OT3bIB

IOKTOpa MeIUIMHCKHX Hayk Mopo3oBoii Enensr BranucnaBoBHEI Ha aBTOpe(epaT IUCCEPTAlHH
Byra JImutpus CepreeBnya, IpE[CTaBICHHOM HAa COHCKAHHE Y4YEHOW CTENEHH KaHIuaaTa
MEIUIMHCKUX Hayk Ha Temy: «Crparu¢ukanus pHCKOB TpaHc(OpMalMH B OCTPEIH JIEHKO3 H
CMEPTH Yy IAIHEHTOB C MUEJIOUCINIACTHIECKAM CHHAPOMOM Ha OCHOBaHMHU JAHHBIX MyTallHOHHOTO
aHANIM3ay, 10 crenuansHocTH 3.3.9. MenunuHckas nHpopMaTHKa (MEAULIMHCKIE HAYKH).
Muenonucruiactiuueckue cuaapoMel ( MJIC) aBIAIOTCS  Ie€TEpOreHHOH IpyIIIOH
KJIOHAJIBHEIX 3a00JIeBaHUN C IOpaXKEHHEM TIeMOIIO3THYECKOM CTBOJIOBOM KIIETKH KpPOBH, B OCHOBE
KOTOPLIX JI&KaT COMATHYECKHE MYyTAal[H DPa3IMYHBIX IE€HOB H/WIKM SIHUIEHETHYECKOH pPeryisiluy,
UHIYIMPOBAHHOW HapyIIEHHEM MHKPOOKPYXXEHHs, a Talkke HapyIIeHHs B HMMMYHHOH CHCTEME
IPOTHBOOIIYXOJIEBOr0 HaJ30pa. Pe3ynpraroM 3TOro SBISIETCS YBEJIHYEHHE HponuQeparuy,
HapacTaHueM He3()()EeKTHBHOCTH KJIOHAIBHOIO M YIHETEHHEM HOPMANbHOIO IEMOI033a M, Ha
KOHEYHBIX 3Talax, HapylmeHueM TuQepeHIIpPOBKY, YTO IPUBOJUT K HAKOIUIEHUIO OJIaCTOB M PHCKY
TpancopMaIy B oCcTpeIil Muenounusii sneiixos ( OMII) ( Adanacees Bb.B., 2020). OTarauTensHoil
ocobenHocThio MJIC siBisieTcsl HaJM4yie NPU3HAKOB AMCMHUEIIONO033a W LUTONECHUYECKHH CHHIPOM,
TpeOYIOIIHe UCKIIIOYSHHS APYTUX 3a00JI€BaHUH), IPOTEKAIOIUX C aHATOIHMYHBIMU cuMnToMamu. Ilo-
npexxaeMy Bepuukanus auarHoza MJIC Ha paHHUX CTanusAX CJIOXKHas 3anada, Tpedyromas Kak
BBIOJIHEHHS. TU(PepeHINanbHOro Auar€o3a , TaKk M JWarHOCTHKH H OIpPE[eNeHUs BapHaHTa
3a00JIeBaHuUs, IPUHAIUIEIKHOCTH K TPYyIIle pUcKa 0 uMeromuMmces mxkanaMm mporsosa (IPSS, IPSS-R,
WPSS) u noucka Haubonee ONTUMANIBHOIO METOJA JICYEHHs, a TAKKE HHIUMBUAYAJIHM3UPOBAHHOI'O
momxoma K Tepanud. KnwHWYeckas @pakTHKa BENEHHS IAIMEHTOB C MHUEIONUCIIIACTUYECKIM
cuagpomoM (MJIC) ocTpo HyXHaeTcs B TOYHBIX HHCTPYMEHTaX IPOTHO3UPOBAHMS, OCHOBAHHBIX Ha
JAHHBIX BBICOKOIIPOM3BOAUTEIHHOIO CeKBeHMpoBaHus. [IpobreMa MHTEpIpeTali MUCCEHC-3aMEH U
BapHAHTOB HESICHOIO 3HAYEHUS B FeHe-CyIpeccope omyxouei 7P53 ocTaeTcsl KIIFOYEBBIM BBI30BOM UL
NEepCOHAIM3UPOBAaHHON MeauuuHEBL. MccnenoBanue, npexncrasieHHoe B auccepranuu J.C. byrowm,
HanpaBjIeHO Ha pEIIeHHE aKTyaJbHOH HaydHOU 3amauu — pa3paboTke MH(OPMAIMOHHOM CHCTEMBI
JUISL cTpaTH(UKAIIMK PUCKOB Y MAMEHTOB ¢ MuenoauciuiactuaeckuMm cuaapomoM (MJIC) Ha ocHOBe

