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AKTyanbHOCTb

Pak wmosiouyHOM Kenme3bl OCTaeTcs OJHOM U3
OCHOBHBIX TPHUYUH CMEPTHOCTH OT OHKOJIOTMUECKHX
3a0osneBanuil. Bakneimeil 3amgaueil sBISETCS pPaHHSAS
TUAarHOCTHUKA, MOCKOJbKY UMEHHO OHA 3a4acTylO SIBJISETCA
KJIIFOYOM K YIYYIIEHUIO Pe3yiabTaroB. JlJis pemeHus 3Tou
BAKHEHIIEH 3a/la4d UCIOJB3YETCSI MHOKECTBO METOIUK|
MCKYCCTBEHHOTO MHTEIUICKTa, MpEIararoliuX IENbId psia
METOJIOB IMarHOCTUKU paKka MOJIOYHOM JKeJe3bl.

B nmanHOW mpoekTHOU paboTe TpeacTaBlieHa
MHHOBallMOHHas ~ Mozaens  Deep  Learning  (DL),
MpeHa3HaYeHHAas JJIi aBTOMAaTU3MPOBAHHOW NHArHOCTHKHU
[paKa MOJIOYHOM KeJIE3bl.

HccnenoBanue B paMKax JAaHHOTO MPOEKTa BHOCHUT
CYIIIECTBCHHBIM BKJIAJ B MPEANPHUHUMAEMBIC YCHUIIUS TIO
MOBBIIICHUIO A(PQPEKTUBHOCTH PAHHETO BBHISBICHUA W
MUArHOCTHKK ~ paka MOJIOYHOM  JKeJe3bl, Tpejyiaras
BCECTOPOHHIOIO OIIEHKY MeT010B DL 1 MX MOTeHIMaIbHOTO
BIIMSHKS Ha YIy4dIIeHHE pe3ylbTaTOB 0OCIIeIOBaHMUS]
MAlCHTOB W  IOBBIINICHHE KadyecTBa MEIUIIMHCKOIO
00CITy)KHBaHUS.

Lems

Pazpaborate Hanbonee 3(hPeKTUBHYIO MOAEITH TITyOOKOTO
00y4YeHHs, KOTOpas IMO3BOJUT KiaccupumnupoBate MPT-
CKaHbI ¥ 00JIe€ TOYHO BBISIBIISITH PAK MOJIOYHOMH KEIIE3bl.

3amaun

1. Coop m mpenBaputenbHas 00paboTka gaHHBIX: [lenb:
CobpaTh ¥ TOATOTOBUTH TOJHBIA HAa0Op  JAaHHBIX
MaMMOTpaMM, BKJIIOYAIOIIUN  3/I0pOBBIE U PaKOBBIE
00pasnel. M3mepsiemsrii mokazatens: Codpare 6oaee 1000
M300paKeHUI MaMMOTpaMM, cbaJaHCUPOBAHHO
MPEICTABISIIONINX pa3MYHble CTaJWU paka MOJIOYHOM
kene3pl. OOOCHOBaHHME W B3aMMOCBs3b: JlaHHas 3ajada
criocoOctByeT oOyuenuto monenu WU, mpenoctaBnss eif
HEOOXOMUMBIE JaHHble JUIsi OOy4YeHHs, aJanTalud M
MOBBIIICHUS TOYHOCTH MOJIEIIH.

2. PazpaboTka qUarHOCTHYECKOTO MHCTPYMEHTA Ha OCHOBE
NU: Lens: Cozparb Mojenb IIyOOKOro oOyudeHwus,
CMOCOOHYIO aHAIM3MPOBATh MaMMOTIPaMMbl Ha MpeaMeT
BBISIBJICHUS] PAaHHMX TNPU3HAKOB paka MOJIOYHOM Kele3bl.
M3mepsiemblil nokaszarens: JlocTHkeHe TOUHOCTH HE MEHee
05%  mpu  BBISBIGHHMM  pAKOBBIX  TKaHeH  HA|
Mammorpapuueckux —u3o0paxkeHusx. (OOocHOBaHUME W
B3aUMOCBsI3b: Pa3paboTka 3TOro Ba)KHOTO WHCTPYMEHTA,
HalleJICHHOTO Ha paHHee BBIABICHHE paKa, B3aMMOCBsI3aHa C
3ajayaMy OOydyeHMs M BalMJAlMM, YTO O0OecHeunBaeT
TEXHOJIOTHYECKYIO TOTOBHOCTh K 3aBEPLICHUIO IIPOCKTA.




