illumina

DRAGEN for [llumina DN/
Enrichment Dx

[lokyMeHTauiqa Ha npoayKT ana NovaSeo

BJTACHICTb KOMMAHIT ILLUMINA
OokymeHT N2 200014776, Bep. 02
BepeceHb 2022 p.

BMKOPUCTOBYBATW AJ19 AIATHOCTUKU IN VITRO




DRAGEN for lllumina DNA Prep with Enrichment Dx

IcTOpIA pepakuin

OoKyMeHT DaTta

200014776, Bepcia 02 BepeceHb 2022 p.
200014776, Bepcisi 01 CepneHb 2022 p.
200014776, Bepcis 00 BepeseHb 2022 p.

OokymeHT N2 200014776, Bep. 02
BUKOPUCTOBYBATW 0119 OIATHOCTUKK IN VITRO

Oonuc 3MiHun

BunpasneHo popmaT panny maHipecTy
3 TekcToBoro (*.txt) Ha BED (*.bed) B
IHCTPYKUiAX 3i CTBOPEHHS MPOroHy.
BunpasneHo «koHceHcycHi dpannu VCF
Ha «dannun VCF» y po3gini BuxigHmx
OaHWX aHanisy.

[opaHo:

Posgin «HanawTyBaHHA».

Posgin «®inbTpaLia cMcTemMHoro
LyMy».

OHOBMEHO IHCTPYKLIT 3i CTBOPEHHSA
NPOroHy, Wwob goaatn 4OKNagHiwy
iHbopmaLito.

BunpaBneHo ApyKapcbki Ta rpaMaTuyHi
NOMWIIKMN.

YTOYHEHO, W0 iIHCTPYKL,iTl NprU3HaYeHi
019 3aCTOCYHKY Nif, Yac noro
BUKOPUCTaHHSA i3 CEKBEHAaTOPOM
NovaSeq 6000Dx.

OHOoBNEHO IHPpOPMaLLito NPO BMICT
BuxigHoro ¢anny VCF.

MoyaTkoBa pegakuis.



DRAGEN for lllumina DNA Prep with Enrichment Dx

Lleit BoKyMeHT i ioro BMICT € BnacHicTio komnaHii lllumina, Inc. Ta i ¢inin (Hagani — lllumina). BiH npMsHayeHuin nuwe
ANs TOro, Wwob KopucTyBay BUKOPUCTOBYBAB BUPOOU TiflbKM 3a YrOA4O0H0 B LiNAX, ONUCAHUX Y LibOMY AOKYMEHTI. Lien
[OKYMEHT i Aoro BMIiCT He C/li, BUKOPUCTOBYBaTMK abo NoLWMpoBaTU 3 6y Ab-sIKOH iHLLIOK MeTOoR Ta/abo Ans iHWoro
06roBOPEHHS, PO3KPUTTH abo BiATBOPEHHA TUM abo iHWNM YMHOM 6e3 nonepeaHbOI MMCbMOBOI 3rogmn KomMnawii lllumina.
Llum fokyMeHTOM KomnaHis lllumina He Hagae »KOAQHOro [,03BOMY Ha CBili MAaTEHT, TOBAPHWI 3HaK, aBTOPCbKe NpaBo abo
3aranbHOMPUHATI NpaBa, a TaKoX Ha NoAibHi NpaBa byAb-AKNX TPETIX CTOPIH.

LLlo6 rapaHTyBaTK NpaBusibHe Ta 6e3neyHe BUKOPUCTaHHA BUPOOIB, ONMCaHMX Y LbOMY AOKYMEHTI, KBanidpikoBaHWUM i
HaneXHWM YNHOM HaBYEHWIA MepCoHaN NOBUHEH CYBOPO Ta YiTKO AOTPUMYBATUCh IHCTPYKLIA, ONUCaHUX Y LibOMY
OOKYMeHTI. MNepe BUKOPUCTaHHAM LMX BUPO6iB NOTPIGHO MOBHICTHO MpoYMTaTh 1 3p03YMITU BECb YMICT LibOro
OOKYMeHTa.

HEMOBHE BMBYEHHSA BCIX 3A3HAYEHKX Y LIbOMY LJOKYMEHTI BKA3IBOK | iX HEYITKE LOTPUMAHHA MOXXE
NPU3BOANTM 0,0 MOWKOAXKEHHS LINX BUPOBIB, TPABMYBAHHSA NIOLEN, 30KPEMA KOPUCTYBAYIB ABO IHLINX
OCIB, 1 0O NOWKOOXEHHS IHLWOI BMTACHOCTI, A TAKOX MPWU3BEAE A0 BTPATW BY[b-AKNX TAPAHTIMHUX
30B60B'A3AHb, 3SACTOCOBHMX 4O LINX BUPOBIB.

KOMMAHIS ILLUMINA HE HECE XOZHOI BIAMOBIAANBHOCTI, WO BUHUKAE BHACIAOK HEHAMEXHOMO
BMKOPUCTAHHS BUPOBIB, ONMUCAHUX Y LIbOMY JOKYMEHTI (BK/TFOYHO 3 MO0 YACTVHAMW ABO
MNMPOrPAMHUM 3ABE3MEYEHHAM).

© 2022 lllumina, Inc. Yci npaBa 3acTepexeHo.

Yci ToBapHi 3Haku € BnacHicTo koMnawii lllumina, Inc. abo ixHix BigNoBiAHNX BNacHUKIB. KOHKpeTHY iHbopMmaLiito npo
TOBapPHIi 3HaKW 3a3HaYeHOo Ha CTOopiHUi www.illumina.com/company/legal.html.
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ornsapg

3acTocyHok DRAGEN™ for lllumina® DNA Prep with Enrichment Dx BUKOHYE AeMYNbTUNNEKCYBaHHS,
reHepyBaHHsA FASTQ), 3icTaBneHHs 3 eTafloOHHNM FEHOMOM Ta POo3Mi3HaBaHHSA BapiaHTIB, 3a/1eXHO Bif
BMBpaHoro poboyoro npotecy.

MeTopau aHanisy

3acTtocyHok DRAGEN for lllumina DNA Prep with Enrichment Dx BUKOHyE OeMYNbTUMNIEKCYBaHHSA,
reHepyBaHHsA FASTQ), 3icTaBneHHs 3UMTyBaHb Ta BUPIBHIOBaHHSA BiAMNOBIAHO 40 €TaflOHHOIO reHOMY
3a/1eXKHo Big BU6paHoro poboyoro npouecy:

* reHepyBaHHA dannis FASTQ;
* reHepyBaHHs ¢annis FASTQ Ta VCF 3apogKoBoi fiHil;

®* reHepyBaHHSA dannis comaTnyHMx BapiaHTiB FASTQ T1a VCF.

eHepyBaHHA pannis FASTQ

3ibpaHi nocnigoBHOCTI 3anucytoTbea y dannmn FASTQ, no ogHoMy danny Ha 3pasok. annm FASTQ — ue
TEKCTOBI Gannu, AKi MICTATb AaHi CEKBEHYBaHHSA Ta NOKa3HWKKN AKOCTI NuLwe Ansa ogHoro 3paska. o
KOXHOr0 3pa3ska CTBOPIOOTbCA OKpeMi pannm FASTQ ANs KOXHOT AOPIXKKM NPOTOYHOI KFoBETU Ta AN
KO>XXHOr0 34UMTYBaHHSA cekBeHyBaHHSA. Ha3Ba 3paska, BKa3saHa nif Yyac HanawTyBaHHSA MPOroHy, BXOAUTb
40 Hassu danny FASTQ. ®annu FASTQ MICTATb NePBUHHI BXiAHI AaHi ANA BUPIBHIOBaHHS. MNepLinin eTan
CcTBOpPeHHA FASTQ — ue geMynbTunnekcyBaHHA. [leMynbTUNNeKCyBaHHA Npu3Havae KnacTepu, Wo
nponwnn ¢inbTpaLito, KOHKPETHOMY 3pasKy LUASXOM NOPIBHAHHA KOXHOI NOCAIAOBHOCTI 3UMTYBaHHSA
iHOEKCY 3 MOCNIQOBHOCTAMMU iIHAEKCIB, YKasaHUMM ANA NPOroHy. Ha uboMy eTani fKiCHi 3Ha4YeHHSA He
BPaXOBYTbCA. 3UNTYBaHHSA iHAEKCIB ieHTUIKYOTHCA Nig Yac onucaHux gani etanis.

*  3pasky HyMepyroTbCs Big 1 B NOPAAKY, Y AKOMY iX NepenidyeHo Ans NPOoroHy.
* Homep 3paska 0 pe3epByeTbCA A9 KNacTepiB, Sk He 6yN10 NPUCBOEHO 3pasky.

