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O6buw, npernen

DRAGEN for lllumina DNA Prep with Enrichment Dx MpunoxeHneto (DRAGEN for IDPE Dx) ce nsnonsea
3a NnaHMpaHe 1 N3BbpLUBaHe Ha BTOPMYEH aHanua Ha 6ubnunotekute IDPE DX, reHepmpaHu 3a
cekBeHUMpaHe Ha NextSeq 550Dx.

DRAGEN for IDPE Dx nogabp>ka CEKBEHMpPaHe 3a aHaNn3, KoraTto ce nanonsea c lllumina DNA Prep with
Enrichment Dx Library Prep (MogrotoBka Ha 6ubnuoTtekaTa), NextSeq 550Dx u Illumina DRAGEN Server
for NextSeq 550Dx.

MeTopgu 3a aHanus

DRAGEN for IDPE Dx ns3sbpliBa pasMHOXaBaHe, reHepupaHe Ha FASTQ, kapTorpadupaHe Ha
pasuyunTaHe, nogpaBHsaBaHe Cc pedepeHTEH FEHOM M U3BMKBaHE Ha MafTbK BapMaHT B 3aBUCUMOCT OT
n3bpaHnTe paboTHU NOTOLN:

* [eHepupaHe Ha FASTQ
* [eHepupaHe Ha Germline FASTQu VCF

* ComaTuyHo reHepupaHe Ha FASTQun VCF

3ABEJIEXXKA ORA komMnpecusiTa e Ha/lndHa 3a U3nos3BaHe n ¢ Tpute paboTHU npoueca. DRAGEN
ORA Compression e codTyep 3a komnpecus 6e3 3arybu, KONTo cb3gasa pannc
paswupeHmne Original Read Archive (*.ora). PopMmaTbT opa € 6a3npaH Ha cnpaska
dopmarT 3a koMnpecus 3a pannose FASTQ 1 e NnpegHasHayeH 3a MHOro 6bp30
KoMMpecupaHe/gekoMnpecnpaHe n BUCOKO CbOTHOLLEHME Ha KOMMpeCUus.

eHepupaHe Ha FASTQ

CrnobeHnTe nocnefoBaTeNHOCTM ce 3anuceaT BbB FASTQ dannose Ha npoba. FASTQ ¢dannoseTe ca
TeKCToBM GalisioBe, KOMTO CbAbPXXaT AaHHW 3@ CEKBEHMPAHe U pe3ynTaTh 3a Ka4yeCcTBO CaMo 3a efHa
npoba. 3a Bcska npoba ce reHepupaT oTaenHn FASTQ dannose 3a BCAKa TeHTa Ha NPOTOYHa KneTka,
3a OTUYMTaHe Ha cekBeHMpaHe. MIMeTo Ha npobaTa, KaKTo € MOCOYEHO MO BPEME Ha HaCTpoiKaTa Ha
LMKbNa, e BK/IIOYEHO B UMeTO Ha panna FASTQ. FASTQ ¢annoseTe ca OCHOBHaTa BXoAHa HbGopmMaums
3a nogpaBHABaHe. [bpBaTa CTbMKa OT reHepupaHeTo Ha FASTQ e geMmynTunaekcupaHe.
[JeMynTunnekcupaHeTo NpMCBOsiBa KNbCTEPU, KOUTO NpeMUHaBaT GUITbpa KbM npoba ypes
CpaBHsIBaHe Ha BCsKa NOCnef0BaTeIHOCT Ha MHAEKCHO OTYMTaHe C UHAEKCHUTE NocneoBaTeTHOCTH,
onpepneneHun 3a N3nNbHABaAHETO. B Ta3n CTbNka He ce B3eMaT Npeasng HUKakeBu CTOMHOCTU Ha
KauyecTBOTO. MIHOEKCHMTE pa3uynMTaHma ce aeHTUdMUmMpaT Ypes crnegHnTe CThbIKU:

* [lpobuTe ce HOMepupaT, 3ano4YBaiiki oT 1, B 3aBUCUMOCT OT NOCNe[0BaTEeNHOCTTa, B KOATO ca
NM306poeHU 3a U3MBIIHABAHETO.
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* HoMmep Ha npoba 0 e 3anaseH 3a KNbCTEPU, KOUTO He ca 6unn 3agageHu B npoba.

® KJ'I'bCTepVITe Ce 3aaBaT KbM npo6a, KOraTto MHOAEeKCHaTa nocnenoBaTesIHOCT CbBMaga TOYHO UK KOraTo
MMa eJMHNYHO HeCbBMNageHne Ha UHAEKCHO pa3yvnTaHe.

CodTyepbT BKMtoUBa ORA KOMMpecus 3a koMrpecupaHe Ha FASTQ ¢annose. Tosun popmaTt Moxe ga 6bae
aKTuBMpaH no nsbop. MNMpun nanonssaHe Ha ORA (*.ora) dopmaT, mdS KOHTPOSIHa CyMa Ha CbAbpPXaHNETO Ha
FASTQ ce 3anasBa cnep UMKbI1 Ha KOMMNpecus 1 JeKoMnpecus, 3a aa ce ocurypu komnpecus 6es saryou.

OHK kapTorpadupaHe & noapasHABaHe

CnepreHepupaHe Ha FASTQ, pasunTaHuaTa ce kapTtorpadupaT v nogpaBHABaT C pepepeHTEH FEHOM.
MbpBUAT eTan Ha KapTorpadupaHe e fa ce reHepupaT CMAL0BE OT pasynTaHeTO U cnep ToBa fa ce TbPCAT
TOYHM CbBNafeHuns B pedepeHTHMA reHoM. Cnepa ToBa, Te3u pe3ynTaTh Ce YCbBbPLIEHCTBAT Ypes U3MNbIIHEHNE
Ha NbAHW NogpaBHABaHUA Smith-Waterman Ha MecTaTa c Ha-BUCOKa NTbTHOCT Ha CbBNAafEeHNATA CbC
cungose. Tosun gobpe AOKYMEHTUPaH anropnuTbM paboTn Ypes CpaBHABaHE Ha BCAKA NO3ULUA Ha pasyYnuTaHeTo
C BCUYKM KaHAMJAT nNosuummn Ha pedpepeHumaTa. Tesn cpaBHEHNA CbOTBETCTBAT Ha MaTpuLa OT MOTEHUWATHN
noApaBHABaHMSA MEXAY PasumTaHe M crpaBka. 3a BCcAKa OT Te3uM No3nLMm 3a NoapaBHABaHE Ha KaHomaaTuTe,
Smith-Waterman reHepupa pesyntaTu, KOUTO ce U3Mnosi3BaT 3a OLueHKa ganv Han-gobpoTo nofapaBHsABaHe,
NpeMMnHaBalL o Npes Ta3n MaTpUyHa KneTka, 4OCTUra 40 HesA Ypes HYKNeoTUAHO CbBrnageHmne nnm
HeCbOTBETCTBUE (OMaroHanHoO ABUXEHWE), feneums (XOPU3oHTaNHO ABUMXKEHNE) TN MHCEPUUSA (BEPTMKANHO
apmxeHune). CbBnageHMeTo Mexay pasdumTaHe 1 cnpaBka npegocTaBsa 60OHYC 3a pe3ynTaTa, @a HeCbOTBETCTBME
WY nHgen Hanarat caHkuua. ObwaTa Han-BUCOKa NbTEKa 3a OLLEHABaHE Npes MaTpuuaTa € nsbpaHoTo
nogpasHsABaHe. ANropuUTbMbT € Xapayep, yckopeH Ha kapTuTe DRAGEN 3a nonesBo nporpamMupyemM remT Macms
(FPGA). PedepeHTHUAT reHOM, N3NO3BaH B NPUIoXeHNeTo, e cb3gageH oT UCSC hg19 FASTA c onuusaTa
DRAGEN 3a cb3gaBaHe Ha anTepHaTMBHa XelW Tabnuua, 6asnpaHa Ha noBanraHe.

DRAGEN Germline Variant Calling

DRAGEN Germline Small Variant Caller Bsema kapTorpadupaHu n nogpasHeHn JHK pasynTaHmsa KaTo BXOOHU
OaHHW N 0603HavYaBa egMHUYHN HYKNeoTugHW nonumopdunamm (SNPs) n nHcepums nnn geneums (indels) upes
KOMBMHaLMA OT KOJIOHHO pasno3HaBaHe 1 NIokaslHo de novo crinobaBaHe Ha xannoTurnose. 3a ga aktueupaTe
DRAGEN Germline Small Variant Caller, nsébepete paboTHUA NOTOK Ha BapnaHTa Ha repMUHaLMOHHNSA paboTeH
npouec.

O603Ha4YaBaHeTO Ha BapuaHTuK 3a repMUHaTUBHA NIMHNSA OBUKHOBEHO Ce U3Mon3Ba 3a NPobu OT repMUHaATUBHA
NNHUSA, KbOETO € U3BECTHO, Ye NaonansaTta e gse. PepepeHTHN permoHun, KOMTo noanexat Ha obo3HayaBaHe,
NbPBO Ce ngeHTudMLMpaT C 4OCTaTbYHO MOKPUTME Ha NoapaBHABaHETO. B paMkuTe Ha Tesn pedepeHTHU
pernoHn, 6bp30TO CKaHMPaAHE Ha COPTUPAHUTE pa3unTaHUA MAEHTUPULMPA aKTUBHUTE 061aCTK, KOUTO ca
LEeHTPUpPaHU BbPXY KOMTOHU C JaHHW 3a BapUaHT. AKTUBHUTE PErMOHU ca NoAnNaTeHN ¢ [OCTaTbUYHO KOHTEKCT,
3a [a NOKPUAT 3HaUYUTeNHO, HepedepeHTHO CbabpXaHne Habnnso. AKO UMa JaHHK 3a NnaTGopMu, akKTUBHUTE
pervoHun nony4vasaT SONbHUTENHA NOANOXKA.

