OT3bIB
Ha apTopedepart guccepranuu JKoxukosa Jleonnaa Pycianosuya mo reme
«Oco6eHHOCTH KJIMHHYECKOro MPosiB/ieHUsl BapuaHnToB B reie NBAS npu SOPH-
CHHIPOME», MPeICTABIeHHON HA COUCKAHHE YUYEHOH CTeNeHH KaHInIaTa
MeIUIHHCKHX HayK Mo crienuaabHocTH 1.5.7. 'eHeTnka (MeIHMIMHCKHE HAYKH)

Huccepranus JI.P. XKoxnukoBa MOCBsAIEHa KOMIUIEKCHOMY HCCIIEOBAHUIO SOPH-
CHHIpOMa  —  PEAKOro ayTOCOMHO-PEIECCUBHOIO 3a0oeBaHus, ITUPOKO
pacmpoCTpaHéHHOTO B SKYTCKOM IOmynsnuu. PaboTa OXBaTbIBAE€T KIMHUYECKYIO
XapaKTEPUCTHKY  OONBIION  KOTOPTHI  HamueHToB  (n=93), HMMMYHOJIOTHYECKOE
IpOoQIINPOBAHUE, pa3paboTKy JIMarHOCTUYECKON [IIIP-TecT-cucTEMBI u
buonHbopMaTHUecKkuil ananu3 6enka NBAS.

Ocoboe BHUMaHWE B IACCEPTAINH YAEIEHO CTPYKTYPHOM YacTH C MCIIONb30BaHUEM
AlphaFold2/3. C uX MOMOIIBIO aBTOp PEKOHCTPYHPOBAT TPEXMEPHYIO CTPYKTypy OenKa
NBAS u ero BzauMojielicTBHS ¢ KirroueBsiMu mapTaépamu — ZW10, RINT1, USE1 u Rab18.
Ha ocHOBe MoenupoBaHus OBUTH BBIICICHBI CyOOMEHB! OelKa U KOHCEHCYCHBIE CalThI
CBSA3BIBAHMS, UYTO IIO3BOJIFJIO IIPOBECTH COIIOCTABJICHHE JIOKAIU3AlMU I1aTOr€HHBIX
BapUaHTOB C KIIMHUYECKUMH TposiBieHusMU. [1o pesyapraraM paboTel aBTOp 000CHOBAHHO
JleiaeT BaXKHBIA BBIBOJI: BAPHAHTHI, BRI3BIBAIOIINE OCTPYIO MEYEHOUHYIO HEJOCTATOYHOCTh
(ILFS2), 3aTparuBaroT QyHKIIMOHATBHBIE HHTEP(ENUCHL, TOra KaK MyTalliy, XapaKTepHbIE
mis xinaccmdeckoro SOPH-cuuapoma (Bxmrodas p.R1914H), cocpemotouensr B C-
KOHIIEBBIX CYOJJOMEHaX ¥ He HapyIIAIOT U3BECTHBIX CAUTOB CBA3LIBAHUS.

JIOIIONIHUTENBFHO TPOBEAEH aHAIW3 TEPMOJUHAMHYECKOH CTaOMIBHOCTH Oenka
(kmaccuueckuM MeTomoM FoldX), mokazaBmmid, uro BapwaHT p.R1914H 3HauMTennHO
CHIDKaeT cTabminbHOCTE NBAS, 9T0 MOXET BHOCUTD BKJIa[ B IIATOT€HES.

B memom, cTpykTypHas 4acTh BHIIOIHEHA METONOJIOIMYECKH KOPPEKTHO, PE3YIbTAThI
COTJIACYIOTCS C MMEIOIIMMHUCS JaHHBIMU JINTEPAaTyphbl U JTOIONHAIOT ITIOHUMaHHe TE€HOTHII-
beHoTHIIMYIEeCKUX Koppemsiuit npu NBAS-accomuupoBaHHBIX cocTosHusAX. lloaxorn,
COUETAIOMU KIMHAYCCKAE HaONOEHUs W COBPEMEHHBIE BBIYMCIIATEIBHBIE METOJEI,
IIPEJCTABIISIETCS OOOCHOBAHHBIM U IIEPCIIEKTUBHBIM UL JATbHEUIINX UCCIIEN0BaHUH.

TakuM o00pazoM, conmepxaHue apTopedepara IIO3BONAET CHENIATh BBIBOJ, YTO
muccepranonHas pabora JKoxwmkoa JLP. saBngerca  3aBepmIEHHBIM — HAy4YHO-
KBaJTM(OUKAIIMOHHBIM HCCIIeI0BaHUEM, BHIIIOTHEHHBIM Ha aKTyaJlbHYIO TeMY, MMEIOIIUM
Hay4YHYIO HOBHM3HY M IIPaKTHYECKYIO 3HAYUMOCTh. JlEccepTanuonHas paboTa MOIHOCTHIO
COOTBeTCTBYeT TpeOoBaHMsIM 1. 9 «llojloXeHMsS O NOpAAKE MPUCYKIECHUS YUCHBIX
cTeneHeiy, yreepxxaerHoro [locranosinenneM IlpaButenscrsa Poccuiickoit denepanuu oT



24.09.2013 r. Ne 842 (B pemakuuu ¢ M3MEHEHUSMHU, yTBEp:KIeHHLIMU IlocTaHOBIEHHEM
ITpasutenscrea Poccuiickoit @eneparmm ot 16.10.2024 r. Ne 1382), mpenbsBiseMbIM K
JHCCEpTAIsIM Ha COMCKaHMe YUeHOM CTelleHW KaHaujaTa Hayk, a €€ aBTop 3acilyKHBaeT
IPUCYKIEHNS YUEHON CTEeleH! KaHIuIaTa MeIUIMHCKUX HayK II0 cuenuansHoctd 1.5.7.
['eHeTnKa (METUIIMHCKUE HAYKN).

Crapimmit mpernonaBarenb, CKOIKOBCKAN HMHCTUTYT HAayKM W TEXHOJIOTHH, KaHIUAAT

($hU3HKO-MATEMATUYECKUX HAYK /M
HBankoB Ih\%I/ITpHﬁ HuxonaeBnu ( (TIoamuCH)

«A6» &Ré&r-&é 2026 T.

IleHTp OMOMENUIMHCKAX TEXHONOTrHi, CKONKOBCKMI HHCTHTYT HAayKM U TEXHOJIOIU,
121205 Mocksa, bomemo#t OymeBap, na. 30, crp. 1, inbox@skoltech.ru,
https://www.skoltech.ru/, +7 (495) 280 1481, d.ivankov(@skoltech.ru.

S1, UpankoB J{mutpuit HukonaeBud, aro cornacue Ha BKIIOYEHHE CBOMX II€PCOHAIBHBIX
JAHHBIX B JTOKYMEHTHI, CBsSI3aHHBIE ¢ paboTol auccepTannoHHOro cosera 24.1.215.03 Ha
6aze DemeparbHOr0 rOCYIapPCTBEHHOTO OFOJKETHOIO HAy4HOro ydpexaeHus «ToMckuii
HAIIMOHAJIBLHEIN UCCIeHOBaTEIbCKAA MeTUITMHCKIH HeHTp Poccuiickoil akafeMun HayK», 1
UX JaTbHEHIIyIo 00paboTKy.

Ilonmuce MBankoBa JImutpusa HukomaeBuya 3aBepsiro:
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