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MocibHuk i3 poboyoro npouecy Ans moayns aHanidy Germline Variant gucnetyepa Local Run Manager npunagy NextSeq 550D x

Mogynb Germline Variant (BapiaHT 3apoakoBoi niHii) aucnetyepa Local Run Manager npusHayeHo ons
BUKopucTaHHA 3 aHanidoMm lllumina TruSeq Custom Amplicon Kit Dx i NextSeq 550Dx. Y pasi
BUKOpUCTaHHA 3 mogyriem Germline Variant (BapiaHT 3apogkoBol niHiT) Len aHanis npusHavyeHo Ans
nigrotoBku 6i6nioTek, BUKOpMCTOBYBaHUX Ans cekBeHyBaHHs OHK 3i 3paskiB nepudepinHoi LinbHOI
KpOBi.

Mopgynb aHani3y ouiHoe kopoTki obnacTi amnnicikoBaHoi AHK, abo amnnikoHu, Anga po3ni3HaBaHHSA
BapiaHTiB. ChoKycoBaHe CEeKBEHyBaHHS aMMIlikOHIB 3abe3neyvye LMPoKe OXOMNMEHHs NeBHUX obnacTen.
[uB. iHCTpyKUito 3 BUKopucTaHHa TruSeq Custom Amplicon Kit Dx (Ookymenm Ne 1000000029772).

Ons pobotn mogynsa aHanidy Germline Variant (BapiaHT 3apoakoBoi niHiT) NOTpiGHI BUTpaTHI maTepianu
ans 300-uMKNoBOro CekBeHyBaHHs. [1na oTpuMaHHa 40A4aTKOBOI iHopMauii AUB. iHCTPYKLUito 3
BUKOpUCTaHHA Habopy peazeHmis i3 sucokum suxodom NextSeq 550Dx eepcii 2 abo Habopy peazeHmis
i3 sucokum suxodom NextSeq 550D x sepcii 2.5.

[Mpo uen NOCiOHMK

Llert nociGHMK MICTUTb iIHCTPYKLIT 3 HanawTyBaHHS NapaMeTpiB NPOroHy A CeKBEHYBaHHSA 1 aHanisy
ansa moaynsa aHanidy Germline Variant (BapiaHT 3apogkoBoi niHiT). IHdopmMauito npo naHenb KepyBaHHSA
Local Run Manager i cuctemHi HanawTyBaHHA AuUB. B 008i0k08OMY nocibHUKy Ao npuiady

NextSeq 550D x (0okymeHm Ne 1000000009513).

[Nepernag Local Run Manager

IHTepdenc aucnetyepa Local Run Manager MmoxHa nepernsgHyTv 3a 4ONOMOrol CUCTEMHOrO
nporpamHoro 3abesnedeHHs NextSeq 550Dx (NOS) abo 6payasepa. MNigTpumyeTtbea 6pay3ep Chromium.

TE MPNMITKA

Y pasi BUKopuCTaHHs1 Opay3epa, KW He MiATPUMYETBLCS, 3aBaHTaXTe MiATpUMyBaHuA Gpay3ep,
Konun 3'aButbcs nosigomneHHs Confirm Unsupported Browser ([ligTBepautu nigTpumysaHuii paysep).
HatucHitb TyT, Wo6 3aBaHTaxuTu NigTpymMyBaHy Bepcito Chromium.

[Nepernag Ha MOHITOpPI Npunaay

1 [Ona nepernagy iHtepdency aucnetdepa Local Run Manager Ha MoHiTOpi Nnpunagy BMGepiTe OOWH i3
HaBeJeHUX HWKYe napameTpiB.
Ha ronosHomy ekpaHi NOS BubepiTb Local Run Manager.
KnauHite X y npaBomy BepxHboMy KyTi, wob nosepHyTucs o NOS, konu Bce 6yae rotoso.
Bunbepitb 3Ha4yok Minimize NOS (3ropHyTtn NOS), Biakpunte 6paysep Chromium,
LLIO BCTaHOBIeHWI Ha npunagi, i eeeaitb http://localhost y psgok agpecu.
TinbKku KopucTyBadi 3 NpaBamu agmiHicTpatopa MoXyTb 3ropHyTn NOS.

Mepernsag i3 MepexeBoro kKomn'rotepa

1 Bigkpuinte 6paysep Chromium Ha KOMM'HOTEpI, WO Mae AOCTYN A0 Ti€l XX Mepexi, 40 AKOi HanexmnTb
npunag, i NigknyiTbcsl, BUKOpUcToBytoun IP-agpecy abo im's npunagy. MNpuknaa:
http://myinstrument.
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HanawTtyBaHHA napameTpiB

1 ¥Bingite go Local Run Manager.
2 Bubepitb Create Run (CtBOpuTM nporiH), a notim — Germline Variant (BapiaHT 3apoakoBoi MiHif).
3 YBediTb iM’a NpoOroHy, dke igeHTudikye NporiH Bii CEKBEHYBaHHA [0 aHarnisy.
BukopucTtoBynte nitepu Ta umdpun, npobin, nigkpecntoBaHHa abo gedic.
4 [OopaTkoBo] YBeaiTb ONUC MPOroHy, SIKMN AOMNOMOXe MOro igeHTudikyBaTu.
BukopucToBynte nitepu Ta umdpu, npobin, nigkpecntoBaHHa abo gedic.
5 BwubBepiTb KinNbKiCcTb 3pa3kiB i HAOOPK iHOEKCIB y PO3KPUBHOMY CMMUCKY.
Mig yac BMOOpy BpaxoBYyWTE HaABEAEHY Hmk4e iHhopMalito.

Po3kpuBHUI CNNCOK MiCTUTbL HOMEPW 3paskiB 3i BCTaHOBMEHMMY iHAekcamu. Hanpuknag, 24-Set 1
nokasye 24 3pasku Ansa TecTyBaHHSA 3 iHOekcamu 3 Habopy iHaekciB 1.

Homepwn HabopiB iHOEKCIB HanexaTb A0 pidHMX Habopis iHaekciB i5. ObuaBa Habopwu, Ak Set 1,
Tak i Set 2, 3a6e3ne4ytoTb Pi3HOMAHITHICTb iHAEKcIB. [1nga 3anobiraHHss BUCHAXXEHHI0 OAHOro Habopy
NPOMOHYTbLCS ABa HAabopu iHOEKCIB.

BunbepiTb KinbkiCcTb 3pa3kiB, sika € HaNBNMKYOI A0 KiNbKOCTI 3paskKiB, O BN TeCTyeTe. AKLLO TOYHOI
KinbKOCTi 3pa3kiB HEMae B CNWUCKY, BUOepiTb Hanbnmx4y, ane MeHLUY, HiX KinbKiCTb, LLO BU
TecTyeTe. Hanpuknag, Ko Bu xo4yeTte npotectyBaTtu 18 3paskiB, BubepiTb 16 3paskis.

3eneHuM KONbOPOM BUAINEHO NYHKM i KOMGiHaUii iHOEKCiB 3pas3kiB, siKi BiANOBIAAOTE BUMOram Loa0
Pi3HOMaHITHOCTI iHAEKCIB. AKLO BM BubepeTe iHWi NyHKM Ta KoMOiHauii iHgekciB, To nig yac
36€epexeHHs1 MPOroHy OTpMMAaEeTe MOBIOOMITEHHS MPO Te, WO BUMOTM LWOA0 Pi3HOMAHITHOCTI iHOEKCIB
He BMKOHYHOTbCS.

