OT3bIB
Ha aBTOopedepaT nuccepranuu JKoxukona Jeonuaa PyciaHoBu4a nmo reme «OcobeHHoCTH
KJIMHHYECKOro NposiBJieHus BapuanToB B rene NBAS npu SOPH-cunapome», npeCTABJIEHHOM Ha
COHMCKaHHe Y4EHO cTeneHH KaHIH/1aTa MeJUIHHCKHX HAYK MO0 CTIeNHaTbHOCTH 1.5.7 T'eneTnka
(MeIMIMHCKHE HAYKH)

JnccepranuonHoe uccnenosanue Jleonnna Pycnanosuya ’K0xuKOBa TMOCBAIICHO KOMILICKCHOMY
M3YUEHHIO OJHOTO W3 3HAYMMBIX HACJIEJCTBEHHBIX 3a00JeBaHHUH A Pecniy6muku Caxa (Sxytus) —
SOPH-cuHIpOMa, acCOLMUPOBAHHOIO C MATOT€HHBIMU BapHaHTaMM B TeHE NBAS. Pabora mocBAlicHa
oIHOMy W3 Hambojee pacHpoCTpaHEHHBIX 3ab6onmepanmii SOPH-cuHIpOM, acCOIMUPOBAHHOMY C
BapuantoM ¢.5741G>A, p.Argl914His B rene NBAS, 4acToTa KOTOPOro cdcTaanLeT 4,5 1 9,95 (ua 100
THICSY) CPey HaCeNeHus SIKyTHH U AKYTCKOW MOIy/AIyy. Briepsble omicaHa U 06001meHa accolyanus
IaTOTeHHBIX BapMAaHTOB B reHe NBAS ¢ KIMHUYECKOH KapTUHOU y 93 SAKYTCKHMX nanuentoB ¢ SOPH-
CHHIpOMOM. BriepBeie omucaHa CyOIOMEHHas apXWTeKTypa H CaiThl CBA3BIBAHMA Genka NBAS,
oTBeTCTBEHHOTO 3a passure SOPH-cunapoma u ILFS2. BriepBbie y NanieHTOB, MMCIOMNIX PpasIuYHEL’
KIMHUKO-(hEHOTUNUIECKUI CIIEKTp NBAS-acconMupOBaHHEIX COCTOSIHUH, HCCIIeIOBaHbI
[IATOTeHeTHYECKHe 3BeHbs 3a00/eBanus B acrekte 6enka NBAS — HapylieHHe cTaGUIBHOCTH Oelka 1
cy6IoMeHHass MPUHAIIEKHOCTh MAaTOTCHHBIX BapHaHTOB M HX KOppeiluu ¢ (EeHOTUNNYECKUMHU
MIPOSIBICHUSMHU.

JIOCTOBEPHOCTh TOJYYEHHBIX JaHHBIX TMOJTBEPKAACTCA JAOCTATOYHBIM 06BeMOM  BBIOODKHY,
MICTIOJIE30BaHAEM COBPEMEHHBIX AMArHOCTUYECKHX METOJOB, MPUMEHEHUEM CTaTUCTUYECKUX KPUTEPHUCB
JUTSl OIIEHKH Pe3yJIbTaTOB.

Bce pe3ynbTaThl MCCIIEJOBaHNS HAIIK CBOE OTPAKEHHE B IOJIOKCHMAX, BHIHOCHUMBIX HA 3allUTY,
BHIBOJAX ¥ MPAKTHUECKMX PEKOMEH[ALWAX, JIOTMYHO CNEIYIOT M3 IOCTaBICHHOM NN M 3a/a4
uccnenoBanusa. ABTopedepaT HalkcaH TPaMOTHBIM SA3BIKOM C COONIOJCHHEM PEKOMEHIOBaHHBIX
Tpe6oBaHMi K OQOPMIEHHIO, BKIIOYACT AM3alfH MCCIIENOBAHMS, IO3BOIIOMMMA OTCJIEOUTh BCE OTallbl
paboTel, WHpOpMALMIO O XOJe WCCIENIOBaHUS W pes3ylbraTax, MOJIY4eHHBIX B  MPOLECCE.
TIIpMHIMIHATEHEX 3aMeYaHuii K pelieH3npyeMoMy aBTopedepary HeT.

