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ornsapg

3acTtocyHok DRAGEN for lllumina DNA Prep with Enrichment Dx (DRAGEN for IDPE Dx)
BUKOPUCTOBYETLCS A1 NSIaHYBaHHA Ta NPoBeAEeHHA BTOPUHHOIO aHanisy 6i6niotek IDPE Dx, CTBOpeHMX
015 ceKBeHYyBaHHs 3a gonomoroto NextSeq 550Dx.

3acTtocyHok DRAGEN for IDPE Dx nigTpuMye NOBHWI LKA Bif CEKBEHYBaAHHSA 0,0 aHanisy B pasi
BUKOPUCTaHHA 3 HabopoM ansa nigrotosku 6ibniotek lllumina DNA Prep with Enrichment Dx, cuctemoro
cekBeHyBaHHA NextSeq 550Dx Ta cepsepoMm lllumina DRAGEN gnsa NextSeq 550Dx.

MeTopau aHanisy

DRAGEN for IDPE Dx BUKOHY€E AeMyNbTUMIEKCYBaHHSA, reHepyBaHHA FASTQ), 3icTaBNeHHNA 3UNTyBaHb,
BUPIBHIOBaHHSA BigMOBIAHO A0 €TaNOHHOr0 FEHOMY Ta po3nisHaBaHHA Manunx BapiaHTIB 3aneXHOo Bif,
BMBpaHoro poboyoro npouecy:

* T[eHepyBaHHA dannis FASTQ
* [eHepyBaHHsA ¢annis FASTQ Ta VCF 3apogkoBoi fiHil

* [eHepyBaHHSA ¢annie Somatic FASTQ T1a VCF

MPUM. CtucHeHHs ORA gocTynHe 418 BUKOPUCTaHHSA 3 yCiMa TpbOMa pobo4ynmMim npouecamum.
DRAGEN ORA Compression — Lie nporpamHe 3abesneyeHHs g/ NOBHOIo CTUCHEHHSA AaHuX
6e3 BTpaT, sike cTBoptoe dann i3 poswmpeHHam Original Read Archive (*.ora). ®opmaT ora —
Le eTanoHHUM dopMaT CTUCHEHHSA danniB FASTQ, po3pobneHun ons gyxe LWBNLKOro
CTUCHEHHSA/AeKoMMpecii Ta BUCOKOro KoedilieHTa CTUCHEHHS.

reHepyBaHHA pannis FASTQ

3ibpaHi nocnigoBHOCTI 3anucytoTbea y dannm FASTQ, no okpeMomMy danny Ha KoXHUI 3pasok. Gannn
FASTQ — ue TekcToBi hanam, AKi MiCTATb faHi CeKBEHYBaHHSA Ta MOKa3HUKM AKOCTI fivwe A8 0gHoro
3paska. [Jo KOXKHOro 3paska CTBOPHOOTbCA okpeMi dannm FASTQ g8 KOXHOT AOPIXKKN NPOTOYHOI
KHOBETW Ta A/15 KOXXHOI0 34MTYyBaHHA CeKBEHYBaHHA. HasBa 3paska, BKa3saHa nifg Yac HanalwTyBaHHA
NPOroHy, BXOAUTb A0 Ha3eu danny FASTQ. @annm FASTQ MIiCTATb NepBUHHI BXigHI gaHi oNns
BUPIBHIOBaHHSA. MNepwwnin eTan cTBopeHHA FASTQ — e aeMynbTunnekcyBaHHsa. JeMynbTUnAeKCcyBaHHS
npu3Hayae Knactepwu, Wo Nponwam GinbTpaLito, KOHKPETHOMY 3pasKy LUIAXOM NOPIBHAHHSA KOXHOT
NOCigOBHOCTI 3UMTYBaHHSA iHAEKCY 3 MOC/ifOBHOCTAMMN IHOEKCIB, yKa3aHUMW 418 NPOroHy. Ha ubomy
eTani AKiCHi 3HaYeHHs He BPaxXOBYIOTbCA. 3UMTYBaHHSA iHAEKCIB ifeHTURIKYHOTLCA Mig Yac onucaHnx gani
eTanis.

*  3pasku HyMepyoTbCA Bif 1y NOPAAKY, Y AKOMY iX NepeniyeHo ANns NporoHy.

* Homep 3paska 0 pesepByeTbCA A8 KNacTepis, AKi He 610 NPUCBOEHO 3pasKy.
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* KnacTepu NpUCBOIOKOTLCA 3pasKy B pasi TOUYHOI BigNOBIAHOCTI NOCNIAOBHOCTI iHAEKCIB abo Konn €
OfHa POo36iXKHICTb Ha 3UMTYBaHHS iHAEKCY.

Y nporpamMHe 3abesnedeHHs BXognTb cTUckaHHA ORA gns cTucHeHHs dannis FASTQ. Lien popmaTt
MO>Ha BBIMKHYTW 3a 6axxaHHAM. Y pasi BUKopucTaHHs dopmaTy ORA (*.ora) KOHTpoOnbHa cyMa md5S
BMicTy FASTQ 36epiraeTbca Nicns LUKNY CTUCHEHHA Ta AeKOMIPECIl, WO rapaHTye CTUCHEHHSA 6e3
BTparT.

3icTaBneHHsA Ta BupiBHOBaHHA [JHK

Micna reHepauii pannis FASTQ 34nTyBaHHA 3iCTaBNATbLCA Ta BUPIBHIOOTHCA 3a €TallOHHUM FeHOMOM.
MepLwnM eTanoM 3iCTaBEHHA € CTBOPEHHSA LWAb/IOHIB HA OCHOBI 3UNTYBaHHA 3 NO4aIbLUMM MOLLYKOM
TOYHWMX 36iriB B eTasIoOHHOMY reHoMi. [1icnsA Lboro oTpMMaHi pesynbTaTh YTOYHIOTHCA LWIAXOM
NOBHOIO BUPIBHIOBAHHSA 3a anropMtMoM CMiTa — YoTepMaHa g8 4iNsHOK i3 HaNBULLOK LiNbHICTIO
36iriB wabnoHi.. Llel pobpe 3a40KyMEHTOBaHMI anropuTM Npautoe WASAXOM NOPIBHAHHA KOXHOI No3uMLil
34MTYBaHHSA 3 yCiMa NOTEHLUIMHMMU NO3ULIAMU eTanoHy. Taki NOPIBHAHHA BiANOBIgaIOTb MaTpULLi
MOXXJIMBUX BapiaHTiB BUPIBHIOBAHHSA MiX 3UMTYBaHHAM Ta eTaNoHOM. [/ KOXHOI 3 LLUX MOTEHUiAHNX
nosuuin sictaBneHHs anroput™ CMiTa — YoTepMaHa reHepye 6anu, 3a LONOMOIror AKX MOXHa
OLIHUTY, AKUM YNHOM HalKpalle BUPIBHIOBaAHHSA, L0 MPOXO4MTb Yepes Lo KOMIpKY MaTpuui, focsArae ii:
Yyepes 36ir abo po36iXHICTb HYKNEOTUAIB (AiaroHanbHWUA pyX), feneLito (FopM3oHTaNbHUIA pyx) abo
iHcepuito (BepTMKanbHUIA pyx). 36ir MixXX 3UMTyBaHHAM i eTanoHOM gae 6oHyc o 6ana, a
HeBIANOBIAHICTb abo iHAeN Haknagae wrpad. LLUnax i3 HanbinbWmnm 3aransHUM 6anoM y MaTpuL,i
0bMpaeTbCa AK OCTaTOYHE BUPIBHIOBAHHA. ANFOPUTM anapaTHO NPUCKOPKOETBLCA Ha NiaTax
NporpamMoBaHuX NorivyHnx iHTerpanbHux cxem (FPGA) cepsepa DRAGEN. ETanoHHUI reHoMm, Lo
BUKOPUCTOBYETLCA B 3aCTOCYHKY, CTBOPEHMIN Ha ocHoBI danny FASTA UCSC hg19 i3 BUKOpUCTaHHAM
onuii cepeepa DRAGEN ansa nobynosu xew-Tabnuui 3 ypaxyBaHHAM anbTepHaTUBHUX NIOKYCIB (alt-
aware) Ha OCHOBI MexaHi3my liftover.

PosnisHaBaHHA BapiaHTiB 3apoaKOBOI NiHil 3a gonomoroto DRAGEN

MNporpama po3snisHaBaHHA Manux BapiaHTiB 3apoakoBol NiHii DRAGEN npuiimae sicTaBneHi n BUPiBHAHI
3unTyBaHHA [HK [k BXigHi gaHi Ta po3nisHae ogHOHYKNeoTUAHI nonimopdiamum (SNP) Ta iHcepuii abo
aeneuii (iHgenn) WnsaxomM NoegHaHHA NOCTOBMYMKOBOrO BUSABMIEHHSA Ta JIOKANbHOMO CKNafaHHSA
rannoTtunis de novo. LL|o6 yBIMKHYTM NporpamMy po3sni3HaBaHHA MasiMx BapiaHTiB 3apOoAKOBOI MiHil
DRAGEN, 06epiTb pobounin npouec A1 BapiaHTy 3apogKOBOI iHil.

