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3akKas MaunenT:

TEXHUYECKME JAHHbIE

CekBeHMpOBaHMe BbINoHeHO Ha naatpopme: lllumina MiSeqDx

TexHonorna oboraweHuns: MynbTUnaekcHaa amnanduKauma Bcex sk3oHos reHos ATM, ATR, BARD1, BRCA1, BRCA2, BRIP1,
CDH1, CDK12, CHEK1, CHEK?2, EPCAM, FANCL, MLH1, MSH?2, NBN, NF1, PALB2,
PMS2, RAD51B, RAD51C, RAD51D, RAD54, STK11, TP53, POLE

Cnucok reHos B naHenn: ATM, ATR, BARD1, BRCA1, BRCA2, BRIP1, CDH1, CDK12, CHEK1, CHEK2, EPCAM, FANCL, KRAS, MLH1,
MSH2, NBN, NF1, PALB2, PMS2, RAD51B, RAD51C, RAD51D, RAD54, STK11, TP53, POLE

[aHHble CeKBEHMPOBAHMA aHaA/IM3NPOBAJIUCL B COOTBETCTBMM C pekomeHaaumamm GATK Best Practices (MHcTUTYT Bpoyaa) ana
MoucKka repmuHanbHbiX/comaTnyeckmx mytaumin. Painabl FASTQ o6pabatbiBannch AN yaaseHUs agantepos, € 3'-KoHua
yaananucb Bce N M ByKBbl C KayecTBOM meHee 15 meTozom '"cKonb3sAwero okHa" (pasmep OKHa 6 HyKneoTugos), ANA
NextSeq/NovaSeq Takke yaanannco nonn-G. MosHOCTbIO yAansaanch BCe NpodTeHus, cogepawme 6onee 40% 6yKB ¢ KauecTBom
meHee 15, n npoyTeHma AAnHoM meHee 36. 3aTeM BbINONHANOCH KAPTUPOBAHWE HA FTEHOM C NOMOLLbLIO anroputma BWA-MEM un
nocnegyouee yaaneHume aybnaukatos npu Heobxoammoctu. MposBogunack pekannmbpoBKa 3HAYEHMIM KavyecTBa C MOMOLLbIO
MHCcTpymeHTa BaseRecalibrator, 3atem nowck BapuaHTOoB C nomouibto anroputmos Strelka2 u HaplotypeCaller/Mutect2 u3
GATK4. NMonyuuBwwmeca VCF-paiinbl obbeanHANM C  yaaneHuem aybaupylowmxca cTpok. [octobpaboTka BapuaHTOB
npoBoAniacb C NoMoLLbio NpeaobyyeHHoM HelipoHHol ceTn (CNNScoreVariants, mogens 2D) U ¢ NOMOLbIO UHANMBUAYANbHbIX
$UNbTPOB NO KayecTBy. BapmMaHTbl aHHOTUPOBAIUCH MO CAEAYIOLWMM 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 Bepcua
BWA-MEM 0.7.17 (2.2.1 ana 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
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