CBEJIEHMS O PE3VJIbTATAX [TYBJIMYHOM 3AILUTEI
B quccepTaroHHoM coBeTe 24.1.215.03, cozmanHOM Ha 6aze OenepanbHOrO
roCyIapCTBEHHOrO GHOUKETHOrO HayqHOTO yupekaenus « ToMCKuii HalHOHATbHbIH
HcCciIeoBaTeNbCKIH MeIUIMHCKHH [IeHTp PoccHiicKOi akaieMiH HayK»

mo 3ammre gucceprainuu JKosknkosa Jleommaa Pycranosu4ya Ha TeMy
«Oco6EHHOCTH KJIMHHYECKOTO IpOosBIeHUs BapHaHToB B reHe NBAS mpu SOPH-
CHHJIpOME», TIPEJICTABIEHHOM Ha COMCKAHME yUEHOM CTEeNeHH KaHu1aTa MEIUIHHCKIX
HAYK M0 crenuansHocTy 1.5.7 IeHeTyKa (MeMIMHCKAE HAYKH).

Ha OCHOBaHHH 3allHUTHl JMCCEPTAL[MM W Pe3yJbTATOB TOJIOCOBAHUA HIICHOB
muccepTanuonHoro cosera 24.1.215.03 (mpotokon Ne 2 ot 27.01.2026 r.) cuuTarh, 4TO
mucceprammsi  JKoxmkosa Jleommpna Pycmasomda Ha TeMy  «OcobeHHOCTH
KIMHAYECKOro TposiBNeHus BapuantoB B rene NBAS npu SOPH-curzpomey,
MpeCcTaBlIeHHAs HAa COMCKaHWE yYeHOW CTeNeHH KaHIuJaTa MEJUIMHCKUX HayK IO
crienuansHocTH 1.5.7 TeHerka (MeOMIMHCKUE HAyKH), IOIHOCTBIO COOTBETCTBYET
coBpeMeHHbIM TpeOoBaHuAM 1.9 «IloNOKEHUS O NMPUCYKACHUH YUCHBIX CTeneHen»
MusoGprayxu Poceuu (ITocranosinenne Ilpasurensctsa Poccuiickoi ®enepauuu OT
24.09.2013 Ne842 (B pemaxiuu ot 16.10.2024 r. Ne 1382), JTMCCEPTAL[UOHHBIA COBET
npuHAn pemenne npucyauth JKoxukoBy Jleomunay PycnaHoBudy y4deHyro CTENCHb
KaHIU1aTa MeIUIIHHCKUX HayK.

CocTaB /MCCEPTAMOHHOTO COBETa YTBEPXKJIEH B KojiudecTBe 17 dYemoBek.
IpucyTCTBOBAJIO HA 3aceJaHUH 16 JenoBek:

1.  CremnaHoB Bamum AHaronbeBnd — I-p OMoI. HayK, mpodeccop, akanemuk PAH ~ 1.5.7
2. Jle6enes Urops Hukomaesud — 1-p 6uoir. Hayk, wi.-kopp. PAH 1.5.7
3.  Hasapernko Mapus CepreesHa — A-p Mel. HAyK, OLCHT 1.5.7
4.  Amadupopa Banentuna MuxaiiioBHa — I-p Mel. HayK, podeccop 1.5.7
5 BacwibeB CTaHuciaB AHATOIbEBUY — JI-p OHOJ. HayK 1:5.7
6. Jlenmucos Esrenuit BnanumMuposud — A-p OHOI. HayK 13,7
7. Msanoa CBeT/aHa AJeKCaHIpOBHA — JI-p MeJl. HayK, pogeccop 1.5.7
8.  Konomuen Jlapuca AnekcanapoBHa — A-p MeJl. HayK, mpodeccop 1457
9. Konpgaxosa Mpuna BukropoBHa — I-p MeJl. HayK, mpodeccop 1.5.7
10. Kyuep Axcaxa HukomnaesHa — i-p GHOJL. HayK, nmpodeccop 1.5.7
11. JTuresxos Hukonaii Bacunsesud — a-p Guon. Hayk, npodeccop PAH 1.5.7
12. MunaiiueBa Jlapuca MiBanoBHA — I-p M€, HAyK 1.5.7
13. Ilyseipe Banepwnii [lapnoBrd — A-p M. HayK, npodeccop, akanemuk PAH 1.8.7
14. ®enoperko Onbra FOppeBHA — I-p MEJI. HAYK 1.5.7
15. Xapskos Bragumup Huxomnaesud — 1-p OHOI. HayK .57
16. Yepnmeiamesa Haxexaa BuktoposHa — A-p OHOIL Hayk, npodeccop, wr.-kopp. 1.5.7
PAH

IIpencenarens 3acenanus — Crenmamos B.A., n1-p 6mon. Hayk, mpodeccop,
axanemuk PAH, npencenarens auccepTanuorHoro cosera 24.1.215.03.

CexpeTaps 3aceganust — Hazapenko M.C., I-p MeJl. HayK, IOLICHT, y4eHbIA
ceKpeTaph AUCCepTaloHHoro cosera 24.1.215 03



3AKJIIOYEHUE JIMCCEPTALIMOHHOI'O COBETA 24.1.215.03,
CO3JAHHOI'O HA BA3E ®EJIEPAJIbBHOI'O T'OCY JAPCTBEHHOI'O
BIOJDKETHOI'O HAYUYHOI'O YYPEXJIEHUS « TOMCKUHA
HAILIMOHAJIbHBIA UCCJIEJOBATEJIbCKUIA MEALTMHCKWN ITEHTP
POCCUIMCKOUN AKAJIEMII HAYK», MUHUCTEPCTBO HAYKH U
BBICIIIET'O OBPA30BAHNMA POCCUMCKON ®EJEPAITVY,
10 JUCCEPTAITMN HA COUCKAHUE
YYEHOM CTEITEHU KAHJIUJIATA HAVK

arrecTauoHHOe 1eyio Ne

pellleHHe IUCcCepTallmOHHOro coBeta oT 27.01.2026 r. Ne 2

O npucyxnennn JKoxukoBy Jleomuny PycmaHoBudy, TIpaxIaHUHY
Poccuiickoit @enepariy, ydeHON CTEIIEHH KaHAUaTa MEUIIMHCKHAX HayK.