IMnopT channis MaHipecTy A1 NPOroHy

1 TllepekoHanTecs, WO MaHipecTun, AKi BaMm NOTpibHO iMnopTyBaTh, AOCTYNHI B Mepexi abo Ha USB-
Hakonu4yyBsadi.

2 HatucHite Import Manifests (Imnopt maHidecTiB).

3 [Mepengite go danny maHichecty Ta BUbepiTb MaHidecTn, ki xodyete gogatu.

{ MPUMITKA

LLlo6 3pobutn MaHihecT 4OCTYNHMMM M5 BCiX NMPOroHiB 3a A0MOMOrolo Mogynsa aHanisy Germline
Variant (BapiaHT 3apoakoBOI NiHii), gogante MaHihecTn, BUKOPUCTOBY UM (PYHKLKO HanawTyBaHHS
moayns. Lia dpyHKuUis BUMarae [o3BoniB Ha piBHI agmiHicTpaTopa. [JoaaTtkoBy iHdbopMaLito AUB.

B 0osiOkogomy riocibHuKy 0o npunady NextSeq 550Dx (dokymeHm Ne 1000000009513).

3a3HaveHHs 3paskKiB A8 NPOroHy

YKaxiTb 3pasku Ans NporoHy, BUKOPUCTOBYIOYM OOMWH i3 BapiaHTiB i HaBeAeHi gani iHCTpyKLii.

Enter samples manually (YBecTu 3pasku Bpy4YHy): CKOPUCTANTECS MOPOXHbOK TabnUL e Ha ekpaHi
Create Run (CtBOpPUTU NpOriH).

Import samples (IMnopT 3paskiB): nepenaiTe 4O 30BHIWHLOrO anny y dpopmarti po3gineHmx
KOMamu 3HaueHb (*.csv). LlabnoH moxHa 3aBaHTaxuTu Ha ekpaHi Create Run (CTBOpPUTK NpPOriH).
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Micns 3anoBHeHHA Tabnuui 3pa3kiB MOXXHa eKkcrnopTyBaTu iHopMaLlito MPO 3pa3kn B 30BHILLHIN dhann.
BukopucToBynTe Len dann sik JOBIAKOBUIA Nig Yac nigrotoBkun 6ibniotek abo imnopty danny gns
iHLLOro NPoroHy.

YBeaeHH4A 3paskiB ypyyHy

1

8

YBeaiTb yHikanbHun ineHTudikatop 3paska B none Sample ID (IgeHTudikatop 3paska).
BukopucToBynTe nitepm Ta umdpu, gedic abo nigkpecnoBaHHS.

[AoaaTkoBo] [1ns 3pa3kiB NO3UTUBHOIO Ta HErATMBHOIrO KOHTPOSIIO KMaLHiTh NpaBoo KraBiller MULLi
N BMOEPITb TUMN KOHTPOITO.

[dopaTtkoBo] YBeniTh onuc 3pa3ka B none Sample Description (Onuc 3paska).

BukopucToByiiTe nitepu Ta umdpwu, gedic adbo nigkpecntoBaHHs.

Onucw 3paskiB NoB’sa3aHi 3 iMeHeM 3paska. Onvcu 3paskiB nepes3anucyoTbCs, SKLWO ogHe 1 Te X iM’s
3paska NOBTOPHETLCS B NOA4arbLIOMY MPOroHi.

Bubepite agantep iHaekcy 1y poskpmBHomy 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 ANSA TECTyBaHHS HEMae B CMMCKY, 000B’A3KOBO BMOEpPIiTb iHOEKCHI
afjanTtepu ona 4o4aTKOBUX NYHOK. AKwo noTpibHO BUGpaTu iHOeKcH onsa 4o4aTKOBMX NYHOK abo Bu
He BMKOPUCTOBYETE peKkomMeHOoBaHi KoMOiHaLii iHAeKCHUX ajanTepiB, NepLu HixX BUOUpaTtu iHgekcu,
000B’s13KOBO NpounTanTe po3ain Po3mnizHagaHHs a3omucmux OCHO8 i pi3HOMaHIimHicme iHOEeKci8 Ha
cTop. 15.

BubepiTe agantep iHaekcy 2 B po3kpmBHoMy cnucky Index 2 (IHgekc 2) (i5).
Bubepite dann maHidecTy 3 poskpusHoro cnucky Manifest (ManidecT).
BubepiTb BapiaHT gns nepernsgy, pyKy abo 36epexeHHa MakeTa nnaHweTa sik etanoHa ans

npuroTyBaHHs 6ibnioTexk.

HaTucHiTb 3Hauok S Print (Opyk), o6 Bino6pa3uTi makeT nnaHweTa. Bubepitb Print (Opyk),
wob po3apyKyBaT MakeT nnaHwera.
Bunbepite Export (ExkcnopT), wob ekcnoptyBaTtu iHhopMaLito Npo 3pa3ky 40 30BHILLHbOrO
thanny.
[MepekoHanTecs, Lo iHpopmMaLis CTOCOBHO MaHibecTy 1 3paska npasunbHa. HenpasunbHa
iHdbopMauis Moxe BNNMHYTU Ha pe3ynbTaTu.

BubGepite Save Run (36epertu nporin).

IMnopT 3paskis

1

2

Bunbepitb Import Samples (IMnopT 3paskiB) i nepenaiTe 40 po3TallyBaHHA iHopMaLiiHoro danny
3paska. Bu moxeTe imnoptyBaTtu asa Tunu gannis.
Bu6epite Template (LLlabnoH) Ha ekpaHi Create Run (CTBOpUTK NpOriH), Wwob CTBOPUTA HOBUI
MakeT nnaHweta. dann wabnoHy MiCTUTb NPaBWUIbHI 3arofloBKM CTOBMNYUKIB ANs iMNOPTY.
YBepfiTe iHopMaLito Npo 3pa3ok y KOXHWUA CTOBMYMK AN 3paskiB y nNporoHi. Buaanite
iHdbopmaLito Npo 3pa3ok i3 HEBUKOPUCTaHUX KloBeT | 36epexiTb dann.
BukopucTtante cdann 3 iHpopmaLieo Npo 3pasok, sikui 6yno ekcrnopToBaHo 3 Mmoayna Germline
Variant (BapiaHT 3apogkoBoi niHii) 3a gonomorot yHkKuUii Export (EkcrnopT).

HaTuCHiTb 3Hauok S Print (Opyk), wob BigobpasnT MakeT niaHweTa.
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3 BwubGepitb Print (Opyk), wob po3gpykyBaT MakeT nraHweTa sK eTanoH nig vyac nigrotoBKu
GibnioTek.

4 [OopaTkoBo] BubGepitb Export (ExkcnopT), wob ekcnopTyBatu iHdopmauito Npo 3pas3kn 4o
30BHILLHBLOrO 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 Germline Variant (BapiaHT 3apoAKoBOI NiHiT) BUKOHYE HaBEAEeHi HMXKXYe KPOKN aHanisy,
a noTim 3anucye BUXigHi annu aHanidy B nanky Alignment (BupiBHioBaHHS).

