OT3bIB
Ha aBTopedepaT auccepranun JKokHKOBa Jleonnna PycnanoBuya no Teme
«Oco0eHHOCTH KIHHIYECKOTo NPOABJICHHS BADHAHTOB B rene NBAS npu SOPH-
CHHIPOME», NPEACTAB/ICHHOM HA COHCKAaHMe YIEHOM cTenenn KaHIHAATA MeAUIHHCKHX
HayK 1o cnenuanbHocTd 1.5.7, TeneTuka (MeanuuncKHe HAyKH)

AKTYallbHOCTh TEMBI HCCIIETOBAHMSL Huccepranmonnas paGora JILP. YKoxukosa
TMOCBAICHA M3YYECHHIO KIMHHKO-TEHETHYECKAX OCOGCHHOCTel SOPH-cuumpoMa - Tsxkesoro
ayTOCOMHO-PELIECCHBHOIO  3a00JI€BAHHS, HMMEIOIIEro BBICOKYIO  pacCHpOCTPAaHEHHOCTh B
PecriyGnuke Caxa (Skyrus). Tema HCCJICNOBAHHS SBIISETCA YPE3BBIYAHHO aKTyaIbHOMN, TaK Kak,
HCCMOTPA Ha U3BECTHYIO 3THONOTHIO (BapHaHT ¢.5741G>A B reme NBAS), narorenerudeckue
MCXAHH3MBI, MpUBOAAIAE K creuuduyecKkomy enoTuny  (mm3Kopocmocts, aTpo¢us
3PHTEIIPHBIX HEpBOB, aHoMamust Ilenbrepa-Xbiosra), ocTaroTes HEIOCTAaTOYHO H3yYEHHBIMH.
Ocobyro 3HawMMoOCTH paGote npujgaer Tot ¢dakt, yro ren NBAS aCCOLMMPOBAH C IIHPOKHUM
CIICKTPOM IIaTOJIOTHM, BKJIOYAs MIIaACHYCCKYI0 MEYEHOYHYI0 HENOCTATOYHOCTD (ILFS2).
Ionnmanue Toro, mouemy ommm BAPHAHTBI BBI3BIBAIOT INEYCHOYHBIH (EHOTHI, a mpyrue -
CKEJICTHBIH ¥ OQTanbMOIOrHMUecKui, sBIseTcs byHmaMeHTaIbHON 3amadeill MeIUITHHCKOMN
TEHETHKH.

Hayunas HOBM3HA uccnenmoBanus. ABTOpOM BIEpBBIE MPOBEJICH KOMILIEKCHEI AHAIH3
caMoH OoOwHMpHOH B Mupe BRIOODKH TMAlMEHTOB ¢ SOPH-cuunpomom (93 YeJIOBEKa).
HecomHenHo# HayuHOI HOBH3HOI obnanaer BeLIBIEHHBIH JKoxukoBbM JLP. ¢axr HamMuus y
TAlMCHTOB  BTOPHYHOIO  HMMYHOAC(HIUTHOIO  COCTOSHHS (cHEXeHWE  ypoBHeH
MMMyHOT106ymuHOB 1 NK-KJ1eToK), uro PacllipACT KIMHUIECKHE MPEACTaBICHAS 0 (EHOTHIIE
3abosieBaHusl. Oco6oro BHUMAaHUS 3aCI1y>KHBaeT IIPUMEHEHHE COBPEMEHHBIX
Groundopmarhueckux moax0I0B (AlphaFold, FoldX) mus MOJECITUPOBAHUS NPOCTPAHCTBEHHON
CTPYKTYpbl Genka NBAS. YKoxwukosbmv JLP. BIICPBBIC yCTAHOBJICHA KOPPEIALHSA MEKIY
JIOKANM3alHel MyTallMM B KOHKPETHOM cyOmoMeHe Oelnka M KIMHHYECKHM denoTHIIOM.
IlokazaHo, 4To «IeueHOYHEIE BApUAHTEI 3aTParWBAIOT CAHTHI CBA3BIBAHMS C NMAPTHEPAMH II0
Kommiekcy (ZW10, Rabl8, USEl), Torma kax BapHaHTBI, acCOLMHUpoBaHHEIE ¢ SOPH-
CHHJPOMOM, JIOKaNH3yIoTCsl Ha C-KOHLEBBIX CyGIOMEHAX H BEI3BIBAIOT Jectabunmsanuro 6enka,
HE Hapymmas c6opky koMiutexca NRZ.

