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PbkoBOACTBO 32 paboTHUS NpoLec Ha MoAyra 3a aHanu3 Ha BapuaHT 3a repMuHaTuBHa NuHus Ha Local Run Manager 3a
NextSeq 550Dx

HacToswmaT JOKYMEHT 1 CbabpXaHMeTo My ca cobeTBeHOCT Ha lllumina, Inc. n HelHUTe dunuanu (,lllumina“) u ca
npefgHasHavyeHu camo 3a ynotpeba no cunarta Ha JOroBoOp OT CTPaHa Ha KNMMeHTa 1 BbB BPpb3ka C U3MNON3BaHETO Ha
npoaykta(ute), onvcaH(1) B HAacCTOALWMS AOKYMEHT, U C HUKakBa Apyra uen. To3n JOKYMEHT U CbAbpXaHNeTo My He
TpsbBa ga ce n3nonsBaT UNM pasnpocTpaHaBaT 3a HMKakBa Apyra uen n/wnv no Apyr HauvMH ga 6baaT cbobuwasanu,
paskpuMBaHW UM Bb3NpOMN3BEXAaHN Mo KakbBTO M Aa € HauyuH 6e3 npeABapuTEeNHOTO MMCMEHO Cbrnacue oT CTpaHa Ha
Illumina. lllumina He npegocTaBsa NOCPEACTBOM TO3M AOKYMEHT HUKaKbB NULEH3 3a CBOW NaTeHT, TbproBcka Mapka,
aBTOPCKO MpaBO MMM Npasa Mo cunaTta Ha obLoTo NpaBo, HUTO NOAOGHM NpaBa Ha KOATO U Aa e TpeTa cTpaHa.
NHCTpykuMnTe B TO3M AOKYMEHT TpsibBa Aa ce cnefBaTt CTPOro M U3PUMYHO OT CTpaHa Ha KBanuduuupaH 1u npaBunHo
obyyeH nepcoHan, 3a fa ce rapaHTupar npaBunHarta u 6esonacHaTta ynotpeba Ha npoaykTa(uTte), onucaH(u) B
HacToAWMS AOKYMEHT. LisnoTo cbabpxaHve Ha To3n JOKYMeHT Tpsabea Aa 6bae npoveTeHo 1 pa3bpaHo HambIHO,
npeav ga ce u3nonsea(T) TakbB(Takuea) NpoayKT(u).

AKO BCUYKN MHCTPYKLUMWN, CbObPXXALLW CE B HACTOALWNA OOKYMEHT, HE BBAAT HAMBIIHO
MPOYETEHN N U3PNYHO CMA3BAHW, TOBA MOXE OA OOBEAE OO NMOBPEJA HA NMPOAYKT(ATE),
HAPAHABAHE HA NUUATA, BKITIOYNTENHO HA MOTPEBUTENUTE U OPYTW NUUA, N YBPEXOAHE HA
AOPYITO UMYWECTBO, M WWE OTMEHW BCAKAKBA T'APAHLIMA, MPUNOXWMA 3A NMPOOYKT(UTE).

ILLUMINA HE NOEMA HNKAKBA OTITOBOPHOCT B PE3YNTAT HA HEMPABUNHATA YINIOTPEBA HA MPOAYKTA
(UTE), ONMUCAH(N) B HACTOALWNA OOKYMEHT (BKINKOYUTENHO TEXHWN YACTW UITN COPTYEP).

© 2021 lllumina, Inc. Bcuykun npasa 3anaseHu.

Bcunykn Tbproecky Mapku ca co6eTBeHocT Ha lllumina, Inc. unv cboTBEeTHUTE UM NpuTexaTenu. 3a cneynduyHa
MHOopMaLmsa OTHOCHO TbProBCkMTe Mapku nocetete www.illumina.com/company/legal.html.
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PbkoBOACTBO 32 paboTHUS NpoLec Ha MoAyra 3a aHanu3 Ha BapuaHT 3a repMuHaTuBHa NuHus Ha Local Run Manager 3a
NextSeq 550Dx

MogynbT 3a BapuaHTu 3a repmuHaTtmeHa nuHus Local Run Manager e 3a ynotpeba ¢ aHanusa 3a
KoMMnekT nepcoHanunsnpanm amnnukoHn TruSeq Dx n NextSeq 550D x Ha lllumina. Korato ce nsnonssa
C MOAYIN 3a BapuaHT 3a repMyvHaTUBHA NUHWS, aHanu3bT e NpeaHasHavyeH 3a NoAroToBka Ha
6mnbnnoTtekn, nanonssaHn 3a cekBeHmpaHe Ha JAHK ot npobu oT nepudepHa Lsana Kpb..

MogynbT 3a aHanu3 oueHsiBa Kpatkn obnacTtu Ha amnnuduympada OHK nnu amnnunkoHn 3a BapuaHTu.
POoKyCMpaHOTO CEKBEHVpaHe Ha amMMnIIMKOHUTE MO3BOSIiBa BUCOKO MOKPUTME Ha onpederieHn permoHu.
BwkTe nuctoBKkaTa 3a KOMiaekm nepcoHanuaupaHu amiaukoHu TruSeq Dx (GokymeHm Ne
1000000029772).

MOJZI,yJTbT 3a aHalln3a Ha BapuaHT 3a repMunHaTmBHa JNIMHNA U3NCKBA KOHCYMaTuUBKM 3a CEKBEHUPAHE 3a
300 yukbna. 3a noBeye nHbopmalms BUXKTE NUCTOBKaTa Ha Komsiekm ¢ peazedmu NextSeq 550D x
High Output v2 vnwu komnnekm ¢ peaceHmu NextSeq 550Dx High Output v2.5.

3a ToBa pbKOBOACTBO

ToBa pbKOBOACTBO NPEefOCTaBsA UHCTPYKL MM 3@ HACTPOViKa Ha napameTpu Ha U3MbITHSABaHE Ha
CEKBEHMpaHe 1 aHanua 3a Mofyra 3a aHanu3 3a BapuaHT Ha repMuHaTvBHa NuHus. 3a nHpopmauus
OTHOCHO TabnoTto 3a ynpasneHue Ha Local Run Manager n cuctemHuTe HaCTpPOKMKK BUXTE CrIpagovyHomo
pbkogoOcmeo 3a uHcmpymeHma NextSeq 550Dx (dokymeHnm Ne1000000009513).

[Mpernen Ha Local Run Manager

MHTepdencuT Ha Local Run Manager ce npernexaga ypes pabotHusa codptyep NextSeq 550Dx (NOS)
unu npes yeb 6paysbp. Yeb Opay3bpbT, KOWTO ce nogabpxa, € Chromium.