HdemynbTunnekcye 34nTyBaHHS iHOEKCIB.
eHepye cdannm FASTQ.
BrKoHy€e BMpiBHIOBaAHHSA BigMOBIAHO 00O €TanOHHOMo reHoMy.

BunsHauae BapiaHTW.

[emynbTunnekcyBaHHs

Mg yac gemynbTUNeKCcyBaHHS BUKOHYETbCHA MOPIBHAHHS KOXHOT iHOEKCHOT NOCAigOBHOCTI 34NMTYBaHHSA 3
iHOEKCHMMM MOCNiAOBHOCTSAMMU, 3afaHMMM O NporoHy. Ha uboMy etani 3Ha4yeHHs SIKOCTi He
BPaxoBYTbCS.

3unTyBaHHS iHOEKCIB i4eHTUdIKYTbLCSA Nig Yac onMcaHux gani eTanis.
3paskn HymepyTbCs Big 1, 3anexHo Big nopsagKy, y KoMy iX nepenivyeHo s nporoHy.
Homep 3paska 0 pesepByeTbCS AN KNacTepiB, SKi He 6yNO NPUCBOEHO 3paskKy.

KnacTtepu npucBowoTLCA 3pa3Ky B pasi TOYHOI BiAMNOBIAHOCTI iHOEKCHOT NocnigoBHOCTI abo konu €
OfHa pO30iXKHICTb Ha 34MTYBaHHS iHOEKCY.

["eHepyBaHHs pannis FASTQ

Micna gemynbTuUnnekcyBaHHSA nporpaMHe 3abesnedyeHHs reHepye nNpoMixkHi dannu aHanisy y gpopmari
FASTQ, akunin € TekCTOBMM popMaTom Ans npeacTtaBneHHs nocnigosHocTen. ®anmnmn FASTQ mictate
34NTYBaHHA ANSA KOXHOro 3paska Ta MoB’A3aHi ouiHKM 9KoCTi. Knactepu, siki He Nponwwnm Kpisb inbTpw,
BUKIHOYEHO.

KoxeH cann FASTQ MiCTUTb 34MTyBaHHA nvwe Ans O4HOro 3paska, a iM’a Lboro 3paska BKIH0YaeTbCA
B iM'a dpavny FASTQ. ®annm FASTQ MicTATb NepBUHHI BXigHI AaHi ANs BMPiBHIOBaHHSA. Ha koxeH
3pasok 3reHepoBaHo Bicim ¢annie FASTQ, yotupu 3 Read 1 (34ntyBaHHs 1) i yoTnpu 3 Read 2
(BuntyBaHHs 2).
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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 NOCNi4OBHOCTEN ANA
BU3HAYEHHS CXOXUX obnacTen Mixk ABOMa NOCMigOBHOCTAMU. 3aMiCTb NOPIBHAHHA BCi€i NOCNiAOBHOCTI
anroput™m CmitTa — YoTepMaHa nopiBHIOE CEFMEHTU BCiX MOXITMBUX OOBXMH.

KoXHe 34MTyBaHHSA napHUX KiHUEBUX hparMeHTIB OLIHIOETLCS 3 TOUKU 30pYy MOro BMPiIBHIOBAHHS BiJHOCHO
BiANOBIAHMX NOCMIAOBHOCTEN 30HAIB AN LbOro 34MTYBaHHS.

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

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

AKLLO noYaToK 34nTyBaHHA 36iraeTbcsa 3 NOCMNIAOBHICTIO 30HAY 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 BMPIBHIOBaHHS Ha MiACTaBi YacTOTM PO30BiXHOCTI ANns
aocnigxysaHoi obracTti abo NOBHOro amMmnikoHa, 3anexHo Bif OO0BXUHW aMmnnikoHa. BigdinbTpoBaHi
BUPIBHIOBAHHS 3anucyoTbCs Y hannn BUPIBHIOBAHHA SK HEBUPIBHSHI Ta HE BUKOPUCTOBYHOTHCH B
poani3HaBaHHi BapiaHTiB.

PosnisHaBaHHSA BapiaHTiB
Pisces Variant Caller, po3po6nenuin komnaHieto lllumina, ineHTudikye BapiaHtn, npucyTHi B 3pasky OHK.
Pisces Variant Caller ineHtndikye SNV, MNV Ta mani ingenu B Tpu etanw.

Po3rnsag KOXXHOro nonoXeHHs B eTaroHHOMY FeHOMi OKpeMo.

MMigpaxyHOK OCHOB y 3afaHOMy MOMOXEHHI AN BUPIBHAHMX 34MTYBaHb, SKi MepekprBaloTb
MOMOXEHHS.

Po3paxyHok nokasHuKka SKOCTi BapiaHTa, KM BM3HAYa€e SKICTb pO3Mi3HaBaHHS 3a AONOMOrow Moaeni
lMyaccoHa. BapiaHTu 3 nokasHMKOM SKOCTi Hx4e Q20 BMKNOYaOTHCA.

Akwo BapiaHT NpoxoauTb Kpis3b BCi inbTpu, To BiH no3dHavaeTbesa y VCF gk PASS (MpongeHo).

[Ona oTpumaHHa gogaTkoBoi iHopmauii ame. github.com/lllumina/Pisces/wiki.

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 (KonmitoBatn fo 6ydepa obmiHy), Wwob ckonitoBatu
WNAX A0 Nanky BUXiOHUX LaHWX MPOroHy.

4 Tlepenaite Ha Bknaaky Sequencing Information (IHdopmauig Npo cekBeHyBaHHs), WoOO nepernsaHyTu
iHdbopmauito Npo napameTpy NPOroHy W BUTPATHI MaTtepianu.

5 [epenpitb Ha Bknagky Samples and Results (3pasku 11 pesynbTtaTtu), Wob nepernaHyTu
po3TallyBaHHS 3BiTy Npo aHanis.
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Akwo aHani3 NnoBToOpOBaBCH, BigKpUNTe po3kpuBHUIA cnvcok Select Analysis (Bubip aHanisy) i
BMOepiTb BiANOBIgHMI aHanis.

6 HartucHiTb Ha 3Ha4yok Copy to cIipboardE (KonitoBatn go 6ydepa o6MiHy), o6 ckonitoBaTh LWISAX
0o nanku Analysis (AHanis).

Hopatkosi BigomocTi npo Bknagkm Run Overview (Ornag nporoHy) i Sequencing Information
(IHdopMaLis Npo cekBEHYBaHHS), @ TAKOX MPO Te, Ik NOBEPHYTU aHani3 y 4yepry, AuB. B 4OBIAKOBOMY
nocioHuky go npunany NextSeq 550Dx (dokymeHm Ne 1000000009513).

PesynbTtaTtn aHanisy 3ibpaHo Ha Bknagui Samples and Results (3pasku n pesynbTatn), a Takox y
BUrnagi asegeHoro 3BiTy B nanui Alignment (BupiBHioBaHHSA). 3BIiT 3@ KOXHUM 3pas3koM TakoX AOCTYMHUNA
y cbopmati PDF gnga koxHoro 3paska.

