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PykoBoacTBo no paboyemy npoueccy Local Run Manager Germline Variant Analysis Module anst NextSeq 550Dx

HacToswwmin fOKYMEHT U ero cofepxaHue siBNaoTCs CoO6CTBEHHOCTbIO KoMnaHuu lllumina, Inc. u ee adpmnupoBaHHbIX
nuy, (lllumina) n npegHa3Ha4vYeHbl ANA UCNOMb30BAHUA UCKMIOYMTENBHO B paMKax 4OroBopa 3aka3unkom npu
akcnnyatauum nsgenus (-n), ONMCaHHOrO (-biX) B HACTOALLEM OOKYMEHTE, U HU ANA Kakou uHon uenu. Hactoswmn
OOKYMEHT 1 ero cCoepxaHue He noasnexaT UCMNoNb30BaHWI0 UM pacrnpoCcTpaHEHNIO HE MO Ha3HayYeHuo u/nunu
nepepave, packpbiTUIO UNN BOCNPOU3BEAEHUI0 KakuM-nb6o cnocobom 6e3 npeaBapuTeNbHOIo NMMCbMEHHOrO cornacus
komnaHum lllumina. Hactoswum gokymeHToM komnaHusa lllumina He nepefaeT HUKAKUX NIMLEH3UN HA CBOU NMaTEHTHI,
TOBapHble 3HaKW, aBTOPCKME npasBa Uiy npasa, NpuaHaBaeMble O6LIMM NPaBOM, UM aHaNOrM4YHbIE NpaBa TPeTbuX
nuu,

WNHCTPYKUNK, N3MOXEHHbIE B HACTOALLEM JOKYMEHTE, AOMXHbI CTPOro U TOYHO cobnoaaThca KBanmguuMpoBaHHbIM 1
NpOLIEALLINM COOTBETCTBYOWEE 06yYeHe nepcoHanom Ansa o6ecneyeHus npaBunbHoW U 6e3onacHoi aKkcnnyaTauum
n3enuit, oNMcaHHbIX B HacTosiWweM fokymeHTe. MNepef Havyanom paboTbl ¢ o6opyfoBaHMeM nosib3oBaTtesNlb 0683aH
TWATENbHO N3YYUTb AaHHbIA LOKYMEHT.

HEBbIMONTHEHWE TPEEOBAHWY MO NMONMHOMY MPOYTEHUIO U TOYHOMY BbIMOJTHEHUIO BCEX
WHCTPYKLNIM, COOEPXALLNXCA B HACTOALWEM OJOKYMEHTE, MOXET MPUBECTU K MOBPEXOEHWIO
WM3OENWA, TPABMAM (MOJIb30BATESNA UITU NHBIX NTUL) U MOBPEXOEHWUIO UMYLECTBA U MPUBELET K
OTMEHE JIIOBbIX TAPAHTUNHBLIX OBA3ATENIbCTB, MPUMEHUMbIX K U3OENNAM.

KOMMNAHWA ILLUMINA HE HECET HUKAKOW OTBETCTBEHHOCTU, BO3HWKAIOLWEN BCNEACTBUE
HEHALMEXAILLEIO MCMOJTb30BAHVA U3OENNW, ONMUCAHHBIX B HACTOALWEM OOKYMEHTE (BKIMHOYAA NX
YACTW UIMN YACTW NMPOIrPAMMHOIO OBECIMEYEHNA).
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PykoBoacTBo no paboyemy npoueccy Local Run Manager Germline Variant Analysis Module anst NextSeq 550Dx

Moaynb aHanusa Germline Variant Local Run Manager npegHa3HayeH Ans UCnofib30BaHuUSA C
nonb3oBaTtenbcknum Habopom lllumina TruSeq Custom Amplicon Kit Dx n NextSeq 550Dx. Mpwu
nucrnonb3oBaHuu ¢ mogynem Germline Variant aHanu3 npegHasHaveH Ana noarotoBku 6ubnmnoTexk,
ncrnonb3lyembix ana cekBeHnposaHua OHK n3 obpa3uoB nepudepryeckon LenbHOM KpoBH.

Mopaynb aHanu3a oueHMBaeT KOPOTKUE yyacTku amnnnduunposaHHon OHK, nnn amnnmkoHsl, Ha
Hannuyne BapuaHToB. CoKyCcMpoBaHHOE CEKBEHUPOBAHWE aMMIIMKOHOB o6ecnevynBaeT BbICOKUN
oxBaT onpepeneHHbix obnacten. CMm. nuctok-Bknaabiw Kommnnekt TruSeq Custom Amplicon Kit Dx
(aokymeHT No 1000000029772).

Mopynb aHanusa Germline Variant TpebyeT pacxofHbix MaTepuanoB Ans cekBeHuposaHus us 300
umknos. [ns nonyvyeHus OONOMHUTENbHOW MHOpMaunmn cMm. nucTok-Bknaabiw Kk NextSeq 550Dx High
Output Reagent Kit v2 unn NextSeq 550Dx High Output Reagent Kit v2.5.

O paHHOM pyKoBOACTBE

B 3TOM [OKYMEHTauum cogepxatcs MHCTPYKLUM MO HAaCTpOVKe napaMeTpoB 3anycka Ana napaMmeTpos
CeKBeHMpPOBaHUA 1 aHanuaa gns moaynsa aHanusa Germline Variant. [na nony4yeHusa nHcdopmauum ob
nHdopmaumoHHon naHenu Local Run Managern HacTpoiikax cuctemsbl, cMm. NextSeq 550Dx Instrument
Reference Guide (CnpaBo4yHoe pykoBoAcTBO Kk npnbopy NextSeq 550Dx) (gokymeHT

Ne 1000000009513).

MpocmoTp Local Run Manager

MHTepdeinc Local Run Manager npocmaTtpuBaeTtcs B [MporpammHoe obecrnedeHune npubopa
NextSeq 550Dx Operating Software (NOS) nnu yepes Beb-6payzep. NogaepxusaemMoli Beb6-6paysep
— Chromium.

_rf NMPNMEYAHUE.
Ecnu Bbl ucnonb3yeTte HenoaaepXvBaeMbln 6pay3ep, 3arpy3ute NoAAepXMBaeMbln 6pay3ep, Korga
nosiButca coobueHme Confirm Unsupported Browser ([oaTteepanTtb HenopaepXuBaeMelin 6paysep).

Bbibepute «here» (3peck), 4Tobbl 3arpy3nTb NoanepXxmBaemyo sepcuio Chromium.

[MpocMoTp Ha MoOHUTOpE npubopa

1 [ns npocmoTpa nHtepdeiica Local Run Manager Ha moHuTOpe npubopa Bbibepute oauH U3
cnefywowmnx BapMaHTOB:
Ha akpaHe Home (naBHasa ctpaHuuya) NOS Buibepute Local Run Manager.
Haxmunte X B npaBomM BepxHeM yrny, 4tobbl BepHyTbca kK NOS nocne 3aBepLieHuns.
Bbibepute 3Hauvok Minimize (CBepHyTb) NOS, oTkpoiTe Beb-6pay3ep Chromium, KoTopbii
HaxoauTca Ha npubope, n BBegute http://localhost B agpecHoi cTpoke.
Tonbko agmMuHUcTpaTopbl MoryT cBepHyTb NOS.

[MpoCMOTp C CeTEBOro KOMrbOTEPA

1 OTkponTe Beb-6pay3ep Chromium Ha KOMMNbOTEPE C AOCTYMNOM K TOW Xe ceTu, 4To u npubop, u
nogknoymTech, ucnonb3dysa IP-agpec unu nma npubopa. Hanpumep, http://myinstrument.
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PykoBoacTBo no paboyemy npoueccy Local Run Manager Germline Variant Analysis Module anst NextSeq 550Dx

HacTpoika napameTpoB
1 Bongute B Local Run Manager.

2 Bbibepute Create Run (CospnaTtb 3anyck) u Bbibepute Germline Variant (3apogblweBblii
BapuaHT).

3 YkaxuTe HasBaHue 3anycka, no3sonswliee naeHTMdnUMpoBaTh 3aMyck B CEKBEHWPOBaHWUU B
Xo[e aHanu3a.
Ncnonb3yiiTe 6yKBEHHO-LUMDPOBbLIE CUMBOJIbI, NPO6ENbI, CUMBOJIbI MOAYEPKUBAHUA UNKN AedUCHI.

4 [Heob6s3aTenbHo] BeeguTte onncaHue 3anycka, 4tobbl MaeHTUdMLMPOBaTbL €ro.
Mcnonb3yiite 6yKBEHHO-LUPOBbLIE CUMBOJSIbI, MPO6enbl, CUMBOSbI NOAYEPKUBAHUSA UK AedUCHI.