PosnisHaBaHHSA BapiaHTIB 3ap0oAKOBOI MiHil 3a3BMYal BUKOPUCTOBYETLCSA AN 3pa3kiB 3apoAKOBOI NiHii,
e NNoigHICTb gopiBHIOE ABOM. CrioYaTKy BU3HAYaOTbCS eTasOHHI LiNAHKM 3 4OCTaTHIM NOKPUTTAM
BUPIBHIOBAHHSA, AOCTYMHI ANA po3nisHaBaHHA. Y MeXax X eTasoOHHUX AiNSHOK 3a ONOMOror
LWBMAKOrO CKaHyBaHHSA Bif,COPTOBaHMX 3UMTYyBaHb ifeHTUIKYOTbCA aKTUBHI AiNSHKW, LEHTPOBaHI Ha
CTOBMNUSAX HAKOMMYEHHSA, L0 CBiAYaTb NPO HasABHICTb BapiaHTa. AKTUBHI AiNAHKN LONOBHIOKTHCA
[OCTaTHIM KOHTEKCTOM, L06 OXONMUTK 3HAYYLLMIA HEETANOHHWIA BMICT No6an3y. 3a HasBHOCTi 03HaK
iHOeniB aKTUBHI AiNAHKN OTPUMYHOTb JOAATKOBE 3aMOBHEHHS.
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BupiBHSAHI 3UnTyBaHHA 00pi3atoTbCA B MeXax KOXHOI akTUBHOT AiNAHKN Ta 36upatoTbea y rpad ge
BptoiHa. Kpai 06pizaHMx 3UMTyBaHb 3BaXYHTbCA 3a KiNIbKiCTIO CNOCTEePeXXeHb, MPW LLbOMY eTasrloHHa
NOCNigOBHICTb BUCTYMNa€E OCHOBOH. icnA oumLL,eHHS Ta CNpoL,eHHs rpada BCi WASXW Big gxepena 4o
CTOKY BUTATYKOTbCS K MOTEHLiMHI rannoTunu. KoXeH ranaoTun BUPIBHIOETbCA BIGHOCHO €TasIOHHOro
reHomy 3a anroputMoM CmiTa — YoTepmMaHa gna igeHTudikalil BapiaHTiB, AKi BiH npegcTasnse. Lien
Habip nogin Moxe 6yTn JOMOBHEHUN LLAXOM BUABNEHHA HAa OCHOBI NO3MLiT. [N KOXHOI napu
«34NTYBaHHA-raNNoOTUN» MMOBIPHICTb P(r|H) cnocTepexeHHs 3uMTyBaHHSA, 32 YMOBM, LLLO FanaoTu1m €
CMNPaB>XHiM BUXiAHMM 3pa3KOM, OLIHFOETbLCSA 3a OMNOMOr ok NapHOI NMPUXOBaHOT MapKOBCbKOI MOAEi.

LLINAXOM CKaHyBaHHSA 3a eTasIOHHOK NO3ULIEID B MeXax aKTUBHOI AiNAHKN GOPMYIOTbCA NOTEHLINHI
reHoTUNK 3 AUNoIgHNX KOMOiHaLin BapiaHTiB (SNP abo iHgenis). 1A KOXHOI nogii (BKHOYHO 3
eTanoHOM) YMOBHa MOBIPHICTb P(r|e) cnocTepexeHHs KOXHOro 3UMTyBaHHS 3 NepeKPUBaHHAM
OLHKOETbLCSA K MaKCMMalbHa P(r|H) ONA ranaoTunie, Wo NiATPUMYHOTb Lo nogito. BoHn 06'egHyOTbCA B
YMOBHY IMOBIpHICTb P(r|e1e2) ans reHoTuny (napwv nogii) i MHOXaTbCA A1 OTPUMAaHHSA YMOBHOI
MMOBIPHOCTI P(R|e1eZ) CMOCTEpPEXXEHHA BCbOIro HAaKOMMYeHHs 34nTyBaHb. 3a popMmyroto baneca
0bYncNeTLCA anocTepiopHa MMOBIPHICTb P(e1e2|R) KOXHOM0 ANNNOIGHOMO reHoTUNY, nicas 4Yoro
0bupaeTbCcA HalbINbLL IMOBIPHWIA BapiaHT.

AHaniz DRAGEN for IDPE Dx 3acTocoBye aBTOMaTU4YHe QinbTpyBaHHA. [JoKknagHiwy iHpopmauito amB. y
posgini AHoTauii gaviny VCF ans repMiHasnsHoro poboyoro ripoLecy Ha ctop. 14.

PosnizHaBaHHA coMaTUYHUX BapiaHTiB 3a gonomoroo DRAGEN

Mporpama posnisHaBaHHA ManMx coMaTU4HKMX BapiaHTiB DRAGEN npuiimMae 3icTaBneHi h BUPIBHSAHI
3unTyBaHHA OHK Ak BXigHi AaHi Ta poanisHae SNV Ta iHA4eNM WASXOM 10KanbHOro CKnagaHHsA
rannoTmnis de novo B akTUBHIN ginaHui. LLlob yBIMKHY TV nporpamMy posnisHaBaHHA MasiMx COMaTUYHUX
BapiaHTiB DRAGEN, 06epiTb 3aCTOCYHOK 151 COMaTUYHUX BapiaHTiB.

PosnisHaBaHHA COMaTUYHUX BapiaHTIB 3a3BMYal BUKOPUCTOBYETLCA 415 3pa3KiB NyX/MH. 3a L,boro
po6oyoro npouecy DRAGEN He pobuTb XXOAHUX NpMNYLLEHb WOoA0 NAOIAHOCTI, WO Aa€ 3Mory
po3nisHaBaTW HU3bKOYACTOTHI aneni. s nokycis i3 rnnbumHoro nokputTa 4o 100X y NyXSIMHHOMY 3pa3sKy
DRAGEN Mae nopir posnisHaBaHHSA 3a YaCTOTW anenie BapiaHTa 5 %. [Mopir posnisHaBaHHA
MaclwTabyeTbca 3i 36iNbLEHHAM FMOUHN 4115 KOXKHOMO NTIOKYCa OKPEMO Ta 3MEHLIYeTbCA BABIUi

L opasy, Konu NOKpUTTA noaBoroeTbca noHag 100x. CnoYaTKy BM3HAYAOTbCA eTanoHHI iNAHKK 3
LOCTaTHIM NOKPUTTAM BUPIBHIOBAHHSA, [OCTYMHI 415 pO3nidHaBaHHA. Y MexXax LMX eTanoHHUX SiNAHOK
LWNAXOM CKaHyBaHHA BigCOPTOBaHMX 34NTYBaHb iAeHTUDIKYIOTbCA aKTUBHI AiNAHKN, LEHTPOBaHI Ha
CTOBMUAX HAKOMMYEHHS, WO CBigYaTb NPO HasABHICTb BapiaHTa Y 3UNTYBaHHAX NYX/VHN. AKTUBHI
OINAHKN OOMNOBHIOKOTLCA JOCTAaTHIM KOHTEKCTOM, LL06 OXOMUTU 3HaAYYLLMA HEEeTaNOHHUI BMICT No6nay.
3a HafABHOCTI O3HaK iHAENIB aKTUBHI OiNAHKM OTPUMYIOTb L04aTKOBE 3aNOBHEHHS.

BVpiBHSHI 3UMTYyBaHHSA 06pi3atoTbCA B MeXax KOXHOI akTUBHOI AiNsHKWN Ta 36upatoTbca y rpad ae
BptoiHa. Kpal 06pizaHnX 3UNTyBaHb 3BaXYOTbCSA 3a KifIbKICTHO CNOCTepeXXeHb, NpU LLbOMY eTasloOHHa
NOCNigOBHICTb BUCTYMNAE OCHOBOH. icnsA oumLL,eHHS Ta CnNpoL,eHHs rpada BCi WASXK Big gxXxepena 4o
CTOKY BUTATYKOTbCSA K MOTEHLiNHI rannoTunu. KoXeH ranaioTun BUPIBHIOETbCA BIGHOCHO €TasloHHOro
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reHomy 3a anroputMomM CmiTa — YoTepmMaHa ana igeHTudikauil BapiaHTiB, AKi BiH npegcTasnse. Ons
KOXHOI Mapy «34MTyBaHHA-rannoTVM» MMOBIPHICTb P(r|H) cnocTepeskeHHs 3UMTyBaHHSA OLHIOETHCA 3a
LOMOMOI O MapHOT NPMXOBAHOI MAapPKOBCbKOI MOAENi 3a MPUNyLLEHHS, WO ransioTun € CApaBXHiM
BUXiOHUM 3pa3KOM.

[na BU3HaUYeHHsI MOKa3HUKa MeXi BUABNEHHS NyxnuHu (TLOD) nporpama po3nisHaBaHHA Manux
comaTun4dHunx BapiaHTiB DRAGEN crnoyaTKy CKaHye aKTUBHY AiISHKY 3@ eTa/IOHHOK NMo3unLieto ans
KOXHOI MOTEHLINHOT COMaTUYHOI NOAIT, @ TAaKOX eTanOHHOI NOoAiT. YMOBHa NMMOBIPHICTb P(r|e)
CMOCTEPEXEHHS KOXHOr0 3UMTYyBaHHS 3 NepeKpUBaHHAM OLIHIOETbCA AK MakcuManbHa P(r|H) ans
rannoTunis, Wo NiATPUMYIOTb L0 NOAj0. BOHM 06'e4HYIOTLCS B YMOBHY iMOBIpHICTb P(r|E) ans rinotesn
nogaii (E), Aka BKJItOYAE CYMilll eTasIOHHUX Ta MOTEHUIMHNX COMaTUYHMX anenis y gianasoHi MOXIMBUX
4acTOT anenis, i MHOXaTbCS [NA OTPUMaHHA YMOBHOI iMoBipHocTi P(R|E) cnocTepeseHHs BCboro
HaKOMNYEeHHA 34NTyBaHb. Ha oCcHOBI Lboro po3paxoByeTbcs 6an TLOD Ha gokas Toro, wo anenb ALT
NPUCYTHIN Y 3pasKy NyX/VHN B NEBHOMY JTOKYCI.