Tuccepranus «Oco0eHHOCTH KIMHUYIECKOTO TIPOSBICHNUS BAPUAHTOB B TCHE
NBAS npu SOPH-cunapome» 1o CHeLHaTbHOCTH 1.5.7 T'enetka (MeIALIMHCKHAE
Hayku) npuHsTa K 3ammre 11.11.2025r. (mpoTokon  3aceiaHus Ne 31)
nuccepTaloHHeIM coBeToM 24.1.215.03, co3maHHEIM Ha 6aze DepnepanabHOro
rocy1IapCTBEHHOTO OFO/IKETHOTO Hay4HOI'O YUpEKIACHUS «Tomckuit
HAIMOHAJBGHBIN HCCIIeI0BaTebCKIM MEIUIIMHCKUH 1IeHTp Poccuiickol akaaeMHn
Hayk», MUHHCTEPCTBO HaYKH U BBICIIEr0 00pa3oBaHus Poccuiickoiit enepanuy;
634050, r. Tomck, yn. Habepesxnas pexu Yinaiiky, 1. 10; [Tpuxas Muno6pHayku
Poccuu ot 24.01.2017 r. Ne19/uk (¢ usmenenusimu [Iprka3 Muno6prayku Poccun
Ne 568/ux ot 07.06.2017 r.; Ilpukaz MunoOpHayku Poccuu Ne 1203/sx oT
12.12.2019 r.; ITpuxaz Muno6puayku Poccun Ne 561/ux ot 03.06.2021 r.; TIpukas
MunoGprayku Poccuu Ne 760/Hk or 11.04.2023 r.; Ilpuxas MuHoOpHayKn
Poccuu Ne1492/uxk ot 12.07.2023 r.; ITpuxasz MunoGpaayku Poccuu Nel955/mk ot
12.10.2023 r.; ITpukas Muno6prayku Poccuu Ne 219/nk ot 12.03.2024 r.).

Comuckarenp JKoxukoB Jleonun Pycianosud, «10» nexabps 1995 rona

poxaenusi, B 2020 roxy oxonumn ®ejepanbHOE roCyNIapCTBEHHOS aBTOHOMHOE



o6pa3oBaTeibHOE  YUPEKIEHME BBICHIETO O00pa3oBaHMs «CeBepo-BocTounsii
denepanbupii  yHuBepcurer mMenn  M.K. AMMocosay» (r. SIkyTck) 1o
HaIpaBJIeHHIO TTOATOTOBKH «iedebHoe eno». B 2023 roxy OKOHYMII aCIIUPAHTYPY
no Hanpasienmio  «®yHIaMeHTambHas ~— MeiuuuHa» B DenepaibHOM
rocy/lapCTBEHHOM aBTOHOMHOM  00pa3soBaTellbHOM — YYPE@XJCHHH  BBICIIETO
o6pasoBanus «CeBepo-BocrouHslii (enepanbHbiii yHusepcureT nMmenn M.K.
AmmocoBay (r. SIkyrck). C 2021 roja couckarens paboTaeT MIaIIIAM HayJHBIM
COTPYJHHKOM B Hayd4HO-HCCIe/oBaTelbckol naboparopun «MomeKynspHas
MeIWIMHA U TeHeTHKa dYeloBeka» MenuiHcKoro HHCTHTyTa DenepansHoOro
rocyJapCTBEHHOr0 aBTOHOMHOIO 00Opa3oBaTe/IbHOTO  YUPEKAECHHS BBICIICTO
obpasoBanmsi  «CeBepo-BOCTOUHEIA  (elepanbHBIl  YHHBEDCHTET — HMEHH
M.K. AMMOcoBay, MHHHCTEPCTBO HAyKW H BhICIIero obpasoBanus Poccuiickon
@enepallvi.

JliccepTalisl BBINOJIHEHA B HAy4HO-MCCIIEN0BATENIBCKON nabopaTopun
«MonexyIapHas MeIWIMHA U TeHeTHKa YenoBeka» MeIUIMHCKOro HHCTUTYTa
De1epanbHOro rocyapcTBEHHOTO aBTOHOMHOTO 06pa3oBaTebHOIO yIpeKIeHUs
Beicinero obpasosanus «CeBepo-BocTouHbIl (enepanbHbli YHUBEPCUTET HMEHH
M.K. AMmocoBa», MHHHCTEpPCTBO HAayKM M BbIcuIero oOpa3osanus Poccuiickoit
denepanui.

Hayu4HEIi pyKOBOIUTEb — JOKTOP MEIUIMHCKUX HAYK, OLUCHT MaxcumoBa
Hanexxma  PomanoBma,  @emepanbHoe — TOCYJapCTBEHHOE — aBTOHOMHOC
oGpasoBaTeNbHOE yUpeXKIeHHEe BBICIIET0 O0Opa3oBaHUA «CeBepo-Bocrounsli
dbenepanpHbii yrusepcuter umMenn M.K. Ammocosa», MeauiuHCKUN WHCTUTYT,
Hay"HO-MCCleoBaTeNnbekas naboparopus «MomekysapHas MeIUIiHa ¥ MreHeTHKa
YelI0BeKay, PyKOBOIUTENb — [NIABHBIA HAYYHBI COTPYIHHK.

OdwunuaibHbIe ONITOHEHTHI:

Kapynac Aunekcanapa CraHuCIaBOBHA, MIOKTOP OHOIOTHYECKUX HAayK,
nouent, ®esepanbHoe TIOCYyIapCTBEHHOe OIOKETHOE HAy4HOS y4IPEXKACHHE
Vumckuit DenepanbHblii HCCIEAOBATEIBCKHI [IEHTP Poccuiickoil akazgeMuu

Hayk, IHCTATYT OMOXUMHH ¥ TCHETHKH, U.0. TUPEKTOPA,



Mapkosa TaresiHa BnagumupoBHa, JOKTOp MEIUIMHCKHX  HayK,
depiepanbHoe TOCYIAPCTBEHHOE OIOPKETHOE HaydHOe yupexjaeHue «Meawko-
reHeTHYecKui HaydHblli HeHTp uMmeHu akagemuka H.IIL boukosa», Hay4HO-
KOHCYJIbTaTUBHBIN OTAEI, 3aBEYIOImas

JIAIT! TI0JIOKUTENIbHBIE OT3BIBEI HA JMCCEPTALIUIO.