IHdpopmauia Ha Bknaaui Samples and Results

1 HaTtucHiTb Ha 3pa3ok y cnucky, wob nobayuntu 3BiT Npo 3pasok.

Tabnuus 1 IHdopmauis npo NporiH i 3pasok

3arosfioBok ctoBnymka
Run Status (CTtaH nporoHy)

Total Yield (GB) (3aranbHuii
Buxig (I'B))

% 2 Q30

Sample ID (laeHTudikaTtop
3paska)

Total PF Reads (Ycboro
3untyBaHb MP)

Read 1% = Q30 (34utyBaHHs 1,
% = Q30)
Read 2% = Q30 (3unTyBaHHA 2,
% 2 Q30)

Autosome Call Rate (YactoTta
po3nisHaBaHHA ayTocoMm)

Onwuc
BusHavae, npoiLwoB NporiH CEKBEHYBaHHA YM Hi.

KinbKicTb po3nidHaHMX a30TUCTUX OCHOB Y NMPOrOHi CEKBEHYBaHHS.
[Moka3sye npoxiaHWiA Nopir, a TakoX cTaH «npongeHo» abo «He NponaeHOo».

BigcoTok 34nTyBaHHA Nif 4ac NpoOroHy CEKBEHYBaHHA 3 MOKa3HMKoM AkocTi 30
(Q30) abo Buule. [Mokasye npoxiaHMIA Nopir, a TaKoX cTaH «npongeHo» abo
«He NponaeHoY.

loeHTudikaTop 3paska, ykasaHui nig 4ac CTBOPEHHS NPOroHy.

3aranbHa KinbKiCTb 34UTyBaHb, WO NPOXOASATb Kpi3b inbTP.

BiacoTok 3unTyBaHb y Read 1 (3untyBaHHs 1) i3 nokasHukom sikocTi 30 (Q30) abo
BULLE ANSa 3paska.

BiacoTok 34nTyBaHb y Read 2 (3untyBaHHs 2) i3 nokasHukom sikocTi 30 (Q30) abo
BYLLe AN 3paska.

KinbKicTb reHOMHUX NONOXeHb cepen ayTocoM (xpomocomu 3 1 no 22),

SKi 3a40BOMbHAOTE BU3HAYEHOMY MOPOry AOBipYOT MMOBIPHOCTI, NodineHa Ha
3ararbHy KinbKicTb JOCNIIKEHUX NOMOXEHb ayTOCOM. YacToTa posnisHaBaHb
OMUCYETLCA Ha OAMH 3pa3ok i BUBHAYAETbCS BEMTMYUHOIO Y BiAcOoTKax, ska
po3paxoByeTbCs K 1 MiHYC KiNbKiCTb ayTOCOMHMUX MOMOXEHb i3 He3aBepLIeHUMU
po3nisHaBaHHAMM, NodineHa Ha 3aranbHy KiNbKiCTb CEKBEHOBAHMX ayTOCOMHUX
NONOXeHb.

Tabnmua 2 IHdopmaLis npo 3pa3oky 3BiTax

3aronoBok cToBNUs
Sample (3pasok)
Report Date (OaTa 3BiTy)

Onuc
lpeHTudikaTop 3paska, ykasaHui nig 4ac CTBOPEHHS NMPOroHy.

[aTta, konu 6yno 3areHepoBaHoO 3BiT.
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3aronoBok cToBMNUS

Sample Information (IHdopmauis

npo 3pa3sokK)

Amplicon Summary (3BefeHa
iHdbopMmaLis Mpo aMnlikoHN)

Read Level Statistics
(CtaTtuctnyHi gaHi piBHS
34UTYBaHHSA)

Variants Summary (3BegeHa
iHdpopmauis npo BapiaHTu)

Coverage Summary (3BegeHa
iHbopmaLis Npo OXOMMNEHHS)

Coverage Plots (Hiarpamun
OXONMEHHS)

Software Versions (Bepcii
nporpamHoro 3abesneyeHHs)

Onuc

lneHTndikaTop 3paska, skuit 6yrno HagaHo nig Yac CTBOPEHHS NMPOroHy, 3aranbHa
KiNbKiCTb 34MTyBaHb, O NPOWLLIN KPidb iNbTP Yy 3pasKy, BiACOTOK 34NTyBaHb
ons 3paska 3 nokasHukom sikocTi 30 (Q30) abo BuLle, a TakoX YacToTa
po3ni3HaBaHHA ayTOCOM.

3aranbHa KinbKicTb CEeKBEHOBaHMX oGnacTeit aMnnikoHiB i 3aranbHa JOBXWHa B
napax OCHOB CeKBEHOBaHMX aMMNIIiKOHIB Yy LiNboBUX obnactsx Ansa 3paska v danny
MaHidpecTy. Pain maHidecTy BU3Ha4Yae eTanoHHWIA FeHOM i LinbOoBi eTanoHHi
obnacTi, Lo BUKOPUCTOBYIOTLCA Ha eTani BUPIBHIOBAHHS.

KinbkicTb i BioCOTOK 34nTyBaHb ANA 3pa3ska, Lo NOKPUBAE KOXHE MOMOXEHHS B
eTanoHHomy reHomi, ana Read 1 (3untyBaHHa 1) Ta Read 2 (3untyBaHHA 2).

Kinbkictb SNV, iHcepuilt i eneuin, BUSBNeHUX Ans 3paska, Lo NpouLloB
3anponoHOBaHi 3Ha4YeHHS, W06 BU3HAYUTK, Y NepebyBatoTb y MPUAHATHUX
Mexax pe3ynbTaTuh 3a NoKa3HUKOM SIKOCTI.

3aranbHa KinbKiCTb BUPIBHAHMX a30TUCTUX OCHOB, MOJifieHa Ha po3Mmip LinboBoi
obnacrTi, i BincoTok obnacren aMmnmnikoHiB 3i 3HAYEHHAMU OXOMNEHHS, AKi
nepeBULLYOTb HUXHIN Mopir oXxonneHHs, Wwo gopisHioe 0,2 * cepeiHE OXOMMNEHHS
amnnikoHiB Ans 3paska.

Ha giarpami «OxonneHHsA o6nactsiMy amnnikoHIB» NOKa3aHO OXOMMEHHS
obnactammn amnnikoHiB Ansa 3paska. ObnacTi 3i 3Ha4eHHSAMU OXOMMEHHA HUXYE
nopora oxomnsfeHHs BUAINEeHO YepBOHUM KonbopoM. CepeHe 3Ha4YEeHHs BCiX
BEMMYMH NMO3HAYE€HO NOMapaH4yeBOHO MiHiet0.

Bepcii nporpamHoro 3abeaneyveHHsi, konu 3pa3ok 6yno cekBeHoBaHo. Bknioyae
cucTeMHe nporpamHe 3abesneveHHs NextSeq 550Dx (NOS), nporpamHe
3abesneveHHs Local Run Manager, nporpamHe 3abesneyeHHa RTA i Bepcito
moayns Germline Variant (BapiaHT 3apoakoBoi fiHif).

YkasaHi gani BuxigHi dannu aHanisy reHepytotbcsa Ana moayns adanisy Germline Variant (BapiaHT
3apOoaKOBOI NiHIT) | HagalTb pe3ynbTaTy aHanidy Ang BUPIBHIOBAHHSA W pPO3ni3HaBaHHSA BapiaHTIB.
BuxigHi dpavinun aHanidy posmiweHi B nanui Alignment (BupiBHIOBaHHS).