[MogpaBHEHUTE pasynTaHUA ce NOAPA3BaT BbB BCEKM aKTUBEH PErMOH U ce crnobssaT B rpaduka Ha De Bruijn.
KpaviwaTa Ha OTpA3aHUTE pasynMTaHuA ce NpeTernaT oT 6pos HabnaeHns, kKaTto pedepeHTHaTa
nocnefoBaTesIHOCT € ocHoBaTa. Cnepf U3BeCTHO MNOYNCTBAHE N ONPOCTABaHe Ha rpadukaTa, BCUYKU NbTULLLA OT
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PbkoBOACTBO 32 NoTpebutens Ha npunoxexHneto DRAGEN for lllumina DNA Prep with Enrichment Dx on NextSeq 550D x

NM3TOYHUK 0O NOTpebunTen ce U3BIMYAT KaTO KaHOMAaTy 3a xannotunose. Bceku xannotun e Smith-Waterman,
noapaBHeH C pePepeHTHMA reHOM, 3a a MAeHTMOMLMpPa BapnaHTUTe, KOUTO NpeacTasnssa. Tosu Habop oT
cbbuTna Moxe ga 6bae yBenmyeH Ypes OTKpUBaHe Bb3 OCHOBA Ha NO3uUMATa. 3a BCAKa pa3yeTeHa
XannoTunHa ABOWKa BEPOATHOCTTA P(r|H) 0a Habnogaea pasynTaHeTo, NpUeMaikm, 4e XxannoTmnbT €
NCTUHCKaTa HayanHa npoba, ce oueHsABa C NOMOLL Ta Ha cKkpuUT mogen Markov (HMM).

CKaHupaHe No pedepeHTHa No3nuUnNs B aKTUBHUSA PETMOH, TeHOTUMOBETE Ha KaHAngaTuTe ce popmmpaTt OT
ONNNOMAHN KOMBMHaLUMK OT BapnaHTHM cbouTunsa (SNPs nnu indels). 3a BcAko cbbuTme (BKIKOYUYNTENHO
pedepeHLMs), ycnoBHaTa BeposATHOCT P(r|e) aa ce HabnoaBa BCAKO MPUMOKPUBALLLO Ce pa3unTaHe ce OLeHsBa
KaTo MakCumyma P(r|H) 3a XxannaoTunoBse, NOAKPENALWN CbOUTUETO. Te ce KOMOUMHMPAT B YCNOBHaTa
BeposiTHOCT P(r|e1e2) 3a reHoTvn (cbBUTUE ABOIIKA) U Ce YMHOXaBaT, 3@ 4@ Ce MOosyYm yCloBHaTa BEPOATHOCT
P(R|e1e2) 3a HabnogeHne Ha usnaTa pasvyeTeHa kynyuHa. C nomMmolta Ha dopMynaTa Ha Bayes ce nsumcnsea
nocTepnopHaTa BEPOATHOCT P(e1e2|R) Ha BCEKU OMNIONOEH FEHOTUMN N ce o603HavYaBa nobegnTensT.

DRAGEN for IDPE Dx npunara aBToMaTU4HO puntpupaHe. Buxte AHoTaumm Ha VCF ¢arin Ha repmyHaTnBHaTa
JNIMHWA Ha cTp. 13 3a noBeye HGoOpMauus.

DRAGEN Somatic Variant Calling

DRAGEN Somatic Small Variant Caller B3ema kapTorpadupaHu n nogpasHeHn AHK pasumtaHmnsa KaTo BXOOHW
baHHnM 1 nseukea SNV u indels ypes nokanHo de novo crinobsiBaHe Ha XannoTUNOBE B aKTUBEH PermoH. 3a Aa
aktmBupaTe DRAGEN Somatic Small Variant Caller, nsbepete npunoxeHue 3a COMaTUYEH BapuaHT.

O603HayaBaHe Ha cOMaTU4YeH BapaHT OBMKHOBEHO Ce M3M0N3Ba 3a TYMOPHM Npobu. C To3mn paboTeH npouec
DRAGEN He npaBu HUKaKBW MNAOKMAHU NPeanonoXeHMs, KOeTO NO3BOAsABa OTKPUBaHE Ha HACKOYECTOTHM anenu.
3a nokycu ¢ nokputue ao 100x B TymMmopHaTa npoba, DRAGEN nma npar Ha oTKpMBaHe Npu YeCcTOTU Ha
BapWaHTHW anenun ot 5%. ' paHNYHNTE CKanun c HapacTBalla AbN1604YnHa Ha 6asa Ha MeCTOMONOXEHNE
HamMansaeaT HamoMOBMHA BCEKM NbT, KOraTo MOKPUTUETO ce yason Hag 100x. PedepeHTHM pernmoHun, KouTo
noanexat Ha 0603HayYaBaHe, MbPBO Ce UAEHTUPULMPAT C [OCTAaTbYHO NOKPUTUE Ha NoApaBHABaHETo. B
paMKNTe Ha Te3n pedpepeHTHN PErMOHN, CKAHNPaHE Ha COPTUPAHNTE pasynTaHMA MAEHTUOULMPA aKTUBHUTE
obnacTu, KOUTO ca LeHTpUpPaHW BbpXY KOJIOHM C faHHW 3a BapUaHT B TYMOPHUTE pa3uynTaHnsa. AKTUBHUTE
pPEernoHun ca nognaaTeHn ¢ 4OCTaTbYHO KOHTEKCT, 3a fa MOKPUAT 3HAUYMTENHO, HepepepeHTHO CbAbpXaHMe
HabnK130. AKO Ma faHHU 3a NNaTGOPMU, aKTUBHUTE PETMOHM NMoyYyaBaT AONBAHUTENIHA NOANOXKaA.

lMogpaBHEHUTE pasynTaHUA ce NOAPA3BAT BbB BCEKM aKTUBEH PErMOH U ce crnobssaT B rpaduka Ha De Bruijn.
KpavwaTa Ha OTpA3aHUTE pasynMTaHusa ce NpeTernar ot 6pos HabnaeHus, kKaTo pedepeHTHaTa
nocnefoBaTeNHOCT € ocHoBaTa. Cnef U3BECTHO MOYUCTBAHE M OMPOCTABaHE Ha rpadukaTa, BCUUKN MbTULLA OT
N3TOYHWUK 0O NOTpebuTen ce U3BNYAT KaTo KaHOoMAaTy 3a xannotunose. Beceku xannotun e Smith-Waterman,
nogpaBHeH C pedepeHTHUA FTeHOM, 3a Ja naeHTudnLmMpa BapmaHTUTe, KOUTO NpeacTaBnisaBa. 3a BCsAKa
pasyeTeHa xannoTunHa ABolKa BEPOSATHOCTTa P(r|H) Ja HabnmofaBa pa3ynTaHeTo ce oueHsBa C NOMOLL Ta Ha
ckpuT Mogen Markov (HMM), npuemMainku, 4e XxannoTUnbT € UCTUHCKaTa HadyalliHa npoba.

3a fa ce onpepfenv oLueHKaTa 3a rpaHuua Ha oTkpmBaHe Ha Tymopa (TLOD), DRAGEN Somatic Small Variant
Caller nbpBo ckaHMpa No pepepeHTHa NO3ULMA 3@ BCAKO KaHAMAAT-COMAaTUYHO CbOMTHNE, KaKTO U
pedepeHTHOTO CbBUTUE B aKTUBHUSA PET1OH. YCNOBHaTa BePOATHOCT P(r|e) 3a HabnoaeHWe Ha BCAKO
NPUNOKPUBALLLO Ce pa3unTaHe ce oLeHsBa kKaTo MakcuMyMa P(r|H) 3a xannoTunose, noaabpxatiy cbutneTo.
Te ce KOMOUHMpPAT B yC/IOBHaTa BEPOATHOCT P(r|E) 3a xmnoTesa 3a cbbuTKne, E, BKNtouBal,a cmecmua ot
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pedepeHTHUA U KaHOuAaT-COMaTUYHUA anen B AnanasoH OT Bb3MOXHW YeCTOTU Ha anenin n ce yMHoXaBarT, 3a
Aa ce nNonyum ycnosHaTa BepoaTHocT P(R|E) 3a HabnogeHue Ha uanaTa pasyeTeHa kynunHa. OTTaMm ce
n3yucnsasa TLOD pesynTaT KaTo [oKa3aTeNCcTBo, Ye anenbT ALT npucbcTBa B TYMOpHaTa npoba npu gageH
NOKYyC.

DRAGEN for IDPE Dx npunara aBToMaTU4HO duntpupaHe. Buxrte AHoTauum Ha VCF ¢avin Ha comaTuyHaTa
JIMHKWA Ha cTp. 16 3a noBeYye nHGopmMauus.
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Cb3pgaBaHe Ha NJAaHNPaHO U3MNbJIHABAHE

MsnonaeanTe cnegHnTe CTHINKNK, 3@ fa HacTpouTe Unkbn B lllumina Run Manager nnm B NextSeq 550Dx
C 6pay3bp Ha MPEXOB KOMMIOTHLP. M3nonseante 6paysbp Ha MPEXOB KOMMNIOTHLP, aKo XenaeTe fa
nMnopTMpaTe NpUMepHN gaHHu. BuxTe lllumina Run Manager 3a codpTyepHo pbkoBoacTBo NextSeq
550Dx (aokymeHT N2 200025239) 3a UHCTPYKLMN OTHOCHO gocTbna Ao lllumina Run Manager ot
MpPEXXOB KOMMIOTBP.