Benymas oprammsaups @PefepanbHoe TrocyaapcTBeHHOE —OromKeTHOe
obpa3oBaTenbHOE ydUpexaeHHe Beicmero oOpasosanus «CeBepo-3amaiHbli
roCyJapCTBEHHBI MeIWIWHCKUN  yHuBepcureT umeHd H.M. Mednukosay
MHuHHCTepeTRa 31paBooxpanenus Poccuiickoit ®eneparuu, r. Cankr-IletepOypr,
B CBOEM IONOXHTEILHOM OT3bIBE, MOANMUCAaHHOM JlapuoHoBoOH BanenTHHON
WIbMHWYHON, JOKTOPOM  MEIMIMHCKHX HayK, IpodeccopoM  Kadeapsl
MEIMIMHCKONH TreHeTHKH (DeJlepalbHOr0 TOCYJapCTBEHHOTO  OHOKETHOTO
ob6pa3oBaTensHOro yupexxaeHns Bbicmrero obpasopanus «CeBepo-3amaiHblii
rOCy/IapCTBEHHBI MeIUUMHCKAN yHuBepcuteT HuMmenn WM. MeuHukosay»
MumnuctepeTsa 3apaBooxpaHeHus Poccuiickoit ®enepanuy, U yTBEPHKISHHBIM
bakynuno#t  Harampeit  BanepbeBHOH, JOKTOPOM  MEJULIUHCKHX  HayK,
npo)eccopoM, TPOPEKTOPOM IO HayKe M HHHOBALMOHHOW [IESATeIbHOCTH
depiepabHOro TOCYIAPCTBEHHOTO OMOPKETHOTO 00pa3oBAaTEIBHOIO YUpekKICHHA
BEIcIero obOpasoBanus «CeBepo-3amagHELil TOCYJapCTBEHHbIM MeIHIHCKHIA
yauBepcuter umeHn WM. Meunukosa» MuHHCTEpCTBA 3paBOOXPAaHEHHA
Poccuiickoit @epepanuu, ykasanga, YTO IIONy4eHHbIe B XOJE€ BBINOIHEHUA
UCCJIEIOBAaHUS HOBBIE 3HAHWS PACIIMPSIOT IPEJICTaBlIeHHE O KIHWHHUKO-
benoturmmueckux ocobeHnocTax SOPH-cuHzpoma u WX CBA3M C MAaTOICHHBIMHA
BapuaHTamMu reHa NBAS, dopmupys OCHOBY s yriyONEHHOrO NOHMMaHUA
MOJNEKYIAPHBIX ~ MEXaHW3MOB  KIHHHMYECKOTO  IONMMOp(HU3Ma  JaHHOTIO
3a00JIeBaHNs. BbIABIEHHBIE TI'€HOTHI-(QEHOTHIIMYECKHE KOppENslHH, a TaKKe
YCTaHOBIEHHBIE CBS3M MEXIy JIOKajiW3alued IAaTOTEHHBIX  BapHUAaHTOB,
HapymenneMm crabmwisHocTH Oenmka NBAS ¥ KIMHWY9ECKMMM IPOABICHUAMH
3a60/€BaHMsl  CO3JAIOT NPEANOCBUIKM UL  JalbHEHIIAX — WCCIe/{OBAHUH,

HANpaBJEeHHBIX HA YTOYHEHHE IPOTHOCTHIECCKUX MapKEpPOB TEICHUA SOPH-



cunpoma. [TosydeHHBIe Pe3yNIbTaThl JOMOIHSIOT CYIIeCTBYIOMIHE NPEACTaBIeHUs
0 MONEKYJSAPHBIX OCHOBax NBAS-accONMMPOBAHHEIX 3a00JI€BaHUM, PACIIUPSIOT
3HaHug o narorenese SOPH-cuHapOoMa 1 IO3BOJIAIOT PaCCMATPHBATE BBISIBICHHBIE
CTPYKTypHO-QyHKIHOHATBHEIE —ocobeHHOcTH Genmka NBAS B KauecTse
IOTEHI[MAIBHON OCHOBBHI JJI COBEPIIEHCTBOBAHHUS MOIEKYJISAPHO-TEHETUYECKOM
JTHATHOCTUKH, KJIMHUYECKOH WHTEpNpeTAalMy BBIABJICHHBIX BapuaHTOB U
pa3paboTKK MEPCOHATH3UPOBAHHBIX TOXON0B K BEIECHHUIO MALUEHTOB C JaHHOH
naTosorueit. B MccneqoBaHuy IpeAcTaBIeHbl METOBI M ITOXO0/(bl, KOTOPBIE MOI'YT
HaWTH IpYMEHEHHe IPH [IAHWPOBAHUH U Peau3alliy JPyTUX HCCIeJ0BaHUM],

Juccepramvonnas pabora Y oxukosa Jleonmna PycnaHoBuda Ha TeMmy
«OcoBGeHHOCTH KIMHUYECKOro MpOosBJIeHUs] BapuaHToB B reHe NBAS npu SOPH-
CHUHJIpOME», TIpe/CTAaBIeHHas Ha COMCKaHME YYEHOM CTeNeHH KaHIuMaTa
MeMIMHCKUX HayK mo cremuansHocTd 1.5.7 T'eHeTHKa (MEAMIMHCKUE HAYKH),
SBISIETCS 3aBEpIIEHHON HAyYHO-KBaTHM(UKAIMOHHONW paboTod, B KOTOpOH Ha
OCHOBaHMHM TIPOBENCHHBIX aBTOPOM HCCJIC[IOBAHHN COIEPKUTCA PpelIeHHe
aKTyaJbHOM  HAy4yHOM 3afa4d 10  pPacHIUpeHHI0 M CHCTEMaTH3alUH
denoTunmueckoro crekrpa SOPH-cMHIpOMa M yTOYHEHHIO —KIMHHYECKOH
3HAYMMOCTH IAaTOT€HHBIX BapuaHToB reHa NBAS, uMeromed 3HaveHWe JUid
MEIUIIMHCKON TeHeTHUKH.

[To cBOe# aKTyalbHOCTH, HOBH3HE, 00BEMy BBIIOJHEHHBIX HUCCIIEIOBaHUH,
rIyOMHE aHamu3a MONYYEHHBIX [AHHBIX M HX J0Ka3aTellbHOCTH, HAyqHOH M
IPaKTHIECKON LEHHOCTH BBIBOJOB M IPAKTHYECKUX PEeKOMEH/ALHH, JUCCepTalUs
MOHOCTBIO0 cooTBeTcTBYeT KputepusM Ilomoxenuss «O NPHCYXTEHUH YIEHBIX
CTemneHeil», yTBepXKIEHHOTOo TocTaHoBleHneM IIpaButenscTBa Poccmiickoi
®enepaiuu Ne842 ot 24 cents6ps 2013 1., mpeaBABIAECMBIX K KaHAHIATCKHM
JECCEpTAalMsM, a4 €€ aBTOp 3aciy)XKHBAeT TPHUCYXKIEHUS YUCHOH CTeneHH
KaHIUaaTa MEIAIUHCKAX HayK Imo crieimanbHocTd 1.5.7 ['eHeTrka (MeIMIMHCKHE
HayKH).