5 BblbepuTte kKonmyecTBo 06pa3LoB U HAGOP MHOEKCOB U3 pacKpbiBalOLLErocs Crucka.
Mpu BbIGOpPE HYXHO YyYuTbIBaTh CREeAyLLYyo MHDOpMaLMio.

B packpbiBaloLeMcsa CnUcke COAEPXUTCA KONMYecTBo 06pa3uoB ¢ HA6GOPOM UHOEKCOB.
Hanpumep, 24-Set 1 yka3biBaeT Ha 24 o6pasua, KoTopble Heo6X0ANMMO NPOTECTUPOBATD, C
nHpekcamu u3 Habopa nHaekcos 1.

Homepa HabopoB MHAEKCOB OTHOCATCSA K pa3nuyHbiM Habopam nHpekcos i5. Set 1 u Set 2
obecneynBaloT pa3Hoobpa3ve nHAeKcoB. [ns npeaoTBpaLlleHnsa NCTOLLEHNs ogHoro Habopa
npegnaratTcs ABa Habopa MHAEKCOB.

BbibepuTe konmyecTBo 06pa3LoB, KOTopoe 6nMxe BCero K konnyectsy ob6pasLoB, KOTOpbIE Bbl
TecTupyeTe. Ecnu TouHoro konmyectsa o6pasuoB HET B CKCKe, BbibepuTe Gnuxainiuee Ynucno, Ho
MeHbLUe, YEM YUCIO, KOTOpoe Bbl TecTupyeTe. Hanpumep, ecnu Bbl XoTUTe npotecTupoBaTth 18
obpasuos, Bbibepute 16 06pa3LoB.

JlyHKN 06pa3suoB U MHAEKCHbIX KOMBUHALUMI, KOTOPblE COOTBETCTBYIOT TpeboBaHNAM K
pa3Hoobpa3unto NHOEKCOB, BblAeneHbl 3eneHbliM uBeToM. Ecnu Bbl BoiGepeTe apyrue kombuHauum
NYHOK U MHAEKCOB, MPU COXpaHeHun 3anycka Bbl Nony4yntTe yBegomrneHue, ecnu TpeboBaHns K
pa3Hoo6pa3unto NHOEKCOB He BbIMOMHEHDI.

mnopT pannoB maHuecTa ana 3anycka

1 Y6eguTecb, 4To BCe MaHUMECTbI, KOTOpble HEO6X0AMMO UMMNOPTUPOBATb, AOCTYMHbI B CETEBOM
pacrnonoXeHuu, NoAKM4YeHHoOM K npubopy, unu Ha USB-HocuTtene.

2 Haxmute Import Manifests (MimnopTt maHudgecToB).

3 Mepengute k danny maHndecta u Boibepnte MaHUECTbI, KOTOPbIE Bbl HAMEpeHbl A06aBUTb.

f MPUMEYAHUE.

YT106bI OTKPbLITH AOCTYN KO BCEM haitfiaM MaHudecTa A5s BCEX 3anyCKOB C MOMOLLbIO MOAYA
aHanu3a Germline Variant, o6aBbTe MaHudecTbl ¢ noMmowpio yHKLMn Module Settings
(MapameTpbl Mogyns). Ons aaHHow byHKUMK TpebyloTcs pa3peLLeHnsi MoNb30BaTena Ha YpPOBHe
agMuHucTpartopa. na nonyyeHus gononHutenbHon nHgopmauumn cm. NextSeq 550Dx Instrument
Reference Guide (CnpaBoyHoe pykoBoacTBo K npubopy NextSeq 550Dx) (BokymeHT

Ne 1000000009513).
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PykoBoacTBo no paboyemy npoueccy Local Run Manager Germline Variant Analysis Module anst NextSeq 550Dx

Mopsaok ykasaHusa obpasLoB Ansa 3anycka

Ykaxute 06pa3u,b| 0nqa 3anycka ¢ nOMOLWbo OOHOIo U3 BapunaHToB U B COOTBETCTBUU C YKa3aHNUAMM,
npmneeaeHHbIM Aarnee.

BBecTy o6pasubl BPy4HYIO — BOCMNOMb3YWTECh MNYCTOW CTpaHuLleln Ha akpaHe Create Run
(CozpaTtb 3anyck).

MmnopTupoBaTb 06pa3subl — nepenanTe KO BHEWWHeEMY (ainy B popmaTe (*.Ccsv), B KOTOPOM
3HayeHusa pasperneHbl 3anateiMu. LabnoH ans 3arpy3ku HaxoauTcs Ha akpaHe Create Run
(CozpaTtb 3anyck).

Mocne 3anonHeHns Tabnuubl ¢ obpasuammn Bbl MOXeTe 3KCnopTupoBaTb MHdopmMauuto 06 obpasuax
BO BHeLWWHMN pann. Ncnonb3lynte pann B Ka4ecTBe crnpaBovyHON MHGOpMaLMn Npyu NOAroToBKE
6ubnuoTtek nnu nmnopte danna ana gpyroro 3anycka.

BeegeHune o6pa3LoB Bpy4yHyHO

1

Beepgute yHuKanbHbli naeHTudukatop obpasua B none Sample ID (ugeHtudukatop obpasua).
Mcnonb3yiite 6ykBeHHO-LMEPPOBLIE CUMBOSbI, TUPE UM CUMBOJIbI MOAYEPKUBAHUS.

[Heo6sa3aTenbHo] [0 06pasLoB NOMOXUTENbHbLIX UM OTPULATENIbHbIX KOHTPONER HaxmMuTe
npaBylo KHOMKY MbIlUW U BbIGEpUTE TUM KOHTPOSS.

[Heob6sa3aTenbHO] BBeante onucaHune obpasua B none Sample Description (OnucaHue obpasua).
Wcnonb3yiite 6yKBEHHO-LUMPOBLIE CUMBOSIbI, TUPE WU CUMBOJbI NOAYEPKUBAHUS.

OnucaHns o6pa3LoB cBA3aHbl C Ha3BaHUeM obpa3sua. OnucaHnsa o6pa3LoB Nepe3anucbiBalTCs,
€C/In Takoe Xe Ha3BaHue obpasua MCMNosfib3yeTCcs CHOBA B OAHOM M3 MOCNenyLmMx 3anycKos.

BbibepnTe nHOeKCHbI agantep 1 M3 packpbiBatoweroca cnucka Mngekc 1 (i7).

Mpu ncnonb3oBaHWMM NPeAfIOXEHHbIX YHOK AnA 06pa3uoB nporpaMmHoe obecneveHume
aBTOMAaTMYECKN 3anofHAEeT UHOEKCHble aganTepbl i7 1 i5, KOTOpble COOTBETCTBYIOT TpeboBaHNAM
K pa3nuuunio nHaekcoB. Ecnu B cnucke He yka3aHO TOYHOE Yncno o6pasLoB, KOTOPbIE Bbl
aHanuanpyeTe, obs3aTenbHO BbibepuTe MHOEKCHbIE aganTepbl A8 AOMNONHUTENbHbIX NYHOK. Ecnu
BaM Heobxoaumo BblOpaTbh MHAEKCHI ANA AOMNOMHUTENbHbIX JIYHOK MW Bbl HE UCNONb3yeTe
coyeTaHus peKOMEHA0BaHHbIX UHOEKCHbIX afianTepoB, To, Npexae YeM BbibpaTb UHAEKCHI,
o6s3aTenbHO NpoyuTuTe pa3aen OnpeeneHne nocneaoBaTeslbHOCTU HYKIIeoTUA0B v pasnnydme
MHAEKCOB Ha cTpaHuue 16.

Bbibepute MHAEKCHbIN agantep 2 U3 packpbiBawlierocs cnucka Mugekc 2 (i5).
Bbibepute dain maHudecTa u3 packpbiBatowerocs cnucka «MaHudecT».
BbibepnTe coOTBETCTBYIOWMIA NapameTp, YToObl MpocMaTpMBaTb, pacneyaTbiBaTb UM COXPaHATb

MaKeT njiaHweTa B Ka4yeCTBe CnpaBO4YHUKa O1A NOArOTOBKU 6ubnuoTek.