DRAGEN for IDPE Dx 3acTocoBye aBTOMaTu4yHe $inbTpyBaHHA. JoknagHiwy iHpopmaLito gmB. y po3gini
AHoTayii VCF-gariny poboyoro nipouecy A8 coMaTu4yHuX BapiaHTiB Ha cTop. 16.
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CTBOPEHHSA 3an1aHOBaHOro NPOroHy

BrKoHyTe HaBefeHi HUXYe Aii, Wob HanawTyBaTy NporiH Yepes lllumina Run Manager Ha

NextSeq 550Dx abo yepes 6paysep Ha NiAKIHYEHOMY A0 MepexXi KoMn'toTepi. AKLLO0 NOTRIGHO
iMMOpTyBaTW AaHi 3paskiB, BAKOPUCTOBYNTe Bpaysep Ha NigKItoyeHoMy 40 Mepexi Komm'toTepi. [mB..
MocibHKK 3 NporpamMHoro 3abesneydyeHHs lllumina Run Manager for NextSeq 550Dx (LOKYMeHT

N2 200025239) ons oTpMMaHHS iIHCTPYKLUin Wopo goctyny o lllumina Run Manager 3 komm'toTepa,
NiAKHOYEHOrO 4,0 MepeXxi.

ICHye ABa pi3Hi cNocobuM CTBOPEHHA HOBOIO 3an1aHOBAHOI O NPOroHy:

* Import Run (IMNOpT NPOroHy) — BMKOPUCTOBYNTE NPOTOKO aHanisy 3 HAsBHOIO MPOroHY fK
LWabnoH Ans HoOBOro NPoroxy. o6 oTpumaTu iHhopmauito nNpo iMnopT 3anycky, aue. MocibHUK 3
nporpamMHoro 3abesneyeHHs lllumina Run Manager for NextSeq 550Dx (4OKyMeHT
N2 200025239).

* Create Run (CTBOPUTM NpOriH) — BpyYHY BBELITb NapaMeTpu NPOroHy. Y HaBegeHMX H1XYe
IHCTPYKLiAX onncaHo, AK CTBOPUTU MPOTiH.

MPUM. O6oB’askoBi nons B iHTepdenci KopnucTysada NoO3HaYeHi 3HaKOM 3ipoyuku (*).

3acTOCYHOK
1. Ha ekpaHi Runs (MporoHun) y Bknagui Planned (3annaHoBaHi) Bu6epiTb Create Run (CTtBopnTH
MPOriH).

2. Bubepitb 3acTocyHok DRAGEN for llumina DNA Prep with Enrichment Dx, a noTiMm HaTucHIiTb Next

(Oani).

HanawTyBaHHA NPOroHy

1. Ha ekpaHi Run Settings (lMapameTpu NporoHy) BBeAiTb YHiKanbHe iM'A NMPOroHy. IM’'A NporoHy
iLEHTUOIKYE NPOriH Ha BCiX eTanax Bif, CeKBEHYBaHHA A0 aHaniay.

2. [Heo6oB'sizkoBo] BBEAiTb ONUC NPOroHy, KU ONOMOXeE A04aTKOBO NOro igeHTUdikyBaTw.
BnbepiTb Habip (Habopw) iHOEKCHUX afanTepiB AN BUKOPUCTaHHA Mg, Yac nigroToBkm 6ibnioTekw.

4. TlepernsHbTe 3HaYEHHA AOBXUHU 3UUTYBAHHA 1 3a NOTPEOU 3MiHITb NOro. 3unTyBaHHA 11
3UMTYBaHHSA 2 MarOTb 3HAUYEHHSA 3a 3aMOBYYBaHHAM 151 unkn. IHgekc 1 Ta iHgeKC 2 MatoTb ¢ikCcoBaHe
3HayeHHs 10 UKMKIB i He MOXYTb By TN 3MiIHEH.

[Heo6oB'aAskoBo] BBefiTh ineHTUdIKaTOp NPobipku 3 6i6NiOTEKOO.
6. Bubepitb Next (dani).
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[aHi 3paska

[aHi npo 3pasoK BK/OYaOTh igeHTUdIKaTop 3paska, NOA0XKEHHS NYHKN (iH4EeKCHI Mo3unLil TyHOK
nnaHweTa) Ta Ha3By 6ibnioTekun. Y pasi BUKOPUCTaHHSA iHOEKCIB A | B NONOXEHHA NMYHKU TaKOX BKHOYAE
ioeHTUdikaTop NNaHweTa.

€ nBa cnocobu BBeAeHHA AaHNX 3pasKa:

* Yepes iMMopT 3pasKiB — BUKOPUCTOBYNTE daln WwabnoHy, AOCTYNHUA ANA 3aBaHTaXEHHS Ha
ekpaHi Sample Data ([JaHi 3paska).

* BpyuyHy — BBegiTb 3pasku gaHux 6eanocepenHbo B Tabnuuto Ha ekpaHi Sample Data (daHi
3paska).
IMnopT 3paskis

®ain wabnoHy (* . csv) MOXHa 3aBaHTaXUTW Ha ekpaHi Sample Data ([aHi 3paska) nig Yyac nnaHyBaHHS
NPOroHy Yepes bpaysep Ha NigKNYEeHOMY 4,0 MepeXi KoMn'toTepi. Pann wabnoHy He[OCTYNHUIA ANA
3aBaHTaXeHHsA nig vyac goctyny o lllumina Run Manager yepes onepauinHy cuctemy NextSeq 550Dx.
LLlo6 BBECTU 3pasku AaHnx 3a gornomororo GyHkLUii Import Samples (IMnopT 3paskiB), BUKOHanTe
HaBeaeHi HMX4e faji.

MPUM. TepL HixX NPOAOBXUTU, BUKOHANTE Ll 3 HanawTyBaHHA MPOroHy.

1. LW o6 3aBaHTaXunTn NopoxHin ¢ann CSV, HaTucHite Download Template (3aBaHTaXXnTu WabnoH).

2. Y danni wabnoHy BBeAITb AaHi 3paska, a NoTiM 36epexiTb dpann. BBoanTu iM’a 6ibnioTekn
Heob0B'A3KOBO.

MPUM. TMig yac BukopucTaHHSA iHgeKciB A | B gaHi ona ctoBnunka B MaroTb BKIKOYATY MOSIOXKEHHSA AK
nnaHweTa, TaK i TyHKK (iHgEeKCHI no3uuii nyHok nnaHweTa). Mpuknag: A-A01, A-A02, A-A03.

3. Bunbepitb Import Samples (IMnopT 3paskiB) i nependite 4o danny WwabnoHy, LWo MIiICTUTb
iHpopMaL,ito Npo faHi 3paskis 3 nonepegHbLOro eTany.

4. BunbepiTb Open (BinkpuTn), Proceed (MpogoexunTtn), a noTim Next (dani).

MPNM. 3MmiHa ineHTudikaTopa 3paska Ao HaTuckaHHs kHonku Next (Jani) Mmoxe npu3eecTn 4o
NOMUIKMK. LLLo6 YHUKHY TN MOMUIIOK, 3aBEPLUITh HanalWTyBaHHA 3aMyCcKy nepes BHECEHHAM
3MiH.

BsefeHHs 3paskiB YpYyUHY
BukopucToByinTe Tabnumuto Ha ekpaHi Sample Data ([aHi 3pa3ka) ans BBe4eHHA AaHNX 3pasKa BpYYHY.

1. BBepiTb yHikanbHWUi ineHTUdikaTop 3paska B none Sample ID (lzeHTndikaTop 3paska).
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BukopuctosyiiTe Well Position (MonoxeHHs nyHku) (iHaekc A abo iHaekc B) abo Plate - Well
Position (MnaHweT — nonoxeHHA nyHkn) (iHoekc A Ta B), Wwob BMOpaTu BiANOBIgHWI iHAEKC ANS
3paskiB.

Monsi7 Index (IHaekc i7), Index 1 (IHaekc 1), i5 Index (IHaekc i5) Ta Index 2 (IHaekc 2)
3aMoOBHIOKTbCSA aBTOMaTUYHO.

[Heob6oB'azkoBo] BBepiTb iM'a BibnioTekwn.

JopnanTte psgku Ta 3a noTpebu NoBTOPITh Ail 1-3, AOKM BCi 3pa3kun He OyayTb AogaHi 4o Tabnumui.
Mo>Ha fofaTtu Kifbka pagKis ogHOYacHO: cnoYaTKy BBeAiTb NOTPIOHY KiNbKiCTb pAAKIB, @ NOTIM
HaTUCHITb 3HAYOK «+». BN TakoX MOXeTe BMAannTn psaakn, yCTaHOBMBLUK NpanopeLb Nopyy i3
HOMEpPOM pAfKa, a NOTIM HATUCHYBLUM 3HAaYOK KOLUMKa.

Bnbepitb Next (Oani).

MapameTpu aHanisy

1.

BnbepiTb NOTPiOHMIA poboumnii npou,ec aHanisy:

* reHepyBaHHs pannis FASTQ;

e reHepyBaHHs dpannis FASTQ Ta VCF pobo4yoro npouecy Ansa 3apofKoBoro fiHii (BMMaraeTbcs
dann maHipecTy);

» reHepyBaHHsA dpannis FASTQ Ta VCF pobo4yoro npouecy Ans COMaTUYHMX BapiaHTIiB (BUMaraeTbcs
dann maHidecTy).

[Heo6oB'AskoBo] 3a 3aMoOBYYyBaHHAM YBIMKHEHO PYHKL,ilO reHepyBaHHA CTUCHEHUX ¢annis
FASTQ ORA. CtucHeHHA FASTQ ORA 6e3 BTpaT cTUCcKae dannm FASTQ [0 5 pasiB y MOPiBHAHHI 3
fastq.gz. 3HimiTb Npanopelb Generate ORA compressed FASTQs ([eHepyBaTu pannun FASTQ 3si
cTucHeHHAM ORA), AKLWO0 NepeBara HagaeTbCcA faHumM 6e3 cTucHeHHs (fastg.gz).