R 3ABENEXKA
AKO nsnonaeare HenogabpxaH Opay3bp, nsternete nogabpkaHust 6paysbp, korato 6baeTe
nogkaHeHu B cbobeHneto ,Confirm Unsupported Browser” (,[1oTBbpxaaBaHe Ha HenopabpkaH

Opay3bp“). 3bepete ,here* (Tyk) 3a nsterngHe Ha nogabpkaHa Bepcus Ha Chromium.

MpernexnaHe Ha MOHUTOpPA HA UHCTPYMEHTA

1 3a pa npernegate uHTepdenca Ha Local Run Manager Ha MOHWTOpa Ha MHCTPyMeHTa, nsbepete
€0HO OT crnegHUTe Bb3MOXHOCTU:
Ot HavanHusa ekpaH Ha NOS usbepete Local Run Manager.
LLipakHeTe BbpXxy X B ropHvs AeceH brbi, 3a Aa ce BbpHeTe kbM NOS, koraTo cTe rotosu.
N3bepeTte nkoHaTa Minimize NOS (MuHumunsnpaHe Ha NOS), otBopeTe yeb 6paysbpa Chromium,
KOMTO € Ha MHCTpPyMeHTa, u BbBeaeTe http://localhost B neHTata 3a agpeca.
Camo notpebuTtenuTe, KOUTO ca agMUHUCTpPaTopu, Morat Aa muHummampat NOS.

I'Iperne>|<,u,aHe OT MpPEXKOBU KOMMKOTHP

1 OtBopeTe yeb 6paysbpa Chromium Ha KOMMAKTBP C AOCTHMN A0 CbliaTa Mpexa Kato MHCTPYMEHTa n
ce CBbpXeTe ¢ nomMouiTa Ha |IP agpeca Ha MHCTpyYMeHTa Unm MMeTo Ha MHCTpymeHTa. Hanpumep
http://myinstrument.
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PbkoBOACTBO 32 paboTHUS NpoLec Ha MoAyra 3a aHanu3 Ha BapuaHT 3a repMuHaTuBHa NuHus Ha Local Run Manager 3a
NextSeq 550Dx

3agaBaHe Ha napameTpu

1
2

BnesTe B Local Run Manager.

N36epeTe Create Run (Cb3gaBaHe Ha n3nbnHsBaHe) u n3bdepete Germline Variant (BapuaHT 3a
repMyvHaTMBHA NUHUS).

BbBeneTe vMe Ha U3MbITHSABAHETO, KOETO UAEHTUMDULMPA U3MBITHSBAHETO OT CEKBEHUPAHETO 0
aHanuaa.
WM3nonsBavite 6yKkBEHO-LNGPOBU 3HALW, MHTEPBANMW, OOSTHU YepTu Unu TupeTa.

[HesagbmkutenHo] BbBegete onucaHne Ha U3MbITHABAHETO, 3a Aa NoANOMOrHeTe
NoEeHTUPULNPAHETO HA U3MbITHABAHETO.
M3nonaBawite 6yKBEHO-LM(POBM 3HAL W, MHTEPBANW, AOMHU YepTu Unun TupeTa.

N36epeTe Gposi OT Npobu 1 MHOEKCHUS KOMMIEKT OT Nafallnst CAUCHK.
Wwmaiite npegBua cnegHata MHdopMalusi, Korato npasuTe nsGop.

Mapgawuar cnucbk cbabpxa 6pos npobu ¢ nHaoekceH komnnekT. Hanpumep 24-Set 1 (24 — komnnekT
1) nokasBa, 4e We 6baart nscnenBany 24 Npobu ¢ MHAEKCU OT MHOEKCEH KOMMNIEKT 1.

HomepaTa Ha MHOEKCHUA KOMMJIEeKT Ce OTHACAT A0 Pa3syiIMd4HN KOMMJIEKTU OT i5 nHgekcu.

KakTo KoMnnekT 1, Taka U KOMANEeKT 2 ocurypaBaTt MHOEKCHO pa3H006paame. [lBaTta nHgekcHn
KOMMJMIEeKTa ce npegnarart, 3a Aa nognomMmorHaTt B npegorBpatdBaHETO Ha M34eprnBaHETO Ha eaANHNYEH
KOMIMJT1EKT.

N3bepeTe Opos npobu, kKoUTo ca Har-6nmn3o go 6pos Npobu, KOUTO nacregBarte. AKO TOYHUAT Bpoi
npobu He e B cnucbka, n3bepete Opos, KONTO e Hal-6111M30, HO He NMO-Manbk OT BPosi, KOWTO
nscnensate. Hanpumep, ako nckate ga uscrnensate 18 npobu, n3depete 16 npodu.

KnageHyertaTa 3a |'|p06|/| N MHOEKCHUTE KOM6MH8HMM, KOUTO OTroBapAT Ha M3NCKBaAHUATa 3a MHOEKCHO
pa3Hoo6pa3Me, ce ocBeTsBaT B 3eneHo. AKo |/|36epeTe OPpYyrn KnageHdeta n UHOEeKCHU KOM6MHaLI,I/|I/I,
KOraTto 3anmcBare U3nbliHABAHETO, LWe nony4vmnmte n3sectne, 4e NSncKkBaHunAaTa 3a MHOEeKCHO
pa3H006pasme He Ca Cna3eHun.

mnopTupaHe Ha MaHUdeCTHN panrioBe 3a U3MbJTHABAHETO

1

YBepeTe ce, 4e MaHudecTHUTE annose, KOUTO UCKATE Aa MMMOPTUPATE, ca HaNMU4YHU Ha OOCTBIMHO
MpPEeXOoBO MecTomnonoxexHve unm Ha USB ycTpolicTBO.

N36epeTe Import Manifests (MimnopTupaHe Ha maHudecTHM dannose).

HaBurupainte oo maHudectHus dann n n3bepete maHngecTHUTe dannoBe, KOUTO UckaTe Aa
pobasute.

3ABEJEXKA

3a fa HanpasuTe MaHUMEeCTHY dhannose, HaNmyYHM 3a BCUYKM U3MbITHABAHWS, Ypes3 U3MNorn3BaHe Ha
MoAyria 3a aHanus3 Ha BapuaHT 3a repMUHaTUBHA NHWSA, AobaBeTe MaHupecTHUTE darnose Ypes
dyHKkumnaTa Module Settings (Hactporiku Ha mogyn). Tasm yHKLMSA U3NCKBA pa3peLLeHrs Ha
aAMVHNCTPATOPCKO HMBO. 3a noseye MHopMaL s BWKTE CrpagoyHOMo pbKosodCmeo 3a
uHcmpymerHma NextSeq 550Dx (0okymerm Ne 1000000009513).

