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Ha6op peareHToB A9 O4HOBPEMEHHOIO BbiABE€HUA reHeTU4YeCKMX BapnaHToOB MeTO40M

BbICOKOMNPOM3BOAUTENIbHOIO CEKBEHUPOBaHNA [NGS] B LlesieBblX pernoHax reHoB

BRCA1 BRCA2 PIK3CA CHEK2 PALB2

Pak MonoyHom Pak An4yHukoB

xenesbl

Pak npepctatenbHomn
Xenesbl

Pak nopykenygouHon
Xenesbl

¢ CeMeiCTBEHHOCTb: BO3MOXHOCTb 06beIMHEHUS B O4HOM
3anycke ¢ apyrumu Habopamu Cono-TecT;

* ABTOMaTu3npoBaHHas 06paboTka AAHHbIX C MOMOLLbIO
obnayHoro web-peleHus;

* Hosonoruyeckas cneyMpuyHOCTb: 0JHOBPEMEHHOE
BbISIB/IEHME HECKOJIbKMX MapKepoB B COOTBETCTBUM
¢ Knunuyeckumu pekomernpaumamm M3 PO, ESMO, ASCO;

* Bce HeobxoauMble peareHTbl Ans co3pgaHusa bubnuortek
BXOASAT B cocTaB Habopa.

Tunbl buomaTepunana

LlenbHas KpoBb
B npobupke
c34TA

OnyxonieBasi TKaHb,
PukcmpoBaHHas

dopManuHoM
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MpuHUKMN paboTbl Habopa
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MepsuyHas amnandukaums
C ABYMs NMynaMu npaimMepos

ObpaboTka AkTBaTOpPOM
yhaneHue npanMepos,
NOAroToBKa K INTMpOBaHUIO
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BropuyHas amnnudukauymus

¢ OnWroHyKkneoTUAHbIMU
nHIeKkcamu
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OymncTka NpoayKToB
amnanduKaLmm, nynuposaHue
6ubnunotek

CekBeHupoBaHue roToBoi bubnnoteku
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Cono-tect ABC — MeguumHckoe nsgenvie “"Habop peareHToB 4151 BbISBIEHUS MyTaLWiA, aCCOLMMPOBAHHbIX C PAKOM MOJIOYHON Xene3bl Y pakoM SIUYHWKOB,
METO/I0M BbICOKONPOM3BOAMTENIbHOro cekBeHnpoBaHus (Cono-tect ABC) no TY 21.20.23-001-91709359-2018", PY P3H 2020/9943 ot 18.10.2021

Cono-tect ABC lNMnioc — MeguumnHckoe nsgenne "Habop peareHToB A/19 04HOBPEMEHHOIO BbIBAEHUS FTEHETUYECKMX BapUaAHTOB B Lie/ieBblX PErMoHax reHoB
BRCA1, BRCA2, ATM, CHEK2, PALB2, PIK3CA, accoLMnpoBaHHbIX C YyBCTBUTESIbHOCTbIO K MPOTUBOONYX0IEBOM JIEKAapCTBEHHOM Tepanuu, MeTofoM
BbICOKONPOU3BOAMTENbHOIO cekBeHnpoBaHus (Cono-tect ABC nntoc) no TY 21.20.23-005-91709359-2022", PY P3H 2023/20034 ot 10.04.2023



NporpaMMmHoe obecneyeHune

JInyHbIN KabUHeT

3arpyska fastq faHHbIX CEKBEHUPOBaHWS
OTAeNbHO No obpa3suam Uan NakeTHbIN pexnm
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° BblpaBHMBaHWe Ha pedpepeHCHbIN FeHOM
* TMopcyeT MeTpUK KayecTBa

° AHanus nokpbITUS

° AHanus ropsynx Touek MyTaLuui

o [leTekTMpoBaHWe MOIeKYNAPHbBIX anbTepaumui
(Bknoyasa SNV/MNV/indel/CNV/MSI)

° KoHTponb KoHTaMuHaLuu
* AHanu3 FFPE apTtedakToB

» Pabota c wupokuM cnektpom aHanutos (OHK, seigeneqHas
13 FFPE/uenbHo kpoBu/nnasmsl kposu/ nnkeop)