[na pobounx npouecis i3 3apoaKOBOLO NiHIEHD Ta COMAaTUYHMMUK BapiaHTaMm NoTpideH ann
MaHipecTy. BukopucTtoByinTe poskpusHe MeHo Manifest File Selection (Bubip danny maHidecTy),
Wob BmbpaTn dpann maHipecty. MaHidecT — Le ¢an BED (* .bed), posgineHunin sHakamm Tabynsauii,
AKNIN BU3HAYaE Ha3BM Ta PO3TallyBaHHS LiNbOBUX €TaNOoHHMX AiNAHOK. [18 OTPMMaHHA 40AaTKOBOI
iHpopMaL,il oMB. posain ®avis maHigecTy Ha cTop. 8.

[Heobor'sizkoBo] Ana pobouymx NpoLeciB i3 COMaTUYHUMUM BapiaHTaMN CKOPUCTaNTECA PO3KPUBHUM
MeHto Noise File Selection (Bubip ¢anny wymy), wob subpat pann CUCTEMHOIO LLYMY.

[na ¢inbTpauii cCMCTEMHOro WyMy MoXKHa BKasaTu ¢ain BED (* .bed.gz) i3 piBHEM WYyMy A4
KOHKPETHOI AiNAHKW. [na oTpMMaHHS foaaTkoBol iHbopMaLil onB. posain @iibTpyBaHHA LWyMy
(Heob60oB’sAI3Kk0BO) Ha CcTOp. 9.

Bunbepitb Next (Jani).

Mepernsg napamMeTpiB NPOroHy

1.

Ha ekpaHi Review (Ornsag) nepernsaHbTe iHpopMaLito y BKnagkax Run Settings (MapameTpu
nporoHy), Sample Data ([aHi 3paska) Ta Analysis Settings (MapameTpu aHanisy).
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2. BunbepiTb Save (36eperTn).
MporiH 36epiraeTbca y BkNagui Planned (3annaHoBaHi) Ha ekpaHi Runs (MporoxHu).

HanawTyBaHHSA

LLlo6 nepernaHyTn abo 3aMiHNTK HanawTyBaHHA 3acTocyHKY DRAGEN for IDPE Dx, cnovyaTky BubepiTb
niKkTOrpamy 3acTOCYHKiB Ha FrONOBHOMY eKpaHi. lNoTiM BU6epiTb 3aCTOCYHOK, AKUA NOTPIOHO
nepernsHyTn abo 3aMiHUTW. [NSA 3MiHW HanawTyBaHb NOTPiI6eH 06/1iKkoBMI 3anmc agMiHicTpaTopa.

KoHoirypauis

Ha ekpaHi koHoirypaduii Bigobpa)atoTbCcs Taki HanawTyBaHHA 3aCTOCYHKY:

* Library Prep Kits (Habopwu gns nigrotoBku 6ibniotek) — Bigobparkae Habopun o8 NiAroTOBKK
6ibnioTek, AKi BAKOPUCTOBYHOTHCA 3aCTOCYHKOM 3a 3aMOBYYBaHHAM. Lle HanawTyBaHHA He MOXHa
3MIHUTWN.

* Habopwu iHpekcHuXx agantepiB — Bigobparkae Habip iIHOEKCHUX aganTepiB 3a 3aMOBYYBaHHAM 415
nporpamu. Lle HanawTyBaHHA HE MOXHa 3MiHUTW.

* J[loBXXMHa 34NTYBaHHA — A4J19 3aCTOCYHKY 3@ 3aMOBYYBaHHSM BCTAHOBNEHO LOBXWUHY 34NTYBaHHA
151 n. 0., NpoTe il MOXHa 3MiHWUTW Nif Yac CTBOPEHHSA MPOroHy.

* (daiinu MaHipecTy Ta WyMy — 3aBaHTaXeHHA Ta 3MiHM HanawTyBaHb ¢panniB MaHipecTy 1
CUCTEMHOrO LWyMYy.

— Bubepitb Upload File (3aBaHTaxuTu dain), wob 3aBaHTaXxMtn painm Ans BUKOPUCTaHHSA B
aHanisi.

— Bwubepitb nepemukay Default (3a 3amoBYyBaHHAM), W06 BCTaHOBUTU pain MaHipecTa abo
LWYMY K TaKuiz, Lo 6yae aBTOMaTUYHO 06MpaTmUCA Nif YaCc CTBOPEHHSA MPOroHy, KO MOXHa
BNBPaATKM Ll 3aCTOCYHOK.

— BcTaHoBiTb npanopeub Enabled (YBiMKHEHO), W06 daiin BigobpaxxaBca y pO3KPUBHOMY MEHH
nig Yac CTBOPEHHS NPOroHy.

[ossonu

BukopucTtoByiiTe Npanopui Ha ekpaHi Permissions ([ o3sonn), Wob kepyBaTn A4OCTYMNOM KOPUCTYBauiB
[0 3aCTOCYHKY.

dann maHigpecTty

Y pasi BukopucTtaHHs 3acTocyHKy DRAGEN for IDPE Dx dann maHidpecTy NnoTpibeH ansa Takmx poboumx
npovecis:

* reHepyBaHHA dpannis FASTQ Ta VCF poboyoro npouecy ANns BapiaHTiB 3apO4KOBOI fiHil;

* reHepyBaHHsA ¢pannis FASTQ Ta VCF poboyoro npouecy ans coMmaTUYHUX BapiaHTiB.
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MaHidecT — ue danny ¢popmati BED (*.bed), po3gineHnin sHakamu Tabynsauii, AKMih BU3Hayae Ha3BKW Ta
po3TallyBaHHSA LiNbOBMX eTanoHHNUX AinsaHoK. OCHOBHUI po3ain danny MaHipecTy — ue po3gin Regions
(OinsHKKW), AKNIA Mae MICTUTW TakKi CTOBML,i JaHUX:

CroBneub Onuc

Name (Ha3sBsa) YHikanbHa HasBa Lini, BUsHauYeHa KopuUcTyBayeM.

Chromosome (Xpomocoma) PosTawyBaHHs XxpoMocoMm (Hanpuknag, chr10, chr5 Tow,o).

Start (MoyaTokK) 1-6a30BUIA iHAEKC A8 NOYaTKOBOI NO3ULIT LLiTbOBOT AiNAHKN.

Stop (3ynuHka) 1-6a30BUI iHAEKC ANA KiHLEBOI NO3uL,i LiNbOBOI AiNSHKW.

Upstream Probe Length [oBXWHa 30H4a, PO3TaLOBAHOr o BULLE 3a MOTOKOM. 1118 3aCTOCYHKY
(doB>uHa BUCXigHOro 30HA4a) DRAGEN for IDPE Dx ue 3Ha4YeHHs Ma€e 6yTU BCTAHOBEHO piBHUM 0.
Downstream Probe Length [oBXWHa 30H4a, PO3TALLOBAHOIrO HMXYe 3a NOTOKOM. [11 3aCTOCYHKY
(JoBX>WHa HM3XigHOro 30HAa) DRAGEN for IDPE Dx ue 3Ha4YeHHs Ma€e 6yTU BCTAHOBEHO piBHUM 0.

MPUM. [Onsananisy noTpibeH gincHnm popmat danny MmaHivecty. DRAGEN NnpunmMHUTL aHanis, AKLWo
bann maHibecTy HeLiNnCHUN.

dinbTpyBaHHA WyMy (HEOO60B'A3KOBO)

®iNbTP CMCTEMHOrO WYMY AOCTYNHUA AN PO3Ni3HaBaHHA COMaTUYHNX BapiaHTIiB i MoXe ByTu
BUKOPUCTaHWI AN SMEHLUEHHS KiNbKOCTI XMOGHOMO3UTUBHUX pe3ynbTaTiB LUASXOM BpaxyBaHHS LUyMY B
KOHKpeTHUX nokycax. ®ain CMCTeMHOro WyMY reHepyeTbCs WASAXOM nonepeaHboro 360py NpmubnnsHo
50 HopManbHUX 3paskiB (6aXkaHo cneundiyHMX ANna naHeni, MeToay NiaroToBkKM 6ibnioTek Ta
CeKBeHaTopa); NiCnA Lboro cyma 4acTtoT anenen Humxxde 30 % y KOXHIl ginaHui 3 4OCTaTHIM NOKPUTTAM
AiNUTbCA Ha 3aranbHy KiNbKicTb 3paskiB (YacToTu anenen noHag 30 % BBaXatOTbCHA BapiaHTaMu
3apO4KOBOI fliHil, @ He WyMoM). [licna reHepyBaHHSA 3HaUYeHb LWWYMY COMaTUYHi BapiaHTW, BUSIBNIEHI B Uil
AinAHui, 6yayTb BiaGinbTpoOBaHi.

®inbTp MOXHa BUKOPMUCTOBYBaTU B pexxumi Tumor-Normal (MyxnuHa — Hopma), ane BiH 0co6n1Bo
KOPWUCHUI ANS NPOroHiB y pexxumi Tumor-Only (Jlnwe nyxnvHa), Konu BignoBigHMA HOpManbHUIA 3pasok
BiACYTHIN. ®aiin cucTeMaTMyYHOro Wymy Mae 6yt y popmati BED 3 poswmpeHHaM (*.bed.gz) i MicTUTK
yoTmpwm ctoBnui: Chromosome (Xpomocoma), Start (MouaTok), End (KiHeub) i piBHi Wwymy gnis
KOHKPETHOI AiNAHKM N0 KOXHOMY paaKy. QinbTpaLis CUCTEMHOro LWyMy € HEOH0B'A3KOBOHO.