HokymeHT # 1000000030329 v04 BUL
3A IH BUTPO OANATHOCTUNYHA YITOTPEBA
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[MocoyBaHe Ha I'Ip06l/l 3a U3MbJTHABAHETO

MocoueTe np06|/|Te 3a n3NbJIHABAHETO 4Ype3 eaHa OT cliegHuUTe onuum 1N ykasaHud, KOUTo crneaBar.

Enter samples manually (Pb4yHO BbBeXxaaHe Ha npobuTte) — Mianonaeante npasHaTa Tabnuya Ha
ekpaHa Create Run (Cb3gaBaHe Ha U3nbiHABaHe).

Import samples (VImnoptupaHe Ha Nnpobu) — MNMocodeTe MbT 40 BbHLWEH darn BbB hopMaT CbC
CTOWHOCTW, pa3geneHu cbe 3anetas (*.csv). Ha ekpaHa Create Run (Cb3gaBaHe Ha M3NbrHsBaHE)
ce npegnara wabnoH 3a u3TernsHe.

Cnepn kato cTe nonbnHUNKM Tabnuuarta 3a Nnpobute, MOXeTe Aa ekcnoptupare uHdopmayumsTa 3a
npobuTte BbB BbHLWEH hann. N3nonaeaiiTe anna 3a cnpasBka, KoraTo NOAroTeaTe 6MONMoTekn unm
umnopTupaTte darina 3a gpyro u3nbliHsaBaHe.

PbyHO BbBEXOAHE Ha NpobuTe

1

BbBenete yHukaneH W[ Ha npobarta B noneto Sample ID (UL Ha npobarTa).
M3nonsBaiite 6yKBEHO-LNDPOBMU 3HALN, TUPETA UMW LOMHU YepTy.

[HezagbmkuTenHo] 3a NonoXUTENHN UK HEraTUBHU KOHTPOSHU NPo6u LWpakHeTe ¢ AeCHNUS Gy TOH
Ha MuULIKaTa 1 n3bepeTe TUNa Ha KoHTpornaTa.

[HesapbmkutenHo] BbBenete onvcaHne Ha npobarta B pasgena Sample Description (OnucaHue Ha
npobara).

M3nonaBawite 6ykBEeHO-LMPPOBM 3HALMW, TUPETa NN AOMHU YepTy.

OnucaHuaTa Ha NpobuTe ca cBbp3aHu ¢ ume Ha npobarta. OnncaHuaTa Ha NpobuTe ce npesanncear,
aKo CbLLOTO MMe Ha npobaTta 6bae M3non3BaHO OTHOBO B MO-KbCHO U3MbITHSIBAHE.

M3bepeTe agantep Ha Index 1 (MHgekc 1) oT nagawwms cnmcbk Index 1 (i7) (MHgekc 1 [i7]).
Korato nsnonssarte npeanoxeHute knageHyera 3a npobu, coptyepbT nonbnea aBTOMaTu4HO
ajanTepuTe Ha UHAEKC i7 1 i5, KOUTO OTrOBapST Ha M3NCKBAHUSITA HA UHAEKCa 3a pa3Hoobpasue.
AKo ToYHMAT 6pon Npobu, KOMTO M3cneaBaTte, He e B CNUCbhKa, nocTaparite ce ga u3bepete
afjanTepu 3a MHAEKCU 3a JOoMbITHUTENHU KnageH4yeTa.Ako TpsabBa ga n3bepete nHOEKCHU 3a
OOMbIIHUTENHW KNafeH4yeTa Unu He U3nonsearte npenopbYyaHnuTe KOMOMHAL MU 3a UHAEKCHU
agantepu, npean aa nsbepete MHOEKCU, ce YyBepeTe, Ye cTe npodenn ObosHavyasaHe Ha basu u
pa3Hoobpasue Ha uHOeKkcu Ha cTpaHuya 16.

N3bepeTe aganTep Index 2 (MHgekc 2) ot nagawwms cnmcbk Index 2 (i5) (MHaekc 2 [i5]).
N36epeTe MaHudecTeH dann ot nagawms cnucebk Manifest (ManndgecT).

M3bepeTe onuusa 3a nperneq, otnedarsBaHe unu 3anvcBaHe Ha nogpenbarta Ha nnakuTe Kato
crnpaBka 3a NpuroTBsiHe Ha OubnuoTeku:
N3bepeTe nkoHaTa = Print (Mevar) 3a nokasBaHe Ha noapenbara Ha nnakute. M3bepete Print
(Mevar) 3a oTnevyaTBaHe Ha noapenbarta Ha nnakuTe.
N3bepeTe Export (EkcnoptupaHe) 3a ekcnopTvpaHe Ha nHdopmaumsa 3a npoba KbM BbHLUEH
danin.
YBepeTe ce, 4ye nHdopmaumaTa 3a maHudecTa n npobara e npasunHa. HenpasunHata nHdpopmaums
MOXe Oa NnoBJinde Ha pe3ynrtatuTe.

M3bepeTte Save Run (3anucBaHe Ha M3NbIiHSBaHe).
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mnopTupaHe Ha npobu

1 WN36epete Import Samples (MmnopTupaHe Ha npobu) n oTuageTe 4O MECTOMOMNOXEHMETO Ha (haina ¢
nHpopmayums 3a npoda. VMima gBa Tvna darnose, KOUTO MOXe Aa umnopTupare.

N36epeTe Template (LLabnoH) ot ekpaHa Create Run (Cb3gaBaHe Ha n3nbiHABaHe), 3a Aa
HanpaBuTe HOoBa nogpenda Ha nnakuTte. PannbT ¢ WabnoHa cbabpKa NPaBUTHUTE 3arfaBus Ha
KONMOHM 3a umnopTtupaHe. [lobaBeTe Ha nHdopmaumsa 3a npobarta BbLB BCSKa KOMOHA 3a BCsika
npoba B M3nNbrHsABaHeTo. M3TpuinTe npuMmepHaTa uHdopmMaLms B HEU3NON3BaHW KIEeTKW U cnepg
TOBa 3anuweTte danna.
Manons3eante gann ¢ nHdopmayms 3a npoba, KOMTo € 61Mn ekcrnopTMpaH OT MOAYJa 3a BapuaHT
3a repMyHaTMBHa NUHUA Ypes dyHkumaTa Export (EkcnopTupaHe).

2 W3bGepeTe ukoHaTta = Print (Meuar) 3a nokasBaHe Ha noapenbaTa Ha NnakuTe.

3 Wa3bepete Print (lMevar) 3a oTnevarsaHe Ha nogpendara Ha nnakata KaTo cnpaBoYHa MHdopmaLms
3a NOAroToBka Ha bubnuortekuTe.

