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BBenenue

B COBPEMEHHO OHKOJIOTUU BCE mmpe MIPUMEHSIOTCS METO]IbI
MOJICKYIIAPHO-TCHETHYCCKOT'O aHaJIu3a I BBIAABJIICHUA BAapHUaHTOB HYKHeOTHHHOﬁ
MIOCIIEZIOBATEIbHOCTH, OKCIIPECCHOHHBIX Mpoduiaeil M MOJEKYISIPHBIX 0COOEHHOCTEH
OTyXOJIeH, ONpeaensommux OTBeT Ha Tepanuio. [Jusg »ddexTtuBHON peanmzanuu
NEPCOHANM3UPOBAHHOTO TMOAX0Ja HEOOXOAMMO KOMILIEKCHOE HCCIeOBaHNE TeHOMHBIX,
TPAHCKPUIITOMHBIX W IMMPOTCOMHBIX AAaHHBIX IMAIlMCHTa C HOCHGHYIOHICﬁ I/IHTepHpeTaHI/ICI\/’I B
KJIMHUYECKOM KOHTEKCTE.

AHanan3 OTEYECTBEHHOTO M 3apyOe)KHOrO OIbITa MOKAa3bIBA€T HAJUYHME Pa3BUTHIX
OMoMH(pOpPMAaTUYECKUX WHCTPYMEHTOB, TaKMX Kak KoHBeHepsl cooOmectBa nf-core.[1]
Haubonee nponsunytoe peuienue nf-core/oncoanalyser unterpupyer JHK- u PHK-ananu3
JUIs  KIMHUYECKH 3HAYMMbIX OnomapkepoB.[2] OpHako CylIECTBYIOLIME IMPOrpaMMHbIE
pelIeHNs OpPUEHTUPOBAaHbI HA OT/AEIbHBIE TUIIBI JAHHBIX U HE 00ECHEYUBAIOT MOJHOLIEHHON
UHTETpAalli  MEXJy OMHBIMH YPOBHSAMHU. JlOTMOMHUTENbHBIM  OapbepoM  SBISIETCA
rereporeHHocTh 6a3 3HaHui (COSMIC, OncoKB, CIViC u T1.), paznuyaromuxcs GopMaramu
U cuUcTeMaMu HJeHTU(UKATopoB.[3,4,5,6] D10 mnpuBOAUT K (parMeHTaluMu aHaIu3a,
YBEJIMYEHUIO TPYA03aTpaT M CHUKEHHUIO BOCIPOU3BOAMMOCTU PE3YJIBTAaTOB, YTO KPUTHYHO
JUISL KIIMHUYECKOM MPaKTHKH.

OcHoBHas yacTb. CyTh npeajiaraeMoro penieHus

[Ipennaraemblii momxom  3akiro4yaeTcss B pa3pabOTKe  aBTOMATU3UPOBAHHOTO
IIPOrPaMMHOTI0 KOHBEHEpa, OCYIIECTBIAIONIErO MOJHBIM UK KIIMHUKO-TEHOMHOTO aHAJIN3a -
OT CBHIPBIX JaHHBIX 10 (DOPMHUPOBaHUS TEPCOHAIM3UPOBAHHBIX  TEPANEBTUUYECKUX
PEKOMEH Tl H.

CyTb pemieHHs COCTOUT B MEPEXOJE OT M30JIMPOBAHHOIO aHAIM3a OTHEIIBHBIX THUIIOB
JAHHBIX K CHUCTEMHON HMHTETPAallUd HAa OCHOBE BEPTHUKAJIBHOTO MOAXOAA: JJIS KaKIOro reHa
aBTOMAaTHUYECKU COMOCTABIIAIOTCA TPU YPOBHS HHGPOPMALMU - HAJIMYUE COMATHYECKOU
myrauuu  ([AHK), yposenp »skcmpeccun MPHK — (TpaHckpunromM) #  KOIMYECTBO
COOTBETCTBYIOLIETO Oeinka (mpoTeoM). DTO MO3BOJIAET OTIMYUTh (DYHKIIMOHAIBHO 3HAYMMBbIE
JpaliBepHbIE U3MEHEHUS OT «I1aCCAXKUPHBIX» MyTallUH.

OnTuManbHOCTh PelIeHHs JO0CTUIAeTCH 32 CHET:

1. ABromaruzauuu npenoOpaOOTKM €  HCHOJB30BAaHUEM  CTAHJAPTU3HPOBAHHBIX
UHCTPYMEHTOB, aJlallTUPOBAHHBIX MO/ PA3JIMYHbIE THUIIBI 00Pa3LOB.