BuxigHi pesynbTat aHanisy

MporoHn B 3apa3 BUKOHaHHA BigobpaxkaoTbcs y BkNaaui Active (AKTUBHI). 3aBepLUeHi Lnkam o6pobKu
Bigo6paxaroTbea y Bknagui Completed (3aBeplieHi). DRAGEN for IDPE Dx cTBOproe Nanky aHanisy 3
YHiKanbHOK Ha3BOK A1 KOXHOMo aHanisy, fika € OKpeMOHo Bif Nanky 3 4aHUMK ceKBeHyBaHHS. Manka
aHanisy MiCTUTb Taky iHbopmau,ito:
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*  BUKOpUCTaHun dann MaHidecTy;

* Bepcito I3;

* igeHTudikaTOpPU 3pasKiB;

®  3arasibHy KiNbKiCTb BUPIBHAHUX 34YNTYBaHb;

*  BiACOTOK BUPIBHAHNX 3UNTYBaHb Ha 3pasok;

* KinbkicTb SNV, BM3HaYeHNX 415 KOXHOIO 3paska;

®*  KiNbKiCTb iHOENIB, BUSHAYEHNX A1 KOXKHOIO 3paska;

®* CTaTUCTUYHI AaHi NOKPUTTS.

BuxigHi pannu aHanisy

Micue po3TallyBaHHS Nanku aHanisy BM3HavyaeTbcsA napaMmeTpoM External Storage for Analysis Results
(30BHILWHE cxoBMLE ANA pesynbTaTiB aHanisy). Aue. MocibHMK 3 nporpamMHoro 3abesneyeHHs lllumina
Run Manager for NextSeq 550Dx (gokymeHT N2 200025239) ansa oTprMaHHA AoKnagHiwoi iHpopmau,ii
npo napameTp External Storage for Analysis Results (30BHilWHE CXOBULLE 417 Pe3ybTaTiB aHaniay).

Ha ekpaHi Run Details (BigomocTi nporoHy) none External Location (30BHilLHe po3TallyBaHHA) MICTUTb
LWINSX 00 OaHMX cekBeHyBaHHA. Ha ekpaHi Run Details (BigmomocTi nporony) y noni Analysis Output
Folder (Manka BuxigHWUX faHux aHanisy) BkasaHo YHikanbHy Ha3By nanku aHanisy. ToyHWUn nepenik
chopMoBaHMX hanniB 3aneXuTb Bif, TOro, AKMA poboymnii NpoL,ec aHanisy BUKOPMUCTOBYETHCA.
3aCcTOCYHOK CTBOPIOE HaBefeHi fani BUXigHi pannm aHanisy.

MNMPUM. $kwo nig 4ac pocTtyny 40 BUXigHUx ¢annis aHanisy BUHMKAE NOMUIKA OOMeEXEHHS
MaKCUManbHOI JOBXUHK WAAXY 00 ¢anny, cnpobynte nepeMicTUTn dann y mMicue 3
KOPOTLUMM LUMSIXOM ab0 CKOpUCTaNTECH iHLWNM MeTOLOM BigKpnTTA danny.

BuxigHun ¢pann Onuc

MigcymMkKoBun 3BIT Npo BapiaHTn  MicTUTb KOpOoTKMA onuc iHbopMmauii npo dannum, Bepcii nporpaMmHoro

(*.pdf) 3abesneveHHs, iHbopMaLito NPOo 3paskn, CTaTUCTUKY 3UMTYBaHb, @ TakoX
nigCyMKM LWOoA0 OQHOHYKNeoTuaHUX BapiaHTiB (SNV), iHcepuii, oeneuin i
nokpuTTA. ®arn 3BiTYy NPO BapiaHTV CTBOPIOETHLCA B POOOYOMY NPOLLEC TifTbKK
014 reHiB 3apofKoBOI MiHil Ta 4158 COMaTUYHNX FEHIB.

FASTQ (*.fastqg.gz abo MpoMixHi dannu, Wo MICTATb po3ni3HaBaHHA a30TUCTMX OCHOB i3 BigNoBigAHMUM

* fastqg.ora) NOKa3HUKOM AKOCTi. Pannn FASTQ MiCTATb NePBUHHI BXigHI faHi gna etany
BUpPiBHIOBaHHA. Konn BnbpaHo cTUCHeHHA ORA, BUKOPUCTOBYETbLCA
po3WKupeHHA banny *. fastg.ora.

BAM-dannu BupiBHoBaHHA MiCTATb BMPIBHAHI 34NTYBaHHSA 419 KOHKPETHOro 3paska.

(* .bam)

VCF-¢annun reHomy MicTATb reHOTUN 18 KOXHOI NO3uL,ii He3anexXHo Bif TOro, Yu ii BUSHaYeHO fK
(*.gvcf.gz) BapiaHT, UM K eTasloH.
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BuxigHui ¢pann Onuc

®annm VCF (* .vcf.gz) MicTATb BapiaHTW, BUSHaUYEHI B KOXHI NO3MLLT.

3BIiT NPO NOKAa3HUKM NPOrOHY MiCTUTb NOKa3HNKM AKOCTI WOA0 NPOroHy, 30Kpema 3aranbHu BUxig,
(*.csv) HeiHA4eKCOBaHMX AaHuX Ta nokasHuk Q30.

dannum FASTQ

FASTQ (*.fastg.gz, *.fastq.ora) — ue TekcTtoBm popmaT Gannis, LLO MICTUTb BUSHAYEHHA OCHOB i
3HAYeHHS AKOCTIi 415 KOXXHOr0 34nTyBaHHA. KoxeH dain MicTUTb Taky iHpopmaLito:

* lpeHTudikaTop 3paska;
®*  MOCNIAOBHICTb;
®* nokasHukK akocTi Phred y kogosaHoMy ¢opmaTi ASCII + 33.

loeHTUdikaTop 3paska Mae Takun ¢opmart:

@Instrument:RunID:FlowCellID:Lane:Tile:X:Y
ReadNum:FilterFlag:0:SampleNumber

[Mpukiian:

@SIM:1:FCX:1:15:6329:1045 1:N:0:2
TCGCACTCAACGCCCTGCATATGACAAGACAGAATC

+

<>; ##=><9=

OFf 1 <#<;<<<K22224=

daiinm BAM

®ann BAM (*.bam) — ue cTucHeHa 6iHapHa Bepcia ¢anny SAM (3icTaBNeHHSA BUPIBHIOBaHHSA
NocnigoBHOCTEN), fika BUKOPUCTOBYETLCSA O/18 NOAAHHA BUPIBHAHMX NOCNIAOBHOCTEN PO3MIPOM 4,0

128 M6. Y dainax BAM BMKopuCTOBYETbCA pOpMaT iMeHyBaHHSA GaisliB SampleName S#.bam., fe # —

Lle HoMep 3paska, AKUii BU3HAYaeTbCs NOPAAKOM NepepaxyBaHHs 3paskiB Ans NPoroxy. Y

©araToBy3/10BOMY peXuMi gnsa S# 3aBXAn BCTaHOB/OETLCA 3HaYeHHSA S1, He3aneXHo Big, 4eproBoCTi

3paska.

®annn BAM MicTATb po3Ain 3aronoBka n posfin BUPiBHIOBAHHS.

* Header (3aronoBok) — MicTUTb iHpOpMaLito NPO BeCb daln, 30KpeMa iM's 3paska, AOBXMHY 3paska

Ta MeTO[ BMPiBHIOBaHHA. BUPIBHIOBaHHSA B PO34,ini BUPIBHIOBAHHSA NMOB’'A3aHe 3 KOHKPETHOR
iHbopMauieto B po3ini 3arofnoska.

* Alignments (BupiBHHOBaHHA) — MICTUTb HasBY 34MTYBaHHSA, MOCAILOBHICTb 3UNTYBaHHA, AKICTb

3YMTYBaHHS, iHpopMaLLito NPO BUPIBHIOBAHHS Ta KOPUCTYBaALbKi MiTKW. HasBa 3uMTyBaHHS BK/OYaE

B cebe XpoMoCcoMy, MoYaTKOBY KOOPAMHATY, SKICTb BUPIBHIOBAHHSA | pAAOK XapaKTepPUCTUKN
BiAMOBIAHOCTI.

Po3sgin BMpiBHIOBaHHA MICTUTb TakKy iHGOpMaL,ito 418 KOXHOIo 3UMTYBaHHA abo napu 3UNTyBaHb:
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* AS: AKiCTb BMPIiBHIOBAHHSA NapHUX KiHLEBUX GparMeHTiB;

* RG:rpyny 3unTyBaHb, fika BKasye KiflbKiCTb 3UNTyBaHb 419 KOHKPETHOr O 3paska;

* BC:Ter i3 WTpUXKoAOM, KNI BKA3Y€E Ha 4eMYIbTUMIEKCOBAHWUI iAeHTUdIKaTop 3pasKa, NoB'A3aHni
3i 3UNTYBaAHHAM;

*  SM: AKiCTb BMPIBHIOBAHHSA OANHUYHMX KiHLEBUX QparMeHTIB;

* XC: psgoK xapakKTepuUCTUKW BigNOBIgHOCTI;

*  XN: MiTKY 3 Ha3BOK aMMiKOHa, fika MICTUTb igeHTUGIKaTOP aMMiKoHa, NOB’A3aHUM 3i 3UUTYBAHHSAM.

dannun ingekcis BAM (*.bam.bai) HapatoTb iHgeKc BignosigHoro ¢anny BAM.

dannn VCF

dannn popmaTy posnisHaBaHHSA BapiaHTIB (*.vcf) MicTATb iHGOpMaLLito Npo BapiaHTW, BUABNEHI B
KOHKPETHUX No3uULisiX eTanoHHOro reHoMy.