OT3bIB HA AUccepTanuoHHyi0 paboty XKoxukosa Jleonuaa PycraHoBuya Ha

TeMy «OcO0eHHOCTH KIMHHUYECKOTO NpPOSABICHHSA BApHAHTOB B I€HE NBAS npu



SOPH-cuuIpoMe» 00CyXIeH U Of00peH Ha 3acefaHHd KapeIpsl MeIHLIMHCKOM
resetrkd @eIepalbHOr0 TOCYAapCTBEHHOTO OFO/KETHOro 00pa3oBaTeNbHOTO
yupexjeHuss Bbiciiero obpasosanus «CeBepo-3amagHblii ToCYAapCTBEHHBIH
MeouuMHCKui  yHuBepcurer umenm WM. Meunukosay ~ MunucTepcTBa
3npaBooxpaHenus Poccuiickoit Menepamyn.

Couckarens uMeerT 27 OmyOJHMKOBaHHBIX PaboT, B TOM YHCIE IO TeMe
JIMCCEpTalli OIyOIuKoBaHO 8 paboT, M3 HHMX B PELECH3HPYeMbIX Hay4YHBIX
mnaHuax w3 nepeunss BAK omyGnukoBano 3 paborsl. B ommy0nuKoBaHHBIX
paboTax MOCTATOYHO MONHO M3JIOKEHB MaTepuaisl aucceprauuu. Paborter,
HalWCaHHbIE TPH HENOCPEICTBEHHOM JTHYHOM y9YaCTHH COMCKATells, TOCBAIICHBI
usyvdennto naroreHetnkd SOPH-cumHApoma, B TOM 4HCIE€ CTPYKTYPhl H
cy6bmomenoB Genka NBAS, a Takke (EHOTUIIOB, acCOIMHUPOBAHHBIX C
BapMAHTAMH, PAaCIIONIOKEHHBIMU Ha 3THX CyO0MEHax.

B ony61uKkoBaHHBIX paboTax COMCKATells HaleXalluM 00pa3soM OTPaXKeHS!
BCE OCHOBHBIE Pe3yJIbTaThl AUCCEPTALMH 1 TIOJIOXKEHHUS, BBIHOCUMBbIE Ha 3aIIUTY.

HawnGonee 3HaunMbIie paboTEI 10 TEME AUCCEPTAIIAHN:

1. KoxkuxosB, JLP. Jluteparypueiii 0030p NBAS-accoMMPOBaHHBIX
narosnoruit. Bce mu Haimens? / JLP. JKoskuxoB, ®.®. Bacumees, H.P.
MaxkcumoBa // Demermka. — 2023. — T. 59, Ne 4. — C. 371-380. — DOI
10.31857/S0016675823040124 (PMHLI, K2, Scopus Q4, WOS Q4)

2. Origins of SOPH syndrome: A study of 93 Yakut patients with review of C-
terminal phenotype / L. Zhozhikov, A. Sukhomyasova, E. Gurinova [et al.] /
Clinical Genetics. —2023. — T. 103, Ne. 6. — C. 625-635. —DOI 10.1111/cge.14319
(Scopus Q2, WOS Q3)

3.  Zhozhikov, L. Protein-Variant-Phenotype Study of NBAS Using AlphaFold
in the Aspect of SOPH Syndrome / L. Zhozhikov, F. Vasilev, N. Maksimova //
Proteins: Structure, Function and Bioinformatics. — 2025. — T. 93, Ne. 4. — C. 871-
884. — DOI 10.1002/prot.26764 (Scopus Q1, WOS Q2)

4. Tlatent Ne 2819985 C1 P®, MITK GOIN 33/58, C12Q 1/6806, C12Q 1/6827.
Crnioco6 muarsoctuky BapuanTta SOPH ¢.5741G>A B rene NBAS: Ne 2024106755:



3asB1. 15.03.2024: omy6a. 28.05.2024 / JL.P. Koxukos, ©.0. Bacuises, A.JL

Tanunosa [u ap.]; 3assutens ®PTAOY BO «Ceepo-BocTounsli (enepanbHbIi

yuuepcutet uM. M.K. AMMocoBay.

Ha nuccepraiiuio u aBTopedepar moCTyUIN OT35IBbI:

1.

3aBeayromei [{eaTpom MMMYHOJIOTHH 71 aJJIeproJIoruu c
ayqueprofiepmarosamu  Ilegmarpudeckoro  HeHTpa  'ocymapcTBEHHOTO
aBTOHOMHOro yupexaenus PecmyOmuku Caxa (Sxytusa) «PecmyGnukaHckas
6onpauna No 1 — HaumornaneHeli 1eHTp MeaunuHel uMeHd M. E. Hukomnaesay,
KaHOWaaTa MEJUIHHCKHX HayK, IJAaBHOINO0  BHEIUITATHOIO  JIETCKOro
crenuanicTa MunucTepeTBa 3paBooxpanenus PecmyGmuxu Caxa (SxyTis)
I'onmikoBoi Oxcanbl AdaHacbeBHBI (T. SIKyTCK).

Craplero Hay9HOTO COTpyIHHKa HayuHO-yueOHOM naboparopuu OHo- H
xemoundopmatukn ~ DenepanbHOro  rOCYJapCTBEHHOTO  aBTOHOMHOTO
06pa30BaTeNbHOrO yYpexieHHs Bbicmero obpasoBanus «HarmoHaIbHBIH
HCCIIeI0BATEILCKUIM YHHBEpCUTET «BhICIIas mKoia 3KOHOMUKWY, KaHIUAaTa
6uonornyeckux Hayk Enuceesa Urops Esrensesuya (r. Cankr-TletepOypr).
3aBeqyromeif MeaUKO-TeHeTHYeckod KOHCynpranued ['ocynapcTBEeHHOro
aBTOHOMHOT'O YUpeKACHUS 31paBOOXPaHEeHHMS «PecrybnrkancKkui
lepHHATATBHBIA TeHTp» MUHHCTEpCTBAa 3ApaBooxpaHeHms PecryOmuku
BypsaTHs, KaHauMgaTa MemUIMHCKMX Hayk EpémuHoil Enensl PoGepToBHEI
(r. Ynan-VY3).

Craprero Hay4HOro COTpyAHHKaA JabopaTopuii PETHOHATBHBIX MEIUIIMHCKAX
HCClieI0BaHUM T'ocymapcTBEHHOTO OIOKETHOTO YUpexXIeHUA
3npaBooxpanerus  «HaydHo-MCClIeIOBATENbCKUH ~ MHCTHTYT — MEIHKO-
COLMANBHBEIX MNpobiieM W ympapieHHs» MHHHCTEPCTBA 3/paBOOXPAHECHUS
PecnyGuuku TriBa, Kanaunata MeguuuHckux Hayk Omsap Onbru CepaseBHEI
(r. Ke3pin).