HaxmuTe 3Hauvok EPrint (MeyaTh), 4To6bl 0TO6Pa3NTL MakeT nnaHweTa. HaxmuTe Print
(MeyaTtb), 4TOGLI pacneyaTaTb MakeT NiaHLeTa.
Haxmute Export (3kcnopT), 4To6bl 3KCNOpTMpPOBaTb UHGopMaLmio 06 o6pa3Le BO BHELUHWUIA
cann.
MpoBepbTe NpaBUNIbLHOCTL MHOPMaLMK B MaHudecTax n uHgopmaumm o6 obpasue.
HenpaBunbHaa nHopmMaunsi MOXeT NOBNUATb Ha pe3ynbTaThl.

Haxmunte Save Run (CoxpaHuTb 3anyck).
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PykoBoacTBo no paboyemy npoueccy Local Run Manager Germline Variant Analysis Module anst NextSeq 550Dx

MmnopT o6pasuos

1 Bbibepute Import Samples (MmnopTtupoBaTth 06pa3ubl) U NepenauTe K pacnosioxeHuo daina
nHdopmaumm o6 obpasue. CywecTByeT ABa Tuna annos, KOTOpble MOXHO MMMNOPTUPOBATD.

Bruibepute Template (LLlabnoH) Ha akpaHe Create Run (Co3agaTb 3anyck), 4Tobbl co3aaThb
HOBbIN MaKeT nnaHweTa. @ann wabnoHa coaepXnT NpaBusiibHbIE 3arofoBKM CTONOLOB AN
umnopTa. Beegute nHdopmaunto 06 obpasuax B kaxablin ctonbeu, ana o6pasuos B @aHHOM
3anycke. Yaanute npumep UHgopmaLlmm B HEUCNONb3yeMbIX AYeliKax, a 3aTEM COXpaHUTe
dann.
®dann nHdopmauumn 06 obpasue, paHee 3kcnopTupoBaHHoMm M3 moaynsa Germline Variant ¢
nomoLbio pyHKUMM SKCnopTa.

2  HaxmuTe 3Hauok = Print (MeyaTtb), 4TOGLI OTOGPaA3UTbL MaKeT MMaHweTa.

3 Haxwmute Print (MeyaTb), 4Tobbl pacneyaTaTb CXeMy MallKKM B Ka4ecTBe CnpaBOYHMKa AN
noaroToBku 6mMbnunoTek.

4 [Heob6s3artenbHo] Haxmute Export (OkcnopT), 4tobbl 3KcnopTupoBaTtb nHdopmauuio 06 obpasue
BO BHELUHMI hann.
MpoBepbTe NpaBUSIbHOCTL MHOPMaLMK B MaHudecTax n nHgopmaumm o6 obpasue.
HenpaBunbHaa nHdopmMaumsa MOXET NOBMUATbL Ha pe3yfbTaTbl.

5 Haxmute Save Run (CoxpaHutb 3anyck).

PepnakTtupoBaHue 3anycka

VHCTpYKUUKN NO pefakTMpoBaHU0 MHOpMaLny B 3anycke nepen ceKBEHMpOBaAHUEM CM. B pa3fene
NextSeq 550Dx Instrument Reference Guide (CrnipaBoyHoe pykoBoacTso K npubopy NextSeq 550Dx)
(aokymeHT N2 1000000009513).

Mopynb aHanuza Germline Variant BbInONHAET cneaylowune waru aHanu3sa, a 3aTeMm 3anucbiBaeT
hannbl BbIXOAHbBIX AaHHbIX aHanu3a B nanky Alignment (BoipaBHuBaHue)Analysis (AHanu3s).

MpouTeHusa nHaekca AemMynbTUNIIEKCOB
Coszpaet cannbl FASTQ
BblpaBHMBaeTCA oTHOCUTENbLHO pedepeHca

MaeHTudurunpyeTt BapmaHTbl

,El,emyanmnneKcmpOBaHme

,El,emyanmnneKcmpOBaHme no3BOJ1AE€T CpaBHMBATb NocnegoBaTesibHOCTb NPOYTEHNA NHOEKCa C
MHOEKCHbIMU nocnenoBaTesibHOCTAMU, YKa3aHHbIMU 014 3anycka. I'Iapameprl Ka4yecTtBa Ha AaHHOM
3Tane He y4YUTbiBakoTCA.

Mopsanok naeHTUdrKaumMm NpouYTEHNA MHAEKCA yKasaH HUXe.

O6pa3suam npuceanBalT HoMepa, HauuHas ¢ 1, B COOTBETCTBUM C NOPSAAKOM, B KOTOPOM OHMU
yKasaHbl Ans 3anycka.

O6pasel, Homep 0 3ape3epBupoBaH ANS KNAacTeEPOB, HE Ha3HAYeHHbIX Ansa obpa3sua.

KﬂaCTepr Ha3Ha4arT o6pa3L|,y, eClnn gaHHaAa MHOEeKCHadA nocnenoBaTtesibHOCTb coBnagaeT TOYHO
nnn nNpu Hann4nnm He 6onee oAHOro HecoBnagaeHUs Ha npoyTeHne nHaekca.

OokymeHT N2 1000000030329, Bepcus 04
onAa OUMATHOCTUKK IN VITRO



PykoBoacTBo no paboyemy npoueccy Local Run Manager Germline Variant Analysis Module anst NextSeq 550Dx

"eHepupoBaHue cdanna FASTQ

lMocne pemynbTUNIEKCUPOBAHUA NporpamMmmMHoe obecneyeHne reHepupyeT NpoMexXyTo4Hble (ansbl
aHanun3a B TeKkcToBOoM chopmate FASTQ, ncnonb3yemMom Ana npepcraBieHns nocrnenoBaTeflbHOCTEN.
®dannbl FASTQ cogepxaTt npouTeHUs ana kaxporo obpasua 1 CBA3aHHbIe OLLEHKM KavecTBa.
KnacTtepsbl, He npoweawue yepe3 GunbTp, UCKIOYATCS.

B kaxgom danne FASTQ cogepxaTcs NpoyYTeHUsA TONbKO Ans ogHoro obpasua, Ha3BaHWe Takoro
obpasua Bkn4YeHo B uma danna FASTQ. ®annbl FASTQ cogepxaT nepBuYHbie BXOAHbIE AaHHblE
AnsA BblpaBHMBaHUA. Ha o6pasey co3natotcs BoceMb dannoB FASTQ, yeTbipe 13 npouTteHusa 1 u
yeTblpe N3 NpoyTeHus 2.

BbipaBHMBaHue

Ha aTtane BblpaBHMBaHWA nonapHbi anroputm Smith-Waterman no3sonsieT BblpaBHUBaTb KnacTepbl
13 Kaxzaoro obpasua No OTHOLLIEHMIO K MOCNEA0BATENbHOCTU aMMINKOHA, yKa3aHHou B danne
MaHudgecTa.

MonapHbIn anroputM Smith-Waterman BbinonHseT nonyrno6anbHoe BbipaBHUBaHUE
nocrnepoBaTefibHOCTEN AN onpeAeneHnsa nofgobHbIX y4acTKOB B ABYX NocnefoBaTenbHocTax. Bmecto
CpaBHeHMsa BCceln nocnefoBaTtefibHOCTH anroputm Cmuta — YoTepmaHa cpaBHUBAET CErMEHThl BCEX
BO3MOXHbIX AJINH.

Kaxpoe NMapHOKOHLEeBOE Nnpo4vYTeHne oueHnBaeTCcAda C TOYKMN 3pEeHNA ero BbipaBHMBaHUA OTHOCUTEJIbHO
COOTBETCTBYHOLNX nocrnepoBaTeflbHOCTEN 30HO0B A9 3TOro npo4yTeHuna.

MpouTeHune 1 oueHMBaeTCsA OTHOCUTENBHO 0OPAaTHOKOMMIIEMEHTAPHOIO y4acTKka HUCXO[ALLEro
nokyc-cneuudunyeckoro onuroHykneotunga (DLSO, downstream locus-specific oligo).

MpouTeHune 2 oueHMBaETCA OTHOCUTENbHO BOCXOASALLErO JIOKYC-Ccneundunyeckoro
onuronykneotnga (ULSO, Upstream Locus-Specific Oligo).

Ecnun nHavano npo4yTeHnAa coBnapgaeT C nocrneaoBaTesibHOCTbO 30HAA, a KOJMM4eCcTBO OTNNYUNI npun
9TOM He NnpesBbllaeT Tpu (Hecosnap.eva nnn cMelleHnda B CBA3n C BeaywnmMmn BCTtaBkaMu-
,El,eJ'IeLI,VIFlMVI), noJiHaA OonnHa npo4YTeHnd BbipaBHMBAETCA MO OTHOWEHUIO K MULLEHN aMIJIMKOHa
ONa faHHOW nocneaoBaTeslbHOCTH.