* KnacTepu NnpMCBOKOOTHLCA 3pasKy B pasi TOYHOI BifNOBIAHOCTI MOCAILOBHOCTI iHOEKCIB abo Konu €
OfHa po36iXKHICTb Ha 3UMTYBaHHSA iHAEKCY.

Y nporpamMHe 3abe3nedyeHHs BXOANTb cTUCKaHHA ORA ans cTucHeHHs ¢annie FASTQ. Y pasi

BUKopucTaHHa dopmaTy ORA (*.ora) koHTponbHa cyma md5 BmicTy FASTQ 36epiraeTbca nicns uukny

CTUCHEHHSA Ta AeKOMMpPeECii, WO rapaHTye CTUCHEHHSA 6e3 BTpaT.

3icTaBneHHsa Ta BupiBHoBaHHA JHK

MepLlnM eTanoM 3iCTaBIeHHA € CTBOPEHHSA LWabIOHIB Ha OCHOBI 34UMTYBaHHSA 3 NO4asbLLUMM NOLLYKOM
TOYHUX 36iriB B €TasIOHHOMY reHoMi. [1icns Lboro oTpMMaHi pesybTaTh YTOYHIOTLCA LAXOM
MOBHOI O BUPiBHIOBaHHSA 3a anroputMoM CMmiTa — YoTepmaHa 414 4iNSHOK i3 HaNBULLLOK LWiNbHICTHO
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36irie WwWabnoHi.. Llen pobpe 3a40KyMEHTOBAHUI anropmuTM NpaLtoe WASXOM NOPIBHAHHA KOXHOI NO3ULil
34YNTYBaHHA 3 yCiMa NOTEHLINHUMK NO3ULIAMUK eTanoHy. Taki NopiBHAHHA BigNOBI4arOTb MaTpULL
MOXMBUX BapiaHTIB BUPIBHIOBAHHSA MiX 3UMTYBaHHAM Ta eTanoHOM. [1715 KOXHOI 3 LMX MOTEHLiNHNX
nosuuin sictaBneHHs anroput™ CmiTa — YoTepMaHa reHepye 6anu, 3a 4ONOMOrrot AKUX MOXHa
OLHUTHN, AKMM YMHOM HalKpalle BUPIBHIOBAHHS, L0 NPOXOAMTb Yepes Lo KOMIpKY MaTpuui, gocarae ii:
yepes 36ir abo po36iXKHICTb HYKIEOTUAIB (AiaroHanbHWU pyX), Aeneuito (ropusoHTanbHW pyXx) abo
iHCepUito (BepTukanbHMin pyx). 36ir MiX 3UNTyBaHHAM i eTaNoHOM fae 6oHycC o 6ana, a
HeBignoBigHICTb abo iHoen Haknagae wrpad. LWnax i3 HanbinbWwWmM 3aranbHUM 6anom y MaTpuui
0BbMpaeTbCs K OCTAaTOUYHE BUPIBHIOBAHHSA.

KoHKpeTHi 3HaueHHs 6anis, 06paHi AN Lboro anropnTMy, BU3HaYaroThb, SK Mif, Yac BUPIBHIOBAHHSA 3
KifTlbKOMa MOXJ/TMBUMM iHTepnpeTaLiaMn 36anaHcyBaTu MMOBIPHICTb HAaABHOCTI iHAena NOPIBHAHO 3
O4HUM abo Kinbkoma SNP abo HagaTu nepeBary BMpPiBHIOBaHHIO 6e3 006pisaHHA. CTaHOapTHI 3HaUYeHHS
6anisa DRAGEN € o6r'pyHTOBaHUMM 418 BUPIBHIOBAHHSA 3UMTYBaHb CEpeHbOl AOBXUHN LWOAO0 Linoro
€TaNloHHOro reHoMy NKAMHN ANA 3aBAaHb Po3nidHaBaHHA BapiaHTiB. byab-AKuii Habip napamMeTpis
OLiHIOBaHHA CMiTa — YoTepMaHa € HETOYHOK MOLESHO FEHOMHMX MyTal,il Ta MOMUIOK CEKBEHYBaHHS.
[ns neBHUX NPUKNagHUX 3aBAaHb SOLIMBHILLMM MOXe By TN BUKOPUCTAHHSA iHaKLLe HanalwToBaHnX
3Ha4yeHb 6aniB BUPIBHIOBAHHS.

Po3nisHaBaHHs1 BapiaHTiB 3apogKoBoi NiHil 3a gonomoroo DRAGEN

Mporpama po3snizHaBaHHA Manunx BapiaHTIB 3apoakoBol MiHii DRAGEN npuinMae 3icTaBreHi M BUPIBHSAHI
3unTyBaHHA OHK Ak BXigHi gaHi Ta poanisHae SNP Ta iHgenu Wnaxom noegHaHHA NOCTOBMNYNKOBOMO
BUSABJIEHHA Ta NOKaNbHOro CKNagaHHa ranioTunis de novo.

Cno4yaTKy BU3HaAYatOTbCA eTanoHHI 4iNAHKM 3 4OCTaTHIM NOKPUTTAM BUPIBHIOBAHHSA, AOCTYMNHI ANA
pO3ni3HaBaHHA. Y MeXax LuX eTanoOHHUX LiNAHOK 32 OMNOMOI oo WBWAKOIO CKaHyBaHHSA BiCOPTOBAHMUX
34YNTyBaHb IGEHTUDIKYHOTbCA aKTUBHI OiNAHKWY, LLeHTPOBaHi HAaBKOO CTOBMLIB HAKOMNYEHHS, WO
CBigyYaTb NPO HasABHICTb BapiaHTa. AKTUBHI LiNAHKN LONOBHIOTHCA 4OCTAaTHIM KOHTEKCTOM, LL06
OXOMUTK 3HAYYL NN HeeTanoOHHUI BMICT No6nn3y. 3a HassBHOCTI 0O3HaK iHAEeNiB akTUBHI AiNAHKN
OTPUMYIOTb 4OAATKOBE 3aMOBHEHHS.

BupiBHSAHI 3UnTyBaHHA 00pi3atoTbCA B MeXax KOXHOI akTUBHOT AiNAHKN Ta 36upatoTbea y rpad ge
BptoiHa. Kpai 06pizaHMx 3UMTyBaHb 3BaXYHTbCA 3a KiNIbKiCTHO CNOCTepeXXeHb, MPW LLbOMY eTasloHHa
NOCNigOBHICTb BUCTYMNAE OCHOBOH. MicNA 0UMLLEHHA Ta CNPOLL,EHHA rpada BCi WAAXM Big AXxepena Ao
CTOKY BUTATYKOTbCSA K MOTEHLiMHI rannoTunu. KoXXeH ranaioTun BUPIBHIOETbCA BIAHOCHO €TasIoHHOro
reHomy 3a aaroputMomM CmiTa — YoTepmMaHa ana igeHTudikauil BapiaHTiB, AKi BiH npegcTasnse. Lien
Habip noain Moxe 6yTn JOMOBHEHWUN LLMIAXOM BUABMEHHS HA OCHOBI MNO3UL,iT. 18 KOXHOT napw
«34NTYBaHHA-raNNoOTUN» MMOBIPHICTL P(r|H) cnocTepexeHHs 3unTyBaHHSA 33 YMOBMU, LLO FanioTurm €
CMNPaBXHiM BUXiAHMM 3pa3KOM, OLHFOETLCSA 3a OMOMOr ok NapHOI MPUXOBaHOT MapKOBCLKOI MO .

LLINAXOM CKaHyBaHHSA 3a eTasIOHHOK NO3ULIEID B MeXax aKTUBHOI AiNAHKN GOPMYIOTbCHA NOTEHLNHI
reHoTUNK 3 AUNNoIgHMX KOMOiHaLin BapiaHTiB (SNP abo iHgenis). [1na KOXHOI nogii (BK/KOYHO 3
eTanoHOM) YMOBHa MMOBIPHICTb P(r|e) cnocTepexeHHs KOXHOro 34nTyBaHHS 3 NepeKPUBaHHAM
OLHKOETbCA IK MaKkCMMalbHa P(r|H) ONA ranioTunie, WO NiATPUMYHOTb Lo nogito. BoHn o6’egHytOTbCA B
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YMOBHY IMOBIpHICTb P(r|e1e2) ans reHoTuny (napwv nogin) i MHOXaTbCA 418 OTPUMAHHSA YMOBHOI
MMOBIPHOCTI P(R|e1e2) CMOCTEepPEeXXEeHHA BCbOIro HaKOMMYeHHs 34nTyBaHb. 3a ¢opMmyrnoto baneca
0BbYnCNeETLCA anocTepiopHa MMOBIPHICTb P(e1e2|R) KOXHOIO AUMNNOIGHOrO FreHOTUNY, Nicas Yoro
obupaeTbcA HaNbINbL IMOBIPHUI BapiaHT.