4 [He3apabmkutenHo] V3bepete Export (EkcnopTupaHe) 3a ekcnopTupaHe Ha uHdopMaLusi 3a npoda
KbM BbHLUEH hbanin.

YBepeTe ce, Yye nHdopmaumaTa 3a MaHudecTta n npobara e npasunHa. HenpaesunHata nHdopmauus
MOXe [a NoBnusie Ha pesynTatuTe.

5 W3bepete Save Run (3anncBaHe Ha nanbrHABaHe).

Pe,u,aKTMpaHe Ha U3MNbJIHABAHE

3a MHCTPYKLUMM 3a pefakTMpaHe Ha UHopMaLvsaTa BbB BaLLIETO U3MbIHSAABaAHE NPean CeKBeHUpaHe
BUXTE CripagoyHomo pbkosodcmeo 3a uHcmpymeHma NextSeq 550D x (Ookymenm Ne 1000000009513).

MOJJ,yJTbT Ha aHanun3 Ha BapuvaHT 3a repMmHaTuBHa NMMHUA U3NbJTHABA CreHUTe CTBMKU 3a aHalnuns u
crnep ToBa 3anucBa M3XogHuTe avinoBe Ha aHanwu3a B nankata Alignment ([ogpaBHsABaHe).

VIHOEeKCHM pa3ynTaHns Ha gemMynTunnekcupaHe
eHepupaHe Ha FASTQ dalinose
[NMoapaBHsBa ce KbM npenpaTtka

WpoeHTuduumpa BapmaHtm

HdemynTtunnekcupaHe

,D,eMyJ'ITVII'IJ'IeKCI/IpaHeTO CpaBHABa nocrnenoBartesiIHoCTTa OT MHOEKCHU pa3yntaHnd KbM UMHOEKCHUTE
nocrieaoBaTesiHoCTH, Cl'IeLI,VI(bW-IHVI 3a M3nbHABaHeTo. B Tasn cTbnka He ce B3emar npeasng HUKaKBU
CTOMHOCTW Ha Ka4eCcTBOTO.

MHaekcHute pa3yvynTaHnAa ce I/Iﬂ,eHTl/I(bVILI,VIpaT 4ypes3 cnegHunTe CTbolKn:

[MpoGute ce HOMepuparT, 3anoyBanku OT 1, B 3aBMCUMOCT OT pefa, B KOWTO ca u3bpoeHu 3a
N3NbIHSBAHETO.

Homep Ha npob6a 0 e 3anaseH 3a KNbCTEPU, KOUTO HE ca Bunu 3agageHn kbM npoba.

KJ'I'bCTepMTe ce 3agaBaT KbM npoﬁa, KoraTto MHgekcHarta nocneagoBaTefiHOCT CbBnaaa TOYHO UMM
Korato nMma oo eguH1M4HoO CbBnageHne Ha MHOEeKCHO pa3vynTaHe.
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eHepupaHe Ha FASTQ daiin

Cnepn gemynTunnekcmpaHe copTyepbT reHepupa MexauHHU darinose 3a aHanu3 BbB hopmaTt FASTQ,
KOWTO e TeKCTOB hopmaT, U3non3BaH 3a NpeactaBsHe Ha nocnegosatenHocTn. FASTQ dannosete
CbAbpXaT pasynTaHusa 3a Besika Npoba 1 cBbp3aHMTe C TAX pe3ynTaTtu 3a kavyecTBo. KnbcTtepute, KOUTO
He ca npeMuHanu punTbp, ca U3KMIOYEHN.

Bcekn FASTQ cdann cbabpxa pasyutaHus camo 3a egHa npoba n MMeTo Ha Tasu npoba e BKIYEHO B
nmeto Ha FASTQ darina. FASTQ dannoBeTte ca ocHoBHaTa BXogHa nHdopmaumsi 3a NogpaBHsiBaHe.
Ha npoba ce reHepupaTt no ocem FASTQ davina, yetmpn ot PasuyutaHe 1 n yetnpmu ot Pasduntane 2.

[MNogpaBHsiBaHe

Mo Bpeme Ha cTbhkaTa Ha noApaBHsiBaHe NEHTOBUAT anroputbM Smith-Waterman nogpasHsBa
KNbCcTepuTe OT BCsika npoba cpeLly nocrefoBaTenHOCTU OT aMMiNKOHM, NOCOYEHN B MaHUMECTHUTE
dannose.

JleHToBMAT anroputbM Smith-Waterman nsnbnHaea nonyrno6anHy nogpaBHsIBaHWUS Ha
nocrnefoBaTenHOCTX 3a onpefernsiHe Ha Nogo0HM pernoHn Mexay ABe nocrefoBatenHocTu. BmecTo aa
cpaBHsiBa obllaTta nocneaoBaTenHocT, anropuTbMbT Smith-Waterman cpaBHsiBa CErMeHTU C BCUYKU
Bb3MOXHU ObIKUHN.

Bcsko pa3yvynTaHe Ha cABOEHU Kpaulla ce oueHABa No OTHOoWeHe Ha HEroBoTo noapaBHABaHE KbM
CbOTBETHUTE NocrieaoBaTesTHOCTU Ha npo6aTa 3a TOBa pa34yunTaHe.

Read 1 (Pa3uuTtaHe 1) ce oueHsiBa Ype3 ob6paTHO JOMBbITHEHWE Ha NOKYC-CneLnduyHmn
onuroHykrneotnau cnepg reHa (DLSO).

Read 2 (Pa3uuTaHe 2) ce oueHsiBa Ypes NoKyc-cneumdudHn onuroHykneotuan npeau reHa (ULSO).

AKO HayaroTo Ha pasyuTaHe cbBraga C NocreaoBaTeNnHOCTTa Ha NpobaTa ¢ He noBeye OT Tpu
pasnukn (HecbBMNageHVst U NPOMeHV Nopaau BoAewWmn UHCEPLUM 1 AerneLun), MbiiHaTa AbIKUHA Ha
pa3uyMTaHeTo ce NoApaBHsIBa CpeLly Tapreta Ha amninkoHa 3a Tasu NocreqoBaTerniHoOCT).

WHcepuymnte n geneuunte B pamkmte Ha DLSO n ULSO He ce HabnogaeaT, KaTo ce B3eMe npeaBug
aHanuTu4HaTa XMmusl.

MoapaBHsiBaHUSATa ce UNTpUpAT OT pesynTaTuTe OT NoApPaBHSABAHETO Bb3 OCHOBA Ha MPOLEHTU Ha
HEeCbOTBETCTBME UITN B PermoHa Ha UHTEPEC, UMW B MbITHUS aMMMVKOH, B 3aBUCUMOCT OT AbJKMHATa Ha
amnnvkoHa. PunTpupaHuTe NodpaBHsABaHMS ce 3anucBaT BbB haiifioBeTe 3a nogpaBHsiBaHe KaTo
HermogpaBHEHU M He ce M3non3BaTt npu o6o3Ha4YaBaHe Ha BapuaHTu.

