEJIOBAHUNA, HOBU3HE
NOJIyYeHHBIX pe3yJbTaTOB, UX TEOPETUYECKOW W MPaKTUYECKOH 3HAYMMOCTH,
JuccepTalMoHHas pabora  aucceprauus  bamamoBoii M.C. cooTBeTCTBYeT
TpeOoBanusiM 1. 9 «llojsio)keHUsT O TPUCYXKIEHUHM YYEHBIX CTelNeHel,
yTBepXaeHHoro nocraHosnenueM [IpaButensctBa Poccutickoit ®enepanuu Ne 842
oT 24.09.2013 r. (c U3MeHeHUsIMU B pelaKlMK MocTaHoBieHUM [lpaBuTenbcTBa
Poccuiickoit ®enepauuun Ne 335 ot 21.04.2016 r., Ne 748 ot 02.08.2016 r.),
NpeabsBIsIEMbIM K JHUCCEpTAalMsIM Ha COMCKaHHWE YYEHOH CTeleHu KaHauaaTa
MEJUIMHCKUX HaykK, a e€ aBTop — bamamoBa Mapus CepreeBHa — 3aciyKuUBaeT
NPUCYXKJEHUsT  YUEHOM CTeNeHu KaHAujJata MeAUUUMHCKUX  HayK IO

cneuranbHocTM 03.02.07 — reHetuka, 14.01.04 — BHyTpeHHHe OOJIe3HHU.

3aBeaytrouas 1abopaTopueil reHeTUKH YesloBeKa
OI'bYH HucTutyT 0011eii renetriku um. H.M BaBunosa, PAH
JTOKTOp Onosioruueckux Hayk no cneuuanbHocTH 03.02.07 — reHeTrka

Kykosa Onera BianumupoBHna
06 mag 2019 r.
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