BcraBku-geneumn B DLSO 1 ULSO He HabnogatoTcs, yunTtbiBas XMMUYECKYO peakLuto aHanmsa.

dunbTpaUuio BbipaBHMBAHMI BbIMOMHAKT MO pe3yfbTataM BblpaBHUBAHWUA Ha OCHOBaHUW BEMUYMNH
HecoBnafeHns Ha yyacTke, NpeacTaBffaiolLEM UHTEPEC, UMK B NOMHOM aMMNKOHE — B 3@aBUCUMOCTH
OT ANVIHbI amMninkoHa. OTGUNbTPOBaHHbIE BbIpaBHUBAHUSA 3anucbiBaloTcs B (haiiyiax BblpaBHUBAHMWSA
Kak HeBbIPOBHEHHbIE U HE UCMONb3YHTCA NPU ONpeaeneHun BapuaHToB.

Pacno3HaBaHMe BapruaHTOB

PaspaboTtaHHoe lllumina, MO ana pacno3HaBaHua BapuaHToB Pisces npeHTudnumnpyeT BapuaHThl,
npucyTtcTBytowme B obpasue OHK.

MO pna pacno3HaBaHus BapuaHToB Pisces ngeHtngpuumpyetr SNV, MNV n Hebonblwmne geneuun B 3
3aTana:

PaCCManVIBaeT Kaxnyrw no3nuuto B peq)epeHCHOM reHome OoTAeJIbHO

MopcunTbiBaeT OCHOBaAHMA B 3a[4aHHOM MO3MLUUM A1 COBMELLEHHbIX I'IpO‘-ITeHVIVI, KOTOpbIe
nepekpbiBarwT no3nunto

Bbluncnsiet 6ann BapuaHTa, KOTOPbI M3MepsieT Ka4ecTBO pacrno3HaBaHUsA C MOMOLLbI MOAENN
lMyaccoHa. BapuaHTbl ¢ nokasaTtenem kavyectBa Huxe Q20 ucknoyaroTca.
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Ecnu BapmaHT cooTBeTCcTByeT BceM unbTpaM, oH nomevaeTca kak PASS (MPOMOEH) s VCF.
OononHutenbHyto nHopmaumio cM. Ha cante github.com/lllumina/Pisces/wiki.

1 Ha nHdopmauunoHHon naHenu Local Run Manager wenkHute nms 3anycka.
2 Ha Bknagke Run Overview (O630p 3anycka) npocMOTpUTe nokasaTenu 3anycka CEKBEHUpPOBaHUS.

3 [Heob6sas3aTenbHo] WenkHute 3Havok Copy to Clipboard (KonupoBaTth B 6ycdep obmeHa) E,
YyTOODI cKonnpoBaThb NyTb Nanke BbIXOAHbIX AAaHHbIX 3aMycCKa.

4 lMepenanTte Ha Bknagky Sequencing Information (MHdopmauma o cekBeHMpoBaHUU), YTobbI
NpPoCMOTpeTb NapamMeTpbl 3anycka n MHMOpMauuo 0 pacxodHbIX MaTtepuanax.

5 UWenkHute BkNagky Samples and Results (O6pa3subl U pe3ynbTaThl), 4TO6bl NPOCMOTPETH
pacnonoxeHue otyeTa 06 aHanuse.
Ecnu aHanus 6bin NOBTOpPEH, pa3BepHUTE packpbiBawlwmincs cnncok Select Analysis (BbibpaTb
aHanu3) n BbIbepnuTe COOTBETCTBYHOLUN aHanms.

6 LlenkHuTte 3Havok Copy to Clipboard (KonuposaTb B 6ydhep o6meHa)E, 4TO06bI CKONUPOBATH
nyTb K nanke Analysis (AHanuns).

[na nonyyeHus gononHuTensHon nHdopmaunmn o Bknagkax Run Overview (O630p 3anycka) u
Sequencing Information (MHpopmauna o cekBeHMpoBaHMN), a TakXe O TOM, KaK nepesanycTuTb
aHanus, cMm. NextSeq 550Dx Instrument Reference Guide (CnpaBo4YHoe pyKOBOACTBO K rpubopy
NextSeq 550Dx) (gokymeHT Ne 1000000009513).

Pe3ynbTaTthl aHanm3a o0606weHbl Ha Bknagke Samples and Results (O6pa3ubl n pe3ynbraTthl), a
Takxe B BuAe COBOKYNHOro otyeta B nanke Alignment (BoipaBHuBaHue). OT4eT no kaxgomy obpasuy
Takxe gocTtyneH B popmaTte PDF gns kaxgoro obpasua.

O6pa3zubl  Hopmauma Ha Bknagke Samples and Results (O6pa3ubl 1
pe3ynbTaThl)

1 LlenkHuTe o6pasel B cnncke, 4Tobbl MPOCMOTPETL OTYET O 0b6pasLe.

Tabnuua: 1 IHdopmaums o 3anycke n npobe

3aronoBKu cTonbLoB Onucanune
Cratyc 3anycka YkasblBaeT, yaarncs nu 3anyck CEKBEHUPOBaAHUSA UMK HET.
O6wwit Boixon, (GB) KonnyecTtBo 0OCHOBaHUMN, Bbi3blIBAEMbIX B 3aMycke CeKBeHUpoBaHus. [Noka3biBaeT

nopor npoxoxaeHunda, CoOCToaHne NpoxXoxaeHusa mnmn cbos.

% = Q30 MpoueHT NpoYTeHuit B 3anycke CEKBEHMPOBaHUA € nokasaTtenem kayectsa 30
(Q30) nnu Bbiwe. [Noka3biBaeT NOPOr NPOXOXAEHUSA, COCTOAHNE NMPOXOXAEHNS
unu cbos.

NpeHTudunkaTtop obpasua NpeHTndurkaTtop obpasua, NnpefocTaBneHHbI Npu Co34aHny 3anycka.

O6uwee konunyecto PF- Ob6Lee KONMYECTBO NPOYTEHUN, MPOXOAALLUUX DPUNLTP.

npoyYTEeHUN
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3aronoBku CTONGLIOB

Mpoutenne 1 % = Q30

MpouteHune 2 % = Q30

YacToTa pacno3HaBaHumn
Autosome

OnucaHue

MpoueHT npouteHnit B Read 1 (MpouTteHune 1) c nokazatenem kayectsa 30 (Q30)
unu Bbiwe ansa obpasua.

MpoueHT npoyteHn B Read 2 (MpouTeHune 2) c nokasaTtenem kadvectsa 30 (Q30)
unu Bbiwe Ansa obpasua.

KonnyecTtBo reHOMHbIX NOSIOXEHUN B ayTocomax (xpomocomax ¢ 1 no 22),
KOTOpble COOTBETCTBYIOT NpeABapUTENbHO 3a@HHOMY NMOPOroBOMY 3HAYEHUIO
[OBEPUTESNIbHOIO MHTepBana, AefleHHoe Ha o6LUee KONIMYEeCTBO UCCIIeA0BaHHbIX
ayTOCOMHbIX FEHOMHbIX MONOXEHNN. YacToTa pacno3HaBaHW ONUCLIBAETCA Ha
OCHOBE BblOOPKM 1 PErNCTPUPYETCS B MPOLEHTax, KOTOPbI paccyYnTbiBAeTCs Kak
1 MUHYC (KONMYECTBO ayTOCOMHbIX MO3ULMIA C HEMOMHLIMU pPacrno3HaBaHUSIMK,
neneHHoe Ha o6Lllee KONMMYECTBO CEKBEHUPOBAHHbBIX ayTOCOMHbIX MO3ULUA.

Tabnuua: 2 OtyeTbl 06 VIHopmaumsa oTyeTa

3aronoBku CTONGLIOB
O6pazey,
OaTta oTyeTta

WNHopmauma o6 obpasue

CBoaka no aMniMKoHam

Cratuctuka YPOBHA NPOYTEHUA

CBogka BapuaHTOB

CBoAka no NoKpbITUIO

"pacmkm NnokpbITMSA

Bepcun nporpammHoro
obecneyeHus

OnucaHue
NpoeHTudurkatop obpasua, NpefoCTaBeHHbIN NpU co34aHnumy 3anycka.
Oata co3pgaHus ot4yeTa.

ID obpasua, KoTopblii 6bin NPpeAoCTaBleEH Npu co3haHnmn 3anycka, obuiee
KONMYECTBO NPOYTEHUIA, KOTOPbIE NpoLnn GpunbTp B obpa3sue, NpoueHT
npoyteHun gna obpasua ¢ 6annom kavectsa 30(Q30) unu BbiWe U YacToTa
ayTOCOMHbIX pacro3HaBaHWil.