IM'a danny
HemynbTunnekcyBaHHs (*.txt)
FASTQ (*.fastq.gz)

daninu BUpiBHIOBaHHS y popmaTi BAM

(*.bam)

dannu posnisHaBaHHSA BapiaHTIB Yy

dopmaTi reHomy VCF
(*.genome.vcf.gz)

dannu posnisHaBaHHSA BapiaHTIB Yy

dopmarti VCF (*.vcf.gz)

AmpliconCoverage_M1.tsv

Onwnc
[MpomixHi painu, Wo MICTATb pe3ynbTaTu AeMyNbTUMNEKCYBaHHS.

MpoMixHi hannu, Wwo MiCcTATb po3nidHaBaHHA a30TUCTUX OCHOB i3
BiANoOBigHMM nokasHukoMm sikocTi. Pannm FASTQ MicTATbL NepBUHHI BXiaHI
OaHi ons etany BUPIBHIOBAHHS.

MicTsiTb BUPIBHSHI 34MTYBaHHS AN aHOro 3paska.

MicTaTb reHoTMN AN KOXHOro NOMOXEHHS, He3arnexHo Bia Toro,
po3ni3HaHWi BiH sik BapiaHT abo ik eTanoHHUIN reHOM.

MictuTb yci BapiaHTu, po3ni3HaHi No BCil LinbOBin obnacrTi.

MicTuTb iHpopmaLito NPo OXOMMEeHHSA Ha aMnmikoH Ha 3pa3oK AN KOXHOro
npeacrasneHoro MaHidpecty. M# — Le Homep maHidecTy.
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dopmart hannis 4EMYNbTUMNIEKCYBaHHSA

Y npoueci 4emMynbTUNNEKCYBaHHA 34UMTYETLCH iHOEKCHA NOCNIAOBHICTb, NPUKPINAeHa 40 KOXHOro
knacTtepa, wob BM3HAUYMTK, 3 AKOro 3paska yTBOPUBCS KracTtep. [Ans KOXHOro cermeHta npoToYvHoi
KioBeTW y dann gemynbTunnekcyBaHHa (*.demux) 3anncyeTbcs BigMOBIAHICTb MiX Knactepammu 1
HOMepOM 3paska.

dopmaT iMeHyBaHHA dannis gemynbTunnekcyBaHHs — s_1_X.demux, ge X — HOMep cermeHTa.
®arnun gemynbTUNIeKcyBaHHA NOYMHAOTLCS i3 3arofnoBka:

Bepcia (4-6antoBe Uine 4ymucno), noto4vHa: 1;

niYunbHWK Knactepie (4-6anTtose Uine Yncno).
iHWa YacTuHa banny cknagaeTbCs 3 HOMEPIB 3pas3kiB ANS KOXHOro knactepa i3 cermeHTa.

Micnsa 3aBeplleHHst eTany AemMyNbTUNNEKCYBaHHA nNporpamMa reHepye dann gemMyrbTUNNekcyBaHHsa 3
imeHem 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
CTOBMYUKOM ANs 3paska, BKIOYHO 3i 3paskom O.

34UnTyIOTbCHA NOCAIAOBHOCTI B iHOEKCI, WO TPannsaTbCa HandacTiwe.

dopmar danny FASTQ
FASTQ — ue TekcTtoBun popmaTt danny, SKui MiCTUTb po3ni3HaBaHHS a30TUCTUX OCHOB i 3HAYEHHS
SAKOCTI 3@ KOXHUM 34UTYyBaHHAM. KoXeH 3annuc MicTuUTb 4 psaaku:
igeHTudikaTop;
NOCNiAOBHICTb;
3HaK «nroc» (+);
nokasHukn sikocTi Phred y kogoBaHomy cdopmarti ASCII + 33.
|oeHTudbikaTop Mae Takmn goopmar:
@Instrument:RuniD:FlowCelllD:Lane:Tile:X:Y ReadNum:FilterFlag:0:SampleNumber
Mpuknag:
@SIM:1:FCX:1:15:6329:1045 1:N:0:2
TCGCACTCAACGCCCTGCATATGACAAGACAGAATC

+

<> ##=><O0=AAAAAAAAAADY: <#<;<<<???7?H=

dopwmart canny BAM

®ann BAM (*.bam) — ue ctucHeHa GiHapHa Bepcis davny SAM, gka BUKOPUCTOBYETHCSA AN NOAAHHS
BUPIBHSAHUX nocnigoBHocTen, po3mMipom go 128 Mb. ®opmatn SAM i BAM goknagHo onucaHo B
samtools.github.io/hts-specs/SAMv1.pdf.

Y cannax BAM BukopucToByeTbCHa chopmat imeHyBaHHs annis SampleName_S#.bam, ne # — ue
HOMep 3paska, KU BU3Ha4YaeTbCHA NOPSAKOM nepepaxyBaHHA 3paskiB A NpOroHy.

®annn BAM micTaTb po3ain 3aronioBka v po3gin BUPIBHIOBaHHS.
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Header (3aronoBok): MicTuUTb iHpOpMaLito Npo BeCcb dans, SKk-0T iM’sa 3paska, LOBXMHY 3pa3ka Ta
METOA BUpPiBHIOBAHHSA. BupiBHIOBaAHHS B pO3Aini BUPiBHIOBAHHS MOB’s13aHO 3 KOHKPETHOM
iH(popMmauieto B po3aini 3aronoBka.

Alignments (BupiBHIOBaHHS): MiCTUTb Ha3BY 34MTYBaHHS, NMOCHIAOBHICTb 34NTYBaHHS, SKICTb
34YNTYBaHHS, iHOPMaLLit0 NPO BUPIBHIOBAHHA Ta KOPUCTYBaLbKi MiTKM. HasBa 34MTyBaHHA BKOYaE B
cebe xpomMocoMmy, MoYaTKOBY KOOPAMHATY, AKICTb BMPIBHIOBAHHS Ta PSAOK XapakTEPUCTUKM
BiAMOBIAHOCTI.

Po3ain BupiBHIOBaHHA MiCTUTb TakKy iHOpMaLito ONs1 KOXKHOrO 34nTyBaHHs abo napu 34nTyBaHb:
AS: AKiCTb BMPIBHIOBAHHS MapHWX KiHLEBMX hparMeHTiB;
RG: rpyna 3uutyBaHb, sika BKa3dye KinbKiCTb 34MTYyBaHb A1151 KOHKPETHOro 3paska;
BC: Ter i3 6ap-kogoM, siKMIM BKa3ye Ha AeMYNbTUNITEKCOBAHWI ifeHTUdikaTop 3paska, NoB’si3aHNi 3i
34UTYBaHHSAM;
SM: daKiCcTb BUPIBHIOBaHHSA OAVMHUYHUX KiHLEBMX (bparMeHTiB;
XC: pagok xapakTepuUCTUKK BigMNOBIgHOCTI;
XN: miTka 3 Ha3BOK aMnikoHa, ska MICTUTb i4eHTUdIKaTop aMmniliikoHa, NOB’A3aHWI 3i 3UMTYBaHHSM.

®annu ingekcis BAM (*.bam.bai) HapatoTe iHOekc BignosigHoro anny BAM.

dopmart anny VCF

dopmaT posnizHaBaHHA BapiaHTiB (Variant Call Format, VCF) — ue 3aranbHun dpopmart davnis,
po3po6eHnn HayKOBOK CMiNIbHOTOK ddaxiBuiB i3 reHoMiku. MicTuTb iHpopMaLito Npo BapiaHTw,
3HaleHi B KOHKPETHMX MOMOXEHHAX eTanoHHoro reHomy. ®annm VCF 3akiHvytoTbea cydikcom .vcf.