3. OGyuenue u Banuaaus mojenu: Lenas: OOyuuTs MoieNb
riry0okoro oOy4eHHs Ha COOpaHHBIX JaHHBIX U MPOBEPHUTH
ee  paborocrnocoOHOCTb.  M3MepsieMblil  TOKa3aTelb:
JIOCTIDKEHHE TOYHOCTH Banmpanuu Oosiee 95%, a Takke
CHIDKEHHWE  KOJIMYECTBA  JIOKHOTOJIOKUTEIBHBIX U
OTPUIIATEIILHBIX pe3ylbTaTOB HE MeHee yeM Ha 50% mo
CPaBHEHHUIO C CYIIECTBYIOIUMHU MeTogamMu. OO0CHOBaHHE U
B3anMOCBsI3b: OOydeHue SBISETCS )KU3HCHHO BKHBIM IS
CIOCOOHOCTH  MOJENM TOYHO JMAarHOCTUPOBATh  pak
MOJIOUHOM kene3bl. Banunanus obecrieunBaeT HaACKHOCTD
U JIOBEpUE K pe3yJbTaTaM pabOThl HHCTPYMEHTA.

4. Ananu3 3((PEeKTUBHOCTH CPEACTB BBIYUCIUTEIHHOTO
npeackaszanns Ha ocHoBe MM B onpeieneHn maTOreHHOCTH|
reHeTuueckux BapuaHToB B reHax BRCA1 u BRCA2: Ilens:
CpaBHUTH MHCTpYMEHTHl in Silico N0 OCHOBHBIM
rmapamerpaMm, YToObl Haith ydmmii Mmerton WU mns
Mpe/IcKa3aHusl KIMHUYECKOW 3HAYMMOCTH BapHAIMil T€HOB
BRCA1 u BRCA2. U3smepsiemblii mnokaszatenb: B xoxe
HccheaoBaHus OyAeT mpoBeeH aHanu3 d3PGEKTUBHOCTH HE
MeHee MTH in silico MHCTPYMEHTOB, Takux kak PolyPhen2,
SIFT, MutationAssessor, MutationTaster u Align GVGD.
OOocHOBaHuWe ¥ 3HAYUMOCTh: llenmp wcciemoBaHus -
BBIIBUTH HOBbIe BapuaHThl TeHOB BRCAI1/BRCA2, urto
MO3BOJIUT MPOJBUHYTH pPa3BUTHE MEPCOHAIU3UPOBAHHON
MEIMIIMHBI B JICUEHUH U MPO(dUIAKTUKE paka MOJOYHOU
PKEJIE3BI.

5. Wurerpamusa ¢ cucrteMamu 3apaBooxpaHeHus: Llens:
HuTerpanus unctpymenta MM B quarnoctTruyeckre CUCTEMBI
3npaBooxpaneHusi Kazaxcrana. M3Mmepsiemblii moKa3aTenb:
Buenputh WHCTPYMEHT HE MEHee 4YeM B 2 KpPYIHBIX
OONbHUIIAX JJISi TECTUPOBAHUS, C LENbI JOCTHXKEHUS
YPOBHSI yJOBJIETBOPEHHOCTH ToJib30BatTenei Bbime 80%.
O0ocHOBaHME M B3aUMOCBS3b: VIHTerpamusi CBSA3BIBAET
paszpabotky monenu U ¢ ee mpakTHYecKuM IpUMEHEHUEM,
obOecrieunBasi  CYIIECTBEHHOE  BIIMSHUE MPOEKTa Ha
PG GEKTUBHOCTD U IOCTYTHOCTDh MEUIIMHCKUX YCIYT.

6. IlocrossHHOE coBepHIeHCTBOBaHME W ajnanrtauus: Llemns:
[TocTossHHOE OOHOBJIEHHE MOJIENIM Ha OCHOBE HOBBIX JIAHHBIX
1 oOpaTHOH cBs3u. M3mepsemblil nmokaszarens: [IpoBoauThb
OOHOBJICHHSI MOJIEIH JIBa pa3a B TOJ, MOANCPKUBas HIN
MOBBIIIAs YPOBEHb TOYHOCTH. OOOCHOBAHUE U B3aUMOCBS3b:
DTO rapaHTUPYET MOCTOSHHYIO aKTyaJIbHOCTh ITPOEKTa U €r0
QIalTUBHOCTh K MEHSIOIIUMCS TTPOOJIeMaM U JIOCTHKEHUSIM
B JaHHOU 00JIacTH.