Mma gBa pasnnyHu HauyMHa 3a Cb3faBaHe Ha HOBO NJIaHNPAHO N3NbIIHABAHE:
* Import Run (MMnopTunpaHe Ha n3nbnHABaHe) — 3nonseamTe NpMMepeH NUCT OT
CblUeCTBYBaLL,0 U3MbJIHEHME KaTO WabfioH 3a HOBO M3Mb/HABaHe. BuxxTe lllumina Run Manager

3a copTyepHo pbkoBoacTBo NextSeq 550Dx (gokymMeHT N2 200025239) 3a nHbopmaums Kak ga
nMnopTupaTe U3MNbIHABAHE.

* Create Run (Cb3gaBaHe Ha M3nb/HABaHe) — PbYHO BbBeXJaHe Ha napamMeTpu Ha
n3NbrHABaHe. CnefHUTE MHCTPYKLIMM ONUCBAT Kak Aa Cb3ajeTe U3Mb/IHABAHE.

3ABEJIEXKKA HeobxognmuTe noneTa 3a BbBeXJaHe BNOTPEOUTENCKUA MHTepPhENC ca MapKupaHu
CbC CMMBOJ 3Be3MuKa (*).

MpunoxeHne
1. Ot pa3gen Planned (MnaHupaHn) Ha ekpaH Runs (M3nbnHaBaHus) nsbepete Create Run
(Cb3paBaHe Ha U3NbIHABaAHE).

2. WsbepeTe npunoxeHneto DRAGEN for llumina DNA Prep with Enrichment Dx n cneg ToBa
n3bepete Next (Hanpep).

HacTponkun Ha nsnbfHABaHe

1. Ha ekpaHa Run Settings (HacTpoiku Ha N3Nb/IHABaHE) BbBEAETE YHUKAIHO MME Ha U3MbJIHABaHE.
MNMeTo Ha U3NbHeHe NAeHTUGULIMPa M3NBIHABAHETO OT CEKBEHUPAHETO /10 aHanu3a.

2. [HesapbmkuTtenHo] BbBegeTe onncaHne Ha U3Nb/IHABAHETO, 3@ NO-HaTaTbLWHOTO
naeHTUGULMpPaHe Ha U3MbIHABAHETO.

3. WN3bepeTe kKoMnnekTa(nte) agantepu 3a UHAEKCUpaHe, N3Mnosi3BaHN No BpeMe Ha NoAroToBKaTa Ha
bubnuoTtekarTa.

4. TpernepganTe Ab/MKNUHATA Ha pasyMTaHe 1 A NPOMEHEeTe, ako e Heobxogumo. Read 1 (PasumTtaHe 1)
1 Read 2 (PasunTaHe 2) umaT CTOMHOCT no nogpasbupare oT 151 uukbna. Index 1 (MHaekc 1) n
Index 2 (MHpeKC 2) nmaT pukcmpaHa CTOMHOCT OT 10 umMKbNa 1 He MoraT Aa 6baaT NPOMEHAHN.

5. [HesapgbmxutenHo] BbBegeTte ngeHTudumkaTop Ha bnbnmoTeyHa enpyseTKa.

6. WN3bepeTe Next (Hanpep).
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PbkoBOACTBO 32 NoTpebutens Ha npunoxexHneto DRAGEN for lllumina DNA Prep with Enrichment Dx on NextSeq 550D x

[aHHn 3a npobuTe

[aHHnTe 3a npobuTe BKMouBaT MU/ Ha npobaTa, No3mumnsa Ha AMKaTa (No3nLMS Ha AMKaTa Ha MHOEeKCcHaTa
nnaka) n ume Ha bubnnoTtekaTta. Korato ce nsnonsea Index A&B (MHaekc Anb), No3nLMaTa Ha AMKUTE BKIKOYBA
N NOEHTUOUKATOP Ha Naku.

ViMa gBa HauyMHa 3a BbBeXAaHe Ha NPUMEPHU AaHHN:

* Import Samples (MIMnopTupaHe Ha Npobun) — N3nonsBanTe WabnoHeH Gpain, HannYeH 3a N3TernsHe Ha
ekpaHa Sample Data (JaHHK 3a npobn).

¢ Manually (PbuyHO) —BbBegeTe gaHHMTE OT NpobuTe OUPEKTHO B TabnnuaTta Ha ekpaHa Sample Data
(daHHM 3a npobu).

UmnopTupaHe Ha npobu

KoraTo nnaHMpaTe usnbiiHABaHe Ha CeKBeHMpaHe ¢ 6pay3bp Ha MPEXXOB KOMMIOTBP, Ha ekpaHa Sample Data
(daHHM 3a Npobu) e HannyeH WwabnoHeH ¢ann (*.csv ). LUabnoHHNAT Ppain He e HaNM4YeH 3a U3TernsaHe npu
pocTtbn lllumina Run Manager npes codTyepa Ha onepaunoHHaTa cuctemMa Ha NextSeq 550Dx. 3a fa BbBegeTe
OaHHW 3a Npobu c noMoLlyTa Ha dyHKuMATa Import Samples (MMnopTupaHe Ha Npobu), M3NbIIHETE CeaHnTe
CTBIMKW.

3ABEJIEXXKA WUsnbnHeTe cTbnkute Run Settings (HacTpolika Ha nsnbnaHABaHE), Npeaun Aa NnpogbaxuTe.

1. W3bepeTe Download Template (/3TernsHe Ha wabnoH), 3a ga naternuTte npaseH CSV dann.

2. OT wabnoHHUsa ¢ann, BbBeeTE NPUMEPHN AaHHWN N Cnep ToBa 3anaseTe ¢panna. MimMeTo Ha bubnnoTtekaTa
He e 3a0bJ/IKUTENHO.

3ABEJNIEXXKA KoraTo ce nsnonaea Index A&B (MHpekc Aub), paHHUTe 3a KoloHa B Tpabea aa BktouBaT
KaKTO No3uuus Ha NnakaTa, Taka 1 No3numsa Ha siMKaTa (No3uuus Ha siMKaTa Ha MHAEeKCHaTa
nnaka). Mpumep: A-A01, A-A02, A-A03.

3. WN3bepeTe Import Samples (MIMnopTupaHe Ha Npobu) n oTMaeTe A0 WabNoHHUA Gain, CbabpxKaly,
MHOOpPMaLMATa 3a faHHUTE 3a NpobuTe OT NpeguliHaTa CTbMKa.

4. W3bepeTe Open (OTBapsHe), Proceed (MpoabnxaeaHe), a cnep ToBa Next (Hanpep).

3ABEJIEXXKA MpomsHaTa Ha Sample ID (UL Ha npoba) npenun nsbupaHe Ha Next (Hanpepn) moxe ga goesege
[0 rpelka. 3aBbplieTe HacTporkaTa Ha U3NbJIHABAHETO, Npean fa HanpaBuTe NPOMeHH, 3a
Aa nsberHeTe rpeLuku.

PbyHO BbBeXpgaHe Ha npo6uTe
M3nonsBaiiTe TabnunuaTta Ha ekpaHa Sample Data (JaHHM 3a Npo6u) 3a pbYHO BbBEXAAHE Ha AaHHW 3@ Npobu.

1. BbBepeTe yHukaneH N[ Ha npobaTta B noneto Sample ID (UM Ha npobaTa).

HokymeHT N2 200025238 BOO 6
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M3nonseanTe Well Position (IMosuunsa Ha amknTe) unm Plate - Well Position (Mnaka - no3nyuysi Ha sMKuTe)
(Index A&B) (MHpekc Anb), 3a fa nsbepeTe CbOTBETHUA NHAEKC 3@ NpobuTe.
MonetaTai7 Index, Index 1, i5 Index n Index 2 ce nonbnBaT aBTOMaTUYHO.

[HesapgbmkutenHo] BbBegeTe nme Ha bubnmoTteka.

[JobaBeTe pefoBe 1 NoBTOpeTe CTHMKM 1-3, aKo € HEOBX0ANMO, LOKATO BCUYKN Npobu 6baaT fobaBeHN
KbM TabnuuaTta. MoxeTe fia fobaBnTe HAKOMKO pefia HaBeAHbX, KaTo MbPBO BbBeAeTe 6pos Ha pefoBeTe,
KOUTO fga nobaBuTe, 1 cnep ToBa nsbepeTte MKoHaTa +. Mox)eTe CbL,0 Aa NpeMaxHeTe pegoBeTe, KaTo
n3bepeTe NOMETO JO HOMEpPa Ha pefa 1 cref ToBa W pakHeTe BbpXYy MKOHaTa 3a HOKIyK.

N3bepeTe Next (Hanpegq).

HacTponkun Ha aHanusa

1.

M3bepeTe xenaHna paboTeH NOTOK 3a aHanus:

e [eHepupaHe Ha FASTQ

e [eHepupaHe Ha FASTQ n VCF 3a paboTeH npouec Ha repMnHaTMBHA TNHUA (He06X0anM e MaHupecTeH
dann)

e [eHepupaHe Ha FASTQ n VCF 3a paboTeH npouec Ha cOMaTUYHa NNMHUA (Heob6xoanmM e MaHupecTeH
dann)

[HesapbmxutenHo] Generate ORA compressed FASTQs (TeHepupaHe Ha ORA komnpecupaHn FASTQ) ce
akTuBupa no nogpasbuparHe. Komnpecuata FASTQ ORA 6e3 3aryba komnpecupa ¢annosete FASTQ go 5
NbTW B cpaBHeHWe c fastg.gz. NMpemaxHeTe oTMeTKaTa oT Generate ORA compressed FASTQs
(FCeHepupaHe Ha ORA komnpecupaHn FASTQ), ako ce npegnoynTaT HEKoOMMNpecnpaHu gaHHu (fastq.gz).