3aronosok ¢anny VCF MicTUTb Bepcito dopmaTy danny VCF i Bepcito 3acoby posnisHaBaHHS BapiaHTa, a
TaKOoX CMMCOK aHOTaLil, WO BUKOPUCTOBYHOTLCA B iHLLIN YacTUHI dpanny. Y 3aronosok VCF Takox
BKJIKOUEHUI pann eTanoHHOro reHomy n pann BAM. OCTaHHIN pALOK Y 3arofioBKY MiCTUTb 3aroflOBKM
CTOBMNYMKIB ANA paakis gaHux. KoxxHui i3 pagkis gaHux ¢anny VCF MicTuTb iHdopMmauito npo oguH
BapiaHT.

Tabnuua 1. 3aronosku panny VCF
3aronosok  Onwuc

CHROM XpoMocoMa eTanoHHOro reHomMy. XpoMoCcoMu Bif,obpakatoTbCA B TOMY X MOPAAKY, WO i
posigkosuin ann FASTA.

POS OJHOOCHOBHI NO3ULii BapiaHTIB y eTanoHHI XpOMOCOMi. N5 OQHOHYKNEOTUAHMX BapiaHTIB
(SNV) us no3uuis BignoBigae eTanoHHiI OCHOBI 3 BapiaHTOM. [1Ns iHAeNiB LA no3uuis Bignoeigae
eTasloHHI OCHOBI, Wo 6e3nocepedHbO Nepenye BapiaHTy.

ID Homep rs (eTanoHHuin SNP) ons SNP, oTpuMaHuii 3 dbSNP . txt, AKLLO 3aCTOCOBHO. AKLL0 B
LibOMY MicCLi iCHY€E Kiflbka HOMEPIB IS, TO CMUCOK PO3AINAETLCA Kpankamm 3 KOMO. AKLL,O 3annc
dbSNP y ui nosuuii BiACYTHIlN, BAKOPUCTOBYETHCSA MapKep NPOMyLLEHOro 3HadyeHHs ().

REF ETanoHHui reHoTun. Hanpuknag, aeneuis okpemoro T npeacTaBneHa AK eTanoHHUn TT i
anbTepHaTuBHUA T. OQHOHYKNEOTUAHWI BapiaHT Big A Ao T npefcTaBfeHW SK eTanoHHNA A i1
anbTepHaTUBHUA T.

ALT Aneni, SKi BigpisHAOTLCA Bif, 34UMTAHOIO eTaNoHHOMO reHoMy. Hanpuknag, iHcepuis okpemoro T
npeacTaBfieHa SK eTanoHHUIN A 1 anbTepHaTuUBHUA AT. O4HOHYKNEOTUAHUNA BapiaHT Big Ago T
npeacTaBneHnn AK eTanoHHUn A M anbTepHaTUBHWA T.

OokymeHT N2 200025238, Bep. 00 12
BUKOPUCTOBYBATW ONA OIATHOCTUKU IN VITRO.



MocibHuMK kopucTyBaya sactocyHky DRAGEN for lllumina DNA Prep with Enrichment Dx Ha NextSeq 550Dx

3aronosok  Onuc

QUAL MokasHuk AkocTi Phred, BUsHauyeHMin 3acOB0M po3nisHaBaHHSA BapiaHTIB. binbL BUCOKI
NMOKasHMKM AKOCTi BapiaHTa cBig4aTb Npo Te, WO BiH Ma€ BifbLL BUCOKUI CTYNiHb BIpOrigHOCTI, a
TaKOoX MPO MeHLLY NMMOBIPHICTb NOMUIOK. [11A Noka3HUKa SKoCTi Q ouiHHa BiporigHicTb
nomunkmn ctaHosutb 10 =(Q/10). Hanpuknag, Habip i3 po3nisHaBaHHAMU Q30 Mae KoedilieHT
nomunok 0,1 %. baraTo 3aco6iB po3nidHaBaHHA BapiaHTiB BU3HAYatOTb MOKA3HUKM AKOCTI Ha
OCHOBI CBOIX CTaTUCTUYHUX MOAENEN, Ki € BUCOKMMM MOPIBHAHO 3i CNOCTEpeXyBaHUM
KoediLieHTOM MOMUNOK.
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MocibHuMK kopucTyBaya sactocyHky DRAGEN for lllumina DNA Prep with Enrichment Dx Ha NextSeq 550Dx

Tabnuusa 2. AHoTauii panny VCF gnsa repmiHanbHOro pobo4oro npowecy

3aronosok Onuc
FILTER Akwwo Bci dinbTpM NpoigeHo, y ctosnui filter (dinbTp) 3anucyetbes PASS (MPOMIEHO).
(®IIBTP) MoxnuBi 3anmucu y ctoBnuuky FILTER (®IIBTP):

DRAGENSnpHardQUAL — 3acTocoByeTbCs, AKLW0 NokasHnk QUAL ans sapiaHTa SNP He
BifNOBiJaE NOPOroBOMY 3HaUYEHHHO.

DRAGENIndelHardQUAL — 3acTocoByeTbCS, AKLWO0 nokasHk QUAL gna BapiaHTa iHgeny
He BifNoBi4ac NOPOroBOMY 3HAYEHHIO.

LowDepth — nosuuito BigdinbTPOBaHO, OCKINIbKM FMMBMHA NOKPUTTSA He Bignosigae
NMopPOroBOMY 3HaUYEHHIO.

LowGQ — nosuuito BiadiNnbTPOBaHO, OCKiNbKMN AKICTb FreHOTUNY He BiANOBifae NoporosomMy
3HaYeHH}O.

PloidyConflict — pesynbTaT BU3HauyeHHA reHOTUNY, OTPUMaHUA MOAYNEM BU3HAYEHHS
BapiaHTIB, HE Y3rog)KyeTbCA 3 NOIGHICTIO XPOMOCOMM.

base_quality — nosuuito BiadinbTpoBaHO, OCKiNbKU MefiaHHa AKICTb OCHOBM
anbTepHaTUBHUX 34UMTYBaHb y LibOMY NOKYCi He BiAnoBigae NoporoBOMyY 3HaUYEHHHO.
filtered_reads — nosuuito BigdinbTpoBaHo, OCKiNbKM BifdiNnbTPOBaHO HAATO BENUKY
YacTKy 34MTYBaHb.

fragment_length — nosuuito BigdinbTpoBaHO, OCKiNbKN abCOMOTHA PISHULLA MiX
MefiaHHOK [OBXUHOK dparMeHTa anbTepHaTUBHUX 3UNTYBaHb | MefjiaHHOK OOBXUHOK
dparMeHTa eTanoHHUX 3UMTYBaHb Y LIbOMY JIOKYCi NepeBULLYE MOPOroBe 3HAYEHHS.
low_depth — nosuuito BigdiNnbTpoBaHO, OCKINbKU FMUBUHA 3YNTYBaHHA HAATO HNU3bKa.
low_frac_info_reads — nosuuito BigdinbTpoBaHO, OCKiNbKM YacTKa iHOOpMaTUBHUX
34MTYBaHb HMUXYa 3@ MOPOroBe 3HAYEHHS.

low_normal_depth — nosuuito BigdinbTpoBaHO, OCKiNbKW rNBNHa 3UNTYBaHHSA
HOpPMarsibHOro 3paska HagTo HU3bKa.

long_indel — no3uuito BiadinbTpoBaHO, OCKiNbKKU [OBXUHA iHAENY HAATO BENMKA.
mapping_quality — nosuuito BiadinbTpoBaHO, OCKiNbKM MefiaHHa SKiCTb BUPIBHIOBAHHS
anbTepHaTUBHUX 34MTYBaHb Y LibOMY JTOKYCi He Bi4NOBiAae NOpOroBOMy 3HaYeHHHO.
multiallelic — nosuuito BigdinbTpoBaHO, ockinbky nopir LOD nyxnunHu npoxoasTb GinbLue
[OBOX anbTepHaTUBHUX anenis.

non_homref_normal — noauu,ito BigdinbTPOBaHO, OCKiNbKM FrEHOTUN HOPMabHOr O 3pa3ka
He € FOMO3UIrOTHUM 3a pedepeHTHUM anenem.

no_reliable_supporting_read — nosuuito BigdinbTpoBaHO, OCKiNbKN HEMa€E XXOAHOro
HafiNHOro COMaTUYHOr O 34MTYBaHHSA, WO NiATBEPAKYE BapiaHT.

panel_of_normals — B1siBNeHo NpuHanMHi B o4HOMY 3pa3ky y VCF-danni naneni
HOpPMaJsbHUX 3paskKiB.

read_position — nosuuito BigdinbTpoBaHO, OCKINbKN MefiaHa BifCTaHen Mix
NoYaTKOM/KIHLLEM 34UMTYBaHHSA Ta LM JIOKYCOM HUXYa 3@ MOPOroBe 3HaYEHHS.
RMxNRepeatRegion — nosuuito BigdinbTpoBaHo, OCKiNbKM BECb BapiaHTHUI anenb abo
Oro YyacTuHa € NOBTOPOM eTasIOHHOT NOCNiIA0BHOCTI.

strand_artifact — no3uuito BindinbTpoBaHO Yepes BUpaXkeHuiA 3CyB 3a NaHLoraMu.
str_contraction — nosuuito BigdinbTpoBaHO Yepes nigospy Ha nomunky MNP, 3a akoi
anbTepHaTUBHUI anenb Ha OAHY OAVHULIO MOBTOPY KOPOTLLMIA 3@ €TaNIOHHUIA.
too_few_supporting_reads — nosuuito BifdinbTpoBaHO, OCKINIbKM B MyX/IMHHOMY 3pa3Ky
HafATO Mano 34NTyBaHb, WO NiATBEPAXYOTb BapiaHT.

weak_evidence — ouiHka COMaTWMYHOro BapiaHTa He BifnoBigae NOPOroBOMY 3HAaUYEHHIO.
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MocibHuMK kopucTyBaya sactocyHky DRAGEN for lllumina DNA Prep with Enrichment Dx Ha NextSeq 550Dx

3aronosok Onuc

INFO MoxknuBi 3anmcu y ctonuuky INFO (IHOOPMALLIA):

(IHOPOPMALIISA) .

