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MocibHuk i3 poboyoro npouecy Ana moayns aHanidy Somatic Variant (ComaTtnyHuii BapiaHT) aucnetdyepa Local Run Manager
npunagy NextSeq 550D x

Mogynb Somatic Variant (ComaTnyHun BapiaHT) aucnetyepa Local Run Manager npusHaveHo ans
BUKOPUCTaHHA 3 HaBOpOM peareHTiB i BUTpaTHUX maTtepianis ansa aHanisy lllumina TruSeq Custom
Amplicon Kit Dx i NextSeq 550Dx. Y pasi BukopucTaHHs 3 mogynem Somatic Variant (ComaTtuiHun
BapiaHT) Habip peareHTiB i BUTpaTHMX MaTepianis 4nsa aHanidy npusHadeHo Ang niarotoBku 6ibnioTek,
BUKOPUCTOBYBaHUX Ang cekBeHyBaHHA [HK i3 3adikcoBaHoi dpopmaniHom Ta 3anutoi napacdiHom (FFPE)
TKaHUHW. AHarni3 BUSBASE COMATUYHI MyTauil 3@ HU3bKMX YacTOT BapiaHTiB.

Llen mogynb aHani3y ouiHe KopoTki obnacTi amnnicikoBaHoi OHK, abo amnnikoHu, ons po3nisHaBaHHA
BapiaHTiB. CpoKycoBaHe CekBEHyBaHHSI aMMITiKOHIB 3abe3neyvye LMpPoKe OXOMMEHHSA NeBHUX obnacTen
Ha BENUKIN KiNbKOCTI 3paskiB. Mogynb aHanidy BUKOHYE BTOPUHHUI aHarsi3 i reHepye 3BiTU 3 MPOroHiB
CEKBEHYBaHHSA 3 BMKOPWUCTAHHSIM LBOHUTKOBOrO MiAXOAY, KU BKIoYae B cebe npsimi Ta 3BOPOTHI Nynu
oniroHykneotugis. ue. iHCTpyKLUito 3 BUKopucTaHHs TruSeq Custom Amplicon Kit Dx (OokymeHm

Ne 1000000029772).

Ons pobotn mogyna aHanidy Somatic Variant (ComaTuyHuin BapiaHT) NOTpiOHI BUTpaTHi matepianu gns
300-umknoBoro cekBeHyBaHHs. LLlo6 oTpumaTu gogaTkoBy iHoOpMaLito, AUB. IHCTPYKLiHO 3 BUKOPUCTAHHS
Habopy peazeHmig i3 sucokum suxodom NextSeq 550Dx eepcii 2 abo Habopy peazeHmig i3 8UCOKUM
suxodom NextSeq 550Dx esepcii 2.5.

[Mpo uen nocibHMK

Llen nociGHMK MiCTUTb IHCTPYKLUIi 3 HanawTyBaHHsS NapameTpiB NPOroHy ANA CEKBEHYBaHHS W aHanisy
ans moaynsa aHanisy Somatic Variant (ComaTudHuin BapiaHT). IHdopmMauito Nnpo naHenb kepyBaHHs Local
Run Manager i cuctemHi HanawTyBaHHA guB. B 008i0kogomy nocibHuUKy 0o npunady NextSeq 550D x
(0okymeHm Ne 1000000009513).

Mepernsg Local Run Manager

IHTepdenc gucnetyepa Local Run Manager MoxHa nepernsHyTn 3a 4ONOMOrol CUCTEMHOr0O
nporpamHoro 3abesneyeHHa NextSeq 550Dx (NOS) abo 6paysepa. NigTpumyeTtbca 6paysep Chromium.

“FE MPUMITKA
Y pasi BUKOpUCTaHHs1 Bpay3epa, Sk He MiATPUMYETbCS, 3aBaHTaXTe Opaysep, Lo NiATPUMyETbCS,
Konun 3'aButbcs noeigomMneHHss Confirm Unsupported Browser ([liaTBepantn 6paysep, sikuii He

nigTpumyeTbes). HaTtucHiTh TyT, Wob 3aBaHTaxutn Bepcito Chromium, gka niaTpyuMyeTbCS.

[Nepernsg Ha MOHITOpI Npunagy

1 [Onsa nepernagy iHtepdency aucnetdepa Local Run Manager Ha moHiTOpi npunagy BubepiTe oauH i3
HaBedeHMX HKYe napameTpis.
Ha ronosHomy ekpaHi NOS BubepiTb Local Run Manager.
HaTtucHiTb Ha X y npaBoMy BepxHbOMY KyTKy, o6 noBepHyTuca go NOS, konu Bce 6yae
roToBO.
Bunbepite 3Havok Minimize NOS (3ropHytn NOS), Bigkpunte 6pay3sep Chromium,
LLIO BCTAaHOBNEHWU Ha npunagi, i BBegitb http://localhost y pagok agpecwu.
Tinbkn KOpUcTyBadi 3 NnpaBamu agMiHicTpaTopa MoXxyTb 3ropHyTn NOS.
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Mepernsg i3 MepexeBoro koMmn'rotepa

1

Bigkpunte 6paysep Chromium Ha komm’toTepi, WO Mae JOCTyN A0 Ti€i XX Mepexi, A0 SKOI HanexuTb
npunag, i NigknyiTbcs, BUKopncToBytoun IP-agpecy abo im's npunagy. MNpuknaa:
http://myinstrument.

HanawTtyBaHHA napameTpiB

1
2
3

YBingite go Local Run Manager.
Bubepite Create Run (CtBoputn nporiH) i Bnbepitb Somatic Variant (ComaTtuyHmin BapiaHT).

YBeniTb iM'A MPOroHy, ske iAeHTUdIKye NporiH Big, cekBeHyBaHHS 0O aHanisy.
BukopucToByiiTe nitepu Ta umdpwu, npobin, nigkpecntoBaHHs abo gedic.

[doaaTkoBo] YBeiTb ONWUC MPOroHy, KM AOMOMOXEe NOro igeHTudikyBaTu.
BukopucToByiTe nitepu Ta umdpwu, npobin, nigkpecntoBaHHs abo gedic.

BunbepiTb KinbkicTb 3pa3kiB i HAOOPK iHOAEKCIB y PO3KPUBHOMY CIUCKY.
Mig yac BMbopy BpaxoByWTe HaBedeHy Aarni iHhopmauito.

Po3kpunBHUI CNNCOK MiCTUTbL HOMEPW 3paskiB 3i BCTaHOBNeHUMU iHAekcamu. Hanpuknag, 24-Set 1
nokasye 24 3pasku Ansi TeCTyBaHHs, 3 iHgekcamu 3 Habopy iHOekciB 1.

Homepu HabopiB iHOEKCIB HanexaTtb 00 pi3HuX Habopis iHaekciB i5. Obuasa Habopw, i Set 1, i Set 2,
3abesnedvyoTb PisHOMaHITHICTb iHAeKCiB. [nga 3anobiraHHs BUCHaXXEHHI0O OAHOro Habopy
NPONOHYOTbCA ABa Habopw iHAEKCIB.

BunbepiTb KinbKiCcTb 3paskiB, sika € HaNBNMXYO0K A0 KiNbKOCTi 3pas3kiB, WO BM TeCcTyeTe. AKLO TOYHOI
KinbKOCTi 3pa3kiB HEMae B CNUCKY, BUOEpiTb Hanbnmx4y, ane MeHLUY, HiX KinbKiCTb, LLO BK
TecTyeTe. Hanpuknag, aKkuwio Bu xoyete npotectyBaTtun 18 3paskis, Bubepitb 16 3paskis.

3eneHuM KONbOPOM BUAINEHI NYHKW 1 KOMBiHaUiT iHOEeKCIB 3pas3kiB, sKi BiANoBigaldTb BUMOram LLOA0
Pi3HOMaHITHOCTI iHAEeKCiB. AKLWO BN BUbepeTe iHLWi NyHKM Ta kombiHauii iHaekciB, To nig Yac
36epexeHHs1 MPOroHy BM OTPUMAaETe MOBIAOMMAEHHA NPO Te, WO BUMOMM WOAO Pi3HOMAHITHOCTI
iHOEKCIB HE BUKOHYIOTbCA.

IMnopT dpannis maHidecTy A51s NPOroHy

1

2
3

(
N

[MepekoHanTecs, WO MaHidhecTun, ski BaM NoTpibHO iMnopTyBaTtu, AOCTYNHI B Mepexi abo Ha USB-
Hakonu4yBaui.

HatucHite Import Manifests (ImnopT maHidecrTis).

Mepenpite go danny maHicdecty Ta BUbepiTb MaHidecTn, ki xodyete gonatu.