O6o3HauvaBaHe Ha BapuaHT

PaspaboTteH ot lllumina, MHCTPYMeHTBLT 3a 0603HaYaBaHe Ha BapuaHT Pisces ngeHtudnumpa HanuyHuTe
BapuaHtTv B JHK npob6a.

MHCTpyMeHTBT 3a 0603HavaBaHe Ha BapuaHT Pisces ngentnduympa SNV, MNV n Mmanku nHcepyum u
aeneunn B 3 CTbIKU:

Pasrnexpna Bcska no3vumst B pedepeHTHNS reHOM NMooTAEeNHO
Mpebposiea 6Ga3u B AageHaTa no3uyus 3a noApaBHeHW pasynTaHusi, KOMTO NPUMNoKpMBAT No3uumusTa

M3uucnaea pesynrtart 3a BapuaHT, KOWTO M3MepBa KayecTBOTO Ha 0603Ha4yaBaHETO, N3MOM3BanKu
Mogerna Ha Poisson. BapuaHTu ¢ pe3synrtar 3a kadyecTBo nog Q20 He ce BkIto4Bar.

AKO fadeH BapvaHT npemMuHaBsa npes BCUYKM OUNITPU, BapuaHTbT € MapkupaH kato PASS
(MPEMMNHABA) BbB VCF.
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PbkoBOACTBO 32 paboTHUS NpoLec Ha MoAyra 3a aHanu3 Ha BapuaHT 3a repMuHaTuBHa NuHus Ha Local Run Manager 3a
NextSeq 550Dx

3a noeye nHdopmauua BmkTe github.com/lllumina/Pisces/wiki.

1 Ot tabnoto 3a ynpaeneHune Ha Local Run Manager wpakHeTe BbpXy MMETO Ha U3MbIHABAHETO.

2 Ot pasgena Run Overview (06w, npernes Ha UanbiiHABAHETO) NpernefanTte nokasarenuTte 3a
N3MNbMHABaHE HA CEKBEHMPAHETO.

3 [HesagbmxkutenHo] N36epete nkoHata Copy to ClipboardE (KonupaHe B knunbopaa) 3a
KonupaHe Ha MbTs 40 nankarta 3a U3XOA4HO M3MbIHsSIBaHe.

4 llpakHeTe Bbpxy pasgena Sequencing Information (MHdopmaLust 3a cekBeHupaHe), 3a ga
nperriegate napameTpuTe Ha U3MbITHABAHETO N MHOPMaLUATA 38 KOHCYyMaTUBUTE.

5 LUWpakHeTe Bbpxy pasgena Samples and Results ([pobu n pesyntartu), 3a ga npernegate
MECTOMOSIOXEHMETO Ha OTYEeTa 3a aHanms.
AKO aHanu3bT € 6Mn NOBTOpPEH, pa3rbHeTe nagawmna cnucbk Select Analysis (M36op Ha aHanus)
n n3bepete NOAXoOALNSA aHaNU3.

6 LpakHeTe BbpXxy ukoHaTa Copy to CIipboardE (KonupaHe B knunbopaa) 3a KonvpaHe Ha NbTa 40
nankata Analysis (AHanus).

3a noeeye uHdopmayus 3a pasgenute Run Overview (06w npernen Ha usanbrHsaBaHe) U Sequencing
Information (MHdOpMaLMsa 3a cekBeHWpaHe) 1 Kak Aa HapeouTe aHanusy Ha onallka BUXTe
crnpagoyHomo pbkosodcmeo 3a uHcmpymeHma NextSeq 550Dx (dokymeHm Ne1000000009513).

PesynTtatute oT aHanms3a ca obobueHne B pasgenute Samples (Mpobun) n Results (PesynTtature) u kato
obobuieH otyeT B nankara Alignment (MogpaBHaBaHe). OTYeT 3a Bcsika npoba e HanudeH u B PDF
darnoB dopmar 3a Bcsika npoda.

NHudopmaums 3a pasgenn Samples (Npobun) n Results (PesyntaTn)
1 LpakHeTe Bbpxy npoba B cnuchbka, 3a Aa BUAMTE oTyeTa 3a npobara.

Tabnvuya 1 MHdopmaumsa 3a nsmenHssaHe n npoba

3arnaBue Ha KOnoHa OnucaHue

Run Status (CbcTosiHue Ha MocoyBa Aany U3nNbhHSBaHETO Ha NOCNeAoBaTENHOCTTa € NPeMUHAnNo, Unu He.
M3NbIHABaHe)

Total Yield (GB) (O6wa Bposit 6a3u, kouto ca 0603HayYeHN B U3NbIHABAHETO HA CEKBEHMPAHE.
Npon3BOANTENHOCT) Moka3Ba npara Ha NpemMMHaBaHe U CbCTOsTHUE Ha NpeMUHaBaHe UMK Heycrex.
% 2 Q30 MpoueHTHLT Ha pa3vyuTaHMsaTa B U3NbIIHABAHE Ha CEKBEHMpPaHe C pe3ynTar 3a

kavectBo 30 (Q30) unu no-ronsam. Nokassa npara Ha NnpeMnMHaBaHe U CbCTOAAHNE
Ha npemMyvHaBaHe Unm Heycnex.

Sample ID (U Ha npoba) W[ Ha npobaTa, npegocTaBeH Npu Cb34aBaHETO Ha U3NbIHABAHETO.

Total PF Reads (O6wwo O6wWwmAT 6poit Ha pasynMTaHusaTa, NnpeMmHaBalLn punTbpa.

pasynTtaHusa Ha PF)

Read 1% 2 Q30 MpoueHTbT Ha pasunTanmaTa B Read 1 (Pasuyutane 1) ¢ pesynTaT 3a kKa4yecTtBo
(PasyutaHe 1% 2 Q30) 30 (Q30) nnu no-ronsim 3a npobara.
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PbkoBOACTBO 32 paboTHUS NpoLec Ha MoAyra 3a aHanu3 Ha BapuaHT 3a repMuHaTuBHa NuHus Ha Local Run Manager 3a

NextSeq 550Dx

3arnaBuve Ha KOJiOHa

Read 2% 2 Q30
(PasyutaHe 2% 2 Q30)

Autosome Call Rate (MectoTta Ha
o6o3HavyaBaHe Ha aBTo30Ma)

OnucaHue

MpoueHTBLT Ha pa3unTaHuaTa B Read 2 (Pa3yutaHe 2) ¢ pesynTtaT 3a Ka4ecTBO
30 (Q30) nnu no-ronsm. 3a npobara.