O6Liee KONMYECTBO CEKBEHMPOBaHHbIX 06nacTen aMniMKoHOB U o6las aAnvHa B
napax OCHOBaHWI CEKBEHMPOBAHHbIX aMMMKOHOB B LeneBbiX obnactax ans
obpa3sua n danna maHudecTa. B dpaiine maHudecTa ykasbiBaoTcs
pedepeHCHbI TeHOM U 3afaHHble pedepeHCHbIe PErnoHbl, KOTOPbIE AOMXHbI
MCMNOJMIb30BaThCA Ha 3Tane BblpaBHUBAHUS.

KonunyectBo 1 NpoLeHT NpoyTeHuit Ana obpasLa, 0XBaTbiBaOLLEro Kaxayo
nosuumio B pedpepeHcHom obpasue, Ana npoyuteHus 1 u npoutexus 2.

KonunuectBo SNV, BcTaBok v aeneunit, obHapyXeHHbIx Ans obpasua, KoTopbii
npoLwien npeasnioxeHHble 3Ha4YeHns, YTobbl onpeaennTb, HaXoAATCA nn
pe3ynbTaTbl KayecTBa B NpueMsieMoM AnanasoHe,

O6Liee KONMYECTBO BbIPOBHEHHbLIX OCHOBAHWI, pa3fefieHHoe Ha LeneBom
pa3mep obnacTtu, 1 NpoLEeHT obnacTein aMniMKoHa CO 3Ha4YeHUAMN NMOKPbLITUS,
NpeBbIWALWNUMN HUXHUIA nopor oxBaTa 0,2 * cpefHuii 0XBaT aMMiMKOHa, Ans
obpasua.

"padhmk NokpeITUSA NO 06NacTM aMNINKOHa NokasbliBaeT NOKPbITUE N0 0b6nacTam
amnnukoHa ans obpa3sua. O6nacTu co 3Ha4YeHUsIMU MOKPLITUSI HUXE Nopora
NMOKPbITUA BblAeNeHbl KpacHbiM LBeToM. CpefHee 3HavyeHne BCceX 3Ha4YeHun
0603HavyaeTCcss OpaHXeBON NMHUEN.

Bepcuu nporpammHoro obecrneyeHuns npu cekBeHmpoBaHum obpasua. Bkniovaet
MporpammHoe obecneyeHune npubopa NextSeq 550Dx Operating Software (NOS),
nporpammHoe obecneyeHue Local Run Manager, nporpammHoe obecneyeHve
RTA un Bepcuio mopyns Germline Variant.

IOna moaoyna aHanusa Germline Variant cosgatotcs cneaytouwme gannbl BbIXOAHbIX OaHHbIX aHanm3a,
KOTOpble NPefoCTaBnNAlT pe3yfbTaThl aHann3a A5 BblpaBHUBAHUA U pacno3HaBaHUA BapuaHTOB.
®dainnbl BIXOAHbIX AaHHbIX aHanu3a Haxoaatcs B nanke Alignment (BolpaBHuBaHue).
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Nma danna

HemynbTunnekcupoBaHue (*.txt)

FASTQ (*.fastq.gz)

®dalinbl BolpaBHUBaHUA B hopmaTe
BAM (*.bam)

®dannbl pacno3HaBaHWi BapuaHToOB B
reHomHoM dopmate VCF
(*.genome.vcf.gz)

®dannbl pacno3HaBaHWi BapuaHToB B
dopmaTte VCF (*.vcf.gz)

AmpliconCoverage_M1.tsv

OnucaHune

MpomMexyTo4Hble dainbl, coagepxalyne pesynbTaThl
AeMynbTUNEKCMPOBaHUA.

MpomexyTouHble ainbl, cofepxalune onpeaeneHns oCHOBaHWUi ¢
oueHkon kavectBa. @annbl FASTQ cogepxaTt nepBuYHble BXOAHbIE AaHHbIE
AN 3Tana BbipaBHUBAHWS.

COﬂ,ep)KVIT BbIPDOBHEHHbIE NMPpOoYTEeHUA ANA OaHHOro 06pa3u,a.

CopepXuT reHoTUn Ans Kaxpon no3uumu, pacno3HaHHbIN Kak BapuaHT nunu
pedepeHc.

CopfepxuT Bce BapuaHThl, pacrno3HaBaemMble B LLlenieBo obnacTu.

Copaepxut nHopmaumio 0 NOKPLITUN HA aMMIMKOH Ha obpasel ans

KaxJoro npeacraBneHHoro MaHudgecta. M# npeacrasnset cobon Homep
MaHudecTa.

dopmar caitna gemynbTUNNeKCupoBaHus

Mpouecc [eMyNbTUNNEKCUMPOBAHNA CUNTBIBAET MHOEKCHYIO MOCNEeA0BaTENbHOCTb, MPUKPEMMIEHHYIO K
Kax[oMy Knactepy, 4ToObl onpefenuTb, N3 Kakoro obpasua 6bin B3AT knactep. ConocrtaBneHue
MeXay Krnactepamu u Homepom obpasua 3anuceiBaeTcs B hann gemynbTuninekcupoBanus (*.demux)
ONA Kaxpon obnactu cCKaHMpPOBaHUSA MPOTOYHON STHENKM.

dopmaT HauMeHoBaHusa anna gemynbTunnekcuposanusa — s_1_X.demux, rae X — Homep obnactu
CKaHMpPOBaHMUS.

dainbl 4eMYNbTUNNEKCUPOBAHNS HAYMHAOTCS C 3arofioBKa:
Bepcus (4-6anToBoe Lenoe 4ynucro), B Hactosuwee spemMs 1
KonunyecTtBo knacTtepoB (uenoe 4-6aiToBOE LEefoe Y1cno)

OctanbHasa yacTb panna cocTonT U3 HoMepoB 06pa3LoB ANA KaxXAoro Knactepa u3 obnactu
CKaHMpPOBaHMS.

lMocne 3aBeplleHns aTana geMynbTUNNEKCUPoOBaHMA NporpammHoe obecneveHne reHepupyeT dann
AeMynbTunnekcnposaHusa nof HassaHnem DemultiplexSummaryF1L1.txt.

B umenn cdanna F1 npepcraBngeT HoMep NPOTOYHON AYENKMU.
B umeHnn danna L1 npeacraBnaet HoMmep AOPOXKMU.

[emynbTunnekcMpoBaHue NpMBoauT K co3gaHuto Tabnuubl ¢ 1 cTpokon Ha obnacTb
ckaHupoBaHus 1 1 ctonbuom Ha obpasel, Bkitoyasn obpasey 0.

Hanbonee yacTto BCTpe4arwuwmeca nocnenoBaTtesibHOCTN B MHAOEKCHbIX NMPOYTEHUAX.

dopmart canna FASTQ

FASTQ — aT1o TekcToBbIN hopmaT panna, KOTOpbI COQEPXKMUT pacno3HaBaHNe OCHOBaHUI U 3HAYEHUS
KayecTBa Ha npoyteHue. Kaxpaasa 3anucb COAepPXUT 4 CTPOKU:

MpeHTndukatop
MocnepoBaTenbHOCTL
3Hak nntoc (+)

Bannbl kavyectBa Phred B 3akognpoBaHHom cpopmaTte ASCII + 33
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NpeHTndrkaTop oTchopmMaTmpoBaH cnegyowmm obpasom:
@Instrument:RunID:FlowCelllD:Lane:Tile:X:Y ReadNum:FilterFlag:0:SampleNumber
Mpumep:

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

TCGCACTCAACGCCCTGCATATGACAAGACAGAATC

"

<> ##=><9=AAAAAAAARAOH# : <#<;<<L?22 %=

dopmart ¢panna BAM

®ainn BAM (*.bam) — 310 cxaTaa gBonyHasa Bepcusa ganna SAM, koTopasa ncnonb3yeTca Ans
npeacTaBfeHnsa BbIPOBHEHHbIX nocrenoBaTtenbHocTen Ao 128 Mb. ®opmatel SAM 1 BAM nogpo6Ho
onucaHbl Ha cante samtools.github.io/hts-specs/SAMv1.pdf.

®annel BAM ncnonb3yoT dpopmaT HaumeHoBaHua ¢ainna SampleName_S#.bam, roe # — Homep
obpasua, onpefeneHHbIn Mo NOpPsiAKY, B KOTOpOM 06pa3Lbl nepeynciieHbl ana aHanuaa.