3a repMMHaTMBHU N COMaTUYHM PabOTHN NOTOLM € HeEoBXoauM MaHnpecTeH dpann. Misnonseante
nagawoto MeHto Manifest File Selection (/1360p Ha maHubecTeH dann), 3a aa nsbepeTte MaHNdpecTeH
dann. MaHnpecTtbT e BED (*.bed) dain c pasgeneH c Tabynatopu, KONTO onpegens UMeHaTa u
MeCTOMOJSIOXKEHUATA Ha LenesnTe pedepeHTHN obnacTu. 3a noBeye MHPopMauums, BUXTe MaHupecTeH
¢aniHa cTp. 8.

[HezapgbmxkutenHo]3a comaTudyHm paboTHM NoToLM n3nonseante nagaw,oto meHto Noise File Selection
(N36op Ha wymoB dpann), 3a ga nsbepeTe cMCTEMaTUYEH LWYMOB dain.

3a punTpupaHe Ha CUCTEMHUSA LWIYM MOXe Aa ce 3agage ¢ann BED (*.bed.gz) cbe cneumdnyHo 3a obekTa
HMBO Ha WYyM. 3a noBe4ve NMHGOPMaUUA, BUXKTe QuaTprpaHe Ha LWymMa (He3agb/IXXKNTE/IHO) Ha CTp. 9

N36epeTe Next (Hanpep).

N3nbnHaBaHe lNMpernes

1.

Ha ekpaHa lMpernepg, npernegante nHpopmaumaTa 3a Run Settings (Hactponkun 3a nsnbnHsasaHe), Sample
Data (JaHHu 3a npobuTe) 1 Analysis Settings (HacTpolikn 3a aHanmus).

N3bepeTe Save (3anuceaHe).
M3nbnHABaHeTO ce 3ana3Ba B pa3aena Planned (MnaHnpaHun) Ha ekpaHa Runs (M3nbnHaBaHus).
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HacTpoukun

3a pa npernegate unm npoMmeHnte DRAGEN for IDPE Dx HacTpoikuTe Ha NpunoXeHneTo, NbpBo n3bepete
nkoHaTa Applications (MpnnoxeHuns) oT OCHOBHUSA ekpaH. Cnep ToBa, n3bepeTte NPUIOXEHNETO, KOETO UCKaTe
Aa npernegate uam npoMeHuTe. 3a NpoMsHa Ha HaCTPOMKUTE e HeobxoaMM npoduna Ha agMUHUCTPaTOP.

KoHdurypauyms

EkpaHbT 3a KOHOUrypupaHe Nokassa CnegHUTe HaCTPOWKN Ha NPUNOXEHUETO:

¢ Library Prep Kits (KomMnnekTn 3a nogrotoska 3a bubnmnotekata) — [Noka3Ba KOMMNJEKTa 3a NOArOTOBKa 3a
bnbnmnoTekaTa no nogpasbupaHe 3a NpunoxXeHneTo. Tasm HacTpPoKa He MoXe fa 6bae NPOMEHEHa.

* Index Adapter Kits (KomnnekTn agantepu 3a nHgekc) — Nokasea KOMMNJEKTa aganTepu 3a UHAEKC Mo
nogpasbupaHe 3a NpuoXxeHneTo. Ta3m HaCTpolka He MOXe Aa 6bae NpoMeHeHa.

¢ Readlengths (O b/X1HM Ha pasynTaHe) — ObKMHUTE Ha pasynTaHe ca 3agafeHn Ha 151 3a
NPUIOXeHMETO No NogpasdunpaHe, Ho MoraT ga 6bAaT MPOMEHEHM MO BPEME Ha Cb3aBaHe Ha
M3NbJIHABAHE.

* Manifest and Noise Files (MaHundecTHu dpainnose n dannose 3a wym) — KausaHe 1 NpoMsaHa Ha HAaCTPOMKM
3a MaHudecTHUTe pannose N GpannoseTe 3a LWYM.
— WsbepeTe Upload File (KauBaHe Ha dain), 3a ga kaumTte GpainnoBe 3a N3MO3BaHE NPU aHanms.

— WsbepeTe pagmo 6yToHa Default (Mo nogpasbupaHe), 3a aa 3agagete gpaina kato MaHUPecTeH dann
WUnn WymoB dann no nogpasbupaHe, n3bpaH No BpEME Ha Cb3JaBaHETO Ha U3NbJIHABAaHE, KOraTo
NPUIOXEHNETO e n3bpaHo.

— WsbepeTte noneto Enabled (AkTnBMpaHo), 3a Aa 3agageTe paina, KOMTO ga Ce NOKa3Ba B NafalloTo
MEHHO MO BpeMe Ha Cb3[aBaHeTO Ha U3MNbJIHABaHe.

PaspelleHus

M3nonsealiTe KBagpaTyeTaTa 3a OTMeTKa Ha ekpaHa Permissions (PaspelleHuns), 3a ga ynpasnssaTe JOCTbMNa
Ha NoTpebuTens 3a NPUIOXEHNETO.

MaHudecTeH pann

KoraTto nsnonssate DRAGEN for IDPE Dx, ce nsncksa MmaHmdecTeH dain 3a cnegHmUTe paboTHM NOTOLM:
* [eHepupaHe Ha FASTQ 1 VCF 3a paboTeH npoLec Ha repMmMHaTUBHa NNHUSA
* [eHepupaHe Ha FASTQ u VCF 3a paboTeH npouec Ha coMaTUYyHa NIMHUA

MaHndpecTHMAT daiin e e pa3aeneH c TabynaTopu TeKCToB dain, konTo nanonssa BED ¢opmaT (*.bed), konTo
onpenensa uMeHaTa N MeCTOMONOXEHNATA Ha Lenesnte pedepeHTHM obnacTn. OCHOBHUAT pa3aen Ha
MaHudecTHna dann e pasgen Regions (Pernonun) n Tpabea Aa cbabpXKa CnegHUTE KOIOHU C faHHU:
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KonoHa OnucaHue

Vme YHUKaNHo, onpegeneHo oT noTpedbutensa nMe 3a Lenta

XpomMo3zoma XpomMo30MHO MecTononoxeHune (Hanp. chr10, chr5 n T.H.)

Hauano 16a3upaH MHOEKC 3a HavyaNHaTa No3nuus Ha uenTa

CnupaHe 16asupaH MHOEKC 3a KpaHa No3nums Ha LenTa

ObrnxuHa Ha coHpaTa ObmKnHaTa Ha ropHaTa coHpa. 3a npunoxeHneto DRAGEN for IDPE
Harope no BepuraTa Dx, ToBa TpsbBa ga 6bae HacTpoeHo Ha O.

[ObnxunHa Ha coHpaTa ObnknHaTa Ha gonHa coHga. 3a npunoxeHneto DRAGEN for IDPE Dx,
Hafony no BepuraTa ToBa TpsbBa Aa 6bae HacTpoeHo Ha 0.

3ABEJNE)XKA 3a aHanus ce nsuckea BanugeH ¢opmat Ha MaHndpecTHUA ¢pann. DRAGEN we cnpe aHanusa,
aKo MaHNGECTHUAT Gain e HEBANNAEH.

dunTtpupaHe Ha wWymMma (He3agb/MHKUTENHO)

CUCTEMHUAT GUNTHP 3a WYM e HaNlMYeH 3a COMaTUYHN BapMaHTM Ha o603Ha4YaBaHe 1 MOXe fa ce U3Mos3Ba 3a
HamMansaBaHe Ha Ganwmnsem NONOXKNTENHM 0603HaYaBaHUA, KaTO ce 0TYMTA CNeUNPUYHNAT 3a 0beKTa LyM.
CuCTeMHMAT WyMOB palin ce reHepupa Ypes NbpBo CbbupaHe Ha NpubnnanTenHo 50 HopmanHm Npobu (3a
npeanoymnTaHe cneunduyHM 3a NaHena, NoAroToBkaTa Ha BUGNMOTEKaTa N CEKBEHCepaA) M cnef ToBa cymaTa
OT YecCcToTuTe Ha anenute nof 30% BbB BCEKU LEHTBP C AOCTaTbYHO NMOKPUTUE Ce pasgens Ha obLmsa 6pon
npo6u (NpueTo e, Yye anenHnTe YectoTn Hag 30% ca BapMaHTU Ha repMrUHaTUBHaTa IMHKUSA, a He WwymMm). Cneg
reHepupaHe Ha CTOMHOCTUTE Ha WyMa, COMaTUYHUTE BapuaHTU, OTKPUTU Ha TOBa MACTO, We 6baaT
bunTpupaHu.

dunTHPBT MOXe Aa ce n3nonsea B pexum Tumor-Normal (HopmaneH TyMopeH pexum), Ho e 0CobeHo
nosieseH caMo 3a TYMOPHU U3MbJIHABAaHUSA, MPU KOUTO HE € HalIMYHO CbOTBETCTBALL,0 HOPMAaJSIHO CbCTOSHME.
CuncteMHMAT WymoB pann Tpsdea ga nsnonssa BED daiin, KonTo nMa paswmnpeHmne Ha ¢ann (* .bed.gz) n
TpsbBa fga BKAKOYBA YETUPU KONOHKU: XpoMo3oMu, Havano, Kpai 1 cneundunyHm 3a LeHTbpa HMBa Ha WYM 33
BCekn pef. CUCTEMHOTO GUNTPUpPaHE Ha LWyMa e no nsdop.

