OT3bIB
na aBTopedepar muccepraruu XKoxukosa Jleonnna Pycrnanosuya «OCcoOCHHOCTH KIHHUYECKOTO
IpOSIBICHUS BAPHAHTOB B reHe NBAS npu SOPH-cunpoMe», IpeICTaBICHHON Ha COMCKAaHNE

yqeﬂoﬁ CTEIIEHU KaHauaaTa MEIUIIMHCKUX HAaYK IO CIIeAaIbHOCTH 1.5.7. «I'eneTuka»

Tuccepramust JI. P. JKoxukoBa IIOCBSINEHA HCCIENOBAHMIO PENKOTO M MATOU3YHCHHOTO
FeHeTHYeCKOro 3a0oyieBaHusS ¢ Pa3sHOOOPa3HBIMH KIMHUYCCKUMHU INPOABICHMSIMU — SOPH-
curgpoMa. JIaHHBIH CHHZPOM OCOOGHHO HacTo BCTpewaerTca B SKyTuu, u HEOO0X0IUMOCTE
pa3paboOTKH HOBBIX CPEJCTB IS €ro IUATHOCTUKH H, HOTCHIMANBHO, Tepalliy 00ycaBIIUBaIOT

BBICOKYIO aKTyaJIbHOCTh U IPaKTHICCKYIO 3HATMMOCTDb Hucciuea10BaHus.

SOPH-cuuznpom ceazan ¢ myranwmeii B reae NBAS (5741G>A), u aBTopoM Obla M3yHdeHa Ha
JaHHBI MOMEHT camas GOJBIIAs KOropTa TaKuX MAleHTOB; B PE3yJbTaTe PabOThI TAKKE ObL1a
CO3/1aHa TeCT-CHCTeMa UL BhIABIeHHs MyTamun 5741G>A. TloMumo 3T0H OCHOBHOH JUTA SOPH-
CHHJIPOMA MyTaIliH, B MCCEPTALMA TaKKe COOpaH U NPOAHATH3UPOBAH O0JIBITON Habop JTAHHBIX O
npyrux MyTarmsx B NBAS mpu cuHIpoMe JIETCKO# MEYCHOYHOH HE/I0CTATOUMHOCTH M KITHHIICCKAX
IPOSIBIIEHUSX 3THX MyTaruil. KapTuposanue Bcero Habopa MyTaimi B NBAS mo3Bonujio aBTopy
CleaTh MHTEPECHLIH BBIBOJ O JOMEHHOM JOKAIM3aliK MyTalud, COOTBETCTBYIOIIMX DASHBIM

(dhenoTHIIAM.

[ToMMMO HEIOCPEJCTBEHHO TeHeTHyeckoro wucciaenoanus JI. P JKoKMKOBBIM TaKXe
IIpe/ICTAaBIEHbl OPUIHHAIBHBIE PE3yNbTAThl O MOJACTHPOBAHMM KOMIUICKCOB Genrka NBAS ¢
Gemxkamu ZW10, Rabl8 um USE1 mpu momomms AlphaFold. Ilpu momomu MoxenupoOBaHHA
BBISIBJICHBI TIOTCHIMAIBHBIE CAWTHI CB3bIBaHMA NBAS ¢ KaXIbIM U3 3THX OCJIKOB. DTH JaHHbBIC
ele TOJBKO SKIYT SKCIEePUMEHTATIBHOTO MOATBEPKIACHUS, HO, YTO HHTEPECHO, MHOTHC MYTallli B

NBAS soKxanm3yioTest Kak pas BOJIM3H [Ipe/ICKa3aHHbIX HHTEP(EHCOB B3aHMOICHCTBHL.
CylnecTBEHHBIX 3aMeYaHuUi 110 aBTopedepary auccepTaluy HeT.

Takum ob6pasom, cojiepaHue aBTopedepara TO3BOJSET  CHACNATh  BBIBOA,  HTO
nuccepranuonnas padota JI. P. JKoxukoBa sBISETCS 3aBEPLUICHHBIM HAyYHO-KBATU(QUKATTOHHBIM
HCCIICOBAHMEM, BBHIOJHECHHBIM HA AKTYalbHYIO TeMy, OOJATalolliM HAayYHOM HOBH3HOH H
BBICOKOH IIPAKTHYECKOH 3HAYMMOCTBIO. JluccepranuonHas paboTa IMOJHOCTBIO COOTBETCTBYCT
tpebosanusam 1. 9 «llonoxenus o MOpsyIKe MPHCYKACHHUA yICHBIX cTeneHel», yTBEPKIECHHOIO
Toctanosnenuem [IpasuTensctsa Poccuiickoi @eneparmu ot 24.09.2013 1. Ne 842 (B akTyalnbHOU

peHaKI_IHH), OpeabABIIIEMbBIM K JUCCCPTALIUAM Ha COUCKaHHC yquoﬁ CTEIIEHU KaHauJaara HaykK, a €€

[y



aBTOp 3aCIyXKUBAcT IIPHUCYKIACHHA yquoﬁ CTCIEHU KaHauaara MEJUIUHCKHX HAyK IO

criermanbHOCTH 1.5.7. «'eneTukay.

KaHIUIaT 6uonorndeckux Hayk (1.5.4 — Guoxumus)
crapIumii HaydHbIH COTPYIHUK Hay4HO-y4eOHOI TabopaTopun G1o- 1 XeMOMH(pOPMATHKH
HarnmoHaIbHBIH HCCIEI0BATEICKAN YHUBEPCUTET « BhICIIas MIKOIa SKOHOMUKID)

(HNY BIID — Canxrt-Iletepbypr)

190121, Cankr-ITetepOypr, yi1. Coroza [leqaTHukos, 1. 16
tenedon: +7 (950) 025-29-22; e-mail: ieliseev@hse.ru; caiit: https://spb.hse.ru

. é,,-//l?nncee}a Urops EBrensesny

«24» nexabps 2025 1.

S, EmuceeB Mrops EBreHbeBmY, a0 COrjacMe Ha BKIIOUCHHUE CBOMX MEPCOHABHBIX JIAHHBIX B
JOKYMEHTEI, CBS3aHHBIE ¢ PabOTON AuccepTanuonHoro cosera 24.1.215.03 na 6ase @enepanbHOTO
TOCY/IADCTBEHHOTO  OIO/DKETHOrO  HaydHOTo  yupexaenus — «Tomckudl — HAalMOHAJBHbIH
HCCIIeIOBATENbCKHI MEIUIMHCKAN [eHTp POCCHICKOM akaleMUM HayK», W HUX JabHEHITYFO

00paboTKy.

TTommuck EnnceeBa Uropsa EprenbeBuya 3aBepsio:
HAYANILHUK  YNPABNEHMS
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