O13biB Ha aBTOpedepat auccepraunu Koxnkosa Jleonnaa Pycaanosuia
Ha TeMy: «Oc00eHHOCTH KJIHHHYECKOTr0 NMPOsiBJICHHsSI BADUAHTOB B reHe NBAS npu SOPH
— CHH/IPOMe», IPEACTABJIEHHOH HA COMCKaHHe Y4eHOH CTeNeHH KaHHAaTa MeJHIHHCKUX
Hayk no cneunanbHocTu 1.5.7. - 'eHeTHKa

BpoxzeHHbsle epeKThl MMMYHHTETa WM TNEPBUYHBIC ummyHoneduimthl (TTUJIC) B
HACTOSIIEe BpeMs SABISIOTCS aKTyallbHOH MpobieMoi COBpPEMEHHOW MEJUIMHBL JTO rpynna
BPOXKIEHHBIX 3a00/€BaHUli NMMYHHOM CHCTEMBbl, B OCHOBE KOTOPBIX MMEIOTCH ICHETHYIECKHE
HapymeHuss ¢ fAedeKTaMH pasHBIX 3BEHbEB MMMYHMTETa W THKCIBIMHM,  HacTo
KU3HEYTPOXKAIOIMMMHU NPOsiBIeHHAMA. OJHUM M3 Haubosee pacnpoCTPaHEHHBIX 3a001eBaHUM
cpeM B3pOCIoro U AeTckoro Hacenenus PecryGnuku Caxa (SxyTus) ssnsercs SOPH-cunapom.

Juccepraumonnas paGora Xoxuxosa Jleonuna PycnaHoBuya mocesiieHa aKTyaJbHON
npo6JieMe — reHeTHKO - KIMHU4eckol xapakrepuctuke SOPH — cuHipoma, 4acTota KOTOpOro
cocrasnser 4,5 1 9,95 (Ha 100 Teics4) cpeay HaceneHus SKyTHH U AKY TCKOU MOy IALKH.

HayuHas HOBM3HA OTpEIENseTCs H3YYEHHEM TFEHOTHI - (EHOTHIHMYECKOTO CreKTpa
NBAS accouuupoBaHHbix 3a6oneBanuit B acnekre SOPH-cuHapoma, BnepBbie€ MpelCTaBICHO
JeTaibHOe OMUCaHKe MO0 CUCTEMaM M opraHaM (peHoTHIa NalMeHTOB ¢ NaTOreHHBIMU BapHaHTaMH1
na C-konue reda NBAS, kyza Taxke Bxomut W SOPH-cuHmpom, uAeHTHHUIMPOBAHEI
6romapkepbl  SOPH-accOUMHPOBaHHOTO HMMMyHOAeULMTa, BIEPBBIE H3y4eH JOMEH -
crienuduueckuii gpesorun NBAS - accolumpoBaHHbIX 3a60/eBaHUA U COMOCTaBIIEH (dbenotun
SOPH-cuHapoMa y 0o6ciieJOBaHHBIX MallMEHTOB, ONpeJeieHa UX NaTOreHeTUYecKas OCHOBa, Ha
ypOBHE CaiiTOB CBA3bIBaHMA M CyGIOMeHHOM apxuTexkTypsl Geinka NBAS, mna uero ObuIH
NPOAHANM3UPOBaHbl U3MEHEHHs cTabunbHOCcTH Oenka NBAS npu naToreHHbIX BapHaHTax
(Bkmouas p.R1914H), a Taxke naeHTHGUUMPOBAHBI CalTHI cBA3bIBaHMs Oenika NBAS ¢ OenKaMu-
napTHEpaMH M OLiEHeHa MX Cy6JOMEHHas MPUHAJIEXKHOCTb, UX B3aUMOCBA3h C KIHHHUYECKUM
denotunom nauueHtoB. [IpakTHyeckas LEHHOCTb Pe3yJbTaTOB AUCCEPTALMK 3aKIOYaeTcs B
BO3MOXKHOCTH MCIIO/NB30BAHUSl PE3YJBTATOB HCCIENOBAaHUN Ui TPaKTUYECKOW MEIULMHBI -
uaeHTHdHUIMpoBaHHble Guomapkepsl SOPH-accolMMpOBaHHOTO WMMyHOIedUUKTA, MOMOTYT
BpauaM [MEPBUYHOrO 3BEHAa KOHTPOJIMPOBaTh TeYeHWE 3a0ONeBaHMs M CHM3MTh PHUCK HX
OCJIOXHEHMIA, @ TAaKKe NaHHBIE MOTYT GBITh MCIIOJIB30BaHBI B TpeNoaBaHuy cTyneHTam BY3 u
CCVY3.