MPUMITKA

LLlo6 3pobutn maHihecT AOCTYNHMMM A5 BCiX NPOroHiB 3a 4OMOMOroK MOAynst aHanidy Somatic
Variant (ComatuyHmiA BapiaHT), gogante MaHidoecT, BUKOPUCTOBYHOUM OYHKLLiIF0 HanaLTyBaHHSA
mMogyn4. Lis doyHKUis BUMarae 4o3BoriB Ha piBHI agMiHicTpaTopa. [JogaTkoBy iHGopmaliito AMB.

B dosidkosomy rocibHuKy 0o npunady NextSeq 550Dx (dokymeHm Ne 1000000009513).
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3a3HaueHHs 3paskKiB A5 NPOroHy

YKaxiTb 3pasku AN NporoHy, BUKOPUCTOBYIOYM OOMWH i3 BapiaHTIB i HaBeAeHi gani iHCTpyKLii.

Enter samples manually (YBecTu 3pa3ku Bpy4YHy) — CKOpUCTaNTECH NMOPOXHLOK Tabnuuer Ha
ekpaHi Create Run (CTBOpUTM NpOriH).

Import samples (IMnopT 3pa3skiB) — nepengite 40 30BHILLHLOrO hanny y dopmaTti po3gineHmx
Komamu 3HaveHb (*.csv). LLabnoH moxHa 3aBaHTaxuTu Ha ekpaHi Create Run (CTBOpuTY NpOriH).

Micns 3anoBHeHHs Tabnuui 3paskiB MOXXHa ekcrnopTyBaTu iHopMaLlito MPO 3pa3ku B 30BHILLHIN dhann.
BukopucToByiiTe Lien dann sk 4OBiAKOBWUIA Mig Yac niarotoBky 6ibniotek abo imnopty davny gns
iHLLOro NPOoroHy.

YBeaeHH4 3paskiB ypyyHy

1

YBepfiTb yHikanbHe iM’a 3paska B none Sample Name (Im’'a 3paska).
BukopucToByiiTe nitepu Ta umdpwu, gedic abo nigkpecnoBaHHs.
IM’a 3pa3ka aBTOMATUYHO A0AAETHCA Y BIAMOBIAHY FYHKY B iHWOMY MyIii.

[dopnaTkoBo] [1ns 3paskiB NO3UTUBHOrO Ta HErATUBHOrO KOHTPOIO KMNaLHiTh NPaBo KraBgille MULLi
1 BMOEPITH TUM KOHTPOIHO.

KoHTponb y nyHLUi 04HOro 3pa3ka aBToMaTUYHO A0OaETbCS Y BiANOBIAHY MYHKY B iHWOMY Nyni 3
Takmm CaMnM KOHTPOMeM.

[AopaTkoBo] YBeaiTb onuc 3paska B none Sample Description (Onuc 3paska).

BukopucToByiiTe nitepu Ta umdpwu, gedic abo nigkpecnoBaHHs.

Onuc 3paska aBTOMaTUYHO JOAAETLCA Y BiAMNOBIAHY NYHKY B iHLLIOMY Nyni.

Onucu 3paskiB NoB’aA3aHi 3 igeHTugikaTopom 3paska. Onucu 3paskiB nepe3annucyTbCs, SAKLWO OAWH i
TON camMun igeHTudikaTop 3paska NoOBTOPHETLCS B NOAANbLIOMY MPOroHi.

Bubepite agantep iHaekcy 1y poskpuBHomy cnucky Index 1 (Ingekc 1) (i7).

Y pasi BUKOpUCTaHHS 3anponoHOBaHUX JTYHOK 3paska nporpamMHe 3abesnedyeHHs aBToMaTU4HO
3anoBHIOE iHOEKCHI aganTepwn i7 i i5, aki BignoBigatoTe BMMOram LWOAO Pi3HOMaHITHOCTI iHOEKCIB.
AKLLO TOYHOT KiNbKOCTi 3paskiB ANA TECTYBaHHS HEMAae B CMUCKY, 0O0B’A3KOBO BMOEpPiTb iHOEKCHI
afjanTtepu ona 4o4aTKOBUX NYHOK. AKLWO BaM NOTpiOHO BMOpaTK iHOEKCU ANA 000aTKOBUX NTYHOK
abo BM He BUKOPUCTOBYETE peKOMeHA0BaHi KOMOiHaLil iHAEeKCHUX afganTepiB, NnepLu Hixx Bubupatu
iHOeKkcu, 06OB’A3KOBO NpoynTanTe po3ainu Po3snisHagaHHS a3omucmux OCHO8 | Pi3HOMaHimHicmes
iHOekcig Ha cTop. 17.

BubepiTe agantep iHaekcy 2 y po3kpuBHomy cnucky Index 2 (IHgekc 2) (i5).

Bubepite dann maHidecTy 3 poskpusHoro cnucky Manifest (ManidecT).
3paskam y Pool A (Myn A) noTpiGeH iHWnn MaHidecT, Hixx 3paskam y Pool B (Myn B).

OGepiTb BapiaHT oNns nepernsay, ApyKy abo 30epexeHHs MakeTy nnaHLweTa sk 40BigKOBOro
mMaTepiany onsa npurotyBaHHs 6ibnioTek.
HaTuCHiTL 3HauoKk HHPrint (Apyk), wob Binobpa3utu makeT nnaHweTa. Bubepite Print (Opyk),
wob po3gpyKyBaT MakeT nnadwera.
Bubepitb Export (ExcnopT), wob ekcnoptyBaTty iHopMaL,ito Npo 3pa3ky 40 30BHILLHbLOrO
tanny.
[MepekoHanTecs, Lo iHpopmMaLis CTOCOBHO MaHibecTy 1 3paska npasunbHa. HenpasunbHa
iHdbopMauis Mmoxe BNAMHYTU Ha pe3ynbTaTu.

Bubepite Save Run (36epertu nporin).
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IMnopT 3paskis

1 Bwbepitb Import Samples (IMnopT 3paskiB) i nepenaiTe 4O po3TalyBaHHA iHOpMaLiiHoro danny
3paska. Bu moxeTe imnoptyBaTtu Asa Tunu gaunnis.

Bubepite Template (LabnoH) Ha ekpaHi Create Run (CTBOpUTK NporiH), Wwob CTBOPUTN HOBUN
MakeT nnaHweta. dann wabnoHy MiCTUTb NPaBWUIbHI 3arofloBKM CTOBMNYUKIB ANst iMIOPTY.
YBeniTh iHpopmaLito Npo 3pa3oK Yy KOXHUA CTOBNYUK ANA 3paskiB y NporoHi. Buganite npuknag
OaHuX i3 HEBMKOPUCTaHUX KMNITUHOK i 36epexiTb chawn.
BukopucTtante davin 3 iHdpopmauieto npo 3pasok, skMn Byno ekcnoptoBaHo 3 Moayns Somatic
Variant (ComaTtnyHum BapiaHT) 3a gonomoroto dyHkuii Export (EkcnopT).

2 HaTucHiTb 3HaYoK S Print (Opyk), wo6 BigobpasnT MakeT nnaHweTa.

Bubepite Print (Opyk), Wwob po3gpykyBaTn MakeT nraHweTa sK eTanoH nig vyac nigrotoBku
GibnioTek.

4 [OopaTkoBo] BubGepitb Export (ExkcnopT), wob ekcnoptyBatu iHdopmauito Npo 3pas3kn 4o
30BHILLHBLOroO hanny.
[MepekoHanTecs, WO iHopmaLis CTOCOBHO MaHiecTy 1 3pa3ka npaBunbHa. HenpasunbHa
iHbopMmauis MOXe BNAMHYTU Ha pe3ynbTaTu.

5 Bwubepitb Save Run (36epertu nporin).

PenaryBaHHsi NporoHy

[HCTpyKLii 3 pegaryBaHHs iHOpMaLii B MPOroHi nepes CekBeHyBaHHSAM AUB. B 008I0KOBOMY MOCiOHUKY
0o npunady NextSeq 550Dx (dokymeHm Ne 1000000009513).

Mogaynb aHanisy Somatic Variant (ComaTnyHuin BapiaHT) BUKOHY€ HaBeOEeHi HUXK4Ye KPOKM aHarnisy,
a noTiMm 3anucye BUXigHI channun aHanidy B nanky Alignment (BupiBHioBaHHS).

HdemynbTunnexkcye 34nTyBaHHS iHOEKCIB.

eHepye cdannu FASTQ.

BrKoHy€e BMpiBHIOBaAHHS BigMOBIAHO 00 €TanOHHOMo reHoMy.
BunsHauae BapiaHTW.

[emynbTunnekcyBaHHs

Mg yac gemynbTUNeKCcyBaHHS BUKOHYETbCHA MOPIBHAHHS KOXHOT NOCAIgOBHOCTI 34UTYBaHHSA iHAEKCY 3
nocnifoBHOCTAMM iHOEKCIB, 3a3Ha4YeHNUMM NS KOXHOro NporoHy. Ha uboMy etani siKicHi 3Ha4YeHHs He
BPaxoBYTbCS.