N3xoOHW OaHHW OT aHan3a

M3nbnHaABaHWS, KOUTO B MOMEHTa TeKaT, ce MokasgaT B pa3gen Active (AKTMBHM). 3aBbpLUEHNTE LMKIN Ce
nokaseaT B pasgen Completed (3aBbpueHn). DRAGEN for IDPE Dx cb3fiaBa yHMKaNHO UMeHyBaHa nanka 3a
aHasn3 3a BCeKM aHanms, KOATO e OTAeNIHa OT nankaTa, CbAbpialla AaHHW 33 CeKBeHUpaHe. lNankaTa 3a
aHanus BKKOYBa cnefgHaTta MHpopmaums:

* KM3nonssaH MaHudecTeH pann
* BepcuaHa copTyepa

*  NpeHTudnKauMOHHU HOMepPa Ha Npobu
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¢ O6Wo noapaBHEHW pasymMTaHns

* [lpoueHT NoApaBHEHM pasuynTaHusA Ha Npoba
* bpoin obosHauyeHn SNV Ha npoba

* bpon obo3HauyeHu nHgenu Ha npoba

* CTaTUCTUYECKN AaHHU

N3xogHu dannose Ha aHanus

MecTononoXeHNeTO Ha NankaTa 3a aHaNn3 ce onpeaens oT HacTponkaTa External Storage for Analysis
Results (BbHLWHO cbXxpaHeHWe 3a pesyntaTh oT aHanus). BuxTe lllumina Run Manager 3a copTyepHo
pbkoBoacTBo NextSeq 550Dx (aokymeHT N2 200025239) 3a noBeye nHGOpMaLMsi OTHOCHO HacTpolriKaTa
External Storage for Analysis Results (BbHLWHO CbXxpaHeHWe 3a pe3ynTaTn OT aHanus).

Ha ekpaHa Run Details (MogpobHoCTM 3a n3nbiHABaHeTo), noneTto External Location (BbHWHO
MECTOMOJI0XEHNE) NPeAOoCTaBsA NbTHA 3a CEKBEHNPAHE Ha AaHHWN. YHMKANHOTO MMe Ha nankaTa 3a aHanm3 e
npegocTaBeHo B nosieTo Analysis Output Folder (IManka 3a n3xopg oT aHanun3a) Ha ekpaHa Run Details
(MoppobHOCTM 3@ N3NBIHABAHETO). TOYHNTE reHepupaHu GanoBe 3aBUCAT OT TOBA KO paboTeH NOTOK 3a
aHanus ce nsnonsea. CrnegHuTe n3xogHu daioBe 3a aHamM3 ce reHepupaT OT NPUIOXKEHMETO.

3ABEJIE)XKA AKO Bb3HUKHE rpeLlka B orpaHM4YeHMeTo Ha MakCcMManHaTa Ob/IXKWHa Ha NbTA Ha danna npu
0OCTbN oo n3xogHUTe dannose 3a aHanus, onuTanTe ga npemMecTuTe ¢aina Ha
MEeCTOMNOJIOXEHWE C NMO-KPaTbK NbT UM N3NON3BaNTE ApYr MeToL, 3a Aa oTBopuTe dpanna.

NU3xopeH ¢pann OnucaHue
0O606LeH oTYeT Ha Cbabpika pestoMe Ha nHpopmMaumsaTa 3a danna, BepcmnTe Ha
BapuwaHTa (* .pdf) copTyepa, MHpopMauums 3a NpobaTa, CTaTUCTUKA Ha HABOTO Ha

pasumTaHe u SNV, nHcepunn, geneunm n o606L,eHns Ha NOKPUTUETO.
CaMo repMMHaTUBHUTE U COMATUYHUTE PaboTHM NOTOLM NpousesexgaT
BapuaHTEH OTYeT.

FASTQ (*.fastg.gz or MeXxauHHU dpannose, KOUTO CbabpXaT 0603HaYaBaHMA Ha 6asun C

* fastqg.ora) pesynTtaT 3a kayecTBo. FASTQ ¢annoBeTe ca OCHOBHaTa BXogHa
nHdopMaLms 3a CTbNKaTa Ha nogpaBHaABaHe. KoraTto e n3bpaHa
ORA KoMnpecus, ce n3nosnsBa pasWwnpeHneTo Ha ¢panna * . fastqg.ora.

BAM ¢ainnose 3a CbabpXa NogpaBHEHW pa3uynTaHuA 3a gageHa npoba.
nogpaBHsABaHe (* .bam)

r'eHoMHKn VCF ¢pannose CbabpiKa reHOTMMNA 3a BCAKa No3numsa, He3aBUCMMO Janu e
(*.gvcf.gz) 0603HayeHa KaTo BapuaHT, Un cnpaska.
VCF ¢annose (*.vcf.gz) Cbobpxa BapmaHTn, 0603HaYEHN 3a BCSKa NO3ULMSA.
M3nbnHeHWe Ha OTYeT 3a CbAabpika NokasaTesn 3a KaYeCcTBO Ha LnKba, BKIIKOUYUTENHO
nokasaTtenu (*.csv) HenHaeKcmpaH o6, obue n oueHka Q30.
HokymeHT N2 200025238 BOO 10
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dannose FASTQ

FASTQ (*.fastg.gz, *.fastq.ora) e TekctoBo-6a3mpaH dpannos popmaT, CbabpKaly 0bo3HayaBaHWs Ha 6asm n
CTOMHOCTW Ha Ka4YeCTBOTO Ha €4HO pasynTaHe. Bcekn dpainn cbgbpika cnegHaTa MHGopMauus:

*  WpeHTudmkaTtop Ha npoba

* [locnepoBaTenHocTTa

* PesynTaTbT 3a KayecTBO Phred ce oueHsBa B kogupaH ¢opmaTt ASCII + 33

MoeHTuoumkaTopbT Ha Npoba e npefcTaBeH, KaKTo crnepBa:
@Instrument:RunID:FlowCellID:Lane:Tile:X:Y ReadNum:FilterFlag:0:SampleNumber
Example:
@SIM:1:FCX:1:15:6329:1045 1:N:0:2
TCGCACTCAACGCCCTGCATATGACAAGACAGAATC

+
<>; ##=><9=AAAAAAAAAAIH# : <H#<;<<KL2222#=

BAM ¢dannose

BAM ¢annbT (*.bam) e koMnpecupaHa aBonyHa Bepcusa Ha SAM (kapTa 3a nofpaBHsABaHe Ha
nocnegoBaTesiHOCT) ¢aln, KOMTO ce N3Mon3Ba 3a NpeAcTaBsAHe Ha NogpaBHEHN NocegoBaTeNHOCTM 4o 128
Mb. BAM ¢ainoseTe nsnonssat popMaT 3a UMeHyBaHe Ha ¢palina SampleName S#.bam, KbAeTO # € HOMEPHLT
Ha npobaTa, onpefesieH OT NOCe[oBaTENHOCTTa, B KOATO NpobuTe ca NocoYeHn 3a N3NbiHABaHeTo. B
MHOIOBb30B peXXnM, S# e HacTpoeH Ha S1, He3aBUCMMO OT pefa Ha npobaTa.

BAM dannoseTe cbabpxaT pas3aen 3a ropeH KoONoOHTUTY U pa3fen 3a nogpaBHsABaHe:

* TopeH KONOHTUTYN — Cbabpxa nHPopMauus 3a uenua gann, kato nMe Ha npobaTa, Ab/XKMHa Ha npobaTa
N MeTof Ha nogpasHsaBaHe. [TogpaBHABaHWUATa B pasferia 3a nogpaBHABaHUA ca CBbP3aHU CbC crieunduyHa
nHbopMaLmsa B pasgena 3a ropeH KoJIoOHTUTY.

* TlogpaBHABaHUA — CbabpiKa UMe Ha pasuynTaHeTo, NocneoBaTeIHOCT Ha Pa34ynTaHeTo, KauyeCTBO Ha
pasyntaHeTo, MHGOPMaLMA 3a NOApaBHABaHE U NepCoHanusupaHn Taroese. IMeTo Ha pa3ynTaHeTo
BKJ/lFOYBa XpOMO30OMaTa, Ha4a/iHaTa KoOopAunHaTa, Ka4eCTBOTO Ha nofgpaBHABaHE N HN3a Ha AECKPUMTOPa 3a
cbBnageHune.

PaspentT 3a nogpaBHABaHUA BKNKOYBaA clegHaTa MHGOpMaLmMs 3a BCAKO pa3ynTaHe Unm ABonKa pasymTaHus:
¢ AS: KayecTBO Ha cBOEHO NnojpaBHsABaHe.
* RG:T'pyna 3a pasynTaHe, KOATO NocoyBa 6pos pasynTaHmA 3a KOHKpPeTHa npoba.

* BC: bapkog Tar, KONTo nokassa ngeHTudmnkaTopa Ha gemyntmnnekcmpaHaTa npoba, cBbpsaH ¢
pasyunTaHeTo.

¢ SM: KayecTBo Ha noapaBHABaHE Ha €QMHUYHM KpauLLa.
* XC: Hus Ha geckpunTopa 3a cbBnageHue.

* XN: Tar 3a UMeTO Ha aMMNJIMKOH, KOWTO 3anucea ngeHTudmnKaTopa Ha aMnnKoHa, CBbpP3aH C pa3yunTaHEeTo
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MHpekcHnTe dparnose BAM (*.bam.bai) npegocTtaBaT MHAEKC Ha CboTBeTHMA BAM dann.

VCF ¢dannose

dainoseTe 3a 0603HaYaBaHe Ha BapuaHTK (*.vcf) cbabpxaT MHGOPMaLmUs OTHOCHO BapuvaHTU, OTKPUTM Ha
KOHKPETHW NOo3ULIMM B peepeHTEeH FreHOM.