Benymiero Hay4HOro coTpyaHuka Hay4Ho-mcclenoBaTeNbCKoro HHCTHTYTA

6uonornu  DeepaTbHOro rOCYIapCTBEHHOTO GIOJUKETHOTO  YUPEXKACHHUA



8.

10.

BpicIIero obpasoBanus «MpKyTCKHil TOCYJapCTBEHHBIA yHMBEPCHTETY,
KaHmumara Owoiormdeckux Hayk JposmoBoit IlomwHel  BOpHCOBHBI
(r. UpkyTcK).

IIpodeccopa, [JIaBHOTO Hay4YHOTO COTpPYAHUKA ®erepanbHOTO
rocygapcTBeHHoro ydpesxaenus Hayku «Mueturyr Oenka PoccuiickoH
aKaJeMHUH HayK», uleHa-KoppecrnoHaeHTa Poccuiickod akajeMnH Hayk,
NOKTOpa  (u3MKO-MareMaTHieckmx Hayk  DuHKenblITeiiHa  AJeKces
Buransesuya (r. [Tymuno).

Hayusoro cotpyauuka Otaena paguoskonorud MuctuTyrta OHONOTHH
denepansHOro  McciefoBaTensckoro uenTpa Komu HaydHOro - IEHTpa
Vpanbckoro — orjeneHus  Poccmiickod — akageMHMH — HayK, — KaHIMIaTa
MeUIIMHCKAX Hayk UepHeIx Asekcest AHaTonbeBH4a (T. CBIKTBIBKAP).
[aBHOTO HaydHOro COTpyAHHKa MHcTuTyTa OGHONOrHYecKkux mpodiem
kprouTo30Hsl  Cubupckoro orzenenms Poccuiickoil akaleMun HayK —
060cobneHHOro Nopa3elIeHus DenepanibHOTO roCyIapCTBEHHOIO
GromKeTHOro yupexaeHus Haykd OeiepalbHOro HCCIe0BaTeIBCKOrO IIEHTPa
«SxyTckuit Hay4Hsii neHTp Cubupckoro otaeneHus Poccnickol axaaeMHuH
HayK», JOKTOpa OwWonmormveckux Hayk, mnpodeccopa Komocosoit Omnbru
HuxosaesHsl (T. SKyTCK).

Crapmero  mnpenogasatens  Llentpa — OHOMENHMIMHCKMX TEXHOJIOTUHR
ABTOHOMHOH HEKOMMepUecKoll 00pa30BaTeIbHOW OpraHu3aluy BBICIIETO
oGpazoBanusi «CKONKOBCKHI MHCTHTYT HAYKH H TEXHOJOTHH) (Cxonrex),
KaHIu#aTa QU3MKO-MaTeMaTHueckux Hayk Msankosa Imutpus Hukonaepu4a
(r. Mocksa).

PykoBonuTenss 1a6opaTOpHM TEHOMHKH —Op(aHHBIX Ooneznenn Haydno-
HCCIIeI0BATEbCKOr0 HMHCTUTYTa MeIHMIUHCKOH reHeTuku DenepanbHOro
rOCyapCTBEHHOr0  OFO/PKETHOrO ~ HAy4HOIO  y4peXACHWS «Tomckui
HAIMOHATGHBIA  HMCCIENOBATENbCKUI MEIMIHMHCKUH IEeHTp Poccuiickoi
aKaJeMud Hayk», KaHAuJara MEOUIUHCKHUX HayK Ckpsibnna Huxomas

Anexceesuua (T. Tomck).



Bce OT3BIBBI TIOJIOKHTENbHEIE, KPUTUYECKAX 3aMeYaHHi He cojepikar. B orssiBe
noKTOpa (hu3MKo-MaTeMaTHdecknx Hayk PUHKembIITelHa Alekces BuranseBuia
OTpaXKeHbI HE3HAYUTENbHbIE CTUINCTHIECKHE 3aMeYaHus, KOTOPEIe He BIUAIOT Ha
obmiee BocnpusTHe paboTel. B oT3pIBe moKTOpa GHonormdeckux Hayk KosmocoBou
Onern  HukonaeBHEI €CTh  YTOYHSIOUIHWE  BONPOCHI II0  BO3MOXKHBIM
JIOTIOIHATENEHBIM HCCIIEOBAHUAM [0 TeMe JAuccepTalud. B oT3eiBe KaHaMIara
menunuHckux Hayk CxpsOuna Hukonas AnexkceeBHYa B Ka4yeCTBE IOXKEIAHMU
YKa3aHO O BO3MOXHOCTH JaibHeiilied (yHKIMOHAILHOW — BepuUKalUH
BBISBIICHHBIX in silico B3amMmopeiictBuii Oenka NBAS. Ha Bce ytounsromme
BOIIPOCHI ¥ 3aMeYaHHs COUCKATeNb Jajl apryMeHTHPOBAHHbBIC U HCYEPIIbIBAIOIINE
OTBETEHI.

B 3akmoYeHusX IOCTYNMMBIIMX OT3BIBOB YKAa3hIBA€TCA, YTO JAMUCCEpTAalMOHHASL
pabota Xoxuxkosa Jleonna Pycranosuda Ha Temy «OCoOeHHOCTH KIIMHUYECKOTO
nposiiieHnst BapuanToB B reHe NBAS npu SOPH-cunzipome», mpecTaBieHHas Ha
COUCKAaHHE YYEHOM CTENeHM KaHIuJaTa MeIWIMHCKMX HayK IO CIEeIHalbHOCTH
1.5.7 Teneruka (MeIWIMHCKHE HayKH), SBIAETCS 3aBEPIICHHOM HAay4HO-
KBATUGHUKATHOHHONW paboTol, B KOTOPOH Ha OCHOBaHUM IPOBEJCHHBEIX aBTOPOM
WCCIIeJOBAHUN  COJEPXKUTCH PpelleHHe aKTyalbHOW HayJyHOW 3ajadd IO
PaCIIMpeHHI0 M chcTeMaTu3auuyu penoTumuyeckoro crnekrpa SOPH-cunnpoma u
YTOYHEHWI0 KIMHIYECKOH 3HAYMMOCTH IATOreHHBIX BapuaHToB reHa NBAS,
AMerolel 3HAaYeHWe JUIi MeIMIMHCKON reHeTukd. Ilo cBoedl aKTyalbpHOCTH,
HOBW3HE, 00BeMy BBINOIHEHHBIX HCCIef0BaHHH, rybuHe aHamu3a MOTy4CHHBIX
NAHHBIX ¥ UX JIOKa3aTelbHOCTH, HAYYHON M IPAaKTHYECKOW LEHHOCTH BBIBOJIOB U
NPAaKTHYECKUX  PEeKOMEeHJAllui, uccepTaus —IOMHOCTBIO  COOTBETCTBYET
kputepisiv  «IlooxkeHust O MOPSAKE INPUCYNAEHWS YYCHBIX —CTeNeHei,
yrBepxaentHoro IToctanosnenuem ITpaButenscrsa Poccuiickoii @ezepanuy OT
24.092013 1. Ne 842 (B pemakuum C M3MEHEHHSMH, YTBEPKACHHBIMH
[TocranoBienueM IlpaButensctBa Poccuiickont ®enepamvu 0T 16.10.2024 r.
Nel382), mpemssBiIsieMBIM K IHMCCEPTAlHsIM Ha COMCKaHHE YYEeHOH CTeIeHn