[IpeiCTaBNeHHblE BBIBOABI OOOCHOBaHBI. Pe3ylbTaThl IMCCEPTALMOHHONW paboThI
npeacTaBieHbl B 4 nmedaTHbX paborax, B Tom uucie B 3 crathax (Web of Science u Scopus),
Ony6NMKOBAaHHBIX B JKypHalaX, PEKOMEHIOBAHHBIX BBICIIEH aTTECTAUMOHHON KOMHCCHEH
MuHHCTEpCTBa HAayKM M Bbicliero oGpasoBaHus Poccuiickoit @enepauvu Ui COMCKartenen

y4eHOM CTeNneHn KaHaAuaaTa HayK. ABTopedepaT UMEET TPaJULIHOHHYIO CTPYKTYpPY U COCTOUT U3



pazzenoB: o0uas XapakTepucTuka paGoTEI, MAaTEPHANBl ¥ METO/Ibl HCCIICNIOBAHH, pe3ybTaThl
MCCeoBaHM M HX OOCYXKIEHHe, 3aK/IIOYeHHe, BBIBOJBL, CMUCOK MyOJMKalMiA MO TEME
nucceprauun. ABTopedepar COACPKHT 10 pucyHkoB ¥ 1 Tabiuily Mo OCHOBHBIM pe3ysibTaTtam
paboTHl. /

Bbin nonyueH nateHT Poccuiickon denepauuu Ha M300peTEHUE - pa3paboTaHa TecT-
cucrema ans JHK nuarHoctnku SOPH-cunapoma METOLOM [1LIP B peanbHOM BPEMEHH C
NoJlydeHUeM MareHTa Ha usoOperenne Ne2819985 «Crioco6 muarnoctuku Bapuanta SOPH
¢.5741G>A B rene NBAS» ot 28 mas 2024 r.

TluccepranuoHHas pa6ora YKoxukosa JL.P. BBIMOJIHEHA Ha BBICOKOM HayYHOM YPOBHE H
COIEPXMT Hay4HBIE PE3yJIbTaThl ¥ MOJNIOKECHHUA, BHIJIBUraeMble s 3allMThl, ¥ CBUACTEILCTBYCT
0 JMYHOM BKJIAJI€ aBTOpa B pa3BUTHE HAYKH.

Cunralo, uto aucceprauus «OcoGEHHOCTH KIMHUYECKOro NPOABICHHA BapMaHTOB B I'eHe
NBAS npu SOPH — cuHapome», COOTBETCTBYCT KpUTEPHSIM, KOTOpbIE IOJKHBI OTBEHATH
JMCCEpPTAlMKM Ha COMCKaHHe YUEHBIX creneneii cornacHo [T010XKeHUIO O MPUCYKACHUN HAYIHBIX
creneneit Ne842 or 24.09.2013 (B pen.ot 16.10.2024 r.), a ee asrop JKoxukos Jleonun
PycnaHoBHY 3aCiTyXMBaeT NMPUCYKACHHA yUeHOH CTeNeHH KaHauiaTa MEJMLMHCKHX HayK TI0

cnenuanpHocTH: 1.5.7. — I'eHeTnka (MEAMLIMHCKHC HayKu).

TonuxoBa Oxcana AdaHacbeBHA — K.M.H.,14.00.08 — nexauarpus, 3aBelyloulas LlenTpom
MMMYHOJIOTHH ¥ aJlIEpTOJIOTHH C alleproaepMarosamMu [leanatpuyeckoro Hentpa [AY PC(A)
«Pecny6nukanckas OonpHuua Ne 1 — HalMoHaNbHBIH LEHTP MEeMLUMHBI umeHd M. E.
Hukonaea», TNIaBHBIM BHEIUTATHBIA NETCKUA CrELUUATACT MHuUHHCTEPCTBA 3/IPaBOOXPAHCHUA
Pecny6auku Caxa (SkyTus), periMoHabHEI# pyKOBOJUTEND Accolualyy JETCKUX ajieprojioros-
ummyHoJoros Poccun (AZIAUP) B Pecny6nuke Caxa (SAxyTus).

Anpec opranusauuu: 677010, Pecny6amuka Caxa (SxyTus), r. SKyTcK, Ceprensixckoe mocce, 4,
cTpoeHue 2.

Tenedon: 8 4112 395237;

AJpec 31eKTPOHHOM MOYTBI: immun20@mail.ru.

o

1, Tonukoea OkcaHa AQaHackeBHa, Jato COoracue Ha BKIIOUEHNE CBOMX NepPCOHANBHBIX JAHHBIX
B JIOKYMEHTBI, CBsi3aHHbIE € paboTOH JMCCEPTalMOHHOTO copera 24.1.215.03 Ha Gase
®enepatbHOro  IOCYJApCTBEHHOTO  OIODKETHOro  HAy4HOro yupexpuenus  «Tomckui
HAIMOHANBHBIA MCCIIeI0BATEBLCKUM MeIULMHCKHI 1eHTp Poccuiickoii akaieMun HayK», W HX
JanbHeHIyo o6paboTKy.
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