» BcTpoeHHoe onpeaeneHune Npupoasl BapuaHTa
(coMaTnuecknin/HacnecTBEHHbIN)

* HomeHknatypa HGVS

° OnpepeneHune 3K30Ha

* AnnenbHas ¢pakuus

* YacToTa BapuaHTa Mo akkayHTy

e Ccblnku Ha BHellHue 6a3bl gaHHbIx dbSNP, COSMIC u np.
* BcTpoeHHbI reHOMHbIN bpaysep

HeobxoanMoe obopypnoBaHue
(reHeTW-IecKMﬁ ﬂ (TepMou,MKnep ﬂ

cekBeHaTop NS U3MepeHus
MiSeq KOHLeHTpauum
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MiSeq — 3aperncTpupoBaHHbIi ToBapHeIi 3Hak |llumina, Inc. Ins npoBeaeHns nccnenoBaHuit MOXeT bbiTe
MCnonb3oBaHo HEOﬁXOIJ,MMOE 060pyﬂDBaHVIE, 0TANYHOE OT M306PS)KEHHOI'U, B COOTBETCTBUE C PEryNaTOpHbIMK
TpeboBaHnamu u TpeboBaHnsMu PykoBoacTBa nonb3oBaTens K JaHHOMY MeULIMHCKOMY U3AeNuio.
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* [nbko HacTpanBaeMble WabioHbl 0THETOB

° Bbirpyska gaHHbix bam, bai, vcf, bed, tsv

* CobcTBeHHas nogTBepxnaemas basa aHHoTaLUMN

° rlpe,D,VIKTVIBHbIe MapKepbl N HYBCTBUTEJIbHOCTb K Npenapatam

e [laToreHHble reHeTuyeckune BapWnaHTbl N HAaCNeacTBeHHble
OHKONornyeckne CMHOPOMbI

° Puck-dakTopbl pasButus oHKonornyeckmx 3abonesaHuit

o CDapMaKOFeHeTI/IKa

* WHtepnpeTauus pesynstatos no ESCAT/ACMG/KnunHnueckum
pekoMeHaauuam Munsapasa

KoTpon kauecrea npoi
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° CBOﬂ,Haﬂ BbIFpy3Ka pe3ynbTaToB aHann3a U uHTepnpeTauuu

LAAHHbIX N0 aKKayHTY

* BbicTpas BbIrpy3ka pesynsTaToB 4SS HAaNpaBsioLLero Bpaya

e OueHka LpaiBepHOCTU MONEKYNSPHbIX anbTepaLmnii

UHdopmMauma ana 3akasa

Cono-tecTt
ABC nntoc
ABCplus-48i-A

48 TecT-eanHUL,
VMHAEKChI ceT «A»

ABCplus-48i-B
48 TecT-eanHwUL,
MHAEeKChl ceT «b»

ABCplus-48Ci-A

48 TecT-eAMHUL, HOEKChI
ceT «A» c HabopoM

L5 CEKBEHUPOBaHNA*

ABCplus-48Ci-B

48 TecT-eNHUL, NHAEKCHI
ceT «b» ¢ Habopom

IS cCeKBEHMPOBaHNA*

Cono-tect
ABC

ABC-48i-A
48 TecT-eAnHUL,
NHAEKChI CeT «A»

ABC-48i-B
48 TecT-eaAnHUL,
MHAEKChI ceT «b»

ABC-48Ci-A

48 TecT-e4MHUL, MHOEKCI
ceT «A» c Habopom

LJ15 CeKBEHVPOBaHWS*

ABC-48Ci-B

48 TecT-e[IUHNL, NHAEKCDI
ceT «b» ¢ Habopom

ANS CeKBEHMPOBaHMA™®

* Habop ans cekBeHnpoBaHus — MiSeq Reagent Kit v2 (300-cycles)
npousBoacTia Illumina, Inc. BkntoyaeT B cebsi:

KomnnekT ons nogrotokn obpasua k cekBeHnpoBaHuto: pacteop HT1,

KapTpUAX;

KomnnekT ans cekBeHupoBaHus: pacteop PR2, npotouHas kioeeta (MiSeq
Reagent Kit v2 (300-cycles), Illumina, Inc.)”