KaHIMIaTa HAyK, 4 €e aBTOp 3aCiIyXKHBAeT TNPUCYKJCHHS YYEHOH CTENeHH



KauMaIaTa MeIUIMHCKUX Hayk 1o crerpanbHocTd 1.5.7 I'eHeTka (MeIMIMHCKIE
HayKH).

Bei6op OodHIMATbHBEIX ONIOHEHTOB M BEAyIIeH OpraHu3aluH, B KOTOPOH
paboTaloT ydeHble, SBJIAIONIMECS BEAYI[MMH CIEHMAIACTAMHM TIO  TeME
3aIUIIaeMoill uccepTalyii, 000CHOBBIBAJICS WX HAYyYHBIM aBTOPUTETOM, [IIHPOKOH
W3BECTHOCTHIO M JOCTHIKEHHSIMH B JIAaHHOM OTpaciid HayKH, HX KOMITETEHTHOCTEIO
IS OLECHKH HAyJHOW M TIPaKTHYEeCKOW LEHHOCTH NHCCEpPTalUM ¥ HaTHYUeM
HAaY9YHBIX HATPABICHHH WCCIENOBAaHMN (MEIMIMHCKAs TeHeTHKa, (H3HOJOIHA,
GeIKOBOE MOJIETMPOBaHUE), KOTOpbIe AKTHBHO pa3palbarkiBalOTCSA Y4YEHBIMH U
KOJUTEKTHBAMH YYeHBIX, HMMEIOIMMH JOCTATOYHOE KONHMYECTBO MNPOQUIBHBIX
ny6nukamuit B [lepedre BeOyIIMX POCCHMCKHX PELECH3HUPYEMBIX JXYPHAJIOB U
M3JaHUM B MEXIyHapoAHBIX 0a3zax LMTHPOBAHUA, HYTO MOATBEPKIEHO
TIpe/ICTaBIEHHBIMA CBEACHHAMH 00 ONIOHEHTaX W Belylleid OpraHu3aluy.
OdunuansHble ONIOHEHTHl (JOKTOp GHojorvueckux Hayk, noueHT Kapynac
Anekcarnpa CTaHHCIAaBOBHA, JOKTOp MeJMIMHCKMX Hayk Mapkosa TaTeiHa
BragMMHpOBHA) SBISIOTCA —CIENHaaucTaMM B o6nacTd  MeJULHHCKOH H
MOJIEKY/IIPHOW TEeHETHKH, KIMHUKO-TEHETHYECKOro aHalHu3a HaC/IeACTBEHHBIX
3a60IeBaHUI ¥ MHTEPIpPETAlUA TeHOTHUI-QEHOTUIINYECKUX KOPPEeNAui, AMeIOT
BBICOKOPEITHHIOBEIE ITyOIMKALUANA B COOTBETCTBYIOLIEH cdepe HCCIeJ0OBAHUSA H
CITIOCOOHBI  ONpENeNUTh HAy4dHYI0 HOBH3HY M MPAKTHYECKyl0 IEHHOCTh
mucceprand. Pa6oTel  KolekTHBa BeAymiel opranusauuu  PenepaabHOrO
roCyJJapCTBEHHOTO OIO/DKETHOro  00pa3soBaTelbHOrO  YYPEKACHHMA  BBICIICTO
o6pazoBanus «CeBepo-3ara/HbLi TOCY/IapCTBEHHBIA MEIULMHCKIA YHHBEPCUTET
umenn WM. MeunukoBay MHUHHECTEpPCTBA 3ApaBoOXpaHeHHs Poccuiickoi
denepanyy (B 4aCTHOCTH JOKTOpa MEAWIMHCKHX HayK JlaproHoBo¥i BaneHTHHBI
WIbHHWYHBI, COCTABUBIIEH OT3BIB BEAyIel OpraHu3al|y) MOCBSIICHB! U3yYeHHIO
MOJIEKYIISIPHO-TEHETHIECKHX ~OCHOB  HACNEJICTBEHHBIX W  MHOTO(AaKTOPHBIX
3a00JIeBaHUH, aHAIM3y PEIKUX U HOBBIX [1aTOr€HHLIX BapHAHTOB I'€HOB, & TAKKE
BHEJIPEHUIO TeHETHYECKHX TEXHOJOTHH M TIPUHIHUIIOB TIepCOHATH3UPOBAHHOM

MEOUIHUHBI B KIIMHUYECKYIO IIPAKTHKY. Conckarens 1 H&}“—IHHﬁ PYKOBOOUTEIB HE



paboTaoT B NAHHOH OpraHM3allMid M He SBIAIOTCA YYaCTHUKAMH Hay4qHO-
HCCIIe0BaTeNbCKHX PaboT, BEMyIIUXCs B 9TON OpraHu3alUH.

JlMccepTallHOHHBINH COBET OTMe4YaeT, YTO HAa OCHOBAHHH BBINOJHEHHBIX
COHCKATeJIeM HCC/IeJOBAaHMM:

IIPeJUIOKEHb] OPUTMHABHEIE CYXKASHHUS 0 cybnomen-cnenuduieckoit pom C-
KOHLEBOro peruoHa Oenka NBAS ¥ BIHSHHH JIOKaIM3alUM IaTOI€HHBIX
BAapHaHTOB Ha (pOpMUpOBaHHE KIKMHMYECKOro denoruna NBAS-accOlUUpOBaHHBIX
TIATOJIOTHH, YTO MO3BOJNKIO OOOCHOBaTh I'€HOTHUI-(DEHOTHITMIECKHE KOPpEIIIuU
npu SOPH-cunapome;

YCTaHOBIIEHO HaJI9Ke 3aKOHOMepHOCTe! MEXTY CTPYKTYpHO-
yHKIHOHANBHBIME HapyeHusmy 6enka NBAS, Hapymenrem ero cTabHIbHOCTH
M CTIeKTPOM KIMHHYECKHX HpOsiBIeHU# NBAS-accolMupOBaHHbIX IIATONOTHH, YTO
CO31a8T OCHOBY JUIS YJIYYIICHHS MOJEKYJISPHO-TeHETHIECKON JUarHOCTHKH,
KJIMHAYECKOM HMHTEPIPETALHH BBISBICHHBIX BapHaHTOB H IPOTHO3MPOBAHHUA
Te4YeHWUs 3a00IeBaHuU.