2. KoMOMHHMpPOBaHHOTO BBI30Ba BapHAaHTOB C TPUMEHEHHEM BBICOKOYYBCTBUTEIHHBIX
anroputMoB (Mutect2, VarScan2, Strelka2, Manta) nns MakCHUMHU3allUd TOYHOCTH
JETEKIIMY MYTalMi U CTPYKTYPHBIX BapUaLIUH.

3. YHupUUMpPOBaHHOW aHHOTALMUM W TNPUOPHUTU3ALMH, BKIIOYAIOLIEH HOpMallM3alUio
JaHHBIX W3 TreTeporeHHbx ucTouHuKoB (OncoKB, CIVIiC, COSMIC u Tt1.) ©



IIPUCBOCHUE YPOBHSAM KIMHMYECKOW JOKAa3aTeJIbHOCTH [0 MEXKIyHapOAHBIM
CTaHJapTam.

4. BxiroyeHHE TPAHCKPUNITOMHBIX M TNPOTEOMHBIX JTaHHBIX Kak BepU(UIMPYIOIIETro
JTana Juis BIOOpA JIEKApCTBEHHOM Teparnuu.

HoBu3na wMeroga 3akioyaeTcss B MCIOJIb30BAHUM THOPHIHBIX — aJTOPUTMOB
MPUOPUTHU3AIMH, YYUTHIBAIOMIMX (YHKIMOHAJIBHYIO COIVIACOBAHHOCTh MEXJYy OMHBIMU
YPOBHSIMH.

DOxoHoMuYeckas 3¢(EeKTUBHOCTh 00ecreunBaeTCs COKpAIIeHUEM BPEMEHHU aHallu3a C
JHEN 10 4acoB, CHWKEHHEM HArpy3Kd Ha NEPCOHA] U MUHHMHU3ALMEH MHTEPIPETALNOHHBIX
OIIMOOK 3a CYET MOJIHOM aBTOMATU3aLUU PYyTUHHBIX ONEpaLni.

BoiBOABI

Pa3paboranHplii nporpaMMHBIA MOAXOA TPEACTAaBISET COOOH YHUBEpCAIbHBII
UHCTPYMEHT U1  aBTOMAaru3alMM  KJIMHHMKO-TEHOMHOIO  aHaJlM3a B OHKOJIOTHH,
o0ecrneunBaoImUil  UHTErpalil0 MYJIbTU-OMUKCHBIX JaHHBIX B €IUHYI0 KIMHHUYECKH
UHTEPIPETUPYEMYIO MoJeib. lcronb3oBaHue KOHBeHEpa I103BOJSAET IIOBBICUTH TOYHOCTH
noadopa NEpCOHAIM3MPOBAHHON Tepalmuu U OOECIEYMBAET BBICOKYI) BOCHPOHM3BOAUMOCTD
pE3yJIbTaTOB.

[IpakTueckoe MCHOIB30BaHUE PE3YJIHTATOB OPUEHTUPOBAHO HA /IBAa HaIpaBieHus. B
KJIMHUYECKOH  TpakTHUKe  KOHBelep  MOXeT  ObIThb  HMHTErpUpOBaH B paboTy
MOJIEKYJISIPHO-TEHETUUECKUX ~ JIabopaTopuil Juid MONAEPKKU MNPUHATHUS pEIIeHUHd o
Ha3HAUYECHUU TEPaIny.

[Ipennoxenust mo BHEAPEHUIO BKIIOYAIOT IPOBEACHNUE MUJIOTHOTO UCTIBITAaHUS Ha Oaze
CIELMAIM3UPOBAHHOIO  OHKOJIOTMYECKOIO  ydpexzacHus. B pamkax  ucnbelTaHus
IpeanojaraeTcs BaJWJalUsl pPEIIeHUsT Ha PETPOCHEKTUBHOM BBHIOOpPKE MALMEHTOB C
U3BECTHBIMU HCXOJAMHU Ha Tepanuio, OLEHKa SKOHOMHUYECKOH >(PQPEKTHBHOCTH U, NHpHU
YCHEUIHBIX pe3yJbTaTaxX, ONbITHAs JKCIUTyaTalls B PEKUME ACCUCTUPYIOIEro MHCTPYMEHTA
JUIS TIOAACPKKY KIMHUYECKUX PELLICHUMN.
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