OT3bIB

na asTopedepat nuccepranuu JKoxuxosa Jleonnaa Pycnanosnia
«OcOBeHHOCTH KIHHAYECKOro POsIBJICHHS BapHaHTOB B rene NBAS npu SOPH-cunapome,
NpeJCTABIEHHONH HA COHCKAHHE YIEHOH CTeleHH KaHAAAATA MEIHITHHCKAX HAyK
(cnenumanbrOCTh 1.5.7 — reneTHKa)

TuccepranuonHas pabora JI. P. JKoxxukopa NOCBALICHA HCCICI0BAHHIO SOPH-cunapoMa (XapakTepH-
3yromierocst arpoduel 3pUTENbHOTO HEpBa M APYriMH aHOMaNHIMH), DTOT CHHAPOM, IO JIATEPATyPHBEIM
JaHHEM, acconuupoBad ¢ Mytamueit G>A B 5741-M HYKICOTHAC TeHA NBAS, npuBopsIed K mpespale-
amio Arg1914 6enxa NBAS B His1914. Ilo murepaTypHEIM JaHHEIM, SOPH-cunzpoM — 0fHO U3 Hauboee
pPAacTIpOCTPaHEHHEIX 3a00/cBaHu} ¢ ayTOCOMHO-PCLICCCHBHBIM TUIIOM HACJIC[IOBAHIA B SKYTCKOH IIOIyJIsi-
wun Pecniy6muxu Caxa (SIkyrns), rae — B CeBepo-BocTouHOM denmepansHoM yHHBepcuTeTe MMeHH M.K.
AmmocoBa — nposoauiack pabota JI. P. XKoxukosa.

B cBeTe BHILIECKA3aHHOT0, aKTYaIBHOCTH 3T0H paGoTE HECOMHEHHA.

51, 6uou3uK, HE MOTY YINyOIATECS B MEAULMHCKAC aCIIeKTEI muccepraiponnoi pabotst JI. P. Koxu-
KOBA, ¥ COCPELOTOUYCH JIUIIE HA €T0 HCCNETIOBAHMH MYTAHTHBIX — U, B 44CTHOCTH, NATOJOTMIECKIX — Ba-
pHaHTax orpoMHOro (13 2371 aMHHOKHMCIIOTHEIX octaTkoB!) Genka NBAS.

J1. P. JKOXHMKOBEIM POBEIEHO MOJEIMPOBAHHE — TPH [OMOIIH 3HAMEHUTOrO KOMIIEKCa pOTpaMM
AlphaFold — tp&xmepHoi#i cTpykTyps! Genka NBAS (k COXaICHHIO, HE TIpeaCcTaBleHHON B aBTOpedepare,
HO omyGiukoBaHHOH JKOKMKOBEIM B JXYPHAIC Profeins), u cIpykryp ero Genkos-maptaépos (ZW10,
Rab18, USE1, RINT1) — ¢ BEIZeNeHHeM HX CyOIOMEHOB, a TakkKe C ONPEACICHHEM B CTPYKTYPC NBAS
MECTOTIONOKEHMS OCHOBHBIX CalTOB €ro CBS3BIBaHUA ¢ GeNKaMu-IapTHEPAMH.

Taxum o6pasoM GOBLTM ONpejeTCHbl BO3MOXHBIEC MAaTOrCHETHYCCKHME OCHOBBI SOPH-cuHmpoma Ha
YpOBHE CaliTOB CBA3BIBAHMA M CYOHOMEHHOH apXHTEKTypbI Genka NBAS. B yactHOoCTH, OBIIO MMOKA3aHO,
yTo aTpodyis 3PUTENBHOrO HepBa MPOSBIAETCS MCKIFOUHTENIBHO NPH MYTALHAX, COCPEAOTOUCHHEIX B C-
KOHLEBBIX cyOnoMenax NBAS. Onpejiesierre CTpyKTyp CaiTOB CBA3BIBAHNA OTKPBIBACT (TUIIE YTIOMAHY-
Ty1o B aBToped)epaTe) BO3MOXKHOCTE (HhapMaKoNOTrHIECKOro MHrHOMpOBaHUS MX B MEIMIIMHCKUX LIENAX.