Y pexkxnmi gVCF, Wo BUKOPUCTOBYETLCA AR MacluTaboBaHOro po3nisHaBaHHA BapiaHTIB y 6araTbox
3paskax, nporpamMy posnisHaBaHHA Manux BapiaHTiB 3apogkoBol NiHil DRAGEN Mo>Ha 3anyckaTun gns
KOXXHOrO 3pa3ska OKpPeMO /19 CTBOPEHHSA NPOMIXHOro ¢ainy po3nisHaBaHHA FreHOMHMUX BapiaHTIB
(gVCF). Micna uboro gVCF MOXHa BUKOPUCTOBYBaTU /15 eHeKTUBHOMO ChiflbHOrO reHOTUMNYBaHHA
KifIbKOX 3paskKiB, L0 A03BOAE 34iNCHIOBATN WBMAKY IHKPEMEHTHY 06p06KY 3paskiB Ta MacliTabyBaHHA
[0 BENUKNX PO3MIPIB KOropT.

OckinbKun nporpamMa posnisHaBaHHA Manux BapiaHTiB 3apoakoBoi NiHii DRAGEN mae anroputmu, Wwo
[alTb 3MOry epeKTUBHO BiAPI3HATY KOpesibOBaHi MOMUIIKU Bif, CNPaBXHiX BapiaHTIiB, npasuna
dinbTpauil gy>xe npocTi.

Po3nisHaBaHHA coMaTU4HUX BapiaHTiB 3a gonomoroto DRAGEN

MNporpama po3nisHaBaHHA Manux coMaTuUYHMX BapiaHTieB DRAGEN npuiiMae sicTaBneHi n BUPiBHAHI
3uynTtyBaHHA [HK Ak BXigHi gaHi Ta po3nizHae SNV Ta iHAeNu WNAXoM NIoKanbHOro CKaaaHHs
rannoTunis de novo B aKTUBHIN AiNsHLI.

CnoyaTKy BM3Ha4atoTbCA €TaNOoHHI AiNAHKN 3 AOCTaTHIM NOKPUTTAM BUPIBHIOBaHHSA, OOCTYMHI s
po3nisHaBaHHSA. Y MeXax LnX eTaNoHHUX GiNAHOK LWASAXOM CKaHYBaHHSA BiACOPTOBAHNX 3UNTYBaHb
iAEHTUDIKYIOTbCA aKTUBHI LiNAHKMW, LLeHTPOoBaHi HABKOJIO CTOBNML,B HAKOMNYEHHS, WO CBig4YaTb Npo
HasIBHICTb BapiaHTa Yy 34MTYBaHHAX MNYyXJINHU. AKTUBHI AiNAHKM SOMOBHIOOTbCA AOCTATHIM KOHTEKCTOM,
LWO6 OXONUTK 3HAYYLL M HEETANOHHUI BMICT N06n3y. 3a HaABHOCTI O3HaK iHAENIB aKTUBHI LiNAHKN
OTPUMYIOTb A04aTKOBE 3aMNOBHEHHA.

BWpiBHSHI 3UMTYyBaHHA 06pi3atoTbCA B MeXaxX KOXHOI akTUBHOI AiNIHKN Ta 36upatoTbca y rpad ae
BptoiHa. Kpai 06pisaHMX 3UunTyBaHb 3BaXKYHOTbCH 3a KiJIbKICTH CMOCTepeXeHb, MPU LbOMY eTaloHHa
NOCNIAOBHICTb BUCTYMae OCHOBOL. [TicNs ounLLLEHHSA Ta CNPOLLEeHHA rpada BCi LWAAXW Bif AXxepena Ao
CTOKY BUTArYKOTbCA AK MOTEHLiMHI rannoTunu. KoXeH ranaoTun BUPIBHIOETLCA BIAHOCHO €TafioHHOro
reHomy 3a anroputMoM CMiTa — YoTepMaHa ana ineHTudikauil BapiaHTiB, AKi BiH NpegcTasnse. Ons
KOXHOT Napy «34NTYyBaHHA-ranaoTun» MMOBIpHICTb P(r|H) cnocTepesxeHHs 3UNTyBaHHA OLIHIOETHCA 3a
LOMOMOr O MapHOT NPMXOBAHOI MAapPKOBCHKOI MOAENT 3a MPUNYLLEHHS, L0 ranioTUn € CpaBXHiM
BUXiOHUM 3Pa3KOM.

[nAa BnsHayeHHA 6ana TLOD nporpama posnisHaBaHHA Mannx coMaTudHux BapiaHTis DRAGEN
CNoYaTKy BUKOHYE CKaHyBaHHS 3a €TaflOHHOK MO3ULLIEID A5 KOXHOI MOTEHLINHOT cOMaTUYHOI nogii, a
TaKoX A7 eTanoHHOI NoAii B MeXax akTUBHOI AiNaHKW. YMOBHa NMOBIPHICTb P(r|e) CMoCTEepeXXeHHs
KOXXHOIO 34MTYBaHHSA 3 NepeKPMBAHHAM OLIHIOETLCA K MaKCUMarbHa P(r|H) Ana rannoTunis, Wo
NigTPUMYOTb LIHO NoAit0. BOHW 06’'€QHYOTLCA B YMOBHY NMMOBIPHICTb P(r|E) onarinotesun nogii (E), sika
BK/IHOYAE CYMILL eTaflOHHUX Ta NOTEHLINHMX COMaTUYHMX aneniB y fianasoHi MOXIMBUX YacTOT anenis, i
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MHOXaTbCA AJ18 OTPUMaHHSA YMOBHOI MOBIpHOCTI P(R|E) cnocTepeseHHs BCbOro HakonnyeHHs
34ynTyBaHb. Ha oCHOBI Liboro pospaxoByeTbca 6an TLOD sk gokas Toro, wo anenb ALT NpUCyTHIN Y
3pasky NyxJMHN B NEBHOMY NOKYCI.
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CTBOPEHHA MPOroHy

BrKoHyTe HaBefeHi HUXYe aii, Wob HanawTyBaTy nporiH Yepes lllumina Run Manager Ha cekBeHaTopi
NovaSeq 6000Dx abo yepes bpaysep Ha NigKIOYEHOMY 40 MepeXxi KoMm'toTepi. [JaHi 3paska MoXxHa
BBOAMTW BPYYHY abo WASXOM iMMOPTY MPOTOKOMY aHanisy.

HanawTyBaHHA 3aCTOCYHKY i NPOroHy

1.
2.

Ha ekpaHi Runs (MporoHu) Bn6epiTb Create Run (CTBOPUTM NPOriH).

Bunbepitb 3acTocyHok DRAGEN for Illumina DNA Prep with Enrichment Dx, a noTiMm HaTucHiTb Next
(Oani).

Ha ekpaHi Run Settings (MapameTpu NporoHy) BBeAITb iM'A NPOroHy. IM’'A NPOroHy iaeHTndikye
NPOriH Ha BCiX eTanax Bif, CEKBEHYBaHHA A0 aHaniay.

[Heo6oB'A3k0B0O] BBELiTH ONUC MPOroHY, AKUM JOMOMOXE 0,04aTKOBO NOro igeHTndikysaTu.

MNepekoHanTecs, Wwo BubpaHo Habip Ana nigrotosku 6ibniotek lllumina DNA Prep with Enrichment
Dx.

BnbepiTb NOTpiOHMIA Habip iHAEKCHMX aganTepis.

BBediTb TpMBanicTb 3UNTYBaHHSA.
34ynTyBaHHA 1i 34NTYBaAHHA 2 Mae 3HAaYEHHSA 3a 3aMOBYYBaHHAM 1571 LKK.
IHOekc 1 Ta iHAeKC 2 MaroTb pikcoBaHe 3HauyeHHS 10 UnKniB.

[HeoboB'saizkoBo] BBefiTb ifeHTUdiIKaTOp Npobipkun 3 6ibnioTeKoro.

Bunbepitb Next (Oani).

[laHi 3paska

BukopucToByinTe Tabnumuto Ha ekpaHi Sample Data ([JaHi 3pa3ka) aAns BBefeHHsA iHpopMaLlii npo 3pa3ok
BPYYHY. A0 B1bGepiTb Import Samples (IMnopTyBaTy 3pasku), Wwo6 3aBaHTaXXUTn iHGOpMaLito Npo
3pasku. IHpopmMaLito Woao iMNopTy iHGopMaLLil MPo 3pasok AMB. y po3aini IMIopT 3paskiB Ha cTop. 6.