IIpakTrdeckas ¥ TeOpeTHIeCKas 3Ha4MMOCTh PaGoTHl BechbMa BriCOKa. Co3/laHHas TECT-CHCTEMA 1
[OJY4CHHBIN TMATEHT HANpPAMYIO BHEIPSIOTCA B MPAKTHKY 3/paBooxpaHeHus SIkyTuu. Pacmmpennoe
onucanue (PEHOTHIA, BKIOYas MMMYHONEDHIMT M CyOKIMHHYECKHE H3MEHEHMs IIC€YCHH, IO3BOIMT
BpagaM yIydiIMTh MOHMTODHHI M BeICHHWE MalHeHTOB. TeOpeTHYecKUd BKJIal 3aKIOYaeTcs B
PacKpBITUH MOJIEKYJIIPHBIX MEXaHU3MOB, NeXKAIKUX B OCHOBE MYIBTHCHCTEMHOTO (PeHOTHITA M TOMEHHOM
cnenpruHocTH 3a6oneBaHuii, cBszaHHBIX ¢ NBAS. PaspaGoTaHHBIA aBTOPOM OeNoK-BapuaHT-
(l)eHOTI/IHI/I'ICCKI/II‘/’I/ (PVP) momxox sBuseTcs NEPCHEKTHBHOM MOIEJBIO ULl M3YYCHHS JpYrux
«MHOro()yHKIOHAIBHEIX» OEJIKOB, MyTallu{ B KOTOPEIX MPHBOAAT K CIIOKHBIM CHHIPOMaM.

BriBogbl U OLEHKH, c(OpMYIMpOBaHHEIE B aBTopedepare, MOIHOCTBIO COOTBETCTBYIOT
NpeJICTABIIEHHBIM Pe3yIbTaTaM, JIOTUYHbI ¥ HAyYHO 000CHOBAHHBEI.

TakuM 06pasoM, colepkaHue aBTopedepara I03BOJISET CHENaTh BEIBOJ, YTO JUCCEPTALMOHHASA
pa6ota JKoxuxopa JLP. sBisieTcs 3aBepIISHHBIM HAyYHO-KBAIM(UKALMOHHBIM HCCIEJ0BaHUEM,
BBHIIIOJIHEHHEIM HA aKTyaJlbHYIO TeMy, UMEIOIIMM HAay4YyHyl0 HOBHU3HY U IPaKTHYECKYIO 3HAUUMOCTE.



JuccepraluonHas paboTa MOJHOCTBIO COOTBETCTBYET tpeboBanuaM 1. 9 «llomoxeHus O TOPSAKS
NPUCYXKICHHS ydYeHBIX CTelleHei», yTBepiaeHHoro IlocTaHOBNEHHEM IpasutenscTBa Poccuiickoi
®enepamyu o1 24,09.2013 1. Ne 842 (B penakiuy ¢ H3MEHCHWAMH, yTBep X AeHHBIMU [TocTaHOBICHHEM
[MpaButenscTBa Poccuiickoit ®enepanyu oT 16.10.2024 r. Ne 1382), mpenbaBIAEMBIM K AUCCEPTALMAM
Ha COMCKaHMEe YUEHOM! CTENeHN KaHIU/IaTa HayK, a e€ aBTop 3acCily)KuBaeT PUCYHICHUS yUEHOU CTETEHH
KaH/IMIATa MeIUIMHCKIX HayK 1o cremmansHoctd 1.5.7. TeneTnka (MEIMIMHCKAE HAYKH).

S, Om3zap Onbra CepaseBHa, Jako COTIache Ha BKIIOYEHHE CBOMX MEPCOHANBHBIX /IAHHBIX B JOKYMEHTEI,
CcBsi3aHHbIE ¢ paGoTOll aEccepTaloHHOro coeta 24.1.215.03 Ha 6aze MemepanbHOrO rocyAapCTBEHHOrO
GIOKETHOTO HAyYHOTo YyupekaeHust «TOMCKME HalMOHaIbHBIA WICCIEeIOBATENECKUI MEIULMHCKHHA
nentp Poccuiickoif akaeMuy HayK», U HX JalbHEHIIyI0 06paboTKy.

Crapuuit Hay4HBI# COTPYHUK NabopaTopuu

PErMOHANBHAIX MeTUIMHCKIX MCCIENAOBAHMHA

TocynapcTBeHHOE OIOUKETHOE YUpEXKICHUES 3paBOOXPaHEHHUS
«Hay4Ho-ucclie10BaTeNbCKIi MHCTUTYT MeIiKo-ColManbHbIX npobieM
U ynpaslieHus» MUHHUCTEPCTBA 3[IpaBOOXPAHECHUA
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