Tanee, JI. P. YXox1KoB MpoaHaIM3upoBal (¢ OMOIIBKO XOPOLIO 3apeKoMeH/loBaBIIel cebs mporpam-
mb1 FoldX) usMenenus craGunsHocTH Genka NBAS Npy MAaTOTeHHBIX ¥ HETIATOICHHEIX €10 MyTAIX. ITo-
Ka3aHO, B YACTHOCTH, YTO IIATOT€HHas MyTallus Argl1914>His nomxHa O4eHb CHIIBHO, Ha ~12 KKaJ/Monb (K
COYKaJIeHHIO, B aBTopedepaTe He yKa3aHsl IOrPEITHOCTH PAcyETOB), IOHHKATE cTabuiIsHOCTE Oenka NBAS.
Cronp Gonbluast oTepst CTaGHITEHOCTH OOBIMHO BEIET K paspyUIEHHIO TPEXMEPHOH CTPYKTYpPEI 6o BCero
Benka, 6o, ckopee (K coXaleH o, B aBTopedepaTe 3T0 He yTOYHEHO) COOTBETCTBYIOLIETO €T0 IOMEH.

Pa6ota JL. P. YK0oyxuKoBa BEINOJHEHA Ha XOpOIIeM HAyIHOM YPOBHE, H BIEYaT/IEHHE OT HeE HE CHHKa-
[OT [ae OTHETbHEE, OTMEUEHHbIE BEIIIE HETOYHOCTH B ONHMCAHUM PE3yJIETaTOB W OTPEXH B othopMIIeHHH
aBTopedepara — rie He pacmudpoBaH P COKpALICHAH (MMT, NRZ, ILFS2, CD16+, u zip.), a NOIIHCH K
PUCYHKaM U3NMIIHE JIAKOHHYHEL

TaxuM 06pazomM, cojepskanue apropedepaTa NO3BOISACT CALNATE BEIBOJ, YTO AMCCCPTALHOHHAA paGora
Wosxukosa JLP. sSBIAeTCS 3aBepIIEHHBIM HayUHO-KBATH(UKALIHOHHEIM HCCIE0BAHMEM, BBIIIOIHCHHBIM H2
aKTYaIbHYI TEMY, UMEIOLINM HAY4HYH0 HOBH3HY H IPAKTHIECKYHO 3HAYMMOCTE. InccepTaoHHas padoTe
[OJHOCTBIO COOTBETCTBYET TpeGOoBAHMAM I1. 9 «IToNorKeH s O MOPS/KE NPUCYKACHI YUCHBIX CTeneHel,
yrBepkaeHHoro ITocTanosinenueM IIpasurensctsa Poccniickolt Qenepanyy oT 24.09.2013 r. Ne 842 (B pe-



JAaKIMH ¢ U3MEHeHUAMH, yrBepxaeHHbMU [Toctanosnennem IlpaBurensctea Poccuitckoit Oenepauy ot
16.10.2024 r. Ne 1382), npeasABIseMBIM K AMCCEPTALUAM Ha COMCKAHHE YUEHOMN CTeNeHy KaHIUAaTa Hayk,
a e€ aBTOp 3aCiIY)KUBACT MPUCYXKIEHUS YISHOH CTeNeHH KaHANATa MEQUUMHCKUX HAYK 110 CTIEIUaNbHOCTH
1.5.7. T'eneTnka (MeJULMHCKHE HAYKH).

Anexceii Butansesny OuHKeNBIITENH
JloxTop U3NKO-MaTeMaTHYECKHUX HAYK,
uneH-koppecnod et PAH, npodeccop
Hnctutyt 6enka PAH

12 suBaps 2026 .

@enepabHOE TOCYyAapCTBEHHOE GrOKeTHOE yupesknenue Hayku «MHcTHTyT Genka Poccuiickoit aka-
Aemuu Hayk» (PI'BYH UB PAH), 142290, Poccus, MockoBckas o6nacts, T. [Tymuso, yi1, MHCTHTYTCKAS,
1. 4., renedon: +7 (495) 514-02-18, caiiT: protres.ru, 3-nouta: protres@vega.protres.ru

A, Anexceit Buranbesny @uHKeIBIITENH, JaF0 COTNIACHE Ha BKIIIOYUEHHE CBOMX I1EPCOHANBHEIX JAHHEIX
B JIOKYMEHTEI, CBsI3aHHbIe ¢ paboTo# muccepranuonHoro cosera 24,1,215.03 na 6aze depepansHoro rocy-
IapCTBEHHOIO OIOKETHOTO Hay4YHOro yupexaeHus «TOMCKMI HallMOHANBHEIH HCCIEIOBATENBCKIM MeIH-
LMHCKHH UeHTp Poccuiickol akafieMuu Hayk», H MX JanbHe#myo o6paboTky.

[Topmucs 3aBepsto:
YYEHBIH CeKpeTaph OpraHu3alii / pyKOBOAUTENb OT/ela KaJIpoB
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