BBeaeHHs 3paskKiB ypyuHy

1.
2.

BBefiTb yHikanbHWi ineHTUikaTop 3paska B none Sample ID (IgeHTrdikaTop 3paska).

LLlo6 BMOpaTK NONOXKEHHA NYHKN, BUKopuctosyinTe Plate - Well Position (MnaHweT — NonoXeHHsA
NYHKW).

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

[HeoboB'sA3koBO] BBepiTb iM’'ss 6ibnioTeku.
[opante pagKku Ta 3a noTpebu NOBTOPITL A 1-3, AOKU BCi 3paskn He ByayTb A0AaHI A0 Tabnuui.

Bunbepitb Next (Jani).
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IMAopT 3paskiB

LLlabnoH (*.csv) MOXKHa 3aBaHTaXXUTW Ha ekpaHi Sample Data ([aHi 3pa3ka) nig Yyac nnaHyBaHHSA
nporoHy B lllumina Run Manager yepes 6paysep Ha NiAKNOYEHOMY 00 MepeXXi KOMN'IoTepi.

1. LW o6 3aBaHTaXnTn NopoXxHin ¢ann CSV, HatucHitb Download Template (3aBaHTaXXnTu WabnoH).
2. 13 ¢anny CSV BBepfiTb AaHi 3paska i 36epexiTb dann.
®ann npoTokony aHanisy CSV MicTuTb Taki cToBnui gaHunx: Sample ID (laeHTrdikaTop 3paska),

Plate - Well Position (MnaHweT — nonoxxeHHA nyHkn), [Heob6oe'azkoso] Library Name (Im'sa
bibniotekn).

3. Bubepitb Import Samples (IMnopT 3paskiB) i NnepenfiTe 40 po3TallyBaHHSA iHpopMaLitHoro danny
CSsV.

4. Bubepitb Next (dani).

MapameTpu aHanisy

1. BunbepiTb NOTPiIOHMIA poboUmMin NpoLec aHanisy:
* [eHepyBaHHsA dannie FASTQ
* T[eHepyBaHHSA ¢pannis FASTQ Ta VCF 3apofkoBol fiHil ANna pobo4voro npouecy i3 3apofKoBOK
niHieto
* [eHepyBaHHSA ¢anniB Somatic FASTQ Ta VCF pobo4oro npouecy g/ CoMaTU4HUX BapiaHTiB
2. [Heo6orB’siskoB0] 3a 6a)aHHAM yCTaHOBITb Npanopelb Generate ORA compressed FASTQs
(CtBOpuTH cTUCHEHI FASTQ ORA), W06 yBIMKHYTK CTUCHeHHA FASTQ ORA.

3. [Po6oui npouecu reHepysaHHa VCF] BukopucToByiiTe po3kpreHe MeHto Manifest File Selection
(Bubip dpanny maHipecTy), wob enubpatun dpann maHipecTy.
dann maHidecTy € 060B’A3KOBUM BXigHUM dannom ansa poboTtn sactocyHky DRAGEN for lllumina
DNA Prep with Enrichment Dx. MaHipecT — ue ¢ainn BED (*.bed), po3gineHunin 3Hakamn Tabynsu,ii,
AKUI BU3HAYae Ha3BW Ta po3TallyBaHHSA LifIbOBUX €TanOHHUX [iNAHOK.

4. [Pob6ouui npouec reHepysaHHA ¢annis Somatic FASTQ Ta VCF] CkopuctanTecs po3KpusH1UM
mMeHto Noise File Selection (Bubip danny wymy), wob subpatun dpamn wymy.
Onsa ¢inbTpauil CUCTEMHOIO LWYyMY MOXHa BKasaTu ¢ann BED i3 piBHEM LWYyMY 4719 KOHKPETHOI
4insHku. [logaTkoBy iHGopMaLito AUB. y po3aini @iibTpyBaHHSA LWyMYy Ha cTop. 7.

5. Bubepitb Next (dani).

[Mepernsg napamMeTpiB NPOroHy
1. Ha ekpaHi Review (Ornsa) nepernsHbTe iHpopMaL,ito, BBEAEHY Ha eKpaHax Run Settings
(MapameTpwn nporoHy), Sample Data ([aHi 3paska) Ta Analysis Settings (MapameTpu aHanisy).

2. Bunbepitb Save (36eperTn).
MporiH 36epiraeTbca y Bknagyi Planned (3annaHoBaHi) Ha ekpaHi Runs (MporoHu).
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HanawTyBaHHS

LLlo6 nepernaHy T 1 3MIHUTK NOTOYHI HanalwTyBaHHSA, BUOEPITb 3aCTOCYHOK Ha ekpaHi Applications
(3acTocyHKnM).

KoHoirypauis
Ha ekpaHi koHoirypauii Bigobpa)atoTbCca Taki HanawTyBaHHA 3aCTOCYHKY:

* Library Prep Kits (Habopwu gns nigrotoBku 6idniotek) — Bigobparkae Habopun o8 NiAroTOBKK
BibnioTek, sKi BUKOPUCTOBYHOTHCA 3aCTOCYHKOM 3a 3aMOBYYBaHHAM. Lle HanawTyBaHHA HE MOXHa
3MIHUTW.

* Habopwu iHpekcHux agantepiB — Bigobparkae Habip iIHOEKCHUX aganTepiB 3a 3aMOBYYBaHHAM A4S
nporpamu. Lle HanawTyBaHHA HE MOXHa 3MIHUTW.

* J[loBXXMHa 3UNTYBaHHA — A4J19 3aCTOCYHKY 3@ 3aMOBYYBaHHSAM BCTAHOBNEHO LOBXWUHY 3UNTYBaHHA
151 n. 0., NpoTe 1l MOXHa 3MIHUTU Nifg, Yac CTBOPEHHS NPOroHy.

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

— BwubepiTtb Upload File (3aBaHTaxuTtu ¢pann), wob 3aBaHTakntn ¢annm ansa BUKOPUCTaHHSA B
aHanisi.

— Bwubepitb nepemunkay Default (3a 3amoBUyBaHHAM), W06 dain MmaHipecTa abo wymy
aBTOMaTUYHO 0bMpaBCA Nif Yac CTBOPEHHSA 3anyCKy Yepes Liei 3aCTOCYHOK.

— BcTaHoBiTb npanopeub Enabled (YBiMkHeHO), w06 dann BigobpaxaBcsa y pO3KPUBHOMY MEHHO
nig Yac CTBOPEHHS NPOroHy.

[lo3sonu

BukopucTtoByiTe Npanopui Ha ekpaHi Permissions ([o3sonu), Wob kepyBaTn 4OCTYNOM KOPUCTYBaJiB
[0 3aCTOCYHKY.

dinbTpyBaHHSA WYMY

®inbTpauis cMCTEMHOro LWyMy AOCTYMHa Nifg, Yac BUKOPUCTaHHA poboyoro npoLecy Ana COMaTUYHNX
BapiaHTiB. QiNbTP MOXHa BUKOpUCTOBYBaTK B pexxumi Tumor-Normal (IMyxnnHa — Hopma), ane BiH
0C06MBO KOPUCHMIA ANS NPOroHiB Y pexxumi Tumor-Only (Jluwe nyxnavHa), Konu BignosigHWM
HOPMarsibHWI 3Pasok BiACYTHIN.

®ann BED i3 cMCTEMHUM LWYMOM Chlif, reHepyBaTW HOpMaJsibHUX 3pa3skKiB. PEKOMeHOYeETbCA CTBOPIOBATH
bannm cuctemMHoro wymy, cneumneiyni 4ns niaroToBkuM 6ibNioTEK, CUCTEMM CEKBEHYBAHHA Ta NaHeni.
[nA CTBOPEHHA danny WyMy peKoMeHA0BaHO BUKOPUCTOBYBATU NPN6IN3HO 50 HopManbHUX 3paskiBs.
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BuxigHi pesynbTaTtn aHanisy

3acTtocyHok DRAGEN for lllumina DNA Prep with Enrichment Dx 36epirae HaBegeHi H/1XX4e BigOMOCTi B
nanwi aHanisy. Jluwe poboui npoLecu gna repMiHanbHUX i COMaTUUYHUX BapiaHTiB popmytoTb PDF-dann.