BposAT Ha reHOMHUTE No3MuMn B aBTO30MUTE (XpoMo3omu oT 1 oo 22), kouto
OTroBapsAT Ha NpeABapuUTenHO AedUHUPaH npar Ha CTOMHOCT Ha A4OBEPUTENHOCT,
pasfeneH Ha obwuns 6pori Ha aBTO30MHU FEHOMHM NO3MLUS, 3@ KOUTO € nonyyveHa
nHopmauus. Yecrotata Ha obo3HavaBaHeTo ce onucesa Ha 6a3a 3a usBagka u
Cce OTYUTa KaTo MPOLEHT, KOWTO ce u3yucnsea kato 1 MuHyc (6poin BapMaHTu Ha
aBTO30MHM NO3NLMKN C HENbNHU 0603HaYaBaHusA, pasfeneH Ha obwmsa 6poin
CeKBEHMpPaHW BapuaHTV Ha aBTO30MHU MNO3ULUK).

Tabnuuya 2 WHpopmayusa 3a otyeT Ha npobarta

3arnaBue Ha KonoHa
Sample (Mpob6a)
Report Date (daTa Ha oTyeTa)

Sample Information
(MHdopmauusa 3a npobarta)

Amplicon Summary (O606weHne
Ha aMMInKOH)

Read Level Statistics
(CTaTUCTUKM 3@ HUBOTO Ha
pasyntaHus)

Variants Summary
(O6obLeHre Ha BapuaHTuTe)

Coverage Summary
(O6obLyeHre Ha NOKpPUBAHETO)

Coverage Plots
(Fpadpmkm 3a nokpuBaHe)

Software Versions
(Bepcun Ha codTyepa)

OnucaHue
W[ Ha npobGaTa, NnpefocTaBeH Npu Cb3JaBaHeTO Ha U3MbIHABAHETO.
[aTtaTa, Ha KOATO OTYETHT € Cb3adaeH.

NpeHTndukatopsT Ha npobara, KovTo e bun npegocTaBeH, korato
N3NbMHSABaAHETO € Cb3AaAeHo, obWuUsaT 6poii pa3ymTaHus, KOUTO ca NpemMuHanu
¢dunTbpa B npobaTta, NpoueHTHLT Ha pasuyutaHusa 3a npobaTa ¢ pesynraT 3a
kavectBo 30 (Q30) unm no-ronsm 1 yectoTaTta Ha aBTO30MHO 0603HayYaBaHe.

O6WuMaT BpoN Ha CEKBEHMPaHU PErMOHN Ha aMMNIIMKOHM 1 obuiaTa AbiK1MHa B
OBOWNKM 6a3n OT CekBEHMpPaHM aMNIIMKOHU B LieNeBUTe permoHu 3a npobara u
MaHudecTHUsa dann. MaHndecTHUAT dann onpegens pedepeHTHUS reHoM 1
uenesute peepeHTHN PermoHu, N3NoN3BaHn B CTbMNKaTa Ha NoApaBHABaHe.

BposiT ¥ NPOUEHTHT Ha pasunuTaHus 3a npobaTa, KOMTO NOKPUBAT BCsiKa NO3ULUS
B cnipaBkaTta 3a Read 1 (PasuutaHe 1) n Read 2 (Pa3untaHe 2).

BposTt Ha SNV, nHcepuumn n geneunun, oTkpuTun B npobarta, KOATO e npemuHana
npeanoXeHnTe CTOMHOCTU 3a onpeAensHe Aanu pesyntatuTe 3a Ka4yecTBo a B
pamMKuTe Ha NpMemMnMBUS AuanasoH.

O6wumat 6pon Ha nogpaBHeHN 6a3n, pasgeneH nNo pasmepa Ha LeneBus permoH,
N NMPOLEHTBLT Ha PErvoHN Ha ansfMKOHW C MOKPUTUE Ha CTOMHOCTUTE, NO-rofieMun oT
rpaHuuaTa 3a HUCKo nokpusaHe ot 0,2 * cpeJHO NOKPMBAHE Ha aMMIIMKOH 3a
npobara.

padurkaTa 3a NOKpMBaHe NO PErMOH Ha aMMIIMKOH Noka3Ba NoKpUBaHETO cpef
pervoHnTe Ha aMniMKoHu 3a npobaTta. PermoHnTe cbC CTOMHOCTU Ha NOKpPUBaHe,
No-HWCKKN OT Npara Ha NoKpuBaHe, ca MapkupaHu B YepBeHo. CpegHaTa CTOMHOCT
Ha BCUYKWN CTOMHOCTU € 0603HayYeHa C opaHxeBa NUHUS.

Bepcuute Ha codTyepa, korato npobaTta e cekBeHupaHa. Bknioysa paboTeH
codptyep Ha NextSeq 550Dx (NOS), codpTyep Local Run Manager, codpTtyep RTA
1 Bepcusita Ha MoJyna 3a BapuaHT 3a repMvHaThBHA JIMHUS.

CnegHute n3xoaHu arinoBe Ha aHanusa ce reHepupar 3a MoAyna 3a aHanus Ha BapuaHT 3a
repMuHaTMBHA NIMHUSA U OCUrypsBaT pesynTaTu OT aHanu3a 3a nofpaBHsABaHe U 0603HavYaBaHe Ha
BapuaHT. N3xoaHuTe dannose Ha aHanu3 ce Hamupat B nankarta Alignment (lMogpasHsBaHe).
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WUwme Ha cdanna OnucaHue

OemynTtunnekcupate (*.txt) MexavHHW dainoBe, KOUTO CbabpPXKaT 0606LWUTENHN pe3ynTaTu Ha
AeMynTunmnekcupaHeTo.

FASTQ (*.fastq.gz) MexanHHu dainose, KOUTO CbAbPXKaT ob6o3HavyaBaHe Ha 6a3u ¢ pesyntar

3a kayecTtBo. FASTQ caiinoseTte ca ocCHOBHaTa BXoAHa MHopmaums 3a
CcTbMKaTa Ha NoJpaBHABaHe.

daiinoBe 3a nogpaBHsBaHe B Cbabpxa nogpaBHEHU pasyuTaHus 3a fageHa npoba.

BAM copmart (*.bam)

®darinoBe 3a 0603HaYaBaHe Ha Cbabpka reHoTuna 3a Bcsika no3uuums, He3aBUCMMO Janu e obo3HayeHa
BapuaHT B reHOMa BbB KaTo BapuaHT, U1 crpaska.

VCF cdopmart (*.genome.vcf.gz)

®dannoBe 3a o603Ha4YaBaHe Ha Cbabpxa Bcu4ku obosHayeHn BapuaHTy B LiernesaTa obnacr.