AC — nigpaxyHokK anenis y reHoTmMnax ga KoXXHoro anenst ALT, y TOMy X NOPALKY, WO Ny
CMUCKY.

AF — yacToTa anenis Ana KoXHoro anens ALT B TOMy > NOPAAKY, O N Y CAUCKY.

AN — 3aranbHa KinbKiCcTb anenis y po3nisaHaHux reHoTunax.

DB — npucyTHicTb y 6a3i aHux DbSNP.

FS — p-3HayeHHs 3a wkanoto Phred, oTpnMaHe 3a 4ONOMOr ok TOYHOro TecTy diwepa Ans
BUABJIEHHS 3MilLleHHS NaHutora.

QD — BiporigHicTb BapiaHTa / AKiCTb 3a FMMBGUHOIO.

R2_5P_bias — nokasHuk, 0 6a3yeTbCs Ha 3MilL,eHHi CNapeHnx 34nTyBaHb Ta BiACTaHi Bif,
5'-KiHUA.

SOR — cMMeTpUYHe BigHOLLIEHHSA LWaHCiB A0 Tabnuui CNpaXeHoCTi 2X2 oA BUABNEHHSA
3MiLLeHHS NaHLora.

DP — npunbnunsHa rnnbmHa 3untyBaHHs (iHGOpMaTMBHI Ta HEIHOOPMATMBHI 3UNTYBAHHS);
LesfKi 3UNTyBaHHA Mornum 6yTu BigdinbTpoBaHi Ha NigcTasi mapg ToL,o.

END — KiHUeBa nosuuis iHTepBany.

FractionIinformativeReads — yacTka iHbpopMaTUBHMX 34UMTYBaHb Bif, 3araabHoi KiflbKOCTi
34MTYBaHb.

MQ — cepepHbokBagpaTuyHa (RMS) AKicTb BUPIBHIOBAHHS.

MQRankSum — Z-oujiHKa 3a KpuTepieM paHroBux cyM BinkokcoHa ans sKocTi
BMpiBHIOBaHHA Alt nopiBHAHO 3 Ref.

ReadPosRankSum — Z-oLjiHKa 3a KpuTepieM paHrosux cym BinkokcoHa ans scysy nosumuii
3unTyBaHHA Alt nopiBHsAHO 3 Ref.

SOMATIC — npuHaiMHi 0AMH BapiaHT Y Uil NO3KMLiT € COMaTUYHUM.

FORMAT Y cToBN4YMKY dopmaTy nepepaxoBaHoO Nons, posgineHi gsokpankoro. Hanpuknag, GT:GQ.
(POPMAT) LocTynHi nons:

AD — anenbHi rnnbuHm (3 ypaxyBaHHAM nuLle iHPOPMaTUBHMX 3UMTYBaHb i3 3aranbHol
KiNbKOCTIi 34UMTyBaHb) A1 €TaIOHHOr O Ta aNlbTEPHATUBHWX anesiB y HaBeAeHOMY NOpPAAKY.
AF — yacTKu anbTepHaTMBHWX anenis y HaBeAeHOMY NMOPSALKY.

DP — npubnusHa rnmbrHa 3unTyBaHHA (3unTyBaHHA 3 MQ=255 ab0 3 HEKOPEKTHUMMU
napamu BiadinbTpoBaHo).

F1R2 — KinbKiCTb 34MTyBaHb B opieHTauii napy F1R2, Wwo niaTpUMyoTb KOXHUIA anenb.
F2R1— KinbKiCcTb 34MTyBaHb B opieHTauii napy F2R1, Wwo niaTpuMytoTb KOXHUIA anensb.

GT — reHoTun. O BiANOBifA€E eTanoHHi OCHOBI, 1 BiANOBiAae NepLIoMy 3anncy B CTOBMNYNKY
ALT i Tak gani. CkicHa pucka (/) ykasye Ha BifCcyTHICTb iHhopMaLii npo dasyBaHHS.

MB — noKoMnoHeHTHa CTaTUCTKKa Ha PiBHI 3paska Ana BUSABIEHHSA 3CYBY 3a mate-napamu.
PS — iHbpopMmaLis npo igeHTudikaTop ¢isnyHoro dpasyBaHHSA, A& KOXHUIA YHIKaNbHWUA
ineHTMIKaTop Yy MeXax NeBHOro 3paska (ane He MiX pisHMMK 3pa3kamMin) NoB'A3ye 3anncKu
B MeXaXx OAHiel rpynn ¢pasyBaHHS.

SB — NokoMnoHeHTHa cTaTUCTMKa Ha PiBHI 3paska, fika BKHYae TOYHWUIA KpuTepin diwepa
[ON5 BUABNIEHHSA 3CYBY 3a NaHLUOramu.

SQ — comaTnyHa SKiCTb.

SAMPLE CTOBMYMK 3pa3ka MiCTUTb 3HAYEHHSA, HaBeaeHi y cToBnYnky FORMAT (POPMAT).

(3PA30K)
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MocibHuMK kopucTyBaya sactocyHky DRAGEN for lllumina DNA Prep with Enrichment Dx Ha NextSeq 550Dx

Tabnuusa 3. AHoTauii VCF-danny poboyoro npotecy Aas coMmaTUYHUX BapiaHTIB

3aronosok Onuc
FILTER Akwwo Bci dinbTpM NpoigeHo, y ctosnui filter (dinbTp) 3anucyetbes PASS (MPOMIEHO).
(®IIBTP) MoxnuBi 3anmucu y ctoBnuuky FILTER (®IIBTP):

base_quality — nosuuito BigdinbTpoBaHO, OCKiNbKN MegiaHHa AKICTb OCHOBM
anbTepHaTUBHUX 34UMTYBaHb Y LibOMY NTOKYCi He BiAMNOBiAae NOPOroBOMY 3HaUEHHHO.
filtered_reads — nosuuito BigdinbTpoBaHO, OCKiNbKK BigdinbTPOBaHO HAATO BENUKY
YacTKy 34YMTYBaHb.

fragment_length — no3uito BiadinbTpoBaHO, OCKiNbKM abCONMOTHA Pi3HULA MiX
MefiaHHOK [OBXUHOK GparMeHTa anbTepHaTUBHUX 3YNTYBaHb | MefiaHHOK LOBXUHOK
dparMeHTa eTaNloHHUX 34MTYBaHb Y LIbOMY JIOKYCi NePEBULLYE MOPOroBe 3HAYEHHS.
low_depth — nosuuito BigdiNnbTpoBaHO, OCKINbKU FMNBUHA 34YNMTYBaAHHA HAATO HU3bKA.
low_frac_info_reads — nosuuito BigdinbTpoBaHo, OCKiNbKM YacTKa iHHOpMaTUBHUX
34MTYBaHb HUXYa 3@ MOPOroBe 3HAaYEHHS.

low_normal_depth — nosuuito BigdinbTpoBaHO, OCKiNbKM rINbnHa 3UNTYBaHHSA
HOpPMasIbHOrO 3pasKa HafATo H13bKa.

long_indel — nosuuito BiadinbTpoBaHO, OCKINbKM AOBXWHA iHAENY HAATO BENUKA.
mapping_quality — nosuuito BigdinbTpoBaHO, OCKINbKN MefiaHHa AKICTb BUPIBHIOBaHHA
anbTepHaTUBHUX 34UMTYBaHb Y LibOMY NTOKYCI He BiAMNoBigae NoporoBOMyY 3HaUYEHHHO.
multiallelic — nosuuito BigdinbTpoBaHo, ocKinbkun nopir LOD nyxXnnHM npoxopAaTb Ginblue
[OBOX anbTepHaTUBHWX anenis.

non_homref_normal — noauu,ito BiginbTPOBaHO, OCKiNIbKM reHOTUN HOPMasbHOr O 3pa3ka
He € FOMO3UrOTHMM 3a pePepeHTHUM anenem.

no_reliable_supporting_read — nosuuito BigdinbTpoBaHO, OCKiNbKM HEMAE XOLHOro
HafiNHOro COMaTUYHOrO 3YNTYBAHHSA, WO NiATBEPAXYE BapiaHT.

panel_of_normals — BusiBneHo npuHaimHi B ogHOMY 3pasky y VCF-daini naHeni
HOpMasnbHNX 3paskKiB.

read_position — no3uuito BigdinbTpoBaHO, OCKiNbKM MegiaHa BigCcTaHen Mix
NoYaTKOM/KIHLLEM 3YMTYBaHHSA Ta LM JIOKYCOM HUXYa 3a MOPOroBe 3HAaYEHHS.
RMxNRepeatRegion — nosuuito BigdinbTpoBaHO, OCKiNbKM BECb BapiaHTHWUIA anenb abo
MOro YacTnHa € NOBTOPOM eTaflOHHOI MOCAIA0BHOCTI.

strand_artifact — nosuuito BigdinbTpoBaHO Yepes BMpaXKeHu 3CyB 3a NaHuoraMu.
str_contraction — nosuuito BiadinbTpoBaHO Yepes Nigo3py Ha nomunky MNJIP, 3a Akoi
anbTepHaTUBHWUI anenb Ha OAHY OAMHULIKO MOBTOPY KOPOTLUMIA 3a eTaNOHHUIA.
too_few_supporting_reads — nosuuito BigdinbTpoBaHO, OCKINIbKN B MYX/IMHHOMY 3pasKy
HafATO Mano 34NTyBaHb, WO NiIATBEPAXYIOTb BapiaHT.

weak_evidence — oLjiHKa COMaTUYHOro BapiaHTa He BifNoBigae NOPOroBOMY 3HaUYEHHHO.
systematic_noise — nosuuito BigdinbTpoBaHO Ha NigcTaBi 03HaK CUCTEMATUYHOIO WYyMY B
HOPManbHNX 3pasKax.
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MocibHuMK kopucTyBaya sactocyHky DRAGEN for lllumina DNA Prep with Enrichment Dx Ha NextSeq 550Dx

3aronosok Onuc

INFO MoxknuBi 3anmcu y ctonuuky INFO (IHOOPMALLIA):

(IHOPOPMALIISA) .