3unTyBaHHS iHOEKCIB i4eHTUdIKYTbLCS MNig Yac onucaHux gani eTanis.
3paskn HymepyTbCs Big 1 3anexHo Big Nopsaaky, y SKOMy iX nepeniyeHo Ans nporoHy.
Homep 3paska 0 pesepByeTbCS AN KNacTepiB, SKi He 6yNO NPUCBOEHO 3paskKy.

Knactepu npucBowoTbLCA 3pasky B pasi TOYHOI BigMOBIAHOCTI NOCMiLOBHOCTI iHAEKCIB ab0 Konu €
OfHa pO30iXKHICTb Ha 34MTYBaHHS iHOEKCY.
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["eHepyBaHHs hannie FASTQ

Micna gemynbTunnekcyBaHHs nporpamHe 3abesneyeHHsa reHepye nNpoMixkHi dpannu aHanisy y dopmari
FASTQ, gkuin € TekCcToBMM hopMaTom Ans npeactaBneHHs nocnigosHocten. ®annn FASTQ micTaTte
34MTYBaHHA AN KOXHOrO 3paska Ta MoB’sidaHi ouiHku akocTi. Knactepu, gki He nponwnm Kpisb dinbTpw,
BUKIHOYEHO.

KoxeH cann FASTQ MiCTUTb 34MTyBaHHS nuwe Ans O4HOro 3paska, a iM’a Lboro 3paska BKIHYaeTbCs
B iM'a dpanny FASTQ. ®annm FASTQ micTaTe NepBUHHI BXigHI OaHi ANS BMPiIBHIOBaHHSA. Ha KoxeH
3pasok reHepyeTbes Bicim dannie FASTQ Ha KoeH nyn oniroHykneoTtugis, Yotvupu 3 Read 1
(BumTtyBaHHA 1) i YoTmpu 3 Read 2 (3untyBaHHA 2), y pe3ynbTaTi YOro Ha KOXeH 3pa3ok npunagae
3aranom 16 cannis FASTQ.

BupiBHIOBaHHS

Mig yac etany BupiBHIOBaHHA nonapHui anroputm CmiTa — YoTepmaHa BUPIBHIOE KnacTepu 3 04HOro
3paska BiJHOCHO MOCNiAOBHOCTEN aMMMiKOHIB, 3adaHux y anni maHidecTy.

MonapHun anroputm CmitTa — YoTepmaHa BUKOHY€e HaniBrrobanbHe BUPiBHIOBAHHA NOCMi4OBHOCTEN ANA
BU3HAYEHHSI CXOXMUX obnacTen Mix ABOMa NOCMigOBHOCTAMU. 3aMiCTb NOPIBHAHHA BCi€i MOCNiAOBHOCTI
anroput™m CmitTa — YoTepMaHa nopiBHIOE CEFMEHTU BCiX MOXITMBUX OOBXMH.

KoXHe 34MTyBaHHSA NapHUX KiHLiIB OLIHIOETLCS 3 TOYKM 30py MOro BUMPIBHIOBAHHS BiHOCHO BigMNOBIgHUX
NnocnigoBHOCTEN 30HAIB ANA LbOro 34MUTYBaHHS.

3unTyBaHHA 1 OLiIHIOETHCS Bi4HOCHO 3BOPOTHO KOMMIEMEHTAPHOI AiNAHKM HU3XiQHOMO FOKyC-
cneuudiyvHoro oniroHykneotnay (Downstream Locus-Specific Oligos, DLSO).

3unTyBaHHSA 2 OLiHIOETHCS BiJHOCHO BMCXiZHOrO JIOKyc-cneumndivyHoro oniroHykneotugy (Upstream
Locus-Specific Oligos, ULSO).

AKLO noYaToK 34NTyBaHHA 36iraeTbcsa 3 NOCMNIAOBHICTIO 30HAA He Binblue HiX i3 Tpboma
BiAMiHHOCTAMM (pO30iXKHOCTI abo 3CyBM Yepes3 nepeBaXaHHs iHA4eniB), MOBHA LOBXMHA 34UTYBaHHSA
BUPIBHIOETbLCA BiAHOCHO MilLEHi amnnikoHa AN4 Wiel NocnigoBHOCTI.

IHgenu gna DLSO n ULSO He cnocTepiranucsa 3 ornagy Ha xiMivHi BMacTUBOCTI aHaniay.

BupiBHIOBaHHSA DinNbTPyOTLCH 3 pe3ynbTaTiB BUPIBHIOBaHHS Ha MiACTaBi 4acTOTM PO30iXHOCTI ANns
aocnigxysaHoi obracTti abo NOBHOro amMmnikoHa, 3anexHo Bif O0BXUHW aMmnnikoHa. BigdinbTpoBaHi
BUPIBHIOBAHHS 3anucyoTbCs Y hannn BUPIBHIOBAHHA SK HEBUPIBHSHI Ta HE BUKOPUCTOBYHOTHCA B
po3ani3HaBaHHi BapiaHTiB.

PosnisHaBaHHSA BapiaHTiB

Mporpama posni3HaBaHHA BapiaHTiB Pisces, po3pobneHa komnaHieto lllumina, ineHTudikye BapiaHTu,
AKi 3 HA3bKOI YacTOTOK NpUCYTHI B 3pasky OHK.

Mporpama posni3HaBaHHA BapiaHTiB Pisces ineHTudikye SNV, MNV Tta mani iHgenu B Tpu etanu:
po3rnsag KOXHOI No3uLii B eTanoHHOMY reHOMi OKpeMmo;
nigpaxyHOK OCHOB Yy 3agaHin no3uuii 4nsa BUPIBHAHMUX 34UTYBaHb, SIKi MEPEKpMBalOTb MO3WULLT;

pO3paxyHOK MoKasHWKa SIKOCTi BapiaHTa, SIKUA BU3HA4Ya€e AKiCTb po3ni3HaBaHHSA 3a LOMOMOrol Mogerni
lMyaccoHa. BapiaHTu 3 nokasHukoM sKOCTi Hwxk4e Q30 BMKNOYaTbCA.
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MocibHuk i3 poboyoro npouecy Ana moayns aHanidy Somatic Variant (ComaTtnyHuii BapiaHT) aucnetdyepa Local Run Manager
npunagy NextSeq 550D x

BapiaHTn crnoyaTtky po3ni3HatoTbCA OKPEMO AJ19 KOXKHOro nyny. [NoTiM BapiaHTX 3 KOXXHOro nyny
MOPIiBHIOTLCA N 00’ €QHYOTHCS B OAUH BUXigHMI dbann. AKWOo BapiaHT NPUCYTHIN B 060X nynax i
NpoxoauTb Kpi3b yCi pinbTpu, nepepaxoBaHi B po3aini AHomauii 0o ¢padinie VCF Ha cTop. 13, TOy
danni posnisHaBaHHA BapiaHTiB (VCF) BapiaHT no3HavaeTbcs Ak PASS.

1 Ha naneni iHcTpymeHTiB Local Run Manager HaTUCHiTb Ha Ha3By MpPOroHy.
2 Ha Bknagui Run Overview (Ornag nporoHy) nepernsiibTe NOKasHWUKU NPOroHy CEKBEHYBaHHS.

3 [AomatkoBo] HatucHiTb Copy to cIipboardEI (KonitoBatn fo 6ydepa obmiHy), wob ckonitoBatu
WNAX A0 Nanky BUXiOHUX SaHWX MPOroHy.

4 Tlepenaite Ha Bknaaky Sequencing Information (IHdopmauig Npo cekBeHyBaHHs), Wo6 nepernsaHyTu
iHdbopmauito Npo napameTpy NPOroHy M BUTPATHI Martepianu.

5 [Mepenpitb Ha Bknagky Samples and Results (3pasku 11 pesynbTtaTtu), Wob nepernaHyTu
po3TallyBaHHS 3BiTy Npo aHanis.

Akwo aHanis 6yB NOBTOPEHWIA, BigKpUATE po3KpuBHMIA cnncok Select Analysis (Bubip aHanisy) i
BMGepiTb BigNOBIiAHWIA aHani3.

6 HatucHiTb Ha 3Havyok Copy to cIipboardE (KonitoBatn go 6ydepa 0bmiHy), 06 ckonitoBaTu LWNAX
0o nankm Analysis (AHania).

Hopatkosi BigomocTi npo Bknagkm Run Overview (Ornag nporoHy) i Sequencing Information
(IHdbopMaLia Npo cekBeHyBaHHS), @ TakOX MPO Te, 9K NOBEPHYTWU aHani3 y yepry, AUB. B AOBiAKOBOMY
nocioHuky go npunagy NextSeq 550Dx (dokymeHm Ne 1000000009513).

PesynbTaTtn aHanisy 3ibpaHo Ha Bknagui Samples and Results (3pasku n pe3ynbTatu), a Takox y
BUrNagi 3asegeHoro 3BiTy B nanui Alignment (BupiBHoBaHHSA). 3BIiT 3@ KOXXHMM 3pa3koM TaKOX SOCTYMHUNA
y hopmati PDF ans koxHoro 3paska.