"ropHMAT konoHTUTYN Ha VCF ¢anna BkntouBa BepcuaTa Ha pannosusa popmat VCF, BepcusTa Ha MHCTPYMEHTaA
3a 0603HavyaBaHe Ha BapuaHT 1 MOCoYBa aHOTaUMNTe, U3MOJ3BaHW B OCTaHanaTa yacT Ha panna. [opHUAT
KonoHTUTyn Ha VCF cbL0 BKItoYBa dpaina Ha pedepeHTHUA reHom n BAM darina. lNocnegHUAT pef B rOpHUA
KONIOHTUTYN CbAbpXKa 3arfaBusaTa Ha KOJIOHUTe 3a pefoBeTe C flaHHU. Bcekun oT pefoBeTe 3a gaHHM Ha VCF
darina cbabpxa nHGopMauua 3a eANH BapUaHT.

Tabnuua 1 3arnasuaHa VCF dann

3arnasne OnucaHue

CHROM XpomosomaTa oT pedpepeHTHUA FreHOM. XpOMO30OMUTE Ce NoABABaT B CbllaTa
nocnenoBaTenHOCT KakTo B pepepeHTHUA FASTA dann.

POS EgHob6asoBa Nosuumsa Ha BapmnaHTa B pedepeHTHaTa XpoOMo3oMa. 3a eAMHUYHN
HykneoTnaHu BapnaHTn (SNV), Tasm nosmuns e pedpepeHTHaTa 6a3a c BapmaHTa. 3a
nnatopmMmTe, Tasm No3muns e pedepeHTHaTa 6asa, HeNOCpPeaCTBEHO NpeaxoxXaalla
BapuaHTa.

ID RS HoMmepbT (SNP 3a cnpaBka) 3a SNP, nofnyyeH oT dbSNP. txt, ako € MPUIoXumMo. AKo
CbLUeCTBYBaT HAKOJIKO I'S HOMepa Ha TOBa MeCTOMOJIOXEHMNE, CMINCHKBT Ce pa3fensc
apoeToune. AKo He cbllecTByBa dbSNP 3anuc B Tasm no3unuus, ce U3nossBa Mapkep 3a
nunceauw,a ctonHocT ('.").

REF PedpepeHTHUMAT reHoTUN. Hanpumep geneumsa Ha eguHnyHa T e npeacTaBeHO KaTo
pedepeHTHa TT nanTepHaTmBHa T. AKbM T egUHUYEH HYKNEOTULEH BapuaHT e
npencraBeH KaTo pedepeHTHa A anTepHaTmBHa T.

ALT Anennte, KOUTO Ce pasnn4yaBaT OT pedepeHTHOTO pasuntaHe. Hanpumep nHcepumsa Ha
eguvHnyHa T e npeacTaBeHa KaTo pedepeHTHa A nantepHaTtmeHa AT. AkbM T eaAnNHNYEH
HYKeOoTUOEH BapuaHT € NpeacTaBeH KaTo pepepeHTHa A anTepHaTmeHa T.

QUAL PesynTtaT 3a kKauyecTBoO, onpeferieH 4pes Phred ckanaTta, HasHayYeH OT MUHCTPYMEHTA 3a
o603HayvyaBaHe Ha BapuaHTK. M0-BUCOKMAT pe3ynTaT Nokassa No-BUCOKA AOBEPUTENHOCT
BbB BapuaHTa 1 no-mMasika Bb3MOXHOCT 3a rpellku. 3a pesynTaT 3a KayecTBo Ha Q
n3yncneHaTa Bb3MOXHOCT 3a rpeLuka e 10-(Q/10). Hanpumep komnnekT oT Q30
0603Ha4vyaBaHMsA MMa YecToTa Ha rpeLwkn 0,1%. MHOro MHCTPYMeEHTHN 3a 0603HavyaBaHe Ha
BapuvaHTM Ha3Ha4yaBaT pe3y/iTaT 3a KAYeCTBO Ha OCHOBaTa Ha TEXHUTE CTaTUCTUYECKM
MO[EennN, KOUTO Ca BUCOKM BbB Bpb3Ka C HabnrogaBaHaTa YeCcToTa Ha FrpeLuKu.
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PbkoBOACTBO 32 NoTpebutens Ha npunoxexHneto DRAGEN for lllumina DNA Prep with Enrichment Dx on NextSeq 550D x

Tabnuua 2 AHoTauum Ha VCF dalin Ha repMUHaTUBHaATa TIMHUSA

3arnaesue OnucaHune
OUNTDBP AKO BCUYKM GUNTPU NpeMUHaT, B KoNloHaTa 3a duntbpa ce nanucsa NPEMUHABA.
Bb3MOXHUTe BbBeXgaHua Ha PUJTTbP BknroyBaT:
* DRAGENSnpHardQUAL - Mpunara ce, ako SNP BapnaHTbT QUAL He oTroBaps Ha npara
« DRAGENIndelHardQUAL —lNpunara ce, ako pe3yntaTbT QUAL 3a BapuaHT Ha nHgen He
OTroBapsi Ha npara
e LowDepth — dunTpupaHo oT LeHTbpa, 3aL,0TO Ab60YMHATA Ha NOKPUTME HE OTroBaps
Ha npara
e LowGQ — dunTpupaHo oT LeHTbpa, 3alLL0TO KAYECTBOTO Ha reHOTUMNa He oTroBaps Ha
npara
« PloidyConflict - F'eHoTUNHO 0603HavYaBaHe, KOETO HE CbOTBETCTBA Ha XPOMO30OMHaTa
naongms
 base_quality — ®dunTprpaHo oT LeHTbpa, 3aL,0TO CPeAHOTO KayecTBo Ha 6a3aTa Ha alt
pasymMTaHusa Npu TO3KN TOKYC HE OTroBaps Ha npara
« filtered_reads — ®unTpupaHo oT LeHTHbPA, 3a,0TO TBbPAE FOSMa YacT OT pasynTaHmaTa
e punTtpupaHa
« fragment_length — ®dunTpmnpaHo oT LeHTbpPa, 3aWL0TO abCoNoTHaTa pasnmka Mexay
cpefHaTa Ob/mXMHa Ha dparMeHTa Ha alt pasunTaHuATa N cpefHaTa ObI/IKWHA Ha
¢dparmeHTa Ha ref pasumTaHmaATa Npu TO3M JIOKYC NpeBuLLIaBa npara
* low_depth — dunTpupaHo oT LeHTbpPa, 3alL0To AbN6OYNHaTA Ha pasunTaHe € TBbpAe
HUMCKa
« low_frac_info_reads — ®dunTpmnpaHo oT LEeHTBbPA, 3alL0TO YacTTa OT UHGOPMATUBHUTE
pasuyuTaHug e nog npara
 low_normal_depth — ®unTpupaHo oT LeHTbpPa, 3aLL0TO HopMarnHaTa Ab/lboynHaTa Ha
pasuyuTaHe Ha npobaTa e TBbpAE HMUCKa
« long_indel — dunTpmpaHo OT LeHTbpa, 3alL0TO Ab/HKMHATa Ha MHAEN e TBbPAE Ablra
» mapping_quality — ®nnTpupaHo oT LeHTbpa, 3aL,0TO CPEAHOTO Ka4yeCTBO Ha
KapTorpadupaHe Ha alt pasumTaHMA NpM TO3KM SIOKYC HE OTroBapsA Ha npara
» multiallelic — dunTpmpaHo oT LeHTbpPa, 3alL,0TO NoBeYe OT ABa alt anena npemuHaBaT
npes TymopeH LOD
* nhon_homref_normal — ®unTpunpaHo oT LeHTbpa, 3aLL0TO HOPMATHUAT FEHOTUM Ha
npobaTa He € XOMO3UTroTHa pedepeHLms
* ho_reliable_supporting_read — ®unnTpmpaHo 0T LEHTBHPA, 3aLL,0TO HE CbLLECTBYBA
Ha4e>XXOHOo NoAAbpIKallo COMaTUYHO pasynTaHe
 panel_of_normals —Buxgaa ce B Hali-manko egHa npoba B naHena Ha HopManHOCTHUTe vcf
« read_position - dunTpmnpaHo oT LeHTbPA, 3alL0TO MegnaHaTa Ha pa3CToAHUATa MeXAy
HayanoTo/Kpasa Ha pa3yMTaHeTO U TO3M NOKYC e Nof npara
« RMxNRepeatRegion — dunTpumpaHo oT LeHTbpa, 3aLl,0TO LENUAT UM YacT OT BapMaHTHUA
anen e NoBTopeHme Ha pepepeHTHUA
e strand_artifact — dunTtpupaHo oT MACTOTO NOpagmM CUIHO OTKIIOHEHWE Ha BepuraTa
« str_contraction — ®unTpupaHo oT LeHTbpa Nopaam nogosnpaHa PCR rpeLuka, npu KOATO
alt anenbT e egHa NoBTapsLWa ce egMHMLa NO-Malka oT pedepeHTHaTa
« too_few_supporting_reads — ®unTpunpaHo OT LeHTbpa, 3aL,0TO B TYMOpHaTa npoba nma
TBbpLAE ManKo NoAAbpKallM pasynTaHus
» weak_evidence — Pe3ynTtaTbT OT COMaTUYHNTE BapuaHTX HE OTroBaps Ha npara
HokymeHT N2 200025238 BOO 13
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PbkoBOACTBO 32 NoTpebutens Ha npunoxexHneto DRAGEN for lllumina DNA Prep with Enrichment Dx on NextSeq 550D x

3arnaBeue OnuncaHue

MHOOPMALNMA BbamoxHnte MHOOPMALINA 3anucu BkNroYBaT:

o AC — bpoAT anenu BreHotunoseTe 3a Bceku ALT anen B cblaTa nocnefoBaTesiHOCT,
KaKTO € N0CoYeHO.