MOJIEKYJLIPHO-TCHETHICCKUX JAHHBIX.

ABTOp yOemuTeNnpHO OOOCHOBBIBAET  AaKTyaJbHOCTH TEMBI, OTMedYas HENOCTaTKH
CYIIECTBYIOIINX MIPOrpaMM-IIPEIUKTOPOB, TAKUX KaK HEJOCTATOYHAs CIIEUHU(PUYHOCTH U OTCYTCTBUE
OpUBS3KH K Ho3ojoruu. HayuHas HOBH3Ha paboTHI 3aKIO4YaeTcss B pPa3paboTKe OPUTHHANBLHOTO
METO/Ia aHAJIH3a DBOJIIOIHOHHON BapuabeIbHOCTH MYJIBTHAOMEHHBIX OEIKOB M CO3MaHIK MPOTrpaMMEbI

JUIL TIOACKa OPTOJIOTOB € UCIIOJIB30BAHUEM aJITOPUTMOB Ha OCHOBE I‘pa(l)OBOI"O aHajiisa.



Pa6oTa BBIIIOJHEHA Ha BHICOKOM METOAMYECKOM YPOBHE. Pelpe3eHTaTHBHOCTH MCCIENOBAHU
obecneuera GOJIBIIAM 0OBEMOM IIPOAHATM3UPOBAHHBIX JAHHBIX (Koropra MexayHaponHoi pabodeit
rpynnel o MJIC, n=2343, u noxanpHas KkoropTra, n=195). KiroueBbIM pe3ynpTaToM SIBISETCS
paszpaboTka WH(GOPMAIMOHHON CHUCTEMBI, KOTOpas IO TOYHOCTH U CIHENU(DUYHOCTH IPEBOCXOIUT
cymectByiomue ananoru (AlphaMissense, PROVEAN u zip.) B K1accupUKAIH MUCCEHC-BAPHAHTOB
renoB 1P53, BRCAI1, BRCA2, DICERI n PIK3CA.

[IpakTuyeckas IIeHHOCTh paboTH! He BRI3BIBAET COMHEHUM. PaspaboTanHas cucremMa mO3BOJISIET
HE TPOCTO KJIACCHU(PUIMPOBATH BApHAHTEL, HO U IIPOBOJAUTH CTPATHU(HUKAIMIO PUCKOB TpaHchopMaIuu
B OMJI u cmeptu y manueHToB ¢ MJIC, 4TO HOATBEP)KIEHO PETPOCIEKTHBHBIM aHAJH30M C
BBIIBJICHUEM CTATHCTHYECKH 3HAUYMMBIX Pa3iU4yuil B BEDKMBAEMOCTH MEXIY IpymnnaMu. BakHo, 4TO
cucTeMa 00J1agaeT IOTEHITHAIOM IS Al Tal[iy 0] APYTHE T'eHbI U HO30JIOTHH.