IHdbopmauia Ha Bknagui Samples and Results

1 HaTUCHITb Ha 3pa3okK y cnucky, Wwob nobaymTn 3BIiT NPo 3pasok.

Tabnuus 1 IHdopmaLis Npo NporiH i 3pas3ok

3arofnoBok CToBMYMKa Onwnc

Run Status (CtaH nporoHy) BunsHauyae, NponLWwoB NPoriH CeKBEHYBAHHSA YK Hi.

Total Yield (GB) (3aranbHui KinbKicTb po3ni3HaHWX a30TUCTUX OCHOB Y MPOrOHi CEKBEHYBaHHS.

Buxig (I'B)) [Mokasye npoxigHMI Nopir, a TaKoX CTaH «NpongeHo» abo «He NpoVaeHO».

% = Q30 BigcoTok 34nTyBaHHA Nif 4ac NporoHy CeKBeHyBaHHS 3 MokasHukom skocTi 30

(Q30) abo Buule. [Mokasye npoxiaHMIA NoOpIr, a TaKoX cTaH «nponaeHo» abo
«He NMpoVaeHO».

Sample Name (Ha3sBa 3pa3ska) HasBa 3paska, ykasaHa nif 4ac CTBOPEHHS MPOroHy.

Total PF Reads (Ycboro 3aranbHa KinbKiCTb 34NTyBaHb, WO NPOXOASATb Kpidb inbTP.
3untyBaHb MP)
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MocibHuk i3 poboyoro npouecy Ana moayns aHanidy Somatic Variant (ComaTtnyHuii BapiaHT) aucnetdyepa Local Run Manager

npunagy NextSeq 550D x

3aronoBok cToBN4YuMKa

Read 1% = Q30 (3unTtyBaHHA 1,
% = Q30)

Read 2% = Q30 (3untyBaHHA 2,
% 2 Q30)

Autosome Call Rate (YactoTa
po3ni3HaBaHHsS ayToCcoM)

Tabnuusa 2
3arofnoBok CTOBMYMKa
Sample (3pasok)

Report Date (JaTa 3BiTY)

Sample Information (IHdopmauis

npo 3pa3sokK)

Amplicon Summary (3BefeHa
iHdbopMmaLis Mpo aMnlikoHN)

Read Level Statistics
(CTtaTuCTNYHI AaHi piBHA
34UTYBaHHSA)

Variants Summary (3BeaeHra
iH(bopMmaLis npo BapiaHTK)

Coverage Summary (3BeageHa
iH(bopMmaLlist PO OXONMEeHHS)

Coverage Plots (diarpamu
OXOMNIEHHS)

Software Versions (Bepcii
nporpamHoro 3abesneyvyeHHs)

Onuc

BiacoTtok 3unTyBaHb y Read 1 (3untyBaHHs 1) i3 nokasHukom sikocTi 30 (Q30) abo
BYLLe AN 3paska.

BigcoTok 3untyBaHb y Read 2 (3untyBaHHA 2) i3 nokasHukom sikocti 30 (Q30) abo
BYLLe AN 3paska.

KinbKicTb reHOMHMX NO3uLi cepen ayTocom (xpomocomu 3 1 no 22), aki
3a0BONbHATbL BU3HAYEHOMY NOPOry AOBIpYOi MMOBIPHOCTI, NodineHa Ha
3aranbHy KinbKicTb 4OCAIMKEHNX NO3ULIN ayTocoM. YacToTa po3nidHaBaHb
OMNUCYETLCS Ha OAMH 3pa30K i BU3HAYAETbCA BENMYUHOLO Y BiACOTKaX, AKa
pO3paxoByeTbCS K 1 MiHYC KifbKiCTb ayTOCOMHMX MNO3ULiN i3 He3aBepLUEHNMU
po3nizHaBaHHAMMW, NOAiNeHa Ha 3aranbHy KiNbKiCTb CEKBEHOBaHMNX ayTOCOMHUX
nosuuin.

IHbopMmaLis Npo 3pas3oKky 3BiTax

Onuc
HasBa 3paska, ykasaHa nig Yyac CTBOPEHHS NMPOroHY.
[ata, konn 6yno 3reHepoBaHoO 3BiT.

lneHTndikaTop 3paska, Akuit 6yB HagaHUI Nig Yac CTBOPEHHS NMPOroHy, 3aranbHa
KiNbKiCTb 34MTyBaHb, O NPOWLLIN KPidb iNbTP Y 3pasKy, BiACOTOK 34NTyBaHb
ons 3paska i3 nokasHmkom skocti 30 (Q30) abo BuLle, a Takox YacToTa
po3ni3HaBaHHA ayTOCOM.

3aranbHa KinbKicTb CeKBEHOBaHMX obGnacTeit aMnnikoHiB i 3aranbHa JOBXWHa B
napax OCHOB CeKBEHOBAHUX aMMNIiKOHIB Yy LinboBUx obnactsax ans 3paska B Pool A
(Myn A) i Pool B (Myn B) i banni maHidecTy, WO BUKOPUCTOBYETLCHA ANS KOXHOIO
nyny. ®awn maHiecTy BU3Ha4ya€e eTanoHHU reHoM i LinboBi eTanoHHi obnacri,
LLIO BUKOPUCTOBYIOTbCS Ha eTani BUPIBHIOBAHHS.

KinbkicTb i BIGCOTOK 34MTyBaHb ANA 3pa3ska, Lo OXOMNE KOXHY No3uLiio B
eTanoHHomy reHomi, Ans Read 1 (3untyBaHHA 1) i Read 2 (34yutyBaHHs 2) y Pool A
(Myn A) i Pool B (Myn B).

Kinbkictb SNV, iHcepuit i geneuin, BUSBNeHUxX Ans 3paska, Lo nNpouLwoB
3anponoHoBaHi 3Ha4YeHHs, LWo6 BU3HAYUTU, YN 3HAXOASITLCA B MPUAHSATHUX Mexax
pe3ynbTaTy 3a NOKa3HUKOM SIKOCTi.

3aranbHa KinbKiCTb BUPIBHAHUX a30TUCTUX OCHOB, NoAineHa Ha po3mMip LinboBoi
obnacTi, i BincoTok obnactein aMnnikoHiB 3i 3HAYEHHAMU OXOMMNEHHS, AKi
nepeBuLLYIOTb HUXHI MOpIr OXonneHHs, Wwo AopiBHioe 0,2 * cepefHE OXOMMEHHS
amnnikoHiB ans 3paska B Pool A (IMyn A) i Pool B (Myn B).

Ha piarpami «OxonneHHs obnactsiMM amnnikoHiB» NMOKa3aHO OXOMMEHHS
obnacTtamu amnnikoHiB Ans 3paska. O6nacTi 3i 3Ha4eHHSAMN OXOMNMEHHS HUXKYE
nopora OXonsieHHs BUAINEHO YepBOHUM KOoNbopoM. CepeaHe 3HAaUYEHHS BCiX
BENUYMH NO3HAYEHO NoMapaH4eBolo niHieto. [liarpama HagaeTbCcsa ANs NOKPUTTA
Pool A (Myn A) i Pool B (Myn B).

Bepcii nporpamHoro 3abe3neveHHs, konu 3pa3ok 6yno cekBeHoBaHo. Bkniovae
cucTemMHe nporpamHe 3abesnevernHs NextSeq 550Dx (NOS), nporpamHe
3abesneveHHs Local Run Manager, nporpamHe 3abesneyeHHss RTA i Bepcito
moayns Somatic Variant (ComaTtnyHuii BapiaHT).
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MocibHuk i3 poboyoro npouecy Ans moayns aHanidy Somatic Variant (ComaTtnyHuii BapiaHT) aucnetdyepa Local Run Manager
npunagy NextSeq 550D x

YKkasaHi gani BuxigHi dannu aHanisy reHepytotbcsa ANg Mmoayns aHanidy Somatic Variant (ComatnyHun
BapiaHT) i HagalTb pe3ynbTaTu aHanidy Ang BUPIBHIOBAHHS W po3ni3dHaBaHHA BapiaHTiB. BuxigHi dannu
aHanisy 3HaxogsaTtbes B nanui Alignment (BupiBHioBaHHS).

IM'a dpanny
Demultiplexing (*.txt)
FASTQ (*.fastq.gz)

daninu BUpiBHIOBaHHS y popmaTi BAM
(*.bam)

dannu posnisHaBaHHA BapiaHTiB Ha
nyn y dopmati VCF (*.vcf)

dannu posnisHaBaHHS BapiaHTIB Yy
dopmarti reHomy VCF
(*.genome.vcf.gz)

dannu posnisHaBaHHSA BapiaHTIB

Onwnc
[MpomixHi dpainu, Wo MIiCTATb pe3ynbTaTu AeMyNbTUMNIEKCUPYBaHHS.