Ipaktryeckas 3HAYAMOCTD paGoTEL IIpakTHyeckas LEHHOCTH HCCIE0BAHUS BHICOKA JUIst
PETHOHAIIBHOTO 37paBOOXpaHeHHs. Pa3spaGoTaHHAsS M 3amaTeHTOBAHHAS aBropom IIIIP-tect-
CHCTEMa AJId NeTeKUMd BapuaHta ¢.5741G>A 1mo3BojseT IPOBOAUTE OBICTPYIO H TOYHYIO
AHACHOCTHKY, 4TO KPHTHYECKH BaXHO IUI PAHHEr0 BBISBICHHS GOMBHEX M HOCHTEJIEH,
Unentuduxamus  uMMyHOMOrHYeCKuX HapyIIeHUHA [aeT BpavyaM-KIMHUIUCTAM  HOBBIE
HHCTPYMCHTBI JUIl BEJICHUs NANMEHTOB, 0G0CHOBBIBAS HEOOXOMHMOCTS UMMYHOKOPPEKITHH H
MPOGHUNAKTHKH MHPEKIHOHHBIX OCITOKHEHHUIA,

Onenka conepsxanust u AOCTOBEPHOCTH Pe3y/IbTAaTOB. ABTOpe(epaT HAUCAH IPAMOTHBIM
HAYMHBIM  S3BIKOM, CTPYKTYpa paGOTbl JIOTHYHA H MOCTENOBATEIIBHA, JlocroBepHOCTH
IIOTyYCHHBIX PpE3YyJIbTATOB HE BBHI3BIBAET COMHEHHH W TIOATBEPXKIAETCS PEHpPEe3CHTATUBHBIM
00bEMOM BBIGOPKH, HCIIOIb30BaHHEM COBPEMEHHBIX METOZI0B MOJIEKy IsipHOH -reHeTuxu (ITL[P B
PCAILHOM  BPEMEHM, CEKBEHHPOBAaHHE), HMMMYHOJIOTHH (mpoToYHas nuTOMeTpHS) u
buonndopmaTHky. BEIBOABI MOTHOCTHIO COOTBETCTBYIOT IIOCTaBJIICHHBIM 3aauaM.

Marepuans: quccepramuy B nomHoii M€pe OTpa)keHbl B 4 meyaTHbIX paboTax, BKIIOYAs 3
CTaTbH B U3IaHUAX, HHIEKCUPYeMBIX B Web of Science u Scopus.

O6wmas nonoxuTenbHas omeHKa paboTbl HEe CHIDKAeTCA TPH HAIHYHH CJIEAYIOLIUX
HEOOJIBIINX BOIIPOCOB, BO3HUKIINX IIPH 3HAKOMCTBE C aBTOpeepaToM:

1. ABTOpPOM BEISBIIEHO AOCTOBEpHOE CHIKEHHEe NK-KIIeTOK H HMMyHOTIO6YTHHOB y
NanueHToB.  CymiecTByeT /M  Koppesuus MEXIY CTCNEHBIO BBIPAXKEHHOCTH  HTHX
HMMYHOJIOTHYECKUX HAPYIICHUM U TSHKECTHIO KIMHUYECKHX IPOABIICHUH (YaCTOTOH HHpEKIHIA)
Y KOHKPETHBIX ITaIHEHTOR?