DP — npu6nusHa rnmbuHa 3unTyBaHHsA (iIHPopMaTUBHI Ta HEIHGOPMATMBHI 3UMTYBaAHHS);
AeaKi 3unTyBaHHA Mornu 6yTu BiAdiNbTpoBaHi Ha NiacTasi mapq TOLWO.

END — kiHUeBa nosuuis iHTepsany.

FractionIinformativeReads — yacTka iHpopMaTUBHMX 3UMTYyBaHb Bif, 3arabHOI KiNbKOCTI
34MTyBaHb.

MQ — cepepHbokBagpaTuyHa (RMS) AkicTb BUPIBHIOBaAHHS.

MQRankSum — Z-ouiHKa 3a KpUTepieM paHroBux cyM BinkokcoHa Ans sKocTi
BUPiBHIOBaHHA Alt MOpiBHAHO 3 Ref.

ReadPosRankSum — Z-oLjiHKa 3a KpuTepieM paHrosux cym BinkokcoHa ans scysy nosuuii
34nTyBaHHA Alt NopiBHAHO 3 Ref.

AQ — oujiHKa CUCTEMATUYHOr O LLYMY.

hotspot — Bigoma comaTnyHa NosuLis, SKy BUKOPUCTOBYIOTb A5 NiABULLEHHSA
BMEBHEHOCTi Y BU3HaYEHHI.

SOMATIC — npuHaMHi O4MH BapiaHT Y Ll NO3WLIT € COMaTUYHUM.

FORMAT Y cToBNYMKY dopMaTy nepepaxoBaHO Nons, po3aineHi AgBokpankoro. Hanpuknag, GT:GQ.
(POPMAT) [ocTynHi nons:

AD — anenbHi rAnbuHn (3 ypaxyBaHHAM nuLe iHGOPMaTUBHNX 3UNTYBAHb i3 3arafbHol
KiNbKOCTI 3UNTYBaHb) A1 €TaNOHHOIO Ta anNbTepPHATMBHUX anesiB y HaBegeHoOMY NOPSAAKY.
AF — yacTku anbTepHaTUBHUX anenis y HaBe4eHOMY MOPAAKY.

DP — npubnunsHa rnnbmHa 3unTyBaHHs (34MTyBaHHA 3 MQ=255 a60 3 HEKOPEKTHUMM
napamu BigdinbTpoBaHoO).

F1R2 — KinbKicTb 3unTyBaHb B opieHTauil napn F1R2, Wwo nigTpuMytoTb KOXHWUA anenb.
F2R1 — KinbKicTb 34unTyBaHb B opieHTauil napn F2R1, Wwo NigTpUMyroTb KOXHWUA anenb.

GP — anocTepiopHi MMOBIPHOCTI reHoTUNIB, MacluTaboBaHi 3a wkanow dpeda, Ak
BU3HayeHo y HopmaTmeax VCF.

GQ — SKiCTb reHoTUMY.

GT —reHoTun. O BigNoBigae eTanoHHin OCHOBI, 1 BiANoOBigae nepwoMy 3anucy B CTOBMYMKY
ALT i Tak gani. CkicHa pucka (/) ykasye Ha BiACYTHICTb iHGopMaLiii Tpo dpasyBaHHs.

MB — nokoMMnoHeHTHa CTaTUCTUKa Ha PiBHI 3paska A1 BUABNEHHSA 3CyBY 3a mate-napamu.
PL — HopManisoBaHi AIMOBIPHOCTI reHoTUNIB, MacluTaboBaHi 3a Wwkanoto dpepa, Ak
BM3Ha4yeHo y HopmaTusax VCF.

PRI — anpiopHi MMOBIpHOCTI reHOTUMiB, MaclTaboBaHi 3a Lwkanoto Gpepaa.

PS — iHbopMmauis npo igeHTudikatop disnyHoro dpasyBaHHSA, A& KOXHUI YHIKaNbHUA
ineHTMoiKaTop Yy MeXax NeBHOro 3paska (ane He MiX pisHMMK 3pa3kaMu) NOB'A3ye 3anncu
B MeXax OfHiel rpynn ¢asyBaHHS.

SB — NoKoMMnoHeHTHa cTaTUCTMKa Ha PiBHI 3paska, fika BKH0Yae TOYHWUIA KpuTepin diwepa
[ON5 BUABNEHHSA 3CYBY 3a NaHLUoramu.

SQ — comaTnyHa SKiCTb.

SAMPLE CTOBMYMK 3pa3ka MiCTUTb 3HAYEHHSA, HaBeaeHi y cToBnYnky FORMAT (POPMAT).

(3PA30K)

VCF-¢annm reHomy

VCF-¢annum reHomy (*.gvcf.gz) BignosigaroTb Habopy npaBun ANA NPeAcTaBleHHA BCiX AiNAHOK reHOMY

B LOCUTb KOMNakTHoMy dopmaTi. Pannum gVCF BKNOYatoTh YCi AiNSHKN B AOCAIAXKYBaHI obnacTi B
oAunH dann onsa KoxHoro 3paska. ®ann gvVCF Bigobparkae HEBM3HAUEHHSA B MO3ULIAX, AKi HE NPOXOAATb

ycCi ¢inbTpun. Ter reHoTmny (GT) ./. 03HaYa€E HEBU3HAYEHHSA.
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MocibHuMK kopucTyBaya sactocyHky DRAGEN for lllumina DNA Prep with Enrichment Dx Ha NextSeq 550Dx

[loBepHEeHHA aHanisy B Yepry

MoXnnBO, BaM A0BeAEeTbCS MOBEPHYTM aHani3 y yepry, sKLw,o noro byae synmHeHo, nig yac noro
BMKOHAHHSA CTaHeTbCS NOMUJIKa abo BM 3axo4yeTe NOBTOPHO NpoaHanidyBaTy NPOriH 3 iHWWMN
HanawTyBaHHAMM. LLLlo6 NOBTOPHO NOCTaBMUTUM aHani3 y yepry, BUKOHanTe TaKki gii:

1.

Ha ekpaHi Run (MporoxHun) Bnbepitb BkNagky Completed (3aBepLueHi), a noTiM BMOepiTb Ha3By
NPOroHy AnA NOBTOPHOrO aHaniay.

AKLW,0 paHilwe BXe BUKOHYBann onepau,ito Requeue Analysis (MoBepHyTW aHani3 y yepry), Bubepitb
HasBy NporoHy 3 Parent Run (BaTbKiBCbKMiA NPOTiH).

Ha ekpaHi Run Details (BigomocTi nporony), nicna Sequencing Information (IHpopmaLis npo
CeKBeHyBaHHs), BMbepiTb Requeue Analysis ([loBepHyTU aHani3 y yepry).

BnbepiTb BapiaHT:
* OBEPHYTW aHani3 y Yepry 6e3 3MmiH;
* peparyBaTu HanawTyBaHHA MPOrOHY Ta NOBEPHYTW aHani3 y yepry;
®* MOBEPHYTW aHani3 y yepry 3 iHWNUM 3aCTOCYHKOM.

MNMepekoHanmTecs, Wo MicLie po3TallyBaHHS, A& 3apas MICTATbCSA faHi CeKBEHYBaHHS, BKa3aHO B NOfi
Sequencing data file path (LLnax go ¢anny gaHnx cekBeHyBaHHS).

MPUM. LWnax 0o gaHnMx ceKkBeHyBaHHSA Mae 36iraTucs si WAAXOM, BKa3aHUM Y HanalwTyBaHHAX

N o o

External Storage for Analysis Results (30BHiLIHE CXxOBULEe A pesynbTaTiB aHanisy). o6
oTpuMaTn iHGOopMaLLito NPO 3MiHY LWAAXY 0,0 30BHILLHBOrO CXOBULLA, AMB. [TOCIOHUK 3
nporpamHoro 3abesneyerHs lllumina Run Manager for NextSeq 550Dx (BOKYMEHT

N2 200025239).

BBefiTb NpMYMHY MOBTOPHOIO aHanisy.
HaTucHiTb Requeue Analysis ([ToBepHyTU aHanis y yepry).

BHeciTb 6axaHi 3MiHK B Run Settings (MapameTpu nporoHy), Sample Data ([JaHi 3pa3kiB) Ta
Analysis Settings (MapameTpu aHanisy).

Bunbepite Save (36epertun). B aHanisi byge BUKOPUCTaHO NOTOYHI MapamMeTpu aHanisy.

OokymeHT N2 200025238, Bep. 00
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MocibHuMK kopucTyBaya sactocyHky DRAGEN for lllumina DNA Prep with Enrichment Dx Ha NextSeq 550Dx

TexHiYyHa gonomMora

[ns oTpUMaHHSA TEXHIYHOT LONOMOTIU 3B'XITbCA 3i CNY>XKO60K0 TEXHIYHOI NiATPUMKM KoMnaHii lllumina.

BebcanT: www.illumina.com
EneKTpOHHa techsupport@illumina.com
nowTa:

MacnopTtu 6e3neku npopykuii (SDS) nocTynHi Ha Be6canTi lllumina 3a agpecoto
support.illumina.com/sds.html.

[oKyMeHTaLifl Ha NPOAYKT AOCTYMHA ANA 3aBaHTa)XeHHs Ha BebcanTi support.illumina.com.

OokymeHT N2 200025238, Bep. 00
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