MpoMixHi hannu, Wwo MiCTATb po3nidHaBaHHA a30TUCTUX OCHOB i3
BiANOBigHMM noka3HukoM sikocTi. Pannm FASTQ MicTATbL NepBUHHI BXigHI
AaHi Ans eTany BUPIBHIOBAHHS.

MicTsiTb BUPIBHAHI 34MTYBaHHS ANs 3agaHoro 3paska.

MictsaiTe BapiaHTu, po3ni3HaBaHi B KOXHi no3uuii 3 npsamoro abo
3BOPOTHOrO nyny.

MicTsiTb reHOTMN ANst KOXHOT NO3uLii, He3anexHo Bif TOro, po3nisHaHUn BiH
sk BapiaHT abo ik eTanoHHWI FeHOM.

MicTaTe BapiaHTu, po3nisHaBaHi B KOXHil no3uii 3 06ox nynis.

KOHCEHCYCHUX MOCMiA0OBHOCTEN Y
dopmarti VCF (*.vcf.gz)

AmpliconCoverage_M1.tsv MicTuTb iHpopmaLito NPo OXOMNMEeHHSA Ha aMnikKoH Ha 3pa3oK AN KOXHOro

npeacrasreHoro Marigecty. M# — ue Homep maHidecTy.

HemynbTunnekcosaHun popmar painsnis

Y npoueci 4emMynbTUNNEKCYBaHHA 34UMTYETLCH iHOEKCHA NOCNIAOBHICTb, NPUKPINAeHa 40 KOXHOro
knacTtepa, wob BM3HAUYMTK, 3 AKOro 3paska yTBOPUBCS KracTtep. [Ans KOXHOro cermeHta npoToYvHoi
KIoBETW B AeMynbTunnekcoBaHun (*.demux) ann 3anncyeTbcs BiMOBIAHICTb MiX Knactepammn 1
HOMepOM 3paska.

dopmaT iMeHyBaHHA dannis gemynbTunnekcyBaHHs — s_1_X.demux, ge X — HOmMep cermeHTa.
®arnn oemynbTUNIeKCcyBaHHA NOYMHAIOTLCSA i3 3arofoBKa:

Bepcia (4-6antose Uine 4ymucno), notovHa: 1;

niYunbHWK Knactepie (4-6anTose LUine Yncno);
iHWa YyacTuHa banny cknagaeTbCs 3 HOMEPIB 3pas3kiB ANS KOXHOro knactepa i3 cermeHTa.

Micns 3aBeplueHHs eTany AeMyNbTUNNEeKCyBaHHA nNporpama reHepye dain 4eMynbTUMNIeKCcyBaHHS 3
Hassoto DemultiplexSummaryF1L1.txt.

B imeHi panny F1 nosHadae HOMep NPOTOYHOI KIOBETH.
B imeHi dpanny L1 no3Havyae HOMep O0piXKKN.

PesynbTaToM AeMynbTUMNNEKCYBaHHA € Tabnuusa 3 OOHUM PSAKOM AN CErMeHTa i oOHUM
CTOBMYMKOM ANsi 3pa3Kka, BKIOYHO 3i 3paskom O.

3uUnTyIOTbCHA NOCAIAOBHOCTI B IHOEKCI, WO TPannsaTbCa HandacTiwe.
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MocibHuk i3 poboyoro npouecy Ans moayns aHanidy Somatic Variant (ComaTtnyHuii BapiaHT) aucnetdyepa Local Run Manager
npunagy NextSeq 550D x

dopmar dannis FASTQ

FASTQ — ue TekcToBUIA hopmaT hanny, sikui MiCTUTb PO3ni3HaBaHHS a30TUCTUX OCHOB i 3HAYEHHS
AKOCTI 3@ KOXHUM 34MTyBaHHAM. KoxeH 3anuc MicTutb 4 pagku:

ineHTudikartop;
NMOCIIiOOBHICTb;
3Hak nnoc (+);
nokasHukn sikocTi Phred y kogosaHomy copmarti ASCII + 33.
loeHTupikatop BigdopMaToBaHUN SK:
@Instrument:RuniD:FlowCelllD:Lane:Tile:X:Y ReadNum:FilterFlag:0:SampleNumber
Mpuknag:
@SIM:1:FCX:1:15:6329:1045 1:N:0:2
TCGCACTCAACGCCCTGCATATGACAAGACAGAATC
T

<>; ##=><9=AAAAAAARRAOH : <#<; <<<22224=

dopmart pannis BAM

®ann BAM (*.bam) — ue cTucHeHa GiHapHa Bepcis aniny SAM, sika BUKOPUCTOBYETLCSA AN NOA4AHHS

BUPIBHAHMX MOCIigoBHOCTEN, po3mipom Ao 128 M6. ®opmatn SAM i BAM goknagHo onucaHo B
samtools.github.io/hts-specs/SAMv1.pdf.

Y cannax BAM BukopucToByeTbCsA popmaT iMeHyBaHHs davnis SampleName_S#.bam, ne # — ue
HOMep 3paska, KU BU3HAYaeTbCHA NOPSLKOM NepepaxyBaHHs 3pa3skiB ANsi MPOroHy.

dannn BAM MicTATb po3ainl 3arofioBka n po3ain BUPiBHIOBAHHS.

Header (3aronoBok) — micTuTb iHpopMaLito NPo BeCb hain, Taky SK iM’s 3paska, 4O0BXUHa 3pa3ka

Ta METOA BUpPiBHIOBAHHSA. BupiBHIOBaHHS B po34ini BMPiBHIOBAHHS MOB’si3aHe 3 KOHKPETHOH
iH(popMmauieto B po3aini 3aronoBka.

Alignments (BupiBHIOBaHHS1) — MiCTUTb Ha3BY 34MTYBaHHS, MOCHiIOOBHICTb 34NTYBaHHS, AKICTb

34NTYBaHHS, iHOPMaLit0 NPO BUPIBHIOBAHHA Ta KOPUCTYBaLbKi MiTKM. HasBa 34MTyBaHHA BKOYaE B

cebe xpomocomy, MoYaTKOBY KOOPAMHATY, AKICTb BMPIBHIOBAHHS i PSAOK XapakTepUCTUKK
BiAMOBIAHOCTI.

Po3ain BupiBHOBaHHA MiCTUTb TaKy iHOpMaLito ONs1 KOXKHOrO 34nTyBaHHs abo napu 34nTyBaHb:

AS: AKiCTb BMPIBHIOBAHHS MapHWX KiHLEBMX hparMeHTiB;

BC: Ter i3 6ap-kogom, gkuin BKasye Ha AeMynNbTUMNNEeKCOoBaHWUM igeHTudiKkaTop 3pa3ka, NoB A3aHui 3i

34UTYBAHHAM;
SM: aKicTb BUPIBHIOBaHHSA OAUHUYHUX KiHLEBUX (bparMeHTiB;

XC: psigoK xapakTepucTuKK BiANOBIAHOCTI;

XN: miTka 3 Ha3BOK aMMliKoHa, AKa MiCTUTb igeHTUdiKaTop aMnslikoHa, NOB’A3aHUN 3i 3UNTYBaAHHSAM.

®annu ingekcis BAM (*.bam.bai) HagatoTb iHOekc BignosigHoro danny BAM.
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BMKOPNCTOBYBATU AJTA AIATHOCTUKWM IN VITRO

11


https://samtools.github.io/hts-specs/SAMv1.pdf

MocibHuk i3 poboyoro npouecy Ans moayns aHanidy Somatic Variant (ComaTtnyHuii BapiaHT) aucnetdyepa Local Run Manager
npunagy NextSeq 550D x

dopmart anny VCF

dopmart posnisHaBaHHs BapiaHTiB (Variant Call Format, VCF) — ue 3aranbHuin doopmat dannis,
po3pob6neHnii HayKoBMM CMiBTOBAPUCTBOM i3 reHoMikn. MicTuTb iHdopmauito Npo BapiaHTu, 3HangeHi B
KOHKPETHUX No3uuisx eTanoHHoro reHomy. ®avnu VCF 3akiHvytoTbcsa cydikcom .vcf.

3aronosok danny VCF Bkntovae B cebe Bepcito popmaTty cavny VCF i Bepcito 3acoby posnisHaBaHHSA
BapiaHTa, a TakoX CMMCOK aHOTaLil, WO BUKOPUCTOBYOTLCH B iHWIN YacTuHi danny. Y 3aronosok VCF
TakoX BKMOYEeHW hann etanoHHoro reHomy n dpavn BAM. OcTaHHin paaok y 3aronoBKy MiCTUTb
3arofioBKM CTOBMYMKIB ANA paakiB gaHux. KoxHun i3 pagkie gaHmx davny VCF micTute iHpopmalito npo
OAVH BapiaHT.

3aronosku ¢oavny VCF

3aronoBok Onuc

CHROM XpomMocoma eTanoHHOro reHomy. XpoMocomu BigobpaxatoTbCca B TOMY X NOPAAKY,
o v gosiakoBun gan FASTQ.