TeopeTHyecKkasi 3HAYHMOCTD HCCJIeIOBAaHHS 000CHOBAHA TeM, UTO:

OKa3aHb! TMOJOXKEHHs, BHOCSINME BKJIAJ B PAcIIMpeHHEe INPEACTaBIeHHH O
caiitax cBs3biBaHHMsA Oenka NBAS, Biausromux Ha (GOpMUpPOBaHHE KIHHUYECKOTO
nomuMmopduzma NBAS-accolMUpOBaHHBIX MATOJOTHA, B YaCTHOCTH CHHIpOMA
IeTCKOW TIEYEeHOYHOM HEIOCTATOYHOCTH 2 THUNA, H POJH CTPYKTYpPHO-
dyHKIHOHANBHBIX HapymeHui 6enka NBAS B passutuu SOPH-cunnpoma;

IIPUMEHWUTENBHO K TPoOJeMaTHKe MCCEPTAlMU PEe3yIbTATHBHO HCIONB30BaH
KOMIUIEKC  COBPEMEHHBIX METOJOB  HCCIENOBaHWs, BKIIO9as  KJIMHHKO-
reHeTU4ecKue, MOJIEKYJIIPHO-TEHETUIECKHE, OouomHpOpMaTUIECKHE "
CTATHCTHYECKUE TTOAXO0/IbI, YTO MO3BOJIAIIO IIPOBECTH BCECTOPOHHUMN aHAIIN3 CBA3U
[IATOTEHHBIX BapuaHTOB reHa NBAS ¢ KIMHAYECKUMH TPOSABICHHAMH
3a001€BaHHUI;

apryMeHTHPOBAHBl M M3JIOXKEHBI  PE3YyJIbTaThbl, KacCarollHeCi BIIMAHHA

JOKATM3AlMK NATOTeHHBIX BAPHAHTOB B Cy0aoMeHHO# cTpykType Genka NBAS,

uX JecTabunmsupyromero 3G dexra u HapyIIeHNs MeKOENKOBBIX B3aUMOIeHCTBHH



Ha  QopmupoBaHue  KimHWYeckoro  (enoruma  NBAS-accommMmpOBaHHBIX
3a00JIeBaHHH;

H3YYEHBI 3aKOHOMEPHOCTH B3aUMOCBA3HU MEXIY CTPYKTYpHO-
(GyHKIHOHATBHBIME XapakTeprcTukamu 6emka NBAS ¥ crekTpoM KIHHHYECKHX
npossineHuii  NBAS-acCOMUpOBaHHEIX ~ 3a00NeBaHWd,  4YTO  pacIIHMpseT
TEOPETUIECKHE OCHOBBI HHTEpIPETAIlMH IeHOTHII-(PEHOTHIINYECKUX KOPpeNsuH
IpH PEIKUX HACIEICTBEHHBIX 3a001€BaHUAX.

3HaveHHe MOJIyYeHHBIX COMCKATeJeM pe3yJbTaToB HCCAeI0OBaHHA s
NPAKTHKH NOATBEP/KAAETCH TEM, 4YTO:

pazpaGorana u BanuauposaHa I[P TecT-cucTeMa UL MOJICKYNSPHO-
reHeTHYeCcKOl JHAarHOCTHKU MaToreHHoro BapuanTta rena NBAS c.5741G>A, [ro
obecrieynBaeT BO3MOKHOCTE €€ MPUMEHEHUsS B IPAKTHKE MEIWKO-IeHeTUIeCKHX
I[EHTPOB;

chopMHUpOBaHEl NMOAXOABI K HHTEpIIpeTaluy IAaTOT€HHbIX BapHaHTOB IeHa

NBAS ¢ ydeToM WX NOKalu3aluu B CyOI0OMEHHOM CTpyKType Oeiika U BIHAHUA Ha
CTaOMIBHOCTh O€NKa, 4YTO II03BOJISIET IIOBBICHTH TOYHOCTH JHArHOCTHKM H
IIPOrHOCTHHUECKOH olleHKH TeyeHus: NBAS-accoMUpOBAHHBIX 3300 IeBaHHN;

IIpe/ICTABJIEHE! HOBBIE IaHHBIE O CTPYKTYPHO-(QYHKIIMOHAIEHBIX 0COOEHHOCTSX

Henka NBAS, KoTopble MOrYT OBITH HCIIONB30BaHbI NPH COBEPIICHCTBOBAHUH
QITOPUTMOB  MEIMKO-TEHETHYECKOTO  KOHCYJNBTHPOBAHHS,  KIMHMYECKOTO
HabMIoNeHrs TAIMEeHTOB W pa3pab0TKe IepCOHAIM3HPOBAHHBEIX IIOAXOI0B K
BEICHUIO OOJBHBIX C JAHHOM M1aTOJOIHEH.

OneHKAa A0CTOBEPHOCTH Pe3yJIbTATOB HCC/Ie10BaHHS BRIABHIA, YTO:

paboTa NpoBeJeHA HA BHICOKOM METOAMYECKOM YPOBHE C MPUMCHCHHEM
COBpEMEHHBIX KIMHUKO-TeHETUIECKHX, MOJIEKYJIIPHO-TeHETHIECKUX u
6UOMH(OPMATUYECKMX METOXOB C  MCIIOJNB30BAHMEM  CePTH(MHUIMPOBAHHOIO
HAYYHOTO 0GOPYIOBAHHS ¥ CIELUATH3HPOBAHHOTO POrPaMMHOT0 00ecTe eHus;

TeopeTUUECKHUE TIOJIOKEHHUSI HCCIeIOBaHUsA ITOCTPOCHBI Ha COBPEMEHHBIX

IOpEe/CTaBICHUSIX O MOJIEKYISPHBIX ~ MEXaHH3Max NBAS-accoriuupoBaHHbIX

sa6onesannii u QyHknuu Genka NBAS, ero cy610MeHHOH OpraHU3aliu;



uaes WccienoBaHus OazupyeTcs Ha aHaIM3e aKTyalbHBIX OTEYECTBEHHBIX H
3apy0eXHbIX MyOnuKanuidi B 0ONacTH MEINWIMHCKON TEeHETHKH, MOJIEKYIAPHOU
OUOJIOTHH ¥ KIIMHHYECKON TeHOMHUKH PEIKUX HAC/ISICTBCHHBIX 3a00/IeBaHUIA;