*  BukopuctaHuin dpann manidpecTty

* Bepcial3

* |geHTndikaTopU 3paskKis

® 3aranbHa KifbKiCTb BUPIBHAHMX 34UMTYBaHb

* BiacOTOK BUPIBHAHNX 34NTYBaHb Ha 3pa3okK

* KinbkicTb SNV, BU3HauYeHNX 419 KOXXHOrO 3paskKa

* KinbkicTb iHOENIB, BUSHAYEHNX 015 KOXHOIMO 3paska

* CTaTUCTWU4HI faHi NOKpUTTA

BuxigHi pannun aHanisy

3acTOCYHOK popMye HaBefeHi HMxXYe BUXigHi bannn. TouHun nepenik cGopmMoBaHUX dannis 3anexmnTb
Bif TOro, KN pobounin NpoL.ec aHanisy BUKOPMCTOBYETbCA. BuxigHi dannm posTawoBaHo B nany,i
aHanisy.

BuxigHuin pann Onuc

FASTQ (*.fastq.gz abo *.fastq.ora) MpomixHi dannu, Wwo MicTaTb
pOo3nisHaBaHHA a30TUCTUX OCHOB i3
BiAMNOBIAHMM NOKa3HWUKOM AKOCTI. Painm
FASTQ MiCTATb NepBUHHI BXigHI faHi ona
eTany BUPIBHIOBaHHA. FKLLO BUOpaHO
dopmaT ORA, ue byae Bigobpa>keHo B iMeHi
danny.

BAM-daiinu BupiBHIOBaHHSA (*.bam) MiCTATb BUPIBHAHI 3UNTYBaHHA 44
KOHKPEeTHOro 3paska.

VCF-dainm reHomy (*.gvcf.gz) MicTATb reHoTUN AN KOXXHOI No3unLii
Hes3aneXKHo Bif, TOro, Y ii BU3HaUYeHo AK
BapiaHT, YN AK eTasoH.

®annn VCF (*.vcf.gz) MicTAaTb BapiaHTW, BU3HaY€EHi B KOXHIl
nosuui.
3BIiT NP0 MNOKA3HUKM NPOroHy (*.csv) MiCTUTb NOKA3HUKM AKOCTI MPOroHy,

30KpeMa 3arafbHui Buxig, i nokasHuk Q30.
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dannm FASTQ

FASTQ (*.fastg.gz, *.fastq.ora) — ue TekcToBui popmaT painis, LLO MICTUTb BUSHAYEHHA OCHOB i
3HaYeHHs AKOCTI /1 KOXKHOro 34NTyBaHHSA. KoxeH ¢ann MiCTUTb Taky iHpopMmaL,iro:

* ipeHTudikaTOp 3paska;

®*  MOCNIAOBHICTb;

®*  3HaK nocC (+);

®* 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

+

<> ##=><09= Of 1 <#<;<<<2222#=

daiinm BAM

®ann BAM (*.bam) — ue cTucHeHa 6iHapHa Bepcia ¢anny SAM (3icTaBNeHHSA BUPIBHIOBaHHSA
NocnigoBHOCTEN), fika BUKOPUCTOBYETLCS O/18 NOAAHHA BUPIBHAHMX NOCNIAOBHOCTEN PO3MIPOM 4,0
128 M6. Y dainax BAM BMKopucToByeTbCA popMaT iMeHyBaHHsA GainsliB SampleName S#.bam., fe # —
L,e HOMep 3pa3ka, KNI BU3HAYaETbCA NOPALKOM NepepaxyBaHHS 3pa3kiB 4J/1A NPoroHy. Y
©araToBy3/10BOMY peXuMi gnsa S# 3aBXAn BCTaHOB/OETLCA 3HaYeHHSA S1, He3anexXHo Big, 4eproBoCTi
3paska.

®annn BAM MicTATb po3Ain 3aronoBka n posfin BUPiBHIOBAHHS.

* Header (3aronoBok) — MiCTUTb iHpOpMaLito Npo BeCb dalis, Taky sK iM' 3paska, AOBXMHaA 3paska
Ta MeTof, BUPiBHIOBaHHSA. BUpiBHOBaHHA B pO34iNi BUPIBHHOBAHHA MNOB’A3aHe 3 KOHKPETHO
iHbopMauieto B po3ini 3arofnoska.

* Alignments (BupiBHIOBaHHA) — MIiCTUTb Ha3BY 34NTYBaHHA, MOCNIAOBHICTb 34MTYBaHHSA, AKICTb
34MTYBaHHS, iHGOpPMaLLitO MPO BUPIBHIOBAHHA Ta KOPUCTYBaLbKi MiTKW. Ha3Ba 3unTyBaHHA BKIOYaE
B cebe XpOMOCOMY, NOYATKOBY KOOPANHATY, AKICTb BUPIBHIOBAHHS | pALOK XapaKTepUCTUKN
BiAMOBIAHOCTI.

Po3sgin BMpiBHIOBaHHA MICTUTb TakKy iHGOpMaL,ito AN KOXHOIo 3UMTyBaHHA abo napu 3UNTyBaHb:
* AS: AKiCTb BMPIBHIOBaHHA MAapHUX KiHLEBUX GparMeHTiB;

* RG:rpyny 3uMTyBaHb, ika BKa3ye KiNbKiCTb 3UATyBaHb AJ11 KOHKPETHOr0 3paska;
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* BC: Ter i3 WTPUXKOAOM, KU BKa3ye Ha AeMYNbTUNNIEKCOBaHUN iAeHTUdIKaTOp 3paska, MoB’'A3aHni

3i 3UNTYBAHHAM,;

*  SM: AKiCTb BUPIBHIOBAHHA OAUHUYHUX KiHLEBUX GparMeHTIB;

* XC: ps4oK XxapakTepuUCTUKK BigNoBIgHOCTI;

*  XN: MiTKy 3 Ha3BOK aMMiKOHA, fiKa 3anncye ineHTUudiKkaTop aMnikoHa, MOB'A3aHWN 3i 3UNTYBaHHAM.
IHoekcHi dannm BAM (*.bam.bai) 3abe3neuyroTb iHAeKcaLito BignosigHoro ¢anny BAM.

dannn VCF

dannn popmaTy po3nisHaBaHHSA BapiaHTIB (*.vcf) MicTATb iHQOpMaLLito Npo BapiaHTW, BUABNEHI B
KOHKPETHMX No3ULisiX eTanoHHOro reHoMy.

3aronosok ¢anny VCF Bkntovae B cebe Bepcito popmaTy danny VCF i Bepcito 3acoby po3snisHaBaHHSA
BapiaHTa, a TaKoXX CMNCOK aHOTaU,i, L0 BUKOPUCTOBYIOTHCS B iHLWIN YacTuHI danny. Y 3aronosok VCF

TaKOX BKHOUYEHU pain eTanoHHOro reHoMy 1 dann BAM. OCTaHHIN psaAoK y 3arofioBKy MiCTUTb

3arosioBKUW CTOBMYMKIB 15 PALKIB faHnX. KOXHWI i3 pagkis gaHunx ¢anny VCF MicTuTb iHGopMaLito

Npo OAWH BapiaHT.

Tabnuusa 1. 3aronosku panny VCF

3aronosok

CHROM

POS

REF

ALT

QUAL

Onuc

XpomMocoMa eTanioHHOro reHoMy. XpOMOCOMM BiLo6paXkatoTbCA B TOMY X NOPAAKY, WO 1
nosigkoBun dpanmn FASTA.

OfHOOCHOBHI NO3KLIT BapiaHTIB y €TaNoHHIA XpoOMOCOMi. 118 OA4HOHYKNEOTUAHUX BapiaHTiB
(SNV) us nosunuin BignoBigae eTanoHHin OCHOBI 3 BapiaHTOM. [1ns iHAeniB LA nosuuis
BiAMNOBIfae eTanoHHIN OCHOBI, Wo 6e3nocepeHbo Nepeaye BapiaHTy.

Homep rs (eTanoHHun SNP) ana SNP, oTpyuMaHuii 3 dbSNP. txt, AKLL0 3aCTOCOBHO. AKLLO B
LLbOMY MicCLii iCHY€E KiflbKa HOMEPIB I'S, TO CMINCOK PO3AiINAETbCA KpankamMm 3 KOMOK. AKLLO
3anuc dbSNP y uin no3uuii BiACYTHI, BUKOPUCTOBYETLCA MapKep NponyLeHoro sHadeHHs (\.').

ETanoHHMI reHoTMN. Hanpuknag, geneuis okpemoro T npeacTaBfieHa AK eTanoHHUI TT i
anbTepHaTUBHUIN T. O4HOHYKNEOTNOHWIA BapiaHT Big A o T npeacTaBNeHU AK eTanoHHUA A 11
anbTepHaTUBHUA T.