POS OpHOOCHOBHI NO3uLii BapiaHTIB y eTanoHHi# XpOMOCOMi.
Ona SNP usa nosuuis € eTanoHHOI OCHOBO 3 BapiaHTOM; Ans iHaeniB abo geneuin us nosuuis
€ eTaNloOHHOK OCHOBOW 6e3nocepeHbO Nepes BapiaHTOM.

1D Howmep rs gnsa BapiaHTa, otpumaHoro 3 dbSNP.txt, skwo €. AKLWo B LbOMy Micli € Kinbka
HOMEPIB IS, TO CMUCOK AiINUTbCSA KPanKkow 3 KOMO. AKLL0 B Ui no3uuii Hemae 3anucy dbSNP,
TO BUKOPUCTOBYETHLCS MapKep BiACYTHbOro 3Ha4yeHHs (".').

REF ETanoHHun reHoTun. Hanpuknag, geneuis okpemoro T npeAcTaBNAeTbCa K eTanoHHun TT i
anbTepHaTuBHU T. OQHOHYKNEOTUAHUI BapiaHT Big A 4o T npeAcTaBnsaeTbCsa 9K eTanoHHU
A n anbtepHatuBHum T.

ALT Aneni, AKi Bigpi3HATHCA Bif 34UTAHOIO €TarnoHHOro reHoMy.
Hanpuknag, iHcepuisi okpemoro T npeAcTaBnsaeTbCa 9K eTanoHHUA A 1 anbTepHaTuBHUN AT.
OpHoHykneoTuaHWM BapiaHT Big A go T npeAcTaBneHnin Ak eTanoHHU A N anbTepHaTUBHUN
T.

QUAL MokasHuk skocTi Phred, Bu3HaveHunit 3acobom posnisHaBaHHA BapiaHTIB.
BinbL BMCOKI NOKa3HUKKN SKOCTi BapiaHTa CcBig4YaTb Npo Te, WO BiH Mae BinbLU BUCOKUIN CTYMiHb
BipOriAHOCTI, @ TaKOX NPO MeHLY MMOBIpHICTb NoMunok. [Ans nokasHuka sikocTi Q ouiHHa
BiporigHiCTb NomMunkn ctaHosutb 10 ~Q/10), Hanpuknag, Habip i3 po3nidHaBaHHsMu Q30 mae
koediuieHT nomunok 0,1 %. baraTo 3acobiB po3nisHaBaHHA BapiaHTiB BU3HAYalOTb NOKa3HUKN
SIKOCTi Ha OCHOBI CBOIX CTAaTUCTUYHUX MOAENEN, SIKi € BUCOKMMW MOPIBHAHO 3i
crnocTepexyBaHuMm KoedilieHTOM NOMUIIOK.
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AHoTauii oo davnis VCF

3aronosok Onuc

FILTER (®INbTP) Akwo BCi hinbTpy NponaeHo, To B CTOBNYUMKY dinbTpa 3anucyetbcs PASS ([MpoiaeHo).
* LowDP: 3acTtocoByeTbCA Ha AiNsgHKax i3 rmMMBbuHOI0 oxonneHHs Huwx4ve 450 3unTyBaHb y

KOXXHOMY nyni. na no3uuin aMniikoHiB, OXOMNEHUX K NPSMUM, Tak | 3BBOPOTHUM

34NTYBaHHAM, Lie ekBiBaneHTHo oxonneHHo B 900 34nTyBaHb OAMHUYHUX KiHLEBUX

dparmeHTiIB.

LowGQ: skicTb reHoTunyBaHHA (GQ) HMXYE rpaHUYHOrO 3HAaYEHHS.

q30: nokasHuk skocTi < 30.

LowVariantFreq: yactoTa BapiaHTiB MeHLIe 3aAaHoro nopora.

PB: 3miweHHs nyny 3oHAiB. BapiaHT He 3HanAeHO Yn 3HaNAEHO 3 HU3bKOK 4YacTOTO B

ofHoMmy abo ABOX Nynax 30HAIB.

R3x6: kinbkicTb cycigHix moBTopiB (AoBXWHOW BiA 1 4o 3 N. 0.) 4O po3ni3HaBaHb BapiaHTIB

6.

SB: 3MillleHHs HUTOK BinbLue 3a 3agaHuin nopir.

INFO Moxnusi 3anucu B ctoBnyumky INFO (IHOOPMALLIA) yknovatoTs:

(IHOOPMALLISA) AC: nigpaxyHok aneniB y reHotunax ans koxdoro anens ALT, y ToMy X Nopsiaky, LWo iy
CMUCKY.

AF: yacTtoTa anenie gnsa koxHoro anens ALT B TOMy X NOPSAKY, WO N Y CUCKY.

AN: 3aranbHa KinbKiCTb anenis y po3nidHaHMUX reHoTunax.

CD: miTka, sika Bka3sye, wo SNP BiobyBaeTbcst B obnacTi kogyBaHHS LOHaMeEHLLEe B OOHOMY
3anuci RefGene.

DP: rmnbuHa (kinbkicTb po3nisHaBaHb OCHOB, BUPIBHSAHUX 3a MO3MLiE | BAKOPUCTOBYBAHUX Y
po3ni3HaBaHHi BapiaHTiB).

Exon: po3gineHuit komamm cnucok obnacrten ek3oHiB, 34nutaHux i3 RefGene.

FC: dyHKUioHanbHi Hacnigku.

Gl: po3pineHuin kKomamu CNUCOK ifeHTUdikaTopis reHis, 3untaHux i3 RefGene.

QD: BiporigHicTb BapiaHTa / sikicTb 3@ rnmMbuHolo.

TI: po3gineHun komamm CNUCOK igeHTudikaTopiB TpaHckpunTiB, 34MTaHux i3 RefGene.

FORMAT Y cTtoBn4YuKy hopmaTy nepepaxoBaHo nons, posfdineHi ABokpankot. Hanpuknag, GT:GQ.
(POPMAT) Cnucok HaJaHuX Nonie 3anexuTb Bif BUKOPUCTOBYBAHOro 3acoby po3nisHaBaHHS BapiaHTIB.
[ocTynHi nonsa mMicTaThb:
* AD: 3anuc cpopmu X, Y, e X — KinbKiCTb €TanoHHUX po3nidHaBaHb, a Y — KinbKiCTb
anbTepHaTUBHMX PO3Mi3HaBaHb.
DP: npnbnuaHa rnnbuHa 34nTyBaHHS; 34nuTyBaHHA 3 MQ = 255 abo noraHvmu napamu
dinbTpyOTHCS.
GQ: AKicTb reHoTuny.
GQX: gkicTb reHoTuny. GQX: ue MiHimanbHe 3Ha4yeHHs napameTpa GQ Ta ctoBnus QUAL.
3aranom uji 3HaYeHHs CXOXi, ane B pasi BUKOPUCTAHHSA MiHiManbHOro 3aHavyeHHa GQX nae
OinbLL 3aHWXEHY OLIHKY AKOCTi reHOTuny.
GT: reHoTun. O BionoBigae eTanoHHin ocHoBi, 1 BianoBigae neplomy 3anucy B CTOBMYUKY
ALT i Tak gani. CkicHa pucka (/) ykasye Ha BiACYTHICTb iHdopmauii npo dasyBaHHS.
NL: piBeHb LWyMy; OUiHKa WYMy pO3Mi3HaBaHHS OCHOB Y Uil no3uuii.
PB: 3miweHHsa nyny 3oHaiB. 3HayeHHsa 6nuxye go 0 BkasylTb Ha Ginblie 3mileHHs B Gik
OAHOro nyny 30HAIB | MEHLLWI CTYNiHb BIPOriAHOCTI B pO3ni3HaBaHHi BapiaHTa.
SB: 3MillleHHs HUTOK y LibOMY No3uLii. Benuki HeraTuBHi 3Ha4YeHHA BKa3yloTb HA MeHLe
3MilleHHs; 3Ha4YeHHsi 6nmM3bko 0 BKa3yoTb Ha Ginblue 3MileHHS.
» VF: yacTtoTa BapiaHTa; BiACOTOK 34UTyBaHb, SKi NiATPUMYIOTb anbTepHaTUBHWUIA anerb.

SAMPLE (3PA3OK) CToBMYMK 3paska MiCTUTb 3HaYeHHs, ykasaHi B ctoBn4uky FORMAT (POPMAT).

®aunnu reHomy VCF

®annu reHomy VCF (gVCF) — ue dannu VCF v4.1, aki BignosigaioTs Habopy npasun gns
NpeAcTaBrieHHs BCiX OiNSHOK reHoMy B JOCUTb KomnakTHoMy dpopmari. ®annu gvVCF (*.genome.vcf.gz)
BKIOYAIOTb YCi AiNAHKX B AOCHiAXyBaHii 06nacTi B oauH dann Ans KOKHOro 3paska.
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dan gVCF nokasye Hepo3nidHaBaHHsS B MO3MLiSX, sIKi HE NPOX0OAATb Kpi3b yCi QinbTpu. Ter reHoTuny
(GT) ./. ykasye Ha Hepo3ni3HaBaHHS.