PaspaboranHas uHpOpMalMOHHAs CHCTEMa BHeJIpeHa BedeOHyio pabory JlaGopaTtopuu
TPaHCIJIAHTOJIOTUM M MOJIEKYJIIpHOH remaronmoruu KimuHukd <«HWW  pmerckodt  OHKOJIOTHH,
reMaToJIoTHH ¥ TpaHcIutaHTonoruu uM. P.M. Iop6auesoit» ®I'BOY BO IICIIGIMY mm. W.IL
[laBmoBa MuH3npaBa Poccuu mns KMCHONB30BaHUS NPH HHTEPIPETALMU JNAaHHBIX MYTAllHOHHOTO
aHanuza. Pe3ynbTaThl MCCIENOBAaHU TaKXKe HCIIOJIB3YIOTCsS B yueOHOM mporecce xadenpsl Gu3nku,
matematuku ¥ uHGopmatuku GI'EOY BO IICII6IMY um. WL.IL. [TaBnoBa Mun3zapasa Poccun.

OcHOBHBIE HayuyHBIE IOJIOXKEHUS H PE3yNAbTAaThl JUCCEPTALIMOHHOTO HMCCIEHOBAHUS HAIIH
CBOE OTpaxkeHHe B 16 HayuHBIX paboTax, B TOM YHCIIE B 2 IIyOIHKAIIHIX B PEIIEH3UPYEMBIX JKypHajax,

PEKOMEHIOBaHHBIX BrIciell arTecTalinoHHOM Komuccuel Poccuiickoit @eneparum.

Huccepranuonnas paboTa XapaKTEpU3YeTCsS BBICOKOM HAayyHOH M IPaKTHYECKOM

3HAaYHUMOCTEIO.

B aBropedepaTe KpaTkO H IOCIEIOBAaTENBHO OTOOPaXKEHBI OCHOBHBIE 3aJauydl U OTAllbl
IUCCEPTAIlOHHOTO HcclenoBanus. PaboTa coep)kUT MOCTATOUHOE KONUYECTBO IpaQuKOB U TAOIIHII.
CdopMympoBaHbEl HCUYEPIBIBAIOIINE BEIBOJBI, KOTOPEIE ITOJHOCTBIO COOTBETCTBYIOT IIOCTABICHHBIM
3apavam.[IpuHIUNIHANBEHEIX 3aMeYaHuil K aBTopedepaTy HUCCEPTAIIH HET.

3aKJIIOYCHHE

Huccepranuonnas pabora Byra Imutpus CepreeBuua Ha TeMy «CTpaTH(HKAIUS PHUCKOB
TpaHC()OpPMaIMK B OCTPHIH JIEHKO3 M CMEPTH y NAllHEHTOB ¢ MHEJIOUCIUIACTHYECKUM CHHIPOMOM Ha
OCHOBAHMH JAHHBIX MYTAllMOHHOI'O aHAIM3a» SBJISIETCS 3aBEPLICHHOM Hay4HO-KBATH(DHKAIHOHHOMN
paboToH, BBIIOJIHEHHOH IIOA PYKOBOJACTBOM JOKTOpa MEOULIMHCKUX HayK, IoleHTa HapkeBuua
Aptéma HuxomaeBuya, CONEPIKUT pELIEHUE aKTyalbHOM HAydYHOH 3amadd B 00JACTH MEIUIMHCKOU

HH()OPMATHKH, ITOJHOCTBIO COOTBETCTBYET TpeOoBaHUAM I. 9 IToN0KEHHS 0 IPUCYISHUH YUSHBIX



CTEleHeH, yTBep)KIeHHOro mnocraHoBjeHueM [IpaButensctBa Poccuiickoit Penepamuu Ne 842 ot
24.09.2013 r. (B medcTByIOIEH pelaKiiy), IPEeAbSIBIIEMbIM K JUCCEPTALUSIM Ha COMCKaHUE YICHOMH
CTEIEHW KaHJuIaTa MEIULIUHCKUX HayK, a ee aBTop, byr JlmMutpuii CepreeBuu, 3aciy’KHBaeT
NPUCYXKICHUSI YYEHOM CTENeHH KaHAuJaTa MEAUMIUHCKMX HayK II0 crenuanbHocTtd 3.3.9.

Menuuuackas uHbopMaTiKa (MEIUIIMHCKIE HAYKH).
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KonraktHas wunHpopmanusa: DenepanbHOoe TOCYIapCTBEHHOE OIOKETHOE 00pa3oBaTelbHOE
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