Aneni, AKi BiApi3HAKOTLCA Bif, 34UMTAHOro €TanoHHOro reHoMy. Hanpuknag, iHcepLis oKkpemMoro
T npepcTasneHa AK eTanoHHUn A i anbTepHaTMBHMIN AT. OQHOHYKNEOTUAHUI BapiaHT Big A Ao
T npeacTaBieHN AK eTanoHHUM A 1 anbTepHaTUBHUA T.

MokasHuk akocTi Phred, BU3HaueHwWi 3aco60M po3nisHaBaHHsA BapiaHTIB. binbLu BUCOKI
NMOKa3HWUKWN AKOCTI BapiaHTa CBig4aTh NPo Te, WO BiH Ma€ 6inbLU BUCOKUIA CTYMiHb BipOrigHOCTI,
a TaKoX MPO MEHLLY MMOBIPHICTb NOMUOK. [7151 NOKa3HMKa AKOCTi Q OuiHHa BipOrigHicTb
nomMunkm ctaHoBuTb 10 —(Q/10). Hanpuknag, Habip i3 po3nisHaBaHHAMK Q30 Mae KoedilieHT
nomunok 0,1 %. barato 3aco6iB po3nisHaBaHHA BapiaHTIB BM3Ha4Yat0Tb MOKa3HMKUN SKOCTI Ha
OCHOBI CBOIX CTaTUCTUYHUX MOAENEN, AKi € BUCOKMMMU MOPIBHAHO 3i CNOCTepexXyBaHNM
KoediLiEHTOM MOMMWIIOK.
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Tabnuusa 2. AHoTauii go dannis VCF

3aronoBok Onuc

FILTER (®IJIbTP)  Akwo BCi dinbTpu NpogeHo, To B CTOBNUYUKY dinbTpa 3anucyetbcs PASS (MporigeHo).
Moxnuei 3anuncu y ctoBnuuky FILTER (PIIbTP) pobouoro npouecy ansa 3apogKoBoi fiHii:

DRAGENSnpHardQUAL — 3acTocoByeTbCS, SKLLO NoKasHUK QUAL ansa BapiaHTa SNP He
Bi4NOBifae NOPOroBOMY 3HAUYEHHIO.

DRAGENIndelHardQUAL — 3acTocoByeTbcS, AKLWo nokasHuk QUAL gnsa BapiaHTa iHgeny
He Bif4NOBifae NOPOroBOMY 3HaUYEHHHO.

LowDepth — nosuuito BigdinbTpoBaHo, 0CKiNbKN rNnbrHa NOKPUTTSA He BignoBsigae
NMOPOroBOMY 3HaUYEHHIO.

LowGQ — nosuuito BigdinbTpoBaHO, OCKiNbKM AKICTb FeHOTUNY HE BiAMNoBiAae
NMOPOroBOMY 3HaUYEHHIO.

PloidyConflict — pe3ynbTaT BU3HaYeHHS FeHOTUMY, OTPUMAHWIA MOAYNEM BUSHAYEHHS
BapiaHTIB, He Y3roAXYyeTbCA 3 NNOIAHICTHO XPOMOCOMMN.

base_quality — nosuuito Big®inbTpoBaHO, OCKINbKN MefjiaHHa SIKiCTb OCHOBU
anbTepHaTUBHUX 3UNTYBaHb Y LibOMY NIOKYCi He BiAMNOBifae NoporoBoOMy 3HaUYEHHIO.
filtered_reads — nosuuito BigdinbTpoBaHO, OCKiNbKM BigdiNnbTPOBAHO HAATO BENNKY
YaCTKY 34NTYBaHb.

fragment_length — no3uuito BindinbTpoBaHo, OCKinbku abCconoTHa PisHULA MiX
MefiaHHOK JOBXUHOK dparMeHTa anbTepHaTUBHUX 3UNTYBaHb | MefiaHHOK AOBXMHOK
bparmMeHTa eTanoHHMX 34UNTYBaHb Y LlbOMY JIOKYCi MepeBULLYyE NOPOroBe 3HAUYEHHS.
low_depth — nosuuito BiadinbTpoBaHO, OCKINbKN FMNOGUHA 3UNTYBaHHA HALTO HN3bKA.
low_frac_info_reads — nosuuito BiadinbTpoBaHO, OCKiNbKK YacTka iHpOpMaTUBHUX
3UMTYBaHb HUXYa 3a NOPOroOBE 3HAYEHHS.

low_normal_depth — nosuuito BiadinbTpoBaHO, OCKiNbKM FMMOBUHA 3UNTYBaHHSA
HOPMasIbHOro 3paska HaATo HU3bKa.

long_indel — no3uuito BiadinbTpoBaHO, OCKiNbKM LOBXWUHA iHAENY HAATO BENMKa.
mapping_quality — noauuito BiadinbTpoBaHO, OCKiNbK1 MefiaHHa AKiCTb BUPIBHIOBaHHA
anbTePHATUBHUX 3UNTYBaAHb Y LibOMY JIOKYCi HE BiAMNOBiAaE NOPOroBOMY 3HAUYEHHHO.
multiallelic — no3uuito Big®inbTpoBaHo, ockinbku nopir LOD nyxnmMHu npoxoaaTe GinbLue
OBOX anbTepHaTUBHUX anenis.

non_homref_normal — no3uuito BigdinbTpoBaHO, OCKIiNbKM FeHOTUM HOPMasbHOr O
3paska He € FOMO3UIroTHUM 3a pedepeHTHUM anenem.

no_reliable_supporting_read — nosuuito Big$inbTpoBaHO, OCKINbKN HEMA€E XXOLHOr 0
HafiMHOro COMaTUYHOrO 3UMTYBaHHSA, WO NiATBEPAXYE BapiaHT.

panel_of_normals — BusiBneHo npunHaiiMHi B ogHoMy 3pasky y VCF-daini naHeni
HOpManbHUX 3paskis.

read_position — nosuuito BigdinbTpoBaHO, OCKINbKM MefiaHa BigCTaHeN Mix
NoYaTKOM/KiHLEM 34NTYBaHHSA Ta LM NIOKYCOM HIMXKYa 3a NOPOroBe 3HaUYEHHS.
RMxNRepeatRegion — nosuuito BiadinbTpoBaHO, OCKiNbKM BeCb BapiaHTHWI anenb abo
NOro yacTMHa € NOBTOPOM eTaNloHHOI NOCNIJOBHOCTI.

strand_artifact — nosuuito BiadinbTpoBaHO Yepes BUpaXxeHWi 3CyB 3a NlaHLoramu.
str_contraction — nosuuito BigdinbTpoBaHO Yepes nigospy Ha nomunky MJIP, 3a Aol
anbTepHaTUBHUIN anesfb Ha O4HY OANHULIO MOBTOPY KOPOTLUWIA 3@ €TaNIOHHUA.
too_few_supporting_reads — nosuuito BigdinbTpoBaHo, OCKiNIbKM B NYyXJIMHHOMY 3pasky
HaATO Masio 3UNTYBaHb, WO NiATBEPAKYHOTh BapiaHT.

weak_evidence — oujiHka COMaTUYHOrO BapiaHTa He BiAMNOBIfa€e MOPOrOBOMY 3HAYEHHHO.
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3aronoeok Onuc

FILTER (®UJIBTP)  Moxnusi 3anucu y ctoBnunky FILTER (®IJTIbTP) poboyoro npouecy Ana cCoOMaTUYHNX
(MpoAoBXEHHS) BapiaHTIB:

base_quality — no3uuito Big$inbTpoBaHO, OCKINbKN MefjiaHHa SKiCTb OCHOBM
anbTepHaTUBHUX 3UNTYBaHb Y LibOMY JIOKYCi He BifiMOBifae NoporoBoMy 3HaUYEHHIO.
filtered_reads — nosuuito BigdinbTpoBaHO, OCKiNbKM Big®iNbTPOBAHO HAATO BENNKY
YaCTKY 34NTYBaHb.

fragment_length — nosuuito BigdinbTpoBaHO, OCKiNbKM abCoMOTHA PISHNLA MiX
Me[iaHHOK [OBXUHOK dparMeHTa anbTepHaTUBHUX 3UUTYBaHb | MefiaHHOK AOBXMHOK
dparmMeHTa eTanoHHMX 3UNTYBaHb Y LbOMY NTOKYCi MepeBULLY€E NOPOroBe 3HAUYEHHS.
low_depth — nosuuito BigdinbTPOBaHO, OCKINbKM MMNOGUHA 34UMTYBAHHA HALTO HU3bKA.
low_frac_info_reads — nosuuito BigdinbTpoBaHO, OCKiNbKKN YacTKa iHGOpMaTUBHUX
3UMTYBaHb HUXYa 3a MOPOroOBe 3HAUYEHHS.