[na oTpumaHHa gogaTkoBoi iHpopmauii auB. sites.google.com/site/gvcftools/home/about-gvct.

dannun posnisHaBaHHA BapiaHTIiB Ha NyI i hannu po3nisHaBaHHA KOHCEHCYCHUX
nocnigosHocten y dpopmari VCF

Mig yac po6o4yoro npouecy Somatic Variant (ComatnyHuiA BapiaHT) reHepyeTbCs ABa Habopu dannis
po3ni3HaBaHHSA BapiaHTIB.

Per-pool VCF files (®Pannu posnisHaBaHHs BapiaHTiB Ha nyn y doopmati VCF): micTaTb BapiaHTu,
po3ni3HaBaHi 3 NpAMoro abo 3BOpoTHOro nyny. ®avnu po3nisaHaBaHHA BapiaHTIiB Ha My 3anNUCyTbCS
B nanky VariantCallingLogs.

Consensus VCF files (®annun poanisHaBaHHA KOHCEHCYCHMX MOCNiIgOBHOCTEN): MIiCTATb BapiaHTw,
po3ni3HaBaHi 3 060x nyniB. ®annu po3nisHaBaHHA KOHCEHCYCHMX MOCIiLOBHOCTEN 3anNUCyOThCA B
nanky Alignment (BupiBHioBaHHS).

daiinu posnisHaBaHHs BapiaHTiB Ha Nyn i annu po3nisHaBaHHA KOHCEHCYCHMUX NOCNiLOBHOCTEN Y
dopmarti VCF BkntovatoTb y cebe ak dannu VCF (*.vcf), Tak i dannu gVCF (*.genome.vcf) i maoTb
yKasaHe Jarni yMOBHe No3Ha4YeHHs1, e S# — ue nopsagok, y SsKomy Le 3pa3ok po3MillleHO B CIUCKY AN
MPOroHy.

Reports for all sites (3BiT npo Bci gingHkn) — SampleName_S#.genome.vcf

Reports variants only (3BiT Tinbku npo BapiaHTn) — SampleName_S#.vcf

[MporpamHe 3abe3neyeHHs NopiBHIOE harinu po3nidHaBaHHA BapiaHTiB Ha nyn y gopmarti VCF i 06’eaHye
OaHi B KOXHiN no3uuii Ansa CTBOpPeHHsA dpanny po3nidHaBaHHS KOHCEHCYCHUX MOCigoBHOCTEN y chopmaTi
VCF gns 3paska.

PosnisHaBaHHsA BapiaHTIiB i3 KOXHOro nyny o6’eQHy0TbCA B pannm po3nisHaBaHHS KOHCEHCYCHUX
nocnigosHocTen y cpopmati VCF 3a HaBegEHMMU HMKYE KPUTEPISIMUA.

Kputepin PesynbTat

ETanoHHe posnisHaBaHHA B KOXXHOMY My ETanoHHe posnisHaBaHHsA

ETanoHHe pos3nisHaBaHHSA B nyni 1 i po3nisHaBaHHA BapiaHTa B iHWOMY nyni dinbTpoBaHe po3ni3aHaBaHHSA
BapiaHTa

PosnisHaBaHHA BapiaHTIiB, AKi 36iratoTbCs, 3i CXOXKMMM YacToOTaMy B KOXXHOMY My i Po3nisHaBaHHs BapiaHTiB

PosnisHaBaHHA BapiaHTiB, ki 36iratoTbcs, 3 iCTOTHO pi3HMMUK YacToTamu B dinbTpoBaHe po3nidHaBaHHSA

KOXHOMY Myni BapiaHTa

PosnisHaBaHHA BapiaHTIiB, sKi He 36iraloTbCsa, Yy KOXHOMY nyni dinbTpoBaHe po3ni3aHaBaHHSA
BapiaHTa

[MoKa3HUKKM 3 KOXKHOro nyny 06’€JJ,HyPOTbCF| 3a 4ONOMOroK BKasaHUX Aarni 3Ha4eHb.

Moka3sHuk 3HayeHHs
mMnbuHa 36inbLweHHs rmMmMbuHm B 060x nynax
YacTtoTa BapiaHTiB BaranbHa KinbKicTb BapiaHTiB, nodineHa Ha 3aranbHy rmubuHy nokpuTTS
MokasHuk Q MiHimanbHe 3HayeHHA obox nynis
[HokymeHT Ne 1000000030330, Bepcisa 04, ykpaiHcbka 14
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dann oxonneHHs aMnlikoHIB
[nsa koxHoro danny mMaHiecTy CTBOPOETLCA hans OXOnneHHs amnriikoHiB. M# B imeHi channy — ue
HOMep MaHidecTy.
KoxxeH dann BkMYae psgok 3aronoBka, WO MIiCTUTb igeHTudikaTtopu 3paskiB, NoB’si3aHi 3 BigMNOBIAHMUM
MaHidpecToM. Llen dpann MicTuUTb Taky iHopmaLito.

Target ID (igeHTudikaTop MileHi) y ToMy BUrnsagi, B SKOMy BiH BKasaHUi y MaHicecTi.

MnburHa OXOonJieHHsT 3UNTYBaHb, L0 NPOXOAATb Kpidb PinbTp.

[lonaTtkosi BUxigHi hannu

YkasaHi gani BuxigHi channu HagatTb gogaTtkoBy iHopmauito abo nigcyMoBYyOTh pe3ynbTaTy MPOroHy
n nomunku aHanisy. Lli dannu He noTpiOHi 4Nns ouiHkK pe3ynbTaTiB aHanidy, ane ix MoxHa
BMKOPUCTOBYBATU A4 NOLWYKY W YCYHEHHSI HeCnpaBHOCTEN. YCi dannu 3Haxoaatecsa B nanui Alignment
(BupiBHIOBaHHS), AKLLO He BKa3aHo iHLWwe.

IM'a danny Onuc

AnalysisLog.txt XKypHan o6po6ku, B SKOMy ONMCaHO KOXEeH KPOK, MponAeHui nig yac aHanisy
NOTOYHOI Nanky Nporoxy. Llen cdain He MiICTUTb NOBIAOMIIEHb MPO MOMUIIKK.
3HaxoauTbes B nanui Alignment (BupiBHioBaHHS).

AnalysisError.txt XypHan o6pobku, B sKOMy nepepaxoBaHO BCi MOMWIIKM, O BUHWUKNY Nif Yac
aHanisdy. Llen cdann 6yge nopoxHim, AKLWO NOMUIKA HE BUHUKIN.
3HaxoauTbes B nanui Alignment (BupiBHioBaHHSA).

DemultiplexSummaryF 1L1#.txt lMopae pesynbTaTn AeMynbTUNNEKCYBAHHA y BUrNaAi Tabnuui 3 ogHUM psSaKkoM Ans
cermMeHTa  04HUM CTOBMYUKOM ANA 3paska. # ykaszye HoMep AOPIKKN NPOTOYHOI
kioBeTu: 1, 2, 3 abo 4.
3HaxoanTbes B nanui Alignment (BupiBHioBaHHS).

AmpliconRunStatistics.xml MicTuTb 3BefeHi CTaTUCTUYHI AaHi AN BiANOBIAHOrO NPOroHy.
3Haxoautbea B nanui Alignment (BupiBHioBaHHS).

[Nanka aHanisy
Y nanui aHani3y 36epiraoTbca dannm, areHepoBaHi nporpamMmHnm 3abesnedeHHam Local Run Manager.
B3aemM03B’A30K MixX Nankow BUXiOHMX AaHMX | Mankow aHanidy MoXHa BUKIacTu Tak.

IMig yac cekBeHyBaHHSA nporpamHe 3abe3neyeHHs Real-Time Analysis (RTA) 3anoBHio€e nanky
BUXIOHUX OaHUX dhannamu, Lo reHepyTbCs nig Yac aHanisy 3obpaxeHb, po3ni3HaBaHHSA a30TUCTUX
OCHOB i OLiHKM SIKOCTi.

RTA konitoe dannu B nanky aHanisy B pexumi peanbHoro vacy. licnsa toro sk RTA npucsotoe
MOKa3HWMK SIKOCTi KOXHIi a30TUCTIN OCHOBI NS KOXHOrO LMKy, NnporpamMa 3anucye dgann
RTAComplete.txt B 06uaBi nanku.

AHanis nounHaeTbcs 3a HaaBHocTi hanny RTAComplete.txt.

Mig wac npoBeneHHa aHanidy Local Run Manager 3anucye BuxigHi bannu B nanky aHanisy, a notim
Konitoe X Haszag y nanky BUXIOHUX SaHUX.