BapuaHT BbB VCF dopmar

(*.vcf.gz)

AmpliconCoverage_M1.tsv Cbabpxa HgopmaLmsa OTHOCHO MOKPMBAHETO Ha aMMNiMKOH 3a npoba 3a

BCEKW NpegocTtaBeH maHudect. M# npeacraBnsasa MaHUMECTHMUA HOMeEp.

dopmaT Ha dhaiina 3a gemynTunnekcupaHe

MpouecbT Ha AeMynTUNNeKCMpaHe pasynTa MHAeKCHaTa NocreAoBaTenHOCT, NpUKpeneHa KbM BCEKU
KNbCcTep, 3a Aa ce onpeaenu ot Kost npoba npomsxoxaa knbecTepbT. CbNocTaBAHETO MEXAY KNbCTepu v
Homep Ha npoba ce 3anuceBa BbLB dann 3a gemyntunnekcupade (*.demux) 3a Bcska nnoyka Ha
noToyHaTa KneTka.

dopmaTbT 3a MMETOo Ha danna 3a gemyntunnekcupaHe e s_1_X.demux, kbaeto X e HOMepPbT Ha
nnoykara.

dannoBeTe 3a feMynTUNIeKcUpaHe 3ano4yeaT CbC 3arfiaBeH pasgen:
Bepcusa (4 Gavita Lenodnucnenn TMnoBe gaHHu), B MOMeHTa 1
Bpoli knbcTepu (4 6anTa LEenovYncreHn TUNoBe AaHHN)
OcTaHanaTta 4yacT oT harna ce CbCToM OT HoMepa Ha Npobu 3a BCEKM KNbCTep OT nyioykara.

Korato cTbnkata 3a gemyntunnekcupaHe e 3aBbplueHa, copTyepbT We cb3gane dann 3a
aemynrtunnekcupare, HanveHyBaH DemultiplexSummaryF1L1.txt.

F1 npeactaBnsiBa HoMepa Ha nNoTo4YHaTa KfeTka B MMeTOo Ha hanna.
L1 npeactaBnsiBa HoMepa Ha nbTekaTta B MMEeTO Ha dainna.

HOemynTtunnekcupaHeTo Boau o tabnuuya ¢ 1 peq Ha nnoyvka u 1 KornoHa Ha npoba, BKIHYUTENHO
npob6a 0.

Han-yecTo cpewaHMTe nocnefoBaTenHoCTU B UHOEKCHUTE pas3ynTaHus.

davinos coopmat FASTQ

FASTQ e TekcToBoOasnpaH dannos gopmaT, KOWTO CbabpKa 0603Ha4YaBaHe Ha 6a3n U CTOWHOCTU Ha
Ka4yecTBOTO Ha efHO pa3uuTaHe. Bceku 3anuc cbabpxa 4 NUHUK:

aeHTndukaTopsbT
NMocnepoBaTtenHocTTa
3Hak nntoc (+)

KauyecTtBoTo Ha PhRed ce oueHsiBa B kogupaH doopmat ASCII + 33
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M aeHTndukatopsbT € npegcrtaBeH BbB oopmar:
@Instrument:RuniD:FlowCelllD:Lane:Tile:X:Y ReadNum:FilterFlag:0:SampleNumber
Mpumep:
@SIM:1:FCX:1:15:6329:1045 1:N:0:2
TCGCACTCAACGCCCTGCATATGACAAGACAGAATC

+

<> ##=><O9=AAAAAAAAAAIY: <#<;<<<??7?%=

dannos popmat BAM

BAM davin (* .bam) e komnpecupaHa gBondHa Bepcus Ha SAM davin, KoWTo ce n3nonsea 3a
npegcTaBsiHe Ha NoApaBHEHM nocnegoBatenHocTn Ao 128 Mb. dopmatntre SAM n BAM ca onucaxu
nogpodHo Ha samtools.github.io/hts-specs/SAMv1.pdf.

BAM dcarinoseTe nsnonaeat oopmart 3a umeHyBaHe Ha cdarina SampleName_S#.bam, kbgeto # e
HOMepbT Ha npobata, onpeaeneH OT NOCNeAOBaTENHOCTTA, B KOSITO NPOOUTE ca BKIOYEHN B CMMCHKA 3a
N3NbIHEHNE.

BAM cbarinoseTe cbabpXaT 3arnaBeH pasgen M Cekums 3a nogpaBHsBaHe:

3arnaBeH pasgen — Cbabpka nHpopmayma 3a uenusa cainn, kato ume Ha npoba, AbIIKMHA Ha
npobarta n meTon Ha noAapasHsiBaHe. [TogpaBHsIBaHWsITa B pa3gena 3a NofpaBHsiBaHe ca CBbp3aHu
cbC crneyndurdHa nHdopmalus B 3arnaBHus pasgen.

MoapaBHABaHMA — Cbabpxka UMe 3a YeTeHe, NocneoBaTeNHOCT Ha YeTeHe, Ka4yecTBO Ha YeTeHe,
nHopMaLmsa 3a NoapaBHsiBaHe M NepcoHanuaupaHy tTarose. NpoyeTeHOTO HaMMEHOBaHME BKITOYBa
XpoMo3omaTa, HayanHarta KoopAauMHaTtHa cucTema, KayecTBOTO Ha MogpaBHSABaHe M AeCKpunTopa Ha
cbBnageHue.

PaspensT 3a nogpaBHABaHMSA BKIOYBA cliegHaTa MHOpMaLms 3a BCAKa ABOWKA YeTEeHe UK YeTeHe:
AS: KayecTBO Ha cABOEHO NoApaBHSABaHE.
RG: 'pyna 3a pa3dutaHe, KoATo noco4vBa 6pos pasymTaHus 3a KOHKpeTHa npoba.

BC: Bapkopg Tar, KOWTO NokasBa geMynTUNNeKcupaHusa naeHtudukatop Ha npobarta, cBbp3aH C
pasynTaHeTo.

SM: KauecTBO Ha nogpaBHsiBaHE B €4UH KpaW.
XC: OTroBaps Ha HM3a Ha geckpunTopa.

XN: Tar 3a nmMeTo Ha aMNIMKOH, KOWTO 3anncea VID,eHTM(bVIKaTopa Ha aMMNJIMKOHa, CBbpP3aH C
pa34vynTaHeTo.

