Or3bIB Ha aBTOpedepaT AuccepTtanun banamosoii Mapuun CepreeBHbl
«Ouenka cnektpa myrauui reia ATP7B u K1HHHYeCKOro NoJuMoppuima
0oJsie3nu Buibcona-KonoBaJsioBay, IpeACTABJIEHHYIO K 3alllHTe HA COHCKaHHe
Y4€HOH cTeneHH KaHAHAaTa MeAHIHHCKUX HAaYK IO CeHAJbHOCTAM
03.02.07 — reneTnka (MeaMuHHCKHe HaykH), 14.01.04 — BHyTpeHHHe 00JIe3HH

Kangunarckas nuccepranus banamoBoit Mapuu CepreeBHBI IOCBSIIEHA
BOXXHOM U aKTyaJbHOM TEMaTUKe — H3YyYEHUIO MOJIEKYJISIPHO-T€HETUUECKUX
UKJIMHUYECKUX ocoOeHHocTel 6ose3nn Bunbcona-Konosanosa (BBK). HecmoTps
Ha To, 4To bBK oTHOCHTCS K opdaHHBIM 3a00JI€BaHUSM, PACIPOCTPAHEHHOCTE €€
Cpely IMPHYMH LUPPO30B JETCKOIO M MOJIOAOrO BO3pacra AOCTATOYHO BBICOKA U
coctaBisgeT 5-10%. [lepBoie cumntoMbl BBK Hepenko HecnenuduuHbl, U B psje
Clly4aeB JUarHOCTUUYECKHI MOMCK MOXXET 3aHUMaTh Mecslbl U rojabl. OCHOBHBIM
(bakTOpOM, BIHUSIOUIMM Ha MpPOrHO3 3a0ojeBaHUs, SBISETCS CBOEBPEMEHHOCTb
NWarHOCTUKA M paHHee Ha3HaueHHe MeAb3IMMUHUpYIoLlel Tepanuud. Baunpy
BBIIIIECKa3aHHOIO0 OYEBHJIHO, 4TO ocoboe Mecrto B auarHoctuke bBK momxHo
3aHUMAaTh TE€HETHYeCKOe TeCTHpOBaHHe. byaydd MOHOTEHHBIM 3a0ojieBaHHEM,
BEBK xapakrepusyeTcsi 3HaUUTENbHBIM pa3sHoOOpasueM Mytauuii reHa ATP7B,
MPUBOASIINX K TUCHYHKIIMHA COOTBETCTBYIOLIEro Oenka. J[as Kaxaoi momyisaun
XapaKkTepeH COOCTBEHHBIH YHUKalbHBIM CHEKTp MyTallii JaHHOro reHa, U
U3y4eHHE TAaKOBOIO CpEOU POCCUICKOrO HaceleHHUs SBISETCS HECOMHEHHO
aKTyaJIbHOM 3a7avuen. Taxum obpazoM, YTOYHEHUE CIIHCKa
pacrpocTpaHEeHHBIXMYTallUi U U3ydeHHe pa3HOooOpa3us KIMHUYEeCKOW KapTHHBI
npu bBK cniocoOHo ymydiTh paHHIOIO AMarHOCTUKY 3a00jeBaHUs U TEM CaMbIM
MO3BOJIUTh M30€XaTh pa3BUTUS HEOJIArONpUITHBIX IOCIEACTBUNA AJS 3M0POBbS U
XKU3HM [alMeHTOB. DBce BBIIECKa3aHHOE OIpENeNsieT aKTyalbHOCTb U

BOCTpe6OBaHHOCTB PE3YIIbTATOB AHUCCEPTAIUOHHOI'O HCCICAOBAHHA banamoBoi

M.C.

Pe3ynbrarel paGoThl B IOJHOW Mepe OTpakeHBI B aBTopedepare, HUX

MMPpaBHIIBHOCTL U JOCTOBEPHOCTL OIIPEACIIACTCA I'PaMOTHBIM BBI60pOM MaTepHualioB



U METOJIOB HCCIIe[IOBaHUs. BbulM HcclenoBaHbl BEIOOPKHU JOCTATOUHOTO oOBbeMa
(81 marment ¢ BBK, a tarke 178 310poBBIX JOHOPOB). B kadecTBe OCHOBHOIO
MOJIEKYJISIPHO-T€HETUYECKOI0 METOJa HCCJIENOBAaHMUS BBICTYIIMIIO TapreTHOe
CEKBEHUPOBAaHUE CJIEAYIOLIErO IOKOJIEHUs, KOTOPOE MOXHO OTHECTH K OJHOH U3
Haubojee IEepCHEeKTUBHBIX COBPEMEHHBIX TEXHOJOTHMH [JIs HCIIONb30BAaHUSA B
npakTHdeckod Memunuse. [{ns peanuzanuy Lenw ObUTM cHOpPMYIHPOBaHBEl U
YCHEIIHO peleHbl 4 HCCIeNOoBaTeNIbCKUX 3alauyd. BBIBOABI IMOJHOCTHIO

COOTBETCTBYIOT IIOCTABJICHHBIM 3aJavdaM HUCCJICAOBaHNA.