3aronosok danny VCF Bkntovae B cebe Bepcito popmaTty chavny VCF i Bepcito 3acoby po3nisHaBaHHSA
BapiaHTa, a TakoX CMMCOK aHOTaLil, WO BMKOPUCTOBYIOTLCA B iHLWIM YacTuHi dbanny. Y 3aronosok VCF
TaKOoX BKIHOYEHO hanin eTanoHHoro reHomy n dann BAM. OcTaHHIN psiAoK y 3aronoBKy MiCTUTb
3arornoBKu CTOBMLUIB AN pagKiB AaHux. KoxHun i3 psagkiB gannx danny VCF mictuTb iHbopmMauio npo
OAVH BapiaHT.

3aronosku dannis VCF

3aronosok Onuc

CHROM XpomMocoma eTanoHHOro reHomy. XpoMocomu BigobpaxatoTbCcsa B TOMY X NOPSAAKY,
wo 1 gosigkoBun pann FASTQ.

POS OOHOOCHOBHI MOMNOXEHHS BapiaHTIB B €TaNOHHI XPOMOCOM.
[Ona SNP Le nonoxeHHs € eTanoHHO OCHOBOO 3 BapiaHToM. [Ans iHaeniB abo geneuin ue
NOMOXEHHS € eTanoHHOK OCHOBOI Be3nocepeaHbO Nepes BapiaHTOM.

1D Howmep rs ans BapiaHTa, otpumaHoro 3 dbSNP.txt, skwo €. AKLo B LbOMy Micui € Kinbka
HOMEPIB I'S, TO CMUCOK AINUTbLCSA KpanKok 3 KOMOK. FAKL0 B LibOMY MOJIOXEHHI HeMae 3anucy
dbSNP, To BUKOPUCTOBYETLCA MapKep BiACYTHbOro 3HaveHHs ('.").

REF ETanoHHui reHoTun. Hanpuknag, Aeneuis okpemoro T npeactaBnsieTbCsa AK eTanoHHunm TT i
anbTepHaTuBHWUA T. OgHOHYKNEOTUAHWI BapiaHT Big A Ao T npeAcTaBNAETbCS SK eTanoHHNUI
A i anbTepHaTUBHWIA T.
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3aronoBok
ALT

QUAL

Onuc

Aneni, siKi BiApi3HAIOTLCA Big 34MTAHOr0 €TafloOHHOro reHoMy.
Hanpuknag, iHcepuisa okpemoro T NnpeAcTaBNAETbCA K eTanoHHUN A 1 anbTepHaTusHum AT.
OpHOHykNeoTMAHMIN BapiaHT Big A oo T npeAcTaBneHo K eTanoHHWi A 1 anbTepHaTUBHUIA T.

MokasHuk sikocTi Phred, BU3HayeHuii 3acobom po3nizHaBaHHA BapiaHTiB.

BinbL BMCOKi NOKa3HUKKN SKOCTi BapiaHTa cBifg4YaTb Npo Te, WO BiH Mae BinbLU BUCOKUIN CTYMiHb
BipOTriAHOCTI, @ TAKOX MPO MeHLY MMOBIPHICTb MOMUIoK. [Ansg nokasHuka akocTi Q ouiHHa
BiporigHicTe nomunku ctaHosuts 10 <10 Hanpuknap, Habip i3 poanisHaBaHHsMM Q30 Mae
koediuieHT nomunok 0,1 %. baraTo 3acobiB po3nisHaBaHHA BapiaHTIB BU3HAYalOTb NOKA3HUKN
SIKOCTi Ha OCHOBI CBOIX CTAaTUCTUYHUX MOENEN, siKi € BUCOKMMW MOPIBHAHO 3i
crocTepexyBaHum KoedilieHTOM NOMUIIOK.

AHoTauii go dannis VCF

3aronoBok
FILTER (®IIbTP)

INFO
(IHOPOPMALJIS)

FORMAT
(GOPMAT)

SAMPLE (3PA3OK)

Onuc

Akwo BCi hinbTpy NponaeHo, To B CTOBNYUMKY dinbTpa 3anucyetbca PASS (MpoiaeHo).

* LowDP: 3actocoByeTbCA Ha AinsgHKax i3 rMMbuHoto oxonneHHs Huxkde 150x. Ons nonoxeHb
aMnMiKoHIB, OXOMNMNEHUX K MPAMUM, TaK i 3BOPOTHUM 34UUTYBAHHAM, Lie EKBIBaneHTHO
300 34nTyBaHHSIM NAapHUX KiHLEBUX hparMeHTiB, WO NepekpmnBaTbCs.

* 20: nokasHuk akocTi < 20.

MultiAllelicSite: BapiaHT He BignoBigae ounnoigHin moaeni.

* R5x9: KinbKicTb cycigHix noBTopiB (AoBXMHOW Big 1 4o 5 1. 0.) Ao po3ni3HaBaHb BapiaHTIB
>9.

* SB: 3MmillleHHs HUTOK Binblue 3a 3agaHuin Nopir.

Hwxye HaBegeHo moxnuei 3anucu B ctoBnui INFO (IHOOPMALLIA).

» AC: nigpaxyHok aneniB y reHoTunax ans KoxHoro anens ALT y ToMy X nopsAKy, Wo h'y
CMMUCKY.

AF: yacTtoTa anenis ansa koxHoro anena ALT y Tomy X Nopsaky,

LLLO W Y CMUCKY.

AN: 3aranbHa KinbKiCTb anenis y po3nidHaHUX reHoTunax.

CD: miTka, fka Bkasye, wo SNP BinbyBaeTbca B ob6nacti kogyBaHHA LWOHaMeHLe B OAHOMY
3anuci RefGene.

DP: rmmbuHa (KinbKicTb po3ni3HaBaHb OCHOB, BUPIBHSAHNX 3@ MOMOXEHHSM i
BUKOPUCTOBYBaHUX Yy po3Mni3HaBaHHi BapiaHTiB).

Exon: posgineHuit komamm cnucok obnacrten ek3oHiB, 3unutaHux i3 RefGene.

FC: cdyHKUiOHanbHI Hacnigku.

Gl: po3gineHuin komammn CNUcokK ineHTUdikaTopiB reHis, 3umMTaHux i3 RefGene.

QD: BiporigHicTb BapiaHTa / AKiCTb 3a rmMbuHolo.

TI: po3gineHun komamu CNUCoK igeHTudikaTopiB TpaHckpunTiB, 34MTaHmx i3 RefGene.

Y cToBnUi hopmaTy nepepaxoBaHo Nosis, po3aineHi ABokpankoto, Hanpuknag GT:GQ.
Cnucok HagaHuX Nonis 3anexuTb Bif BUKOPUCTOBYBAHOro 3acoby po3nisHaBaHHSA BapiaHTiB.
Hwx4e HaBegeHO JOCTYNHI nons.

AD: 3anuc y dopmari «X,Y», ge X — KifbKiCTb eTanoHHUX po3ni3HaBaHb, a Y — KiNbKiCTb
anbTepHaTUBHUX PO3Ni3HaBaHb.