OxuaemMbie U IOCTUTHYThIE
pe3yabTaThl

OxuaeMble pe3yabTaThl:

1) Vcnemnoe HakomieHWe M IpeaBapUTENIbHAs
00paboTka MaccuBa HaHHBIX, cojepxkamiero Oonee 1000
MaMMOTpaUUecKuX  M300paKEHHUH,  MPEACTaBIISIONIUX
cOaTaHCUpOBaHHOE pa3zHOOOpa3ue CTaiuil paka MOJIOYHOU
pKene3bl.  OTOT  OOmMpHBI  HAaOOp JaHHBIX  OygerT|
criocoOcTBOBaTh 3(ddexkrnBHOMY 00yuenuto NU-monenw,
oOecrieunBasi ee aAalTHBHOCTh M TOYHOCTh B JUAarHOCTUKE
[paKa MOJIOYHOM KEJIE3BbI.

2) bynmer ycmemHo —pa3paboTaH  JUArHOCTHYECKUMN
MHCTpyMeHT Ha ocHoBe MM, xortopeii  Oyner
COOTBETCTBOBaTh WJIM TMPEBBINIATh 3aJaHHBIA KpUTEPHi
ToYHOCTH B 95% mnpu BBIIBICHMM PAKOBBIX TKaHeW Ha
MaMMOTpadUIECKUX H300paKEHHUSX.

3) VYcmemnoe oOyueHue wu Bamupanus wMozaenmu WU,
ITOCTIIKEHHE TOYHOCTH Baiumarmu oOoisee  95% wu
BHAYUTEIPHOE CHIDKEHUE JIOKHO IIOJIOKHUTEIBHBIX |
OTPHIIATENILHBIX pPE3ylIbTaTOB HEe MeHee ueM Ha 50% 1o
CPaBHEHHIO C CYIIECTBYIOIIMMH METOJIAMHU. DTO TO3BOJIHAT
MOATBEPIUTH CIIOCOOHOCTh MOJICIIH K TOYHOW JUArHOCTHUKE
[paka MOJIOYHOM >KeNie3bl M TOBBICUT €€ HaJeKHOCTh U
TOCTOBEPHOCTH B MEIULIMHCKOM TMAarHOCTHUKE.

4) VYcmemHoe 3aBeplieHHE CPaBHUTEIBHOTO aHalM3a HE
MEHEe IIATH MPOrpaMMHBIX MakeToB in silico, B pe3ynbrare
KoTOporo Oynmer ompeneneH Haubonee 3PPEKTUBHBIN
MHCTPYMEHT  BBIYHUCIUTEILHOTO MPOTHO3UPOBAHUS  HA
ocHoBe MW g OlEHKM KIMHUYECKOW 3HAYUMOCTH|
renetndyeckux Bapuauuii B reHax BRCA1 u BRCA2.
[Ipenmosiaraercs, 4To TOT aHAJIU3 MIO3BOJIUT BHIIBUTH paHee
HE UICHTU(QHUIMPOBAHHbIE TI'E€HETHYECKUE  BApUAHTHI,
ACCOLIMMPOBAHHBIE C PAKOM MOJIOYHOMW KeJjie3bl, 4TO JacT
[IEHHBIE CBEJICHUS O HOBBIX TeHETUYECKIX MapKepax u OyieT
CIIOCOOCTBOBATH Pa3BUTHIO MePCOHANTU3UPOBAHHBIX
M0/IXOJIOB B JICYCHUH PaKa MOJIOYHOM KeJe3bl.

5) Dddexrunas unrerpanus NH-1uarHocTKu B CUCTEMY|
3npaBooxpaHeHus: KazaxcraHna, B 4aCTHOCTH, KAK MUHUMYM
B JIBYX KPYNHBIX OOJBHHUIIAX [ TEPBOHAYAIBHBIX
VICIIBITAaHUH, c LENbIO JOCTUKEHUS YPOBHS
yZIOBIIETBOPEHHOCTH ToNb30Bareneir Oonee 80%. Takas
MHTETpalUsi IO3BOJMT IPEOJOJIETH  PA3pPhIB  MEXKAY
pa3zpaboTtkoii mogenu MU u ee nmpuMeHeHHEM B peaibHbBIX|
[YCIIOBUAX M TPOAEMOHCTPUPYET OILYTHMOE BIIMSHHE
[IPOEKTA Ha TMOBBIIIEHNE KAYECTBA MEIULIUHCKUX YCIIYT.