 AF —YecToTaTa Ha anennte 3a Bcekn ALT anen B cbllaTa NOCNeAoBaTENHOCT, KaKTo e
Mnoco4YeHo.

e AN - 06w nAT 6por anenm B NOCOYEHUS FEHOTUN.

* DB — 4neHcTtBo B DbSNP.

* FS —p-cTtonHocT no Phred ckanaTa ¢ noMoLw,Ta Ha TOYHKUA TecT Ha Fisher 3a oTkpuBaHe Ha
OTKJIOHEHUSA Ha BepuraTa.

* QD - [loBEpPMTENHOCT/KAYeCTBO Ha BapMaHTa no gbnbo4mHa.

* R2_5P_bias — OueHka Bb3 0cHOBa Ha mate OTK/IOHEHME M Pa3CTOsAHNE OT S Kpas Ha
MpPanMUuHT.

* SOR — CMMEeTPMYHO CbOTHOLWIEHME Ha KoebUUMEHTUTE Ha TabnuuaTa 3a HenpeaBUaeH!
obcToATencTBa 2X2 3a OTKpMBaHe Ha OTK/TIOHEHUWSA Ha BepuraTa.

e DP —MNpunbnnsntenHa gbn604YnHa Ha pasynTaHe (MHGoOpMaTMBHA U HEMHOOPMaTUNBHA);
HAKOW pasynTaHnsA MOXe fa ca bunm ounTpupaH Bb3 OCHOBa Ha mapq U T.H.

e END —lNo3uuunaTta Ha cnnpaHe Ha UHTepBana.

« FractioninformativeReads — YacTTa oT MHPOpPMaTUBHUTE pasuymTaHNA OT obLNTE
pasymTaHus.

* MQ —RMS kauecTBO Ha KapTorpadupaHe.

« MQRankSum — Z-pesynTtaT oT TecTa Ha Wilcoxon Ha Alt cnpsmMo kayecTBa Ha
KapTorpapupaHeTo Ha Ref pasuntaHe.

* ReadPosRankSum — Z-pesynTtaT oT TecTa Ha Wilcoxon 3a Alt cnpsMo OTK/IOHEHUATa Ha
nosnuunte Ha Ref pasuymTtaHe.

* SOMATIC — Han-manko einH BapuaHT B Ta3n NO3NLINA € COMaTUYEH.
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PbkoBOACTBO 32 NoTpebutens Ha npunoxexHneto DRAGEN for lllumina DNA Prep with Enrichment Dx on NextSeq 550D x

3arnaBeue

®OPMAT

MPOBA

OnuncaHue

B konoHaTa 3a dopmaT ca n3bpoeHn noneta, pasgeneHu ¢ geoetoume. Hanpumep GT:GQ.
HanuuHuTe noneTa BKIOYBAT:

* AD — AnenHu obnbounHu (6poeHe caMo Ha UHGOPMATUBHM pa3umTaHUs OT obLuTe
pasuynTaHms) 3a ref n alt anenu B nocoyeHmns pea.

o AF — ®pakuum Ha anenu 3a alt anenun B nocovyeHus pepg,

« DP - lpubnusntenHa gbnbo4ymHa Ha pasumTaHe (pasyntaHmnsa c MQ=255 nnn c nowu
CBbP3BaHUA, KOUTO ca UNTPUPaHN).

e FIR2 — Bpoii pasumTaHms B opueHTaumaTa Ha asorkaTta F1R2, noagbpiKallm Bcekun anen

* F2R1— bpoit pasunTaHusa B OpMeHTaunATa Ha aBonkaTa F2R1, noaobpyalum BCeku anen

o GT —leHoTuN. O oTroBaps Ha pedepeHTHaTa 6asa, 1 0TroBaps Ha NbPBUA 3aNnC B
KonoHaTa ALT n Taka HaTaTbK. HaknoHeHaTa 4YepTa (/) noka3Ba, Ye He e Hann4yHa
nHdopmaLmsa 3a pasmpaHe.

» MB —CTaTucTnka Ha KOMMNOHEHTMTE 3a BCAKa Npoba 3a OTKpMBaHe Ha mate OTK/IOHEeHMe.

* PS — Hpopmaumsa 3a dnsmkanHaTa ngeHTuduKauma Ha ¢asunTe, Npu KOATO BCEKK
YHUKaNeH naeHTMoUKaLMoHeH HOMep B AaeHa npoba (Ho He 1 Mexay Npobu) cBbp3Ba
3anucu B paMKuUTe Ha rpyna Ha ¢asuTe.

* SB — CTaTnCTMKa Ha KOMMNOHEHTUTE 3a BCsKa Npoba, KOATO BKIIKOUYBA TOYHUA TECT Ha
Fisher 3a oTKpmnBaHe Ha OTK/IOHEHWSA Ha BepuraTa.

* SQ-CoMaTM4YHO Ka4yecTBO

KonoHaTa 3a npoba faBa CTOMHOCTUTE, cneundunyHmn 3a konoHata @OPMAT.
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3AIN VITRO OMATHOCTUYHA YINOTPEBA.



PbkoBOACTBO 32 NoTpebutens Ha npunoxexHneto DRAGEN for lllumina DNA Prep with Enrichment Dx on NextSeq 550D x

Tabnunuya 3 AHoTauuum Ha VCF ¢ainn Ha comaTuyHaTa NUHUSA
3arnasue OnucaHue

OUNTDBP AKO BCUYKM GUNTPU NpeMUHaT, B KoNloHaTa 3a duntbpa ce nanucsa NPEMUHABA.

Bb3MOXHUTe BbBeXgaHua Ha PUJTTbP BknroyBaT:

« base_quality — dunTtpupaHo oT LleHTbpa, 3alL,0TO CPEAHOTO KayecTBO Ha 6asaTa Ha
alt pasymTaHMsA NpK TO3K TOKYC HE OTroBaps Ha npara

« filtered_reads — ®unTpupaHo oT LeHTHbPA, 3aL,0TO TBbPAE FoAsSMa YacT OT
pasuynTaHusaTa ca GunTpupaHn

« fragment_length — ®dunTpmnpaHo oT LeHTbpPa, 3aL0TO abCoNoTHaTa pasnmka Mexay
cpefHaTa Ob/mXMHa Ha dparMeHTa Ha alt pasunTaHuATa 1 cpefHaTa Ob/KWHA Ha
dparmeHTa Ha ref pasunTaHusaTa Npu TO3M NOKYC NpeBMLIaBa npara

 low_depth — dunTpurpaHo oT LeHTbPA, 3alLL0TO AbNOOYNHaTA Ha pasunTaHe e
TBbpAe HUCKa

« low_frac_info_reads — ®dunTpmnpaHo oT LLeHTbpa, 3alL0TO YacTTa oT
MHGoOpMaTUBHUTE pasynTaHMs € Nog npara

 low_normal_depth — ®unTpupaHo oT LeHTbpPa, 3alL0TO HOpMarnHaTa Ablbo4ynHaTa
Ha pasyuTaHe Ha npobaTa e TBbpAE HMUCKA

« long_indel — dunTpmpaHo OT LLeHTbpa, 3alL0TO Ab/HKMHATa Ha MHAEN e TBbpAae
abnra

» mapping_quality — dunTpupaHo OT LLeHTbpa, 3aL,0TO CPefHOTO Ka4yeCTBO Ha
KapTorpadpupaHe Ha alt pasumTaHUA NpuU TO3KU NIOKYC HE OTroBaps Ha npara

» multiallelic — ®dunTpmpaHo oT LEHTbPa, 3aLLL0TO NOBeYe OT ABa alt anena
npemuHaeaT npes TymopeH LOD

» non_homref_normal — ®untpupaHo oT LeHTbPA, 3aLL,0TO HOPMATHUAT FEHOTUM Ha
npobaTta He € XOMO3UTroTHa pedepeHLms

« no_reliable_supporting_read — ®unTpmnpaHo oT LLeHTbpa, 3alL0TO HE CbLLeCTBYBa
Hade>XXAHOo NoAAbpiKallo COMaTUYHO pasynTaHe

« panel_of_normals —Bw>pga ce B Hali-Masnko egHa npoba B MaHena Ha
HOpManHocTHuTe vcf

« read_position — DunTpupaHo oT LeHTbPA, 3aL,0TO MeMaHaTa Ha Pas3CTOAHUATA
MeXAy HayanoTo/Kpasi Ha pa3ynTaHeTo M TO3M JIOKYC e Nog npara

« RMxNRepeatRegion — dunTtpumpaHo oT LeHTbpa, 3a0TO LeNMAT UAN YacT OT
BapuaHTHUA anen e NoOBTOPEHNE Ha pedepeHTHUA

« strand_artifact — ®unTpmpaHo OT MACTOTO NOpPaAM CUTHO OTKIIOHEHMWE Ha BepuraTa

« str_contraction - ®unTpupaHo oT LeHTbpa Nopaam nogosnpaHa PCR rpeka, npu
KOATO alt anenbT e efHa NoBTapsL,a ce egnHMLa No-Malka oT pedepeHTHaTa

« too_few_supporting_reads — ®nnTpunpaHo OT LeHTbpa, 3aLl,0TO B TYMOpPHaTa npoba
MMa TBbpAe Manko nogabpXalm pasyntaHus

» weak_evidence — Pe3ynTaTbT OT COMaTUYHUTE BapMaHTM He OTrOBapsA Ha npara

« systematic_noise — dunTpmpaHo oT LeHTbpa Bb3 OCHOBA Ha AaHHW 3a
cucTeMaTUyeH WyM B HOpMa
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PbkoBOACTBO 32 NoTpebutens Ha npunoxexHneto DRAGEN for lllumina DNA Prep with Enrichment Dx on NextSeq 550D x

3arnaBeue

OnuncaHue

MHOOPMALNMA BbamoxHnte MHOOPMALINA 3anucu BkNroYBaT:

e DP —MNpunbnnsutenHa gbnboymHa Ha pasynTtaHe (MHPpopMaTUBHA U
HeMHOOPMaTMNBHA); HAKOW pPa3vYnTaHNS MOXeE fa ca 6unm GUNTpUpaHM Bb3 OCHOBA Ha
mapq u T.H.

e END —lNo3uuunaTta Ha cnnpaHe Ha UHTepBana.

