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®UO naumeHTa: [aTa poxgeHua:
CTtpaxoBoii nonumc: Mon:

Appec:

Bpau JINYy: Ne UB:

Bug, 6uomatepunana: FoTOBbIN FMCTONOMMYECKMIA NpenapaT [Jata noctynneHus:

Pe3synbTaTt UccneposBaHuA B AOCTaBI'IEHHOﬁ np06e

MaHenb Ana nop,60pa TapI'ETHOVI Tepanuu
Homep wrpunx-koaa: 1306121356693

MapameTtp Pesynbtar
FeH EGFR/TP53/RB1
leHOTMN €.2240_2257delTAAGAGAAGCAACATCTC, p.Leu747_Pro753delinsSer/ c.818G>A,
p.Arg273His/c.2058_2059insG, p.Thr687fs
Pesynbtat BblisiBNEH KNMHUYECKN 3HAUMMbI BapUaHT B reHe EGFR 1 co-myTtauma B reHe TP53, RB1
Tun aHanuza NOUCK COMATUYECKUX MyTaLMi
[laTa rotoBHOCTU pe3ynbTtaTta 11.09.2026 00:55:05

CrpaHnua 1 ns 2




3aka3 Ne [aymeHT:

TEXHUYECKME OAHHbIE
CekBeHMpOBaHMe BbINoHeHO Ha naatpopme: lllumina MiSeqDx

TexHonorua oboraweHuns: MyabTunaekcHas amnandukaums Bcex s3k3oHoB reHos [HK yactb: ATM, ATR, BARD1, BRCA1, BRCA2,
BRIP1, CDH1, CDK12, CHEK1, CHEK2, EPCAM, FANCL, NF1, PALB2, STK11, TP53, KRAS NRAS, BRAF, EGFR, ERBB2, PIK3CA, MET
ex14, KIT PDGFRA, POLE KEAP1, IDH1-2, ESR1. PHK vactb: ALK, AXL, BRAF, EGFR, FGFR1, FGFR2, FGFR3, MET, NRG1, NTRK1,
NTRK2, NTRK3, PDGFRA, PDGFRB, PPARG, RET, ROS1

Cnucok nccneposaHHbix reHos: ATM, ATR, BARD1, BRCA1, BRCA2, BRIP1, CDH1, CDK12, CHEK1, CHEK2, EPCAM, FANCL, MLH1,
MSH2, NBN, NF1, PALB2, PMS2, RAD51B, RAD51C, RAD51D, RAD54, STK11, TP53, KRAS, NRAS, BRAF, EGFR, ERBB2, PIK3CA,
METex14, KIT, PDGFRA, POLE, ESR1, EPCAN, IDH1-2, KEAP1, AKT1, PTEN, ALK, AXL, FGFR1, FGFR2, FGFR3, MET, NRG1, NTRK1,
NTRK2, NTRK3, PDGFRB, PPARG, RET, ROS1

[aHHble CeKBEHMPOBAHMUA aHa/IM3NPOBAJIUCL B COOTBETCTBMM C pekomeHaaumamm GATK Best Practices (MHCTMTYT Bpoyaa) ana
MoucKa repmuHasbHbix/comaTnyeckmx mytaumin. ®Panabl FASTQ o6pabatbiBanuch AN yAaseHUs agantepos, € 3'-KoHua
yoanaance Bce N M ByKBbl C KayecTBOM MeHee 15 meTogom "CKO/Mb3fLLero OKHa" (pasmep OKHa 6 HyKneotuzos), ans
NextSeq/NovaSeq Takke yaanannco nonmn-G. MosHOCTbIO yAansaanch BCe NpoyTeHus, cogepawme 6onee 40% 6yKB C KauecTBom
MmeHee 15, 1 npouTeHna ganHon meHee 36. 3aTem BbIMNOHAIOCH KaPTMPOBAHME Ha FTEHOM C MOMOLWbLO anroputma BWA-MEM wm
nocnegyouee yaaneHume aybnaukatos npu Heobxoaumoctu. MposBogunack pekannmbpoBKa 3HAYEHMIM KayecTBa C MOMOLLbIO
MHCTpymeHTa BaseRecalibrator, 3atem nowuck BapuaHTOB C nomouibto anroputmos Strelka2 n HaplotypeCaller/Mutect2 u3
GATK4. MonyuuBwwmeca VCF-paiinbl obbeanHANM C  yaaneHuem aybaupylowmxca cTpok. [loctobpaboTka BapuaHTOB
npoBoAniacb C NoMoLLbio NpeaobyyeHHoM HelipoHHol ceTn (CNNScoreVariants, mogens 2D) U ¢ NOMOLWbIO UHAMBUAYANbHbIX
$UNbTPOB NO KayecTBy. BapmMaHTbl aHHOTUPOBAIUCH MO CAEAYIOWMM UCTOYHUKAM AaHHbIx: RefSeq, LRG, dbSNP, gnomAD, OMIM,
ClinVar, HGMD (ny6auuHas), anroputmsl npeackasaHus natoreHHoctn SIFT, PolyPhen HDIV/HVAR, Mutation Taster, FATHMM,
CADD, DANN, M-CAP, REVEL, BayesDel, ClinPred, LIST-S2.

Bepcum nporpamm 1 6a3 gaHHbIX
Mporpamma Bepcus ba3sa gaHHbIX Bepcusa
BWA-MEM 0.7.17 (2.2.1 gna WGS) CbopKa reHoma GRCh38/hg38
GATK 4241 FeHombl gnomAD 3.11
GATK CNN 4.2.0.0 9K30Mbl gnomAD 2.11
DRAGEN 1.0/3.4.12 dbSNP 155
Strelka2 2.9.10 ClinVar 20220306
SnpEff 5.0e

UccnepoBaHue BbINONHUA:

3am. [inpekTopa no meauunHCcKon Yactu Cayukuia E. A.

JaTa BbINONHEHMA nccnefoBaHuA:

FocyAapcTBeHHOE GloAXKeTHOE yupekaeHne 34paBoOXpaHeHUA roposa MocKsbl
"MOCKOBCKMIA Hay4HO-NPAKTUYECKUIA LIeHTP labopaTopHbIX UccnefoBaHWi [lenapTameHTa 34paBooxpaHeHus ropoga Mockebl"
OrPH 1027739811770, NHH 7724015205, KMNN 772401001 /inuexsuna Ne J1041-01137-77/00367740 ot 12 okTabpa 2020 T.
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