4 B pa6ore TI0Ka3aHo, 4ro BapumanT p.R1914H (SOPH) BmI3BIBaeT CHIIBHYIO
Aecrabunuzammio  Gejka, Paccmarpupan s aBTOp  BO3MOXHOCTH TOTO, YTO HMEHHO
HECTabMIBHOCTE Genka, a He HapylICHHE €ro B3aMMOJEHCTBUI, sBiseTCS TPUITEPOM IS
3aIlyCKa MEXaHU3MOB, HPUBOISAIINX K allOTITO3y MIIH HAPYHIEHHIO KIETOYHOTO IIUKIA B KJIeTKax
CCTHATKU U XPAIEBOH TKAHU?

Taxum  06pasom, COlepxanue aBTOopedepara mo3BoNIsET CIenaTe BBIBOJA, YTO
AuCCepTanMonHas pabora YKoxukosa Jleonuna Pycnanosnua «Oco6EHHOCTH KIIMHHYECKOro

KBaIM(UKAIIMOHHBIM TPYAOM, BBINOJHEHHBIM Ha aKTyallbHYIO TEMY, HMEIOLIHM Hay4YHYIO
HOBH3HY M IPaKTHYECKYIO 3HAYUMOCTE, Huccepranuonnas paboTa moIHOCTEIO COOTBETCTBYET
TpeGoBanuaM 1. 9 «TTooxeHus O MOPSKE NPUCYKOCHUS yIEHBIX CTETIEHE#», yTBEPKICHHOro
[TocTanoBneHHEM Ipasurenscrsa Poccmitckoit OQenepanmu ot 24.09.2013 1. Ne 842 (8
PCNIAKIHH C M3MEHEHHsMH, YTIBEPXKIACHHBIMH [locTraHOBICHHEM IlpaButensctea Poccuiickoit
@enepanuu ot 16.10.2024 r. No 1382), npenwssnsembmv k AUCCEPTaLMAM Ha COMCKaHHE yUeHOH
CTeNICHM KaHOuWJaTa Hayk, a e aBTop, JKoxukoB Jleomun Pycnanosuu, sacnyxusaer
TIPUCY)KICHUS. HCKOMOM y4YeHOH cTemenu KaHIuIaTa MEIHUMHCKHX HAyK 110 CHENHAIBHOCTH
1.5.7. I'enetuxa (MenuIMHCKHE HayKH).

I'naBHbI HaywuHbIH COTPYIHHUK, JOOKTOP GHONOrMYECKHX Hayk, mpogeccop (cneuHasbHOCTE
03.03.01 — Qu3smonorus) —_
Konocosa Onbra Hukonaesna @%M ﬁ (onmuce)
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HUuetutyr 6monormuecknx npo6JeM KpHONHTO30HEI Cubupckoro ornenenus Poccuiickoii
AKaIeMHH HayK — 060Cco6IeHHoe nonpasnencHune  PenepanbHOro TOCYZapCTBEHHOIr0
OromKeTHOrO  yupexaernus Hayku QeepanbHOrO HCCIIeI0BATEbCKOrO LOeHTpa «SIKyTckmii

(V3

HayqHbM neHTp CuOupckoro oraenenus Poccuiickoii akagemun Hayk» (MBIIK CO PAH -
o6ocobieHHOe Tonpasaenenue PI'BYH QUL «SHL[ CO PAHY), 677000, Pecny6nuka Caxa
(SIxyrns), ropon SxyTck, ymuna ITerposckoro, 2. IMpuemnas: +7(4112) 39-05-00 s1. moura:

prezidium@prez.ysn.ru.

OMneKTpoHHsIi anpec Komocosoit O.H. kolosova.olga8@inbox.ru.

1, Konocosa Ojbra HuxonaesHa, naio cormacue ua BKJTFOYEHHE CBOMX IE€PCOHATBHBIX
AaHHBIX B NOKYMEHTEI, CBSI3aHHEBIE C paboToit nuccepranHoHHOro coBera 24.1.215.03 Ha 6ase
®enepansHOro FOCyNapCTBEHHOTO  GIOKETHOTrO Hay4yHOro  yupexnaeHuss «ToMckuii
HallHOHATIBHBIA HCCJIEI0BATE/IbCKHLL MEIUIMHCKUM LeHTp Poccuifckoi aKaZeMHUH HayK», H UX

Hata: « 16 » suBaps 2026 r.