low_normal_depth — nosuuito BiadinbTpoBaHO, OCKINbKM FMMOBUHA 3UNTYBaHHSA
HOPManbHOro 3paska HagToO H13bKa.

long_indel — no3uuito BigdinbTpoBaHO, OCKiNbKM AOBXWUHA iIHAENY HAATO BENMKa.
mapping_quality — nosuuito BiadinbTpoBaHO, OCKiNbKN MefiaHHa AKiCTb BUPIBHIOBaHHA
anbTepPHaTUBHUX 3UNTYBaHb Y LibOMY NIOKYCi HE BiAMNOBiAaE NOPOroBOMY 3HaUYEHHHO.
multiallelic — no3uuito BigdinbTpoBaHo, ockinbku nopir LOD nyxnmMHu npoxoaaTs HinbLue
OBOX anbTepPHaTUBHUX anenis.

non_homref_normal — no3uuito BigdinbTpoBaHO, OCKIiNbKM FeHOTUM HOPMasbHOr O
3paska He € FTOMO3UroTHUM 3a pedepeHTHUM anenem.

no_reliable_supporting_read — nosuuito Big$inbTpOBaHO, OCKINbKN HEMA€E XXOLHOIO
HafiNHOro COMaTUYHOIO 34NTYBaHHS, WO NIATBEPAXYE BapiaHT.

panel_of_normals — BusiBNeHo npunHaliMHi B ogHoMYy 3pasky y VCF-daini naHeni
HOpManbHUX 3paskis.

read_position — nosuuito BigpinbTpoBaHO, OCKiNlbKM MefiaHa BigcTaHen Mix
noYyaTKoOM/KiHLEeM 34NTYBaHHSA Ta LM NTIOKYCOM HIMXKYa 3a NOPOroBe 3HaUEeHHS.
RMxNRepeatRegion — nosuuito BigdinbTpoBaHoO, OCKiNbKM BeCb BapiaHTHUI anenb abo
NOro yacTvHa € NOBTOPOM eTafloHHOI NOCAIQOBHOCTI.

strand_artifact — nosuuito BigdinbTpoBaHO Yepes BMpaXKeHU 3CyB 3a NaHutoramu.
str_contraction — nosuuito BiadinbTpoBaHo Yepes nigospy Ha nomunky MNJIP, 3a Akoi
anbTepHaTUBHUIN anesb Ha OAHY OANHULIO MOBTOPY KOPOTLUWIA 3@ €TaNOHHUA.
too_few_supporting_reads — nosuuito BigdinbTpoBaHo, OCKifIbKM B NYyXJIMHHOMY 3pasky
HaATO Mano 34UMTyBaHb, WO NiIATBEPAKYIOTb BapiaHT.

weak_evidence — oLjiHKa COMaTMYHOrO BapiaHTa He BiAMNOBIAAE NOPOroBOMY 3HAYEHHHO.
systematic_noise — nosuuito BigdinbTpoBaHO Ha NiACTaBi 03HAK CUCTEMATUYHOIO LWYMY
B HOPMarbHUX 3pa3kax.
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DRAGEN for lllumina DNA Prep with Enrichment Dx

3aronoeok Onuc

INFO Mo nusi 3anucn y ctoenuuky INFO (IHOOPMALIA) po6oyoro npouecy Ans 3apoaKoBoi
(IHOOPMALLISA) NiHii:

AC — nigpaxyHoK anenis y reHoTUnax Ans KoxHoro anensa ALT, y TOMY X NOPSAKY, Wo i
y CNUCKY.

AF —vyacToTa anenis 4N KoXxHoro anena ALT B TOMy X NOPAAKY, WO 1 Y CIINCKY.

AN — 3aranbHa KinbKicTb anenis y po3nisHaHMX reHoTunax.

DB — npucyTHicTb y 6asi gaHnx DbSNP.

FS — p-3HaueHHs 3a wkanoto Phred, oTpuMaHe 3a JOMOMOror TOYHoro TecTy diwepa
ON5 BUABMIEHHA 3MiLLLeHHA NaHutora.

QD — BiporigHicTb BapiaHTa / AKIiCTb 3a rMNBMHOLO.

R2_5P_bias — noka3sHuK, L0 6a3yeTbCA Ha 3MilLleHHi CMapeHnx 34MTyBaHb Ta BigcTaHi
Bif, 5'-KiHUA.

SOR — cMeTpUYHe BigHOLWEHHS WaHCiB Tabnuui CNpaXXeHoCTi 2X2 ANS BUSABEHHA
3MillleHHA naHutora.

DP — npnbnunsHa rnnburHa 3unTyBaHHA (iHpopMaTUBHI Ta HEIHPOPMATUBHI 3UNTYBAHHS);
OesKi 3uMTyBaHHA Mornn 6y Ty BigdinbTpoBaHi Ha nigcTasi mapq ToL,o.

END — KiHLeBa no3uuis iHTepBany.

FractioninformativeReads — uacTka iHpOpMaTUBHMX 34UMTYBaHb Bif, 3aranbHOI KibKOCTI
3UNTYBaHb.

MQ — cepegHbokBagpaTuyHa (RMS) AKiCTb BUPIBHIOBAHHSA.

MQRankSum — Z-oLjiHKa 3a KpUTepieEM paHroBMX CyM BinkokcoHa ansa AKocTi
BMpPiBHIOBaHHA Alt nopiBHAHO 3 Ref.

ReadPosRankSum — Z-oujiHka 3a kpuTepieM paHrosunx cymM BinkokcoHa ans 3cysy
nosuuii 3unTyBaHHA Alt mopiBHAHO 3 Ref.

SOMATIC — npvHaliMHi OAMH BapiaHT y i NO3WLii € COMaTUYHMM.

Mo nmei 3anmcun y ctoBnuuky INFO (IHOOPMALIA) po6oyoro npouecy ans coMaTUYHMX
BapiaHTiB:

DP — npnbnusHa rnnbuHa 34nTyBaHHA (iIHPOpMaTMBHI Ta HEIHPOPMATMBHI 3UNTYBaAHHSA);
OeAKi 3uMTyBaHHA Mornn 6y Tu BiAdINbTpoBaHi Ha NigcTasi mapq Towo.

END — kiHLeBa no3uLia iHTepBany.

FractioninformativeReads — yacTka iHpOpMaTUBHMX 3UMTYBaHb Bif, 3arafbHOi KiflbKOCTi
34NTYBaHb.

MQ — cepegHbokBagpaTuyHa (RMS) KiCTb BUPIBHIOBAHHS.

MQRankSum — Z-ouiHKa 3a KpuTepieM paHrosux cym BinkokcoHa ans sKocTi
BUpiBHIOBaHHA Alt nopiBHAHO 3 Ref.

ReadPosRankSum — Z-oujiHKa 3a KpuTepieM paHroBMx CyM BinkokcoHa ans acyBy
nosuuii 3unTyBaHHA Alt nopiBHAHO 3 Ref.

AQ — OLiHKa CUCTEMATUYHOIO LUYyMY.

hotspot — BigoMa comaTnyHa No3uuis, SKy BUKOPUCTOBYOTb ANA NiABULLEHHSA
BMEBHEHOCTI Y BU3HAYEHHI.

SOMATIC — npvHaliMHi 0AWH BapiaHT Y i NO3WLii € COMaTUYHUM.
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DRAGEN for lllumina DNA Prep with Enrichment Dx

3aronoBok Onuc
FORMAT Y cToBnuYmMKy dopmaTy nepepaxoBaHo nons, posgineHi asokpankoto. Hanpuknag, GT:GQ.
(POPMAT) [ocTynHi nons po6o4yoro npouecy Ana 3apoaKOoBOI NiHil:

AD — anenbHi rnbuHu (3 ypaxyBaHHAM nuLle iHPOPMaTUBHNX 3UNTYBaHb i3 3arasbHoi
KiNbKOCTi 3UMTyBaHb) A1 €TANIOHHOI 0 Ta albTEePHATUBHMX aneniB y HaBegeHOMY
nopsaaky.

AF — yacTku anbTepHaTUBHMX anenis y HaBeeHOMY NopsaaKY.

DP — npnbnusHa rnnbnHa 34nTyBaHHSA (3UnTyBaHHA 3 MQ=255 ab0 3 HEKOPEKTHUMMU
napamu BigdinbTpoBaHo).