®annsl BAM copepxaT pa3gen 3arofioBka M pasfen BblpaBHUBaHUSA:

3aronoBoK — coaepxuT uHgopmaumio obo BceM aine, Takyto kak uma obpasua, gnuHa obpasua
N MeToj BblpaBHMBaHUA. BelpaBHuBaHusa B pa3gene Alignments (BolpaBHMBaHUA) CBSA3aHbl C
KOHKpPETHON uHgopMaunen B pasgene 3aronoBka.

BblpaBHVIBaHVIFl — COAEepPXUT nMda npodTeHnd, nocneanoBaTesibHOCTb NPOYTEHNA, Ka4eCTBO
npoyTeHuna, Mchopmau,mo O BblpaBHMUBa@HUM " noyib3oBaTeEJIbCKNE TErn. Nms npo4YTeHna BKJIlOHaeT
XpOMOCOMY, Ha4dallbHYO KOOpPOUHATY, Ka4eCTBO BblpaBHMBaHUA U CTPOKY OECKpuUNnTopa
coBnageHund.

B pazgene Alignments (BbipaBHUBaHMA) cogepxuTca cneaytowas nHpopmMmaums ons Kaxaon
CUYMTbIBAEMOWN U CYNTLIBAEMON Napbi:

AS: KayecTBO NapHOKOHLEBOrO BblpaBHMWBaHUSA
RG: Npynna npoyTteHus, KoTopas yKkasblBaeT KOIMYECTBO NPOYTEHUI AN KOHKPeTHoro obpasua.

BC: Ter wrpux-kona, yka3biBaloLWnNA AEMYNbTUNNEKCHbIA naeHTuduKaTop obpasua, CBA3aHHbIN C
npoyYTEeHMEM.

SM: KauyecTBO OAHOKOHLLEBOrO BbipaBHUBAHUSA.
XC: CTtpoka peckpuntopa coBnajeHus

XN: Ter nMeHu aMnNnUKoOHa, KOTOPbIA 3anncbiBaeT NAEHTUHUKATOP aMMNIMKOHa, CBSAI3aHHbIN C
NPOYTEHNEM

dannbl nHaekca BAM (*.bam.bai) obecneuynBatoT MHOEKC COOTBETCTBYHOLEro danna BAM.

®dopmat danna VCF

Variant Call Format (VCF) — ato obwun dopmaT annos, paspaboTaHHbIA HAay4YHbIM COOOLLECTBOM
reHomMukun. B Hem copepxutcs uHdopmaums o BapnaHTax, 0bHapyXeHHbIX B onpefenieHHbIX NO3nLMax
B pedepeHcHoM reHome. Pannbl VCF 3akaHuuBatotcs cydpdpukcom .vef

3aronoBok danna VCF copepxut Bepcuto doopmata darnna VCF n sBepcuto MO gns pacno3HaBaHus
BapuaHTOB, a TakKXe COAEPXUT aHHOTaLUMK, UCNONb3yeMble B OCTaBLUeNCs YacTu danna. 3aronoBok
VCF Takxe cooepxut pedepeHcHbln pann reHoma u pann BAM. lNocnegHas cTpoka B 3aronoBke
COAEepXMWT 3aronoBky cTonbuoB Ana NMMHUA faHHbIX. Kaxaas us ctpok gaHHbix danna VCF conepxut
nHgopmaumio 06 of4HOM BapuaHTe.
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3aronoBku dannos VCF

3aronoBok
CHROM

POS

MpeHtudukaTtop

REF

ALT

QUAL

OnucaHue

Xpomocoma pedepeHCHOro reHoma. XpoMOCOMbI NOABASAIOTCA B TOM Xe NopsigKe, 4To n
pedepeHcHbin dann FASTQ.

OpHOHYKNeoTuAHasA No3nuusa BapmaHTa B pedepeHCHON XpoMOCoMe.

Ona SNP 3Ta no3uuma cooTBETCTBYET pedepeHCHOMY HyKneoTuay, B KOTOPOM HaxoAuTCs
BapuaHT; ANA MHACEPLUMIN U Aeneunin unu aeneunin — aTo pedepeHCHbIn HYKNeoTua,
HenocpeACTBEHHO NPEeALECTBYOWMIA BapUaHTy.

Howmep rs ans BapuaHTa, nonyyeHHoro n3 dbSNP.txt, ecnu npumeHnmo. Ecnn B aTom
MECTOMOJSIOXEHNN HECKONbKO rs-4yucen, cnucok 6yaeT pasaeneH To4kow ¢ 3ansaTtoi. Ecnu B
aTon no3uunn Het 3anucu dbSNP, ncnonb3yetca mapkep oTcyTcTBytowero 3Havenns ('.").

PedepeHcHbIn reHoTUN. Hanpumep, geneuuna ogHoro Hykneotuaa T npeactaBnseTcsa Kak
pedepeHc TT n anbTepHatuBa T. OgHOHYKNeoTuaHas 3ameHa A Ha T npepcTaBnseTcsa Kak
pedepeHc A n anbTepHaTtusa T.

Annenu, oTnuyatmowmecs ot pedepeHCHOro NpPoYTEHNS.

Hanpumep, BcTaBka ogHoro T npeacTaBneHa Kak pedepeHc A n anbtepHaTtmBa AT.
OfHOHYKNEeOTUAHbIM BapuaHT 3aMeHbl A Ha T npeacTaBneH Kak pedepeHc A u anbTepHaTuBa
AT.

OueHka kayecTBa no wkane Phred, HasHayeHHas MO ans pacno3HaBaHUs BapuaHTOB.
Bonee Bbicokne 6ansbl ykasbiBaloT Ha 6ofiee BbICOKY YBEPEHHOCTb B BapuaHTe u 6onee
HU3KYI BEPOSATHOCTb OWKGOK. [N oueHkn kayectBa Q pacyeTHas BEPOSITHOCTb OLIMGOKM
coctasnseT 107¥19- Nng HaGopa BbISBNEHHbIX BAPUAHTOB C KayecTBOM Q30 BeposiTHOCTbL
owmnbkn coctaenseT 0,1 %. MHorue MO gns pacno3HaBaHWs BApUaHTOB nNpuceBanBatoT 6annbl
KayecTBa Ha OCHOBE CBOMX CTATUCTUYECKUX MOAENEN, NPy 3TOM 3TV 3HAYEHUS OKa3bIBAKOTCS
BbICOKMMMW OTHOCUTESNIbHO hakTUdeckn HabrogaeMon 4acToTbl OLLMBOK.
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AHHOTauuu K dannam VCF

3aronosok OnucaHune
DUNBTP Ecnu Bce cdunbTpbl NpoiaeHsl, B ctonbue dunbtpa 3anvceiBaetcst 3HavyeHne PASS
MPOWLOEH).

(

LowDP — npumeHsieTca K no3uuusim ¢ rny6uHon nokpbitna Huxe 150x. Ona nonoxeHuin
aMMIMKOHOB, TAE eCTb NOKPbITUE KakK MPsAMbIM, Tak U 06paTHbIM NPOYTEHUEM, 3TO
akBuBaneHTHo 300 nepekpbiBalOWMMCA NapHOKOHLEBBIM NPOYTEHUSIM.

g20 — oueHka kayectBa < 20.

MultiAllelicSite — BapuaHT He cooTBETCTBYET AMUNNOUAHON MOAENN.

R5x9 — konuyecTBO cMeXHbIX MOBTOPOB (AnuHOM oT 1 Ao 5 n. 0.) AnNA pacno3HaBaHuin
BapuaHToB 2 9.

SB — cmelleHre no uenu 6onbliue 3a4aHHOro NOPOroBOro 3Ha4YeHus.

INFO Bo3moxHbie 3anucu B cton6ue INFO:

AC — konunuecTBO annesnei B reHoTunax ans kaxgoro annens ALT B TOM Xe nopsiike, B
KOTOPOM OHU NepeyuncrieHsbl.

AF — yacTtoTa annenew gnqa kaxgoro annens ALT B ToM Xe nopsafke, B KOTOPOM OHU
nepeyuncrneHsbl.

AN — ob6uiee KonMyecTBO annenen B pacno3HaHHbIX reHoTunax.

CD — cbnar, ykasbiBawowmin Ha 1o, 4To SNP Haxoautca B npefenax KOAUPYHOLLEro y4acTtka
no meHbwen mepe 1 3anncu RefGene.

DP — rny6uHa (Konu4ectBo pacno3HaBaHW OCHOBaHWIA, BbIPOBHEHHbIX Ha MO3ULUN U
MCNONb30BaHHbIX AN pacno3HaBaHUsA BapuaHTOB).