DP: npnbnusHa rmubuHa 34nMTyBaHHs; 34nTyBaHHa 3 MQ = 255 a6o noraHumu napamu
PinbTpytOTHCSA.

GQ: aKicTb reHoTuny.

GT: reHoTun. 0 BignoBigae eTanoHHi ocHoBI, 1 BignoBigae nepLiomy 3anmcy B CTOBNYUKY
ALT i Tak gani. CkicHa pucka (/) ykasye Ha BiACYTHiCTb iHdopmauii npo da3yBaHHS.

NC: yacTka ocHOB, siki He Oyrno po3nisHaHo, abo 3 AKICTH po3ni3HaBaHHS OCHOB HUXYe
MiHiManbHoOro nopora.

NL: piBeHb LyMy; OUiHKa LWYMY PO3MNi3HaBaHHS OCHOB Y LibOMY NMOSIOXEHHI.

SB: 3MillleHHS HUTOK y LilbOMY NMOMOXeHHi. Benuki HeraTuBHI 3Ha4YeHHA BKa3yloTb HA MeHLle
3MilLleHHSs; 3Ha4YeHHsA 6nm3bko 0 BKa3yoTb Ha Binblue 3MileHHS.

» VF: yacTtoTa BapiaHTa; BiCOTOK 34MUTyBaHb, SKi NiATPUMYIOTb anbTepHaTUBHUIA anernb.

CTOBMYMK 3paska MiCTUTb 3Ha4YeHHS, ykasaHi B ctoBn4nky FORMAT (POPMAT).
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dainnun reHomy VCF

®aninu reHomy VCF (gVCF) — ue cdannu VCF Bepcii 4.1, gki BignosigatoTe Habopy npasun ansd
NpeAcTaBrieHHs BCiX OiNSHOK reHoMy B AOCUTb KomnakTHoMy dopmarti. ®avnu gVCF (*.genome.vcf.gz)
BKITHOYAOTb YCi AiNAHKM B AOCTiAXYBaHin obnacTi B O4UH dhann AnSa KOXHOro 3paska.

®ann gVCF nokasye Hepo3ni3HaBaHHsS B MOMOXEHHAX, AKi He NPOXoAsaTb Kpidb yCi inbTpu.
Mitka reHotuny (GT) ./. yka3ye Ha Hepo3ni3HaBaHHS.

Ona oTpumaHHa gogaTkoBoi iHpopmauii auB. sites.google.com/site/gvcftools/home/about-gvcf.

dann oxonneHHsa aMmnrlikoHiB

[ns KoxHoro daviny MaHipecTy CTBOPOETLCA hann OXONNEHHA amnnikoHiB. M# B iMeHi danny — ue
HOMep MaHiecTy.

KoxeH thann BkNoyae pagok 3aronoska, WO MiCTUTb igeHTudikatopu 3paskis, NoB’d3aHi 3 BiANOBigHUM
MaHidecTom. Llen dann micTuTb HaBedeHy HuxX4e iHdopmauito.
Target ID (ineHTudikaTop MilleHi) y ToMy BUrnSa4i, y SKOMY NOro BkasaHo B MaHidecTi.

MnbrHa OXOMMEeHHs 34MTYBaHb, L0 NPOXOASATb Kpidb QinbTp.

[lopaTtkosi BUXigHi hannu

YkasaHi gani BuxigHi pavnun HagaoTb AogaTkoBy iHopmauito abo nigcyMoBYOTb pe3yribTaTu NPoroHy
n nomunku axHaniady. Li dannu He noTpiOHi ANd ouiHKM pe3ynbTaTiB aHanidy, ane ix MoxHa
BUKOPUCTOBYBATU A5 NOLWYKY M YCYHEHHSA HecnpaBHoOCTen. Yci hannun posmiweHi B nanui Alignment
(BupiBHIOBaHHS1), AKLLO HE BKA3aHO iHLUE.

IM'a paniny Onwnc

AnalysisLog.txt XKypHan o6pobku, y sKOMy OnmMcaHo KOXEeH KPOK, MPOMAEeHUI nig Yac aHanisy
NOTOYHOT Nanku NporoHy. Llen dan He MICTUTbL NOBIAOMMAEHb MPO MOMUIIKM.
PoawmiweHnin y nanui Alignment (BupiBHioBaHHS).

AnalysisError.txt XypHan o6pobku, y sKoMy nepepaxoBaHO BCi MOMUIIKW, L0 BUHUKNN Mg Yyac
aHanisdy. Llen cdann 6yge nyctum, KO NOMUMKU HE BUHUKIIN.
Poawmiwennin y nanui Alignment (BupiBHioBaHHSA).

DemultiplexSummaryF 1L 1#.txt Mopae pesynbTaTu AeMynbTUNNEKCYBaHHSA y BUrNai Tabnuui 3 ogHUM psakoM Ang
cerMeHTa ¥ OAHMM CTOBMYMKOM AN 3paska. # ykadye HoMep JOPKKM MPOTOYHOT
koBeTu: 1, 2, 3 abo 4.
Poawmiwenunin y nanui Alignment (BupiBHioBaHHS).

AmpliconRunStatistics.xml MicTnTb 3BefeHi CTaTUCTUYHI AaHi AN BiANOBIAHOrO NPOroHy.
PoawmiweHnunin y nanui Alignment (BupiBHioBaHHS).

Nanka aHanisy

Y nanui aHanisy 36epiratoTbca dannu, areHepoBaHi nporpamHnmM 3abesneveHHam Local Run Manager.
B3aeMo03B’s1I30K Mi>k Mankow BUXIOHUX OaHWX i Nankow aHamnidy MOoXKHa BMKMNACTU, SK MOKa3aHO HMKYe.

Mig yac cekBeHyBaHHS nporpamHe 3abesnevyeHHsa Real-Time Analysis (RTA) 3anosHoe nanky
BUXiOHMX AaHuX dpannamu, Lo reHepyoTbes Nig vyac aHanidy 300paxeHb, po3ni3HaBaHHS a30TUCTUX
OCHOB i OL|iHKW AKOCTi.

RTA konitoe davinu B nanky aHanidy B pexumi peanbHoro vacy. lNicnga toro sk RTA npucsotoe
MOKa3HMK SIKOCTi KOXHi @30TUCTIN OCHOBI A5 KOXHOrO LMKy, NnporpamMa 3anucye dgann
RTAComplete.txt B 06uaBi nanku.
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AHani3 nounHaeTbcs 3a HaaBHocTi hanny RTAComplete.txt.
Mig yac npoBegeHHs aHanidy Local Run Manager 3anucye BuxigHi avnu B nanky aHanisy,

a MnoTiM KOMito€e iX Hasag y nanky BUXigHUX OaHuX.
[Manku BUpIBHIOBAHHSA

KoxHoro pasy, konu aHani3a noseptaeTbcs B Yepry, Local Run Manager cTBOptoe nanky BUPIBHIOBAHHS 3
imeHem Alignment_N, ne N — nopsagkosuii Homep.

CprKTypa nankuy
= Alignment: mictute dannu *.bam, *.vcf, FASTQ, a Takox dannun, cneuundivHi ona mogynsa aHanisy.
[~ Date and Time Stamp: gata n yac aHanisy y dopmati PPPPMMALO _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
[T FASTQ
= Sample1
=l Sample1_L001_R1_001_fastq.gz
[ Stats
=l DemuxSummaryF1L1.txt
=l FastqSummaryF1L1.txt
[~ Data
[~ Intensities
[~ BaseCalls
(= L001: micTuTb dannun *.bcl.
(= L001: micTuTb dannu *.locs.