6) PerynsipHoe obHnoBnenue monenu MU pa3 B 1Ba roja Ha
OCHOBE HOBBIX JAaHHBIX M OT3BIBOB IIOJIb30BaTENICH,
oOecreunBaroniee MojJiep>KaHue WM TOBBIINICHUE YPOBHS
TOYHOCTH MoJenu. Takas cCTpaTerus MOCTOSIHHOTO
COBEpIIICHCTBOBAHUS W QJalTallid TIO3BOJUT MPOEKTY
OCTaBaThCsl AKTyalbHBIM W 3()()EKTHBHBIM, JUHAMUYHO




[pearupysi Ha HU3MEHSIOIUECS MPoOJieMbl U JOCTUXKEHUS B
ITaHHOU 00JI1aCTH.

/locTUrHyTBI€ pe3yJIbTaThI:

3a 2024 rox

- [IpoBenenbl cOop u npeaBapuTeabHas 00padoTKa TaHHBIX:
coOpaH W TOJArOTOBJICH OOIIMPHBIA MAacCCHB JIaHHBIX|
MaMMOTpaMM, BKIIOYAIOIIUN KaK 3/I0pOBbIE, TAK U PAKOBBIE
[IPUMEDBL. Hakomiennbiin u [IPEABAPUTEILHO
00paboTanHblii  HabOp  JaHHBIX  coaepxuT 1109
MaMMOTpaUUecKuX  M300paKEHHWH,  MPEACTaBISIONINX
cOalaHCUPOBAaHHOE pa3zHOOOpa3ue CTaauil paka MOJIOYHOMU
enessl. [IpoBenena TmarenbHas npenoOpaboTKa JaHHBIX,
r7ie yJIaJeHbl BBIOPOCHl M aHOMaybHbIe 3HaueHus. [lonyuen
YUCTBIN, cOallaHCUPOBAaHHBIM HAOOp JaHHBIX, TOTOBBIA K
bdhdextuBHOMY OoOyuenuro MU-mopenu, obecneunBas ee
QJalTUBHOCTh U TOYHOCTh B JMArHOCTHUKE paKka MOJOYHOMN
PKEJIE3BI.

- Pa3zpaboran nuarHocTHUeCKU MHCTPYMEHT Ha OCHOBE
MCKYCCTBEHHOTO  MHTEJUIEKTA: cozgana DL-monens,|
CIIOCOOHAsl aHAJIM3MPOBaTh MaMMOIPaMMbl Ha MpEAMET
BBISIBIICHHSI PAHHHUX IPU3HAKOB paKka MOJOYHOM kene3bl. B
[pe3ynbraTe pa3paboTaHHbBIN JUArHOCTUYECKUN WHCTPYMEHT
Ha OCHOBE UCKYCCTBEHHOI'O MHTEJJIEKTa COOTBETCTBYET WU
MPEBBIIACT 3aJaHHBIA KpUTEpUH TOYHOCTH B 95% mnpm
BBISIBJICHMM PAKOBBIX TKaHEM Ha MaMMoOrpapuyecKux|
M300pKCHHSIX.

3a nepBoe moayroaue 2025 roga

-[IlpoBeneno oOyuenne wu Banmmmanus WMU-momenun Ha
[pealbHBIX ~KJIMHUYECKUX JaHHbIX. B xozme paloTshl
BBINOJIHEHA KOMIUIEKCHAs MOATOTOBKA PEaJIbHOIO Jaracera
K 00ydeHHIO M Banugauuu. Mojens npoaeMOHCTpUpOBaa
TOYHOCTL Oosiee 95% Ha BanMOAIMOHHBIX JaHHBIX. boiee
TOro, OBUIO NPOAHAIU3UPOBAHO KaK HUHTEPHPETUPYET
CO3/laHHasi MOJIeJIb  pealbHbll  JaraceT U  KakKoBa|
YBEPEHHOCTh MOJEIH B ITPEICKa3aHUIX.
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Nudopmanus o mareHtax

Pe3ynbraTthl HE MOJJIEKAT MATEHTOBAHWIO B TMATEHTHBIX
BEIOMCTBAX.
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