OK30H — pa3feneHHbll 3ansaTbiMU CMMCOK 3K30HHbIX 0bnacTtel, cuntaHHbix n3 RefGene.
FC — dyHKuUMoHanbHoe nocneacrene.

Gl — pa3geneHHbIn 3anATbIMU CMUCOK MAEHTU(UKATOPOB reHoB, cuMTaHHbIX N3 RefGene.
QD — poctoBepHOCTb/Ka4yecTBO BapuaHTa no rnybuHe.

Tl — pa3geneHHblt 3anaTbiMKU CMUCOK UAEHTUAUKATOPOB TPAHCKPUMTOB, CYUTAHHbIX U3
RefGene.

FORMAT B cTtonbue cdopmaTa nepeuncneHsl nons, pasgenerHHsie ggoetounem. Hanpumep, GT:GQ.
Cnuncok nonen 3aBucuT oT ucnonb3dyemoro MO ana pacno3HaBaHWA BapuaHToB. [OCTynHble
nons:

AD — 3anucb B popmaTte X,Y, rae X — uncno pedepeHcHbix pacno3HaBaHumn, a Y — 4yucno
anbTepHaTVBHbIX pacrno3HaBaHWUM.

DP — npu6nusntensHas rnybuHa npoyteHns; oTunbTpoBaHbl NnpouteHns ¢ MQ=255 nnu c
HEKOPPEKTHbIMY Mapamu NpoYTEHUN.

GQ — kayecTBO reHoTuna.

GT — reHoTtun. 0 cooTBeTCTBYET pedpepeHCHOMY OCHOBaHM0, 1 COOTBETCTBYET NepBoW
3anucu B ctonbue ALT u Tak ganee. Kocas yepta Brnepef (/) yka3biBaeT Ha OTCyTCTBUE
MHdopmMaunn o hasnpoBaHnm.

NC — dpakuma Hepacno3HaHHbIX OCHOBaHMI UMK C KAYECTBOM pacrno3HaBaHWA OCHOBaHWI
HVMXE MWHUMaNbHOrO MOPOrOBOro 3HAYEHMUS.

NL — ypoBeHb LWiyMa; oueHKa WyMOB pacno3HaBaHWA OCHOBAHUI B 3TON NO3ULMK.

SB — cMmelleHne no uenu B 3TOM nosnioxeHun. bonee kpynHble oTpuuaTenbHble 3HaYeHnA
YKa3blBaOT Ha MEHbLUYI0 CUCTEMATUYECKYo OWNOKY; 3HavyeHus, 6nuskue K 0, ykasbiBatoT
Ha 6OoNbLUYID CUCTEMATUYECKYIO OLLIMOKY.

VF — vacTtoTa BapuaHTa; NpoLeHT NpoYTEHNI, NOAAEPXMNBAIOWMNX aNbTePHATUBHbI annensb.

OBPA3ELL B konoHke obpasua npuBefeHbl 3HaYeHus, ykasaHHble B konoHke FORMAT (©POPMAT).

daunnbl reHoma VCF

®dannbl reHoma VCF (gVCF) npeactaBnstoT cobon dpannbl VCF v4.1, koTopble COOTBETCTBYOT Habopy
yCnoBHbIX 0603HaYeHUn ana npeacTaBneHns BCeX CalToB B reHOMe B 0CTAaTOYHO KOMMAKTHOM

dopmaTe. Pannbl gVCF (*.genome.vcf.gz) BknoyaloT Bce canTbl B npegenax obnactu nHtepeca B

oAuH dann ana kaxporo obpasua.

OokymeHT N2 1000000030329, Bepcus 04
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®ann gVCF noka3biBaeT OTCYTCTBME pacrno3HaBaHWUS B MOSIOXEHUAX, KOTOPbIE He NPOXOAAT BCE
¢dunbTpbl. MeTka reHotuna (GT) ./. yka3biBaeT Ha OTCYTCTBME pacno3HaBaHuA.

HononHutensHyto nHopmMaLmio cM. No ccoinike sites.google.com/site/gvcftools/home/about-gvcf.

dann NoKpbITUA aMMNSIMKOHA

Ona kaxgoro danna maHudecta cosgaeTca ann NoKpbITUA amnnukoHa. M# B umeHun ganna
npeacraensaet cobon Homep mMaHudecTa.

Kaxpabin baiin coaepXuT CTPOKY 3arofloBka, KoTopas CoAepXuT naeHTudgrkaTopol o6pa3Los,
CBfI3aHHbIX ¢ MaHudecToM. Pann coaepxuT cneayrLLyo nHdMopmaLmio.

MaoeHTndurkaTop uenu, ykasaHHbll B MaHudecTe.

FnybuHa oxBaTa NPOYTEHUN, NPOXOAALMNX PUNBLTP.

HononHntenbHble dansibl BbIXOAHbIX AAaHHbIX

Cnepytowme annbl BbIXOAHbIX AaHHbIX MPefoCTaBNAT AONOMHUTENbHYI0 MH(OPMaLNIO Niu
0606watoT pe3ynbTaTbl 3anycka u ownbkyu aHanuaa. XoTa aTu dainbl He TpebylTca AN oueHKU
pe3ynbTaToB aHanu3a, UX MOXHO MCNOoNb30BaTb AfA MOWCKa N YCTPaHeHUsa HeucnpaBHoCcTeln. Bece
dannbl HaxoaaTca B nanke Alignment (BolpaBHMBaHME), eCnn He yka3aHO UHOeE.

Nwmsa cdanna OnucaHue

AnalysisLog.txt Xypran o6paboTkn, B KOTOPOM ONUCbIBAaeTCA KaXAbli Lar, KOTopbIi npousoLen
BO BpeMS aHanu3a TeKylien nanku 3anycka. OToT dain He CoaepXuT
coobuieHnin 06 owmnbkax.

Haxoawntcs B nanke Alignment (BoipaBHuBaHuMe).

AnalysisError.txt O6paboTka XypHana, B KOTOPOM NMepeyncrieHbl Bce OWNGKN, BO3HUKLLME BO
Bpems aHanusa. OToT dann 6yaeTt nycTbiM, ecnv ownboK He NPoOU3OoLLIO.
Haxogwutcs B nanke Alignment (BoipaBHuBaHuMe).

DemultiplexSummaryF 1L1#.txt Pe3ynbTaThl AemMynbTUNNeKcupoBaHns otobpaxatTca B Tabnuue, rae kaxzaas
siyeiika cooTBeTCcTBYeT 1 cTpoke Ha obnacTb ckaHMpoBaHusa u 1 cTtonbuy Ha
obpaszel. # npeacrasnseT opoxkKy 1, 2, 3 unun 4 NpoTOYHON AYENKN.
Haxogutca B nanke Alignment (BeipaBHuBaHume).

AmpliconRunStatistics.xml CofepXuT CBOAHYH CTAaTUCTUKY, OTHOCSILLYHOCS K 3amnycKy.
Haxogwntcs B nanke Alignment (BeipaBHuBaHume).

[MNanka Analysis (AHanu3)

B nanke aHanu3a xpaHaTca dainbl, co3faHHble nporpammHbiM obecneyeHnem Local Run Manager.

B3anmocBA3b Mexay Nankon BbIXOOHbIX AaHHbIX U Nankon aHanu3a o6obueHa cnepyowmm o6pasom:

Bo Bpems cekBeHMpoBaHusa AHanua B pexume peanbHoro spemeHun (Real-Time Analysis) (RTA)
3anofiHaeT nanky annamMmu BbIXOOHbIX AaHHbIX, CO30aHHbIMM BO BPEMSA aHanu3a u3obpaxeHui,

pacno3HaBaHUA OCHOBAHWUN N OLEHKM KayecTBa.
RTA konupyeT annbl B Nnanky aHanu3a B pexume peanbHoro BpemeHu. lNocne toro kak RTA

npuceamBaeT OUEHKY Ka4yecCTBa Kaxgoun 6ase ana Kaxnoro Lukna, nporpamMmmMmHoe obecneuyeHne

3anucbiBaeT pain RTAComplete.txt B 06e nanku.

Mpu Hannuuun cpanna RTAComplete.txt HaunHaeTcsa aHanus.

Mo mepe npogonxeHua aHanusa Local Run Manager 3anucbiBaeT dannbl BbIXOAHbIX AAHHbIX B

nanky aHanu3a, a 3aTtemM Konupyet q)al7|ﬂb| O6paTHO B nanky BbIXOAHbIX AAaHHbIX.