[Mankun BMpiBHIOBAHHSA

KoxHoro pasy, konu aHania nopeptaetbcs B vyepry, Local Run Manager cTBOpto€ nanky BUPIBHIOBaHHA 3
Hassot Alignment_N, ne N — nopsgkosuii Homep.
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CTpyKTypa narnok

= Alignment — mictute dannu *.bam, *.vcf, FASTQ, a Takox dannun, cneuundivHi ons mogyns
aHaniay.

[“Date and Time Stamp — parta n yac aHanisy y cdopmati PPPPMMAL_'TXXCC

[l AnalysisError.txt
=l AnalysisLog.txt
=] aggregate.report.html
=l aggregate.report. pdf
=l aggregate.summary.csv
B AmpliconCoverage M#.tsv
B AmpliconRunStatistics.xml
= Sample1.genome.vcf.gz
= Samplel.coverage.csv
= Sample1.report.pdf
=] Sample1.summary.csv
=l Sample1.vcf.gz
=l Sample1.bam
= FASTQ

= Sample1

=l Sample1 _L001_R1_001 fastq.gz
[T stats
=l DemuxSummaryF1L1.txt

=l FastqSummaryF1L1.txt
™ Data
[ Intensities
[ BaseCalls
= L001 — micTuTb dannum *.bel.
= L001 — micTuTb dannu *.locs.
[~ RTA Logs — micTuTb chainum xxypHany aHanisis nporpamHoro 3abesnevyeHHs RTA.

= InterOp — micTuTb OiHapHi hannu, siki BUKOPUCTOBYOTHLCS ANS 3BiTY 3@ MOKA3HWKaMu NMPOroHy
CEeKBEHYBaHHSI.

= Logs — MicTUTb hannu XypHany 3 OnMcoM KPOKiB, BUKOHYBaHUX Ni Yac CeKBEHYBaHHS.
B RTAComplete.txt
=l Runinfo.xml

5] RunParameters.xml
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Mig yac cekBeHyBaHHs 3paskiB Ha npunagi NextSeq 550Dx BUKOHYETbLCS pO3Mni3HaBaHHSA a30TUCTUX
OCHOB, sike BM3Ha4vae ocHoBu (A, C, G abo T) ons KOXHOro knactepa 3agaHoro cermeHta abo obnacTb
300paxeHHs Ha NPOTOYHIM KoBeTi B neBHoMy Lukni. Y npunagi NextSeq 550Dx BMKOpMCTOBYETHLCS
OBOKaHarnbHe CEKBEHYBaHHS, sike BMMarae TiflbK1 ABOX 300paXeHb AN KOAYBaHHS OaHUX NS YOTUPbOX
ocHoB [HK, ogHe 3 9Kkux i3 4epBOHOro, a iHLWe i3 3eneHoro KaHany.

Mpouec 34nTyBaHHS iHOEKCY AN po3ni3HaBaHHS a30TUCTUX OCHOB Bifpi3HAETLCA Bif poO3ni3HaBaHHS
a30TUCTMX OCHOB Mif Yac iHWMWX 34YNTyBaHb.

3unTyBaHHA iHOEKCY MatoTb NoYMHaATUCA Xo4a 6 3 ofHiEl OCHOBM, BiAMIHHOI Big G, y 6yab-akomy 3
nepLwmnx ABOX LUUKNIB. AKLLIO 34NTYBaHHS iHOEKCY NOYMHAETHCS 3 ABOX PO3Ni3HAHWX a30TUCTUX OCHOB G,
iHTEHCMBHICTb curHany He reHepyetbcs. Lo 3abe3neunt NpoAYyKTUBHICTb AEeMYIbTUNNEKCYBaHHS,
curHan mae 6yTu HasBHUM y ByAb-AKOMY 3 MepLUMX ABOX LMKIIB.

Akwo iHgekcn He BignoBigalTb BMMOram LWoAOo Pi3HOMaHITHOCTI, Nig Yac BMOMpaHHSA iHOEKCIB Y NpoLeci
CTBOPEHHS MPOroHy 3'ABUTbCHA NonepeaXeHHs NPo HU3bKWMIN CTYMiHb pidHOMaHITHOCTI. o6 3anobirtu
NnosiBi MOMepeaKeHHs MPO HU3bKWUIA CTYNiHb Pi3HOMaHITHOCTI, BUOMpanTe iHAEKCHI NOCMiAOBHOCTI,

AKi 3ab6e3nevyoTb cUrHan B 060X KaHanax Afs KOXHOMo LUKIY.

YepBoHun kaHan — A un C
3eneHnn kaHan — A un T

Llen npouec po3snisHaBaHHS a30TUCTUX OCHOB 3abe3rneyvye TOYHICTb Mif Yac aHanidy 3paskiB i3 HU3bKOM
WwineHicTio. JlogaTkoBy iHOpMaLito Npo CeKBEHYBaHHSA BallMX iHAEKCIB AMB. B iHCTPYKLUIT 3
BukopuctanHa TruSeq Custom Amplicon Kit Dx (dokymeHm Ne 1000000029772).

IMig yac cTBopeHHs nporoHy B Local Run Manager Bu BubupaeTe KinbKicTb 3paskiB Anst TECTYBaHHS.
MponoHoBaHi kombGiHaUii iHaOeKciB, SKi BiANoOBiAalTb BUMOram LoAo0 pisHOMaHITHOCTI iHOEeKciB,
aBTOMAaTUYHO 3arnoBHIOITLCA MPOrpamMor. Hessaxaroum Ha Te WO Bif BaC He BUMAraeTbCsl BUKOPUCTaHHSA
3anpornoHoBaHUX KombGiHauin iHOeKCiB, PEKOMEHA0BAHO X BUKOPUCTOBYBATMW.
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LOokymeHT

HokymeHT Ne 1000000030330,
Bepcis 04

HokymeHT Ne 1000000030330,
Bepcia 03

HokymeHT Ne 1000000030330,
Bepcia 02

HokymeHT Ne 1000000030330,
Bepcia 01

HokymeHT Ne 1000000030330,
Bepcia 00
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Data

CepneHb
2021 p.

pyaeHb
2019 p.

CiveHb
2019 p.

CepneHb
2018 p.

Iluctonapg
2017 p.

Onuc 3miHn
OHOBMEHO aapecy YNOBHOBaXEHOro NpeAcTaBHNKa B €BPONENCbKOMY

Cotosi.

OHOBMEHO agpecy YNOBHOBAaXeHOro npeAcraBHMKa B €BpOnencbKkomy
Cotosi.
OHoBMEHO agpecy aBCTPanincbKOro cnoHcopa.

[opaHo iHdbopmauito npo Habopwu peareHTiB Bepcii 2.5.

OHoBneHo MapKyBaHHA BiANOBIAHOCTI HOPMaATUBHO-NPaBOBUM BMMOram.

MoyaTkoBa pepakuis.
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[ns oTpMaHHSA TEXHIYHOT JONOMOTN 3B’ SKITbCS 3i CNYXXOO0K TEXHIYHOT NIATPUMKM
komnaHii lllumina.

Bebcawnt www.illumina.com
EnekTtpoHHa nowTa techsupport@illumina.com

Homepu TenedoHiB niaTpMMKn KopucTtyBsadiB koMmnaHii lllumina

PerioH

MiBHiuHa Amepuka

Bes3kolwToBHMI

+1800 809 4566

PerioHanbHumn

ABcTpanis +1 800775688

ABCTpist +43 800006249 +43 19286540
Benbris +32 80077160 +32 34002973
Benuka BputaHis +44 8000126019 +44 2073057197
[OHKOHI 800960230

HaHisa +45 80820183 +45 89871156
IpnaHais +353 1800936608 +353 016950506
IcnaHis +34 911899417 +34 800300143
ITanis +39 800985513 +39 236003759
KuTan 400 066 5835

Hipepnanau +31 8000222493 +31 207132960
HimeuunHa +49 8001014940 +49 8938035677
Hosa 3enanpgis 0800451650

Hopseris +47 800 16836 +47 21939693
CuHranyp +1 800 579 2745

TarnBaHb 00806651752

PiHnAHAIA +358 800918363 +358 974790110
PpaHuin +33 805102193 +33 170770446
Lseriuapis +41 565800000 +41 800200442
LWeeuis +46 850619671 +46 200883979
AnoHis 08001115011

IHWIi KpaiHm +44 1799 534000

MacnopTtu 6e3neku npoaykuii (SDS) gocTynHi Ha BeGcawTi lllumina 3a agpecoto

support.illumina.com/sds.html.

[dokymeHTauisa npoaykuii 4OCTynHa AnNs 3aBaHTaxeHHs Ha BebcanTi lllumina y dopmati PDF.
Mepengitb 3a agpecoto support.illumina.com i BUGepiTb cnoyaTky NpoaykT, a NoTiM — CTOPIHKY
Documentation & Literature (JokymeHTauis Ta nitepartypa).
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