[~ RTA Logs: MicTuTb dhaninu xxypHany aHanisis nporpamHoro 3abesneveHHs RTA.

HokymeHT Ne 1000000030329, Bepcis 04 UKR 14
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= InterOp: micTuTb GiHapHi dannu, gki BUKOPUCTOBYOTLCS A4 3BiTy 3a NOKa3HUMKaMWU NPOroHy
CEKBEHYBaHHS.

= Logs: MicTuTb hannu xypHany 3 OnMcoM KPOKiB, BUKOHYBaHUX Mif Yac CEKBEHYBaHHS.
=l RTAComplete.txt
=l Runinfo.xml

El RunParameters.xml

PoanisHaBaHHA a30TUCTUX OCHOB | PI3HOMAHITHICTb iHOEKCIB

Mig yac cekBeHyBaHHS 3pa3skiB Ha npunagi NextSeq 550D x BMKOHY€ETbLCH pPO3ni3HaBaHHA a30TUCTUX
OCHOB, sike BM3Ha4vae ocHoBM (A, C, G abo T) Ans KOXHOro knacrtepa 3afgaHoro cermeHta yum obnacTtb
300paXkeHHs1 Ha NPOTOYHIN KoBeTi B neBHOMY uLukni. Y npunagi NextSeq 550Dx BMKOPUCTOBYETHCS
OBOKaHarbHe CEeKBEHYBaHHS, SKe BMMarae TiflbKy OBOX 300paxeHb ANs KoAYBaHHA AaHWX ONS YOTMPbOX
ocHoB [IHK, ogHe 3 sKuX i3 4epBOHOro, a iHLIe i3 3eNeHoro KaHany.

[Mpouec 34nMTyBaHHSA iHAEKCY ONS po3ni3HaBaHHA a30TUCTUX OCHOB BiAPI3HAETbLCS Bif po3ni3HaBaHHSA
a30TUCTMX OCHOB Mif Yac iHWMWX 34NTYBaHb.

3unTyBaHHSA iHOEKCY MatoTb MOYMHATUCA Xo4a O 3 OfHiei OCHOBM, BiAMiIHHOI Big G, y 6yab-akomy 3
nepLmnx OBOX LUKMIB. AKWO 34MTYBAHHS iHOEKCY MOYMHAETbCA 3 ABOX PO3Mi3HAHUX a30TUCTMX OCHOB G,
iHTEHCUBHICTb cuUrHany He reHepyetbcs. o6 3abe3neunt NpoayKTUBHICTL AEeMYITbTUNIIEKCYBaHHS,
curHan mae 6yTu HasBHUIN y OyOb-AKOMY 3 NepLUnX ABOX LMKMIB.

AKLo iHOEeKCcH He BigMNoBigaTb BMMOram LWoAo Pi3HOMAaHITHOCTI, Nig Yac BMOMpaHHS iHOEKCIB y MpoLeci
CTBOPEHHS MPOroHy 3'ABUTbCHA NOMEPeaXXEHHS NPO HU3bKWI CTYMiHb pi3HOMaHITHOCTI. o6 3anobirtu
NosiBi NonepeaXeHHs NPO HNU3bKWUI CTYMiHb PiI3HOMaHITHOCTI, BUOUpanTe iH4EKCHI NOCNiLOBHOCTI,

AKi 3ab6e3nevyoTb curHan B 000X KaHanax Ans KOXKHOMo LUKy,

YepBoHun kaHan — A un C
3enenn kaHan — Aun T

Llen npouec po3nidHaBaHHs a30TUCTUX OCHOB 3abe3neyvye TOYHICTb Mig Yac aHanidy 3paskiB i3 HU3bKOK
WinbHicTio. JJogaTkoBy iHbopMaLilo NPO CEeKBEHYBaHHS BallvX iHOEKCIB AMB. B iHCTPYKLUIT 3
BUKopuctaHHa TruSeq Custom Amplicon Kit Dx (dokymeHm Ne 1000000029772).

Mig yac ctBopeHHsA nporoHy B Local Run Manager B BubupaeTe KinbKicTb 3paskiB Ans TeCTyBaHHS.
MponoHoBaHi komGiHaUii iHAEeKCiB, SKi BiANOBIAATE BUMOram L0400 Pi3HOMaHITHOCTI iHOEKCIB,
aBTOMAaTMYHO 3aMOBHIOKTLCHA NPOrpaMorn. HesBaxaloum Ha Te WO Big BaCc He BMMaraeTbCa BUKOPUCTAHHSA
3anponoHoBaHMX KOMOIiHaLiN iHOEKCIB, peKOMEHA0BAHO iX BUKOPUCTOBYBATMW.
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Data

IpyaeHb
2019 p.

pyaeHb
2019 p.

CivyeHb
2019 p.

CepneHb
2018 p.

Iluctonapg
2017 p.

Onuc 3miHKn

OHOBMEHO agpecy YNOBHOBAXEHOro NpeactaBHuKa B €Bponencbkomy Cotosi.
OHoBNEHO afpecy aBCTpaniincbKoro cnoHcopa.

OHOBMEHO agpecy YNOBHOBAaXeHOro npeacraBHuka B €sponencbkomy Cotosi.
OHoBReHo agpecy aBCTPaniicbKoro CnoHcopa.

[opaHo iHdopmauito npo Habopwu peareHTiB Bepcii 2.5.

OHoBneHO MapKyBaHHSA BiANOBIAHOCTI HOpMaTUBHO-NMpPaBOBUM BUMOIram.

MoyaTkoBa pepakuid.
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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 KopucTtysadi komnaHii 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 NpoaykKT, a NoTiM — CTOPIHKY
Documentation & Literature (JokymeHTauis Ta nitepartypa).
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Representative in Ukraine):

TOB «BIOJTABTEX JITI»
@Z npocnekt I'epois Craninrpana 6yn.42-A, xB.45
M. Kuis, 04213, Ykpaina
Ten.: +38 044 492 81 88
EnexrponHa agpeca: info@biolabtech.com.ua, EIPIIOY
34891619

lllumina

5200 Illlumina Way

San Diego, California 92122 U.S.A. (CLWLA)

+1 800 809.ILMN (4566)

+1 858 202 4566 (3a mexxamu [MiBHIYHOI AMepukn)
techsupport@illumina.com

www.illumina.com

Ce

IVD

EC | REP

lllumina Netherlands B.V.
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BMKOPUCTOBYBATU OJTA AIATHOCTUKWM IN VITRO

© 2021 lllumina, Inc. Yci npaBa 3axuLieHo.

OokymeHT Ne 1000000030329, Bepcis 04 UKR

ABcTpaniicbKun cnoHcop
lllumina Australia Pty Ltd
Nursing Association Building
Level 3, 535 Elizabeth Street
Melbourne, VIC 3000
Australia (ABcTpanis)

lumina



	Огляд
	Уведення інформації про прогін
	Методи аналізу
	Перегляд даних про прогін і зразок
	Звіт з аналізу
	Вихідні файли аналізу
	Історія редакцій
	Технічна допомога