OokymeHT N2 1000000030329, Bepcus 04
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Manku BblpaBHNBAHWA

Kaxpabin pas, korga aHanu3 nepe3sanyckaetcs, Local Run Manager co3paet nanky Alignment
(BblpaBHuBaHue) nof HazsaHnem Alignment_N, roe N — 370 nopaaKoBbI HOMeEP.

CTpyKTypa nanok

(] BeipaBHMBaHUe — copoepxuT dannbl *.bam, *.vcf, FASTQ u dannbl, oTHOCAWMECA K MOAY IO
aHanuaa.

51 MeTka haTbl U BpeMeHU — MeTKa AaTbl_BpeMeHu aHanusa kak [rrrMmmMmgn_4Y4mMmmccC
=l AnalysisError.txt
[E] AnalysisLog.txt
E aggregate.report.html
= aggregate.report.pdf
= aggregate.summary.csv
=l AmpliconCoverage_M#.tsv
=] AmpliconRunStatistics.xml
=l Sample1.genome.vcf.gz
=l Samplel.coverage.csv
B Samplel.report.pdf
[E] Samplel1.summary.csv
= Samplel.vcf.gz
=l Sample1.bam
71 FASTQ
= Sample1
=l 06pazey1_L001_R1_001_fastq.gz
[ Stats
= DemuxSummaryF1L1.txt
= FastgSummaryF1L1.txt
[ Data
[ Intensities
BaseCalls
[Lo01 — copepxuTt cannsl *.bel.
[71L001 — comepxuT chaiinbl *.locs.
(] XypHanbl RTA — coaepxuT daiinbl XypHanoB U3 aHanunsa nporpammHoro obecneverus RTA.

InterOp — copmepxuT ABOMYHbIE halnbl, UCMONb3YeMble A1l CO3[4aHNsA OTYETOB O MoKasaTensx
3anycka CeKBeHUpoBaHUS.

OokymeHT N2 1000000030329, Bepcus 04
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(] XypHanbl — cogepXxuT annbl XypHanos, onucbiBatoLme waru, BbiNoSIHAEMble BO BpeMs
CeKBEHUPOBaHUS.

=l RTAComplete.txt
El Runinfo.xml

El RunParameters.xml

Onpep,eneHme nocrneanoBaTesibHOCTU HYKINeoTna0B 1 pa3rnnyne NHOeKCoB

Mpu cekBeHnpoBaHum obpa3yoB ¢ nomolybto Nnpubopa NextSeq 550Dx onpepenexue
nocrnepoBaTenbHOCTM HYKIEOTUA0B NO3BONSAET YCTaHOBUTL ocHoBaHue (A, C, G unu T) gna Kaxaoro
KrnacTtepa yka3aHHON 061acTu CKaHMPOBaHUSA UMM 30HbI BU3yanu3awumm Ha NPpOTOYHON sYelike B
onpepneneHHom Lukne. B npubope NextSeq 550Dx ncnonb3yeTtcs AByXKaHanbHOEe CEKBEHMpPOBaHue,
NPy KOTOPOM HYXHbI TONbKO ABa M306paxeHunsa Ana KoAupoBaHust BCEX YeTblpex ocHoBaHun OHK:
0JHO n3obpaxeHne N3 KpacCHOro KaHana v O4HO U3 3eSIEHOrO.

Mpouecc pacno3HaBaHUs OCHOBaHUI B X04e MPOYTEHUA MHAEKCa OTNinYaeTcs OT pacno3HaBaHus
OCHOBaHWI B X04e APYruX NpOYTEeHUA.

MpouTeHnsa nHAaeKca O0MXHbl HaYMHATbLCA B Cllyyae, KOraa B NepBbiX ABYX LMKNax 06HapyXeHo XoTa
6bl OIHO OCHOBaHUe, oTnn4yHoe oT G. Ecnu npoyTeHne nHAekca HaunmHaeTcsa ¢ ABYX OCHOBaHWUN,
pacno3HaHHbIX Kak G, UHTEHCMBHOCTb CUrHana He reHepupyetcsa. YTto6bl o6ecneunTb BbINMONHEHne
OEeMYNbTUMIEKCUPOBAHNS, CUTHAN AOMXEH NPUCYTCTBOBaTb XOTsl O6bl B OAHOM U3 ABYX NEpPBbIX
LMKIOB.

anI Bbl60pe MHOEKCOB B XO04€ Co34aHnA 3anycka OT06p33VITCF| npeaynpexageHmne o HU3KOM
pas3nnynmn, eCnn NHAEKCbl He COOTBETCTBYHOT Tpe6OBaHV|ﬂM K pa3nn4yuio. YT06bl M36€eXxaThb
0T06pa>Keva npenynpexaeHnda 0 HU3KOM pasnnyunmm, Bbl6epI/ITe WHOEKCHbIE NocnenoBaTesibHOCTH,
KOTOpbIEe obecneumBaloT curHan B 060mMx KaHanax Ans Kaxnoro uukna.

KpacHbin kaHan — A unun C
3eneHbi kaHan — A mim T

Takow npouecc pacrno3HaBaHus OCHOBaHUN obecnevynBaeT TOYHOCTb MPU aHarIn3e ManoniekCHbIX
obpasuoB. YTo6bl y3HaTL NOApOGHEE O NocnefoBaTeNbHOCTAX MHAEKCOB Ballero aHannsa, cMm.
nucTok-Bknagbiw Kommnnekt TruSeq Custom Amplicon Kit Dx (gaokymeHT No 1000000029772).

Bo Bpemsi co3gaHusa 3anycka ¢ NoMoLbio nporpaMmMHoro obecnedenun Local Run Manager
nosnb3oBaTteslb CMOXET BblOpaTb kKonnvecTBo ob6pa3uoB Ana aHanusa. [JaHHoe nporpaMmHoe
obecneyeHre aBTOMATMYECKN 3aMOSHSET NpeafiaraeMble coyeTaHUsa MHAEKCOB, COOTBETCTBYHOLLNE
TpeboBaHUAM K pas3nuuunio MHAeKcoB. MNpeanaraemble COYETaHUA UHAEKCOB SIBAAIOTCA He
06a3aTefibHbIMU, @ PEKOMEHA0BAHHbLIMU.
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OnncaHue n3MeHeHumn

O6HOBIEH agpec ynonHoMoYeHHoro npeactasutens B EC.

O6HoBnEH agpec ynoJIHoMO4YeHHOro npencrtasuTena B EC.

O6HOBnNEH agpec crnoHcopa B ABCTpanuu.

[o6asneHa nHopmauma o Habopax peareHToB Bepcumn 2.5.

O6HOBNEHa HOPMaTUBHO-MPaBOBas MapKUpPOBKa.

[MepBbln BbINYCK.
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[1na nony4yeHnsa TeXHN4eCKoM NOMOLLM CBAXUTECH CO CNYX001M TEXHMYECKON
nogaepxku lllumina.

Beb6-canT: www.illumina.com
OnekTpoHHas techsupport@illumina.com
noyTa:

Homepa TenedoHoB cnyx6bl noaaepXxku knveHTos lllumina

Pernon BecnnaTHbIn 3BOHOK PernoHanbHble oToeneHus

CeBepHas Amepuka

+1 800 809 4566

AscTpanus +1 800 775 688

ABCTpUA +43 800006249 +43 19286540
Benbrusa +32 80077160 +32 34002973
Kutan 400 066 5835

JIETE] +45 80820183 +45 89871156
PuHNAHANA +358 800918363 +358 974790110
®dpaHuus +33 805102193 +33 170770446
epmaHus +49 8001014940 +49 8938035677
"OHKOHI 800960230

Wpnaupus +353 1800936608 +353 016950506
Ntanua +39 800985513 +39 236003759
AnoHua 0800 111 5011

Hupepnanabl +31 8000222493 +31 207132960

HoBas 3enaHgus

0800 451 650

Hopserus +47 800 16836 +47 21939693
CuHranyp +1 800579 2745

WcnaHusa +34 911899417 +34 800300143
Wseuus +46 850619671 +46 200883979
LliBeiinapus +41 565800000 +41 800200442
TanBaHb 00806651752

BenunkobputaHus +44 8000126019 +44 2073057197

Lpyrue cTpaHbl

+44 1799 534000

MacnopTta 6e3onacHocTu BewecTB (SDS) — cM. Ha Beb-canTe komnaHuu lllumina no agpecy
support.illumina.com/sds.html.

[ oKyMeHTauusa Ha usgenue — MOXHO 3arpy3uTb ¢ Beb-canta komnaHum lllumina B popmate PDF.
Mepengute Ha canT support.illumina.com, BoibepuTe NpoaykT, 3aTem Bbibepute Documentation &
Literature (JokymeHTauua n nutepaTtypa).
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