B paboTe WCIONB30BaHbl OPHUIMHANBHBIE  KIWHUKO-TEHETHYECKHE U
MOJIEKY/ISPHO-TEeHETHIECK)e JaHHBe TalueHToB ¢ NBAS-acconuupOBaHHBIMH
3a00/I€BaHUAME, COIIOCTABJICHHBIE C  pe3ylbTaTaMH MHPOBBIX  Hay4HBIX
WiccIIeJOBaHMH U 00IIEeNpU3HAHHBIX OHOJIOrHYeCKNX ¥ F'eHeTHUECKHX 0a3 TaHHBIX;

YCTAQHOBIICHO KAYeCTBEHHOE M KOJIMYECTBEHHOC COOTBETCTBHUE IIONYHEHHBIX
aBTOPOM PE3YNBTATOB NAaHHBIM, IIPEJCTABIEHHLIM B HE3aBUCUMBIX UCTOYHHKAX 110
NBAS-accolMrpOBaHHBIM TATOJOTHIM, YTO IIOATBEPKAACT MX AOCTOBEPHOCTE U
BOCITPOM3BOIMMOCTH;

MCIIONIB30BaHbl COBPEMEHHBIE METOABl cOopa U 00paboTku HHpOpMaIWH, a
TaKoKe Perpe3eHTATUBHAS KIMHIHIECKH OXapaKTepHu30BaHHas BBIOOpKa NaljHeHTOB
¢ SOPH-cunmpomoM, 0O0ClIeqOBaHHBIX C TPHMEHEHHEM  KOMIIIEKCHBIX
KIMHHYECKUX U TTAPaKIMHUYECKUX METOJIOB.

JIuuHbl BKJIAJ COMCKATeNIsl COCTOUT B HENOCPENCTBEHHOM y4YaCTHH Ha BCEX
sTamax ~ mporecca  BBINOJHEHHS  JUCCEPTAllMOHHONW  paboTel,  BKIIOYAs
IUIAHAPOBAaHUE HCCNEOBAaHMUs, ONpEAe/CHHe IeMH ¥ 3a71ad paboThl, H3ydeHHE
COBPEMEHHBIX OTEYECTBEHHBIX M 3apyOeXHBIX JHMTEPATypPHBIX HCTOYHHKOB,
[IpOBEJIeHHE MOJIEKY/IPHO-TeHETHIECKHX HCCIeJoBaHui, GHOMHPOPMATHIECKOTO
¥ CTATHCTHUYECKOTO aHaJM3a W 00OOILIeHHs 3KCIIePUMEHTAIBHBIX JTaHHBIX, aHAIHU3
BHEITHHUX JAHHBIX M3 OTKPBITHIX MCTOYHHUKOB U 6a3, IOATOTOBKY ITyONMKaIuii ro
TeMe BBINOJHEHHOM paboThl, Tpe[CTaBleHHe IONYYCHHBIX PE3ylIbTaTOB Ha
KOH(EPEHIUSIX PEerHOHAIBHOT0, BCEPOCCHMHCKOrO M MEKIyHapOJHOrO ypOBHS,
HarucaHue 1 oQopMIIeHHe JACCEePTAFIOHHON paboThL.

OCHOBHBIE pe3y/IbTaThl HACTOSIIETO HCCIIeI0BAaHMs MOTyYeHEl aBTOPOM JH00
CaMOCTOSITENIbHO, MO0 B XOJIe COBMECTHOH pabOoThl C KOJUleraMH W3 Hay9dHO-
uccienoBaTenbekoi naboparopun  «MoseKynispHas MEJQWIMHAa W TEeHETHKa
yenoBekay MegunuHcKoro uHCTHTyTa @DenepalpbHOro  rocyAapCTBEHHOIO

ABTOHOMHOIO 00pPa30BATENLHOTO Y4YpeXAeHHs Beicuiero obpasoBanus «Cesepo-



BocTounslii henepansabii yausepcuteT uMeHn M.K. AMmocoBa», MuHHCTEpCTBO
HayKH ¥ Beicmero obpasosanus Poccutickoit Penepanun (pyKOBOAUTENb — JOKTOP
MenuiuHCKuX Hayk H.P. MakcumoBa).

B XoJle 3aIMTHl UCCEPTALMM KPUTHYECKHE 3aMeYaHusl BHICKA3aHBl He OBLIH.
Couckarens JKoxukoB JLP. oTBeTwWn Ha 3aJaHHble €My B XOJ€ 3acedaHus
BOTIPOCHI.

Ha 3acemanuu 27 saBapst 2026 r. AUCCEpPTAI[MOHHBIA COBET MPUHSII PEILCHHUE:
3a pelleHue aKTyallbHOW HAay4HOH 3a/jauu B 00J1aCTH MEJMIMHCKOH TeHETHKH 110
KOMIUIGKCHOMY aHATU3y CBSI3H IaTOreHHBLIX BapHaHTOB reHa NBAS u ero Genka ¢
0COOEHHOCTAMHU KITHHUYECKUX [IPOsIBIIEHUH NBAS-accouunpOBaHHBIX
3aGoneBannii, npucyauth JKoxukoBy Jleonuny PyciaHoBudYy y4eHYIO CTENEHb
KaHIHUIaTa MeIUIMHCKUX HayK N0 crenuaasHocTd 1.5.7 I'enerrka (MeINIIMHCKAE
HayKH).

IIpy TpOBeJleHMH TAliHOTO TOJIOCOBAHMS JIMCCEPTAlMOHHBIN COBET B
KonuuecTBe 16 denaoBek, u3 HUX 16 JOKTOPOB HayK, y4aCTBOBABIIUX B 3aCCAaHNH,
u3 17 denoBek, BXOJANIMX B COCTAB COBETA, IIPOTOJIOCOBANK: 3a 16, IPOTHB HET,

HeJICHCTBUTEIBHBIX OroneTeHe HeT.

[Ipencenarens
JUCCEPTALIMOHHOTO COBETA,

akanemuxk PAH CrenanoB Bagum AHaTONIBeBUY

VYyeHslii ceKpeTapb
JUCCEPTAIMOHHOIO COBETA,

JOKTOp MEIULIMHCKHUX HayK, JOLUEHT \’\Jf M i Hasapenko Mapusi CepreesHa

«27» stuBaps 2026 T.
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