« FractioninformativeReads — YacTTa oT MHpOpPMaTUBHUTE pasuymMTaHNA OT obLnTE
pasymTaHus.

* MQ —RMS kauecTBO Ha KapTorpadupaHe.

« MQRankSum — Z-pesynTtaT oT TecTa Ha Wilcoxon Ha Alt cnpsmMo kayecTBa Ha
KapTorpapupaHeTto Ha Ref pasuntaHe.

* ReadPosRankSum — Z-pesynTtaT oT TecTa Ha Wilcoxon 3a Alt cnpsMo OTK/IOHEHUATA
Ha no3uumnTe Ha Ref pasuntaHe.

* AQ — OueHKa Ha cMCTEMaTUYEH LWyM.

» hotspot — /13BecTeH coMaTUYEH LLEHTBP, U3MNOJI3BaH 3a NOBULLIABaHe Ha OBEPUETO
B 0603Ha4yaBaHeTo.

* SOMATIC —Han-manko einH BapuaHT B Ta3n NO3NLNA € COMaTUYEH.
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3arnaBeue OnuncaHue

OOPMAT B konoHaTa 3a popmMaT ca n3bpoeHn noneTa, pasgeneHun c gpoetoume. Hanpumep

GT:GQ. HannyHuTe noneTa BKOYBAT:

* AD — AnenHun gbnbo4nHmn (6poeHe caMo Ha MHGOPMATUBHM pa3ynTaHMA OT 06 MTE
pasuynTaHms) 3a ref n alt anenu B nocoyeHmns pea.

e AF — ®pakuum Ha anenu 3a alt anenu B nocoveHus pea.

« DP - lpubnusntenHa gbnbo4ymHa Ha pasumTaHe (pasyntaHmnsa c MQ=255 nnn c nowu
CBbP3BaHUA, KOUTO ca UNTPUPaHN).

* FIR2 — Bpoi pa3umTaHus B OpUeHTaUMATa Ha ABonKaTa F1R2, noaabpxallm BCeku
anen.

* F2R1—bBpon pasunTaHms B opueHTaumsaTa Ha ABokaTta F2R1, nogabpiKalm Bcekn
anen.

* GP — BepofiTHOCTM 3a reHoTUNOBe C NocTepuopHa Phred ckana, kakTo e
onpepeneHo B cneumdukaumsaTa Ha VCF.

» GQ —KayecTBO Ha reHoTunNa.

* GT -leHoTun. O oTroBaps Ha pedepeHTHaTa 6asa, 1 0TroBaps Ha NbPBUSA 3aNNC B
KonoHaTa ALT 1 Taka HaTaTbK. HaknoHeHaTa yepTa (/) Nnoka3Ba, Ye He e HannyHa
MHpopmMauma 3a pasnpaHe.

e MB —CT1aTunctuka Ha KOMMNOHEHTUTE 3a BCska npoba 3a oTKpMBaHe Ha mate
OTKIIOHEHME.

* PL — HopmanusupaHu BepoAaTHOCTM No Phred ckanaTta 3a reHOTUNOBE, KaKTO €
onpegeneHo B crneynpmkaumata Ha VCF.

e PRI —TNpepBapuTenHun seposaTHocTu no Phred ckanaTta 3a reHOTUMNOBeE.

* PS — HpopmMaumsa 3a dmnsmkanHaTa ngeHTuduKauma Ha ¢asunTe, Npu KOATO BCEKK
YHUKaneH naeHTuPuKaLmMoHeH HoMep B AageHa npoba (Ho He 1 Mexay Npobu)
CBbp3Ba 3aMnucu B paMKUTe Ha rpyna Ha ¢asuTe.

* SB— CTaTunctnka Ha KOMMNOHEHTUTE 3a BCsKa Npoba, KOATO BKAKOYBA TOYHUSA TECT Ha
Fisher 3a oTKpmnBaHe Ha OTK/IOHEHWSA Ha BepuraTa.

* SQ - CoMaTM4HO Ka4yecTBO.

MPOBA KonoHaTa 3a npoba faBa CTOMHOCTUTE, cneundunyHmn 3a konoHata @OPMAT.

'eHomHu VCF ¢annose

eHoMHuTe VCF (*.gvcf.gz) dannose cnegsaT Habop OT KOHBEHLMW 3a NpeACcTaBsAHEe Ha BCUYKM MeCTa B reHoMa
B NpMemManBo koMmnakTeH popmaT. gVCF dpannoBeTe BKNKOYBAT BCUYKM MECTa B paMKUTE Ha paloHa Ha uHTepec
B eguH dain 3a BcAka npoba. gvVCF pannbT nokassa nuncaTta Ha o603HavYaBaHUsA Ha NO3ULNN, KOUTO He
npeMuHaBaT BCUYKM dunTpu. Tar 3a reHoTun (GT) ./. nokasBa, Yye HaAMa o6o3Ha4yaBaHe.

[TOBTOPHO HapeXxaaHe Ha aHa/IM3 Ha onallKa

Moxke fa HapeamTe NOBTOPHO aHaNM3 Ha onallka Npu cCNMpaHe Ha aHannsa, ako aHanusbT e U HeycneleH
NN ako UckaTe fa aHanusupaTte OTHOBO U3NbJIHABAHE C pa3fIMyHN HAaCTPOMKM. 3a fa 3anBuTe aHanus,
n3nb/HeTe cnegHnTe CTbNKU:
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PbkoBOACTBO 32 NoTpebutens Ha npunoxexHneto DRAGEN for lllumina DNA Prep with Enrichment Dx on NextSeq 550D x

1. Ot ekpaHa Run (MN3nbnHaBaHe) nsbepeTe pasgena Completed (3aBbplueHo) 1 crnep ToBa 3bepeTe UMETO
Ha M3NbJIHEHMETO, 3a fla aHanNM3npaTe NOBTOPHO.
AKO npeamn ToBa e N3BbPLUEHO MOBTOPHO HapeXaaHe Ha aHanu3 Ha onaluka, n3bepeTe UMeTO Ha
N3NbJ/IHABAHETO Ha POANTENCKOTO U3NMbJIHABAHE.

2. Ot ekpaHa Run Details (MogpobHoCTM 3a M3nbnHABaHeTO), cnef Sequencing Information (MHPopmaLmsa 3a
cekBeHupaHe), nsbepete Requeue Analysis ([ToBTOpHO HapeXgaHe Ha aHanM3 Ha onatluka).

3. WsbepeTte onuus:
* [loBTOpPHO HapeXJaHe Ha aHann3 Ha onaluka 6e3 NpoMeHun
* PepakTupaHe Ha HaCTPOMKNTE Ha MOBTOPHO HapeXXgaHe Ha aHan3 Ha onallka
* [lOBTOPHO HapeXJaHe Ha aHann3 Ha onawlka C PasInYHO NPUNOXKEHNE

4. ToTBbpaeTe, Ye MECTOMNONIOXEHNETO, KbAETO NOHACTOALL,EM Ce HAMUPAT AaHHUTE 3a CEKBEHUPaHE, e
npefocTaBeHo B NoneTo 3a Sequencing data file path (Mb1 o danna c gaHHM 3a cekBeHMpaHe).

3ABENE)XKA MNbTAT 4o faHHUTE 3a cCekBeHMpaHe TpsbBa Aa CbOTBETCTBA Ha NbTA B HAcTpolkaTa External
Storage for Analysis Results (BbHLWHO CbXxpaHeHne 3a pesyntaTh oT aHanms). BuxTe lllumina
Run Manager 3a codpTyepHo pbkoBoacTBo NextSeq 550Dx (mokymeHT N2 200025239) 3a
nHdopmMaLmsa OTHOCHO NPOMSAHATa Ha MbTA 3@ BbHLLHO CbXpaHeHue.

BbBefeTe npuymHa 3a NOBTOPEH aHanNus.
6. Ws3bepeTe Requeue Analysis ([TOBTOPHO HapeXAaHe Ha aHann3 Ha onaLuka).

PepakTupante xxenaHmte npomMeHun B Run Settings (HacTtpoiiku 3a nanbnHasaHe), Sample Data (JaHHK 3a
npo6uTte) n Analysis Settings (HacTpoiikn 3a aHanms).

8. W3bepeTe Save (3anuceaHe). AHaNM3bT 3aMN04YBa C U3MON3BaHe Ha TeKYLLNUTe NapamMeTpy Ha aHanum3a.
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PbkoBoACTBO 3a NoTpebuTens Ha npunoxxeHmeto DRAGEN for lllumina DNA Prep with Enrichment Dx on NextSeq
550Dx

TexHn4yecka nomMoly,

3a TexHMYecKa NomoL, ce CBbpXeTe C [llumina oTAena 3a TexHu4YeckKa nogapbuXXKa.

Yeb canT: www.illumina.com
Umein: techsupport@illumina.com

MHdopmaunoHHn nucToBe 3a 6e3onacHocT (UJ1B) — HannyHKW Ha yeb caiTa Ha lllumina Ha agpec
support.illumina.com/sds.html.

[JokyMeHTaLmMa Ha NPoAYKTa — HaNlMYHa 3a usTernsHe ot support.illumina.com.
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