ABTtopedepar, IpecTaBlIeHHbIA Ha pelieH3ul0, Hanrcad UHPOPMATUBHO U
MO3BOJISIET IOJIYYUTh IIOJTHOE IpeJcTaBleHHe O AuccepTalroHHo# pabore. OH
IIOCTPOEGH II0 KJIAaCCHYEeCKOM CXeMe, CTHJIMCTHUUECKH BBIBEPEH, OTINYaeTCs
JIOTUYHOCTBIO M MOC/IEIOBATENBHOCTHIO U3J10XKeHUs. CylleCTBeHHBIX 3aMeUaHui K
coJlep>xaHU0 aBTopedepara HeT. Pe3ynpTaThl QUCCEpPTAlIMOHHOTO HCCIEIOBAHUS
oTpaxkeHHI B 12 nedaTHBIX paboTax COMCKATENs, U3 HUX 3 IMOJHOTEKCTOBEIX CTaThH,
ONmyOJIMKOBaHHBIX B JypHanaxX, pekomeHaoBaHHbIXx BAK MOH P® ngns
couckarejeil ydeHOW CTeleHM KaHIWJaTa MeAULMHCKUX HayK, U lcraTes - B

HHOCTpaHHOM XYpHalJI€.

3aKJIro4YeHue
Ha ocHoBaHWM H3IIOXEHHOro IIOJIarar, 4YTO JHUCCEepTallMOHHas pabora

banamoBoit Mapuu CepreeBHbl «OleHka crnekrpa Mmyrtauuii reHa ATP7B u
KIIMHAYECKOI O nonuMopduzMa 6ome3Hu Bunscona-KoHoBanosay,
IpeICcTaBJIeHHas Ha COMCKaHME YUYEHOH CTeleHU KaHAugaTa MEQUIMHCKUX Hayk
no cneuransHocTsaM 03.02.07 — reneruka, 14.01.04 — BHyTpeHHHe OOJE3HHU,
SBIISIETCS 3aKOHUEHHOW Hay4YHO-KBaJUPHUKalMOHHOW paboTo#, MOCBSAIIEHHOM

aKTyaJIbHbIM l'IpO6JIeMaM KJIMHUYECKOU I€HETHUKU U BHYTPEHHUX OoesHeii.

[Io akryampHOCTH, 00BEMYy IIPOBEIEHHUSX HCCIENOBaHUM, HOBHU3HE
MOJYyYEeHHBIX pPE3yJbTaTOB, UX TEOPETUYECKONM U MpPaKTUYECKOW 3HAYUMOCTH,
muccepranus banamosoit M.C. cooTBeTcTBYeT TpeboBanusM 1. 9 «IlonoxeHus o

MpUCYXXACHHUN YUE€HBIX CTeHeHeﬁ, YTBEPXKACHHOI'O IIOCTaAaHOBJICHHEM



IIpaButensctBa Poccuiickoit @eneparuu Ne 842 ot 24.09.2013 r. (¢ U3BMEHEHUAMH
B penakuuu nocraHosieHudl IIpasurensctBa Poccuiickoii @enepanuu Ne 335 ot
21.04.2016 r., Ne 748 ot 02.08.2016 r.), mpeabsABAsiEMbIM K QUCCEpPTAllUsIM Ha
COMCKaHHE YYEeHON CTelNeHM KaHIWaaTta MEAUIMHCKUX HayK, a e€ aBTop
3aclly’)KMBaeT NPUCYXACHUS YUYEHOH CTENEeHU KaHAWJaTa MEAUIMHCKUX HayK II0

cnenuanbHocTsaM 03.02.07 — renetuka, 14.01.04 — BHyTpeHHHE O0JIE3HU.

PykoBoautens LeHTpa JoKa3aTeNbHOM MeIUIMHBI
OI'AOY BO Ilepeeii MIMY um. U.M. CeueHoBa
MunzapaBa Poccun (CedeHoBckuii  YHUBepCHTET),
JOKTOP MEIUIIMHCKUX HayK, Ipodeccop 7
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