F1R2 — KinbKicTb 34MTyBaHb B opieHTaLil napu F1R2, o NiATPUMYIOTb KOXHWIA anenb.
F2R1 —KinbKiCcTb 34MTyBaHb B opieHTaLil napu F2R1, Wwo NiaTpUMYOTb KOXHWIA anenb.
GP — anocTepiopHi IMOBIPHOCTI reHOTUMIB, MacluTaboBaHi 3a Wwkanoto dpepna, K
BW3Ha4yeHo y HopmaTusax VCF.

GQ — aKicTb reHoTMNY.

GT —reHoTun. O BignoBigae eTanoHHin 0CHOBI, 1 BigNoBigae NepLomMy 3anucy B
ctoBnumnky ALT i Tak gani. CkicHa pucka (/) ykasye Ha BifiCy THICTb iHpopmaLiii npo
dasyBaHHS.

MB — NOKOMMOHEeHTHa CTaTUCTMKa Ha PiBHi 3paska 411 BUABNEHHS 3CYBY 3a mate-
napamu.

PL — HopMani3oBaHi MMOBIPHOCTi reHOTMMIB, MacluTaboBaHi 3a Wwkanoto dpepa, Ak
BM3HayeHo y HopmaTueax VCF.

PRI — anpiopHi #MOBiIpHOCTI reHOoTMNIB, MacluTaboBaHi 3a Wwkanowo dpefa.

PS — iHpopmaLis npo ineHTudikaTop GisnyHoro ¢pasyBaHHs, e KOXHUN YHIKanbHA
iaeHTUdiKaTOp Yy MeXax NeBHOro 3paska (ane He MiX pPisHMU 3pa3kamMu) NOB'A3yeE
3anucu B Mexax ogHiei rpynu ¢asyBaHHS.

SB — cTaTMCTMKa KOMMOHEHTIB A1 KOXXHOI0 3paska, L0 BUKOPUCTOBYETLCA B TOYHOMY
TecTi Piwepa ANA BUABAEHHS 3MiLLLEHHSA NaHUtora.

SQ — coMaTnyHa fAKicTb.

JocTynHi nona poboyoro npouecy Ans COMaTUYHUX BapiaHTiB:

AD — anenbHi rnnbuHm (3 ypaxyBaHHAM nvle iHPOpMaTUBHUX 3UMTYBaHb i3 3aranbHoi
KiNbKOCTi 3UMTyBaHb) AN1A €TaNIOHHOrO Ta aflbTEePHATUBHKWX anenis y HaBeLeHOMY
NopALKY.

AF — yacTKu anbTepHaTUBHUX anenis y HaBe4eHOMY MOPSALKY.

DP — npnbnunsHa rnnburHa 3unTyBaHHA (34MTYyBaHHA 3 MQ=255 ab0 3 HEKOPEKTHUMM
napamu BiadinbTpoBaHo).

F1R2 — KinbKicTb 3UMTyBaHb B opieHTaLii napu F1R2, wo NigTpMMYyOTb KOXHWIA anesb.
F2R1 — KinbKiCTb 34UMTyBaHb B OpieHTaLii napu F2R1, Wwo NigTpUMYOTb KOXHUIA anesb.
GT —reHoTun. O BignoBigae eTanoHHi 0cHOBI, 1 BignoBifae nepLioMy 3anucy B
cToBnunKy ALT i Tak gani. CkicHa pucka (/) ykasye Ha BiACyTHICTb iHhopMauii npo
dasyBaHHS.

MB — NOKOMMOHEHTHa CTaTUCTUKA Ha PiBHi 3paska 419 BUABNEHHS 3CYBY 3a mate-
napamu.

PS — iHpopmaLis npo ineHTudikaTop GisnyHoro ¢pasyBaHHs, Ae KOXXHUN YHIKanbHA
iaeHTudikaTop Yy Mexax NeBHOro 3paska (ane He MiX pPisHMMK 3pa3kamMu) NOB'A3yeE
3anuncKn B Mexax ogHiei rpynu ¢asyBaHHS.

SB — cTaTuUCTMKa KOMMOHEHTIB A1 KOXXHOr0 3pasKa, Lo BUKOPUCTOBYETLCA B TOYHOMY
TecTi Piwepa ANA BUABAEHHS 3MiLLLEHHA NaHLUtora.

SQ — comaTuyHa AKicTb.
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DRAGEN for lllumina DNA Prep with Enrichment Dx

3aronoBok Onuc
SAMPLE CTOBMNYMK 3pasKa MICTUTb 3Ha4YeHHS, HaBefeHi y ctoBnumky FORMAT (POPMAT).
(3PA30OK)

VCF-dannun reHomy

VCF-daiinu reHomy (*.gvcf.gz) BignosigatoTb Habopy npaBun AN NpeacTaBneHHs BCiX AiNAHOK reHoMY
B A,OCUTb KOMNakTHoMy dopmaTi. Pannm gVCF BKOYaoTh YCi AiNSHKN B AOCAIAXKYBaHIN AingHLi B 0gMH
dann onsa KoxHoro 3paska. ®ann gvVCF Binobpaxae HeBU3HaUYEHHS B NO3MLIAX, AKi HE NPOXOAATb YCi
¢inbTpun. Ter reHoTuny (GT) ./. 03HaYa€e HEBU3HAYEHHS.

MNepernap pe3ynbTaTiB aHanisy

MporoHu B NpoLieci BUKOHaHHA BigobpaxatTbea y Bknagui Active (AKTMBHI). 3aBepLUeHi NPoroHu
BigobpaxkaoTbcs y BkNagui Completed (3aBepleHi). loknagHiwy iHhopmMaLito Npo nepernsag
pesynbTaTiB gMB. y po3gini LJokymeHTauia Ha npoaykT NovaSeq 6000Dx (gokymeHT N2 200010105).

OokymeHT N2 200014776, Bep. 02 15
BMKOPUCTOBYBATU A1 OIATHOCTUKWM IN VITRO


https://support.illumina.com/clinical_support/clinical_instruments/novaseq-6000dx.html

DRAGEN for lllumina DNA Prep with Enrichment Dx

TexHiYHa ponomMora

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

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

Homepu TenedoHiB cny>X6u TexHivyHoI nigTpuMku KomMmnadii lllumina

Homep y MikHapogHoMy

PerioH Be3KoLITOBHUI HOMeEpP .
dopmari
ABcTpanis +611800 775 688
ABCTpif +43 800 006249 +43 19286540
benbris +32 80077160 +3234002973
KaHapa +1800 809 4566
KuTtai +86 400 066 5835
DaHis +4580820183 +45 89 871156
diHnaHain +358 800 918 363 +358 97479 0110
OdpaHuin +33805102193 +3317077 04 46
HimeyuunHa +49 8001014940 +49 89 3803 5677

FoHKOHr, Kutait

+852 800 960 230

IHgis +91 8006500375

IHAOHesiA 0078 036 510 048
IpnaHgin +353 1800 936608 +353 1695 0506
ITaniqa +39 800 985513 +39 236003759
AnoHia +810800 1115011

Manaunsis +60 1800 80 6789

Hipepnangu +31800 022 2493 +3120713 2960

HoBa 3enaHpis

+64 800 451650

HOpBeriﬂ +47 80016 836 +47 2193 96 93
dininniHn +63 180016510798
CiHranyp 18005792745
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DRAGEN for lllumina DNA Prep with Enrichment Dx

PerioH be3KoLWwToBHU HOMEpP
MisgeHHa Kopes +82 80234 5300

IcnaHisn +34 800 300143
LBeuin +46 2 00883979
LWsenuapis +41800 200 442
TanBaHb, Kutan +886 8 06651752
TainaHg +66 1800 011 304
CnonyyeHe KoponiscTBo +44 800 012 6019
CnonyueHi LLTatn AMepuku +1800 809 4566
B’eTHam +84 1206 5263

Homep y Mi>kHapogHOMY
dopmari

+34 911 899 417
+46 8 50619671

+4156 580 00 00

+44 207305 7197

+1858 202 4566

MacnopTtun 6e3nekn npopykuii (SDS) gocTynHi Ha BebcanTi lllumina 3a agpecoro

support.illumina.com/sds.html.

JoKyMeHTaUis Ha NPoAYKT LOCTYMNHa A8 3aBaHTa)XeHHA Ha BebcanTi support.illumina.com.
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lllumina

5200 lllumina Way

San Diego, California 92122 U.S.A. (CLLUA)
+1800 809.ILMN (4566)

+1858 202 4566 (3a mexxamu lNiBHiYHOT
Amepukm)

techsupport@illumina.com
www.illumina.com
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