WHpekchHuTte charinose BAM (* .bam.bai) npegoctaBaT nHoekc Ha cboTBETHUA BAM dhawn.

dainnos popmat VCF

dopmart 3a ob6o3HayaBaHe Ha BapuaHT (VCF) e yecTo cpelwaH darinos gopmar, pa3paboTeH oT
Hay4HaTa ObLHOCT Ha reHoMmukata. Tor cbabpXKa MHOPMaLMA 3a BapnaHTU, OTKPUTU Ha KOHKPETHM
nosuuum B pedepeHteH reHoM. VCF channoseTe 3aBbpluBaT ¢ HacTaBka .vcf

3arnasHuaT peqg Ha VCF darina BknwouBa BepcuaTa Ha VCF dannosusa popmaTt 1 Bepcusita Ha
MHCTpPYMeHTa 3a o60o3HavyaBaHe Ha BapvaHTa 1 NocoyBa aHoTauuuTe, U3NOoMN3BaHM B OCTaHanata 4acT Ha
danna. 3arnaBHuaT peq Ha VCF cbluo BkNtoyBa anna Ha pedepeHTHus reHom n BAM danna.
MocnenHuAT pen B 3arnaBkaTa CbAbpXKa 3arfiaBuata Ha KONOHUTE 3a pefoBeTe ¢ AaHHU. Bcekum ot
penoBeTe 3a gaHHu Ha VCF daiina cbabpxa MHopMauusa 3a equH BapuaHT.
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3arnaesua Ha VCF dhann

3arnasue
CHROM

POS

REF

ALT

QUAL

OnucaHue

Xpomo3omaTta oT pedpepeHTHUA reHom. XpoMo3oMUTe ce nosaBsBaT B Cblyata
nocnepoBaTenHoCT KakTo B pedepeHTHUA FASTQ dawin.

EfnHoGasoBa nosuums Ha BapuaHTa B pedepeHTHaTa XpoMo3oma.
3a SNP Tasu nosuuus e pedpepeHTHaTa 6a3a c BapuaHTa; 3a UHCEpLUUW 1 AeNneLnmn nm
Jeneuuu Tasu no3uuus e pedepeHTHata 6asa BegHara npeay BapuaHTa.

RS HomepbT 3a BapuaHTa, nonyveH ot dbSNP.txt, ako e npunoxmmo. AKO nMa HAKOMKO s
HOMepa Ha ToBa MeCTOMOSIOXeHNe, CNMUCbKbT € pa3feneH ¢ ABoeTouune. AKO He CbliecTByBa
dbSNP 3anuc B Ta3n no3nuuns, ce U3nNon3ea Mapkep 3a nuncaeaiya ctonHocT (".').

PedepeHTHUAT reHoTun. Hanpumep geneuynsa Ha eanHnyHa T e npeAcTaBeHo KaTo
pedepeHTHa TT u antepHatneHa T. A kbM T eAUHUYEH HYKNEOTUAEH BapuaHT e npeAcTaBeH
KaTo pedpepeHTHa A n antepHaTuBHa T.

AnenuTe, KOUTO ce pasnuyaBaT OT pedepeHTHOTO pa3ynTaHe.

Hanpumep nHcepunsi Ha eguHudHa T e npeAcTaBeHa kaTo pedepeHTHa A n anTepHaTMBHa
AT. AxbM T eanHNYEH HYKNeoTUAEeH BapuaHT e NpeAcTaBeH KkaTto pedepeHTHa A 1
antepHaTtuBHa T.

PesynTaT 3a kKayecTBO, onpe/aeneH Ypes ckana Phred, HasHauYeH OT MHCTPYMeHTa 3a
obo3HavyaBaHe Ha BapuaHTu.

MO-BUCOKMSIT pe3ynTaT nokassa no-BMCOKa JOBEPUTENHOCT BbB BAPUaHTa U no-masnka
Bb3MOXHOCT 3a rpeLlKu. 3a pe3ynTaT 3a KayecTBO Q N3UMCHeHaTa Bb3MOXKHOCT 3a rpeLlka e
10719 Hanpumep komnnekT ot Q30 06o3HaYaBaHUS UMa YeCTOTa Ha rpeluku 0,1%.

MHOrO MHCTPYMEHTU 3a 0603HaYaBaHe Ha BapUaHTU Ha3Ha4yaBaT pes3ynTaTi 3a Ka4ecTBO Ha
OCHOBATa Ha TEXHUTE CTATUCTUYECKU MOAEMM, KOUTO Ca BUCOKU BbB Bpb3Ka C HabnogasaHaTta
4EeCTOTa Ha rPeLLKN.
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AHoTauum Ha VCF dann

3arnasue

FILTER (®UNTBP)

INFO
(MLHOOPMALIUSA)

FORMAT
(POPMAT)

SAMPLE (NPOEA)

OnucaHue

AKO BCUYKM bnTpK ca NpemmnHaTu, B KoroHaTa 3a duntbpa ce nsnvcea PASS

(MPEMWHABA).

* LowDP (Hucka gbnbouunHa) — lNMpunara ce 3a mecTa ¢ Abn6o4yunHa Ha nokpueaHe nog 150x.
3a no3numm Ha aMNMKOHW, MOKPUTM KaKTO OT NpeaHo, Taka U obpaTHO pasyuTaHe, ToBa e
ekBuBaneHTHo Ha 300 nokpmBaLLM ce pa3ynTaHusa CbC COBOEHM KpauLia.

* q20 — Pesynrart 3a kavecTtBo < 20.

MultiAllelicSite — BapnaHTbT He oTroBapsi Ha AUNNOUAHUS MoZen.

* R5x9 — bposaT Ha cbceaHn noBTOpPeHUS (¢ AbmkmHa 1 Ao 5 bp) npu ob6o3HavyaBaHMsa Ha
BapuaHtu 2 9.

* SB — OTknoHeHMeTo Ha BepuraTta e no-rofisiMo oT 3aJafeHuns npar.

Bb3moxHuTe BbBexaaHua B konoHata INFO (MHO®POPMALMA) BknoyBarT:

* AC — bposiT anenu B reHoTunoBeTe 3a Bcekn ALT anen B cbliaTa NocrneaoBaTeNHOCT, KakTo

€ NMOCOY€EHO.
* AF — YectoTa Ha anenu 3a Bcekn ALT anen B cbliaTa nocnegoBaTeNHOCT, KakTo €
NMOCOYEHO.

AN — O6wmaT 6pon anenu B NOCOYEHNSI TEHOTUN.

* CD — Os3HayeHue, nokassawo, 4e SNP ce e nosaBuno B pamkuTe Ha KoguMpaLiusa pernoH B
Hai-manko 1 3anuc Ha RefGene.

DP - Jbn6o4ynHarta (bpoaT Ha obo3HayaBaHe Ha 6a3u, noApaBHEHN B MO3MLMSA U
n3nonssaHu B 0603HavYaBaHeTo Ha 6asn).

Exon — Cnucbk, pasgeneH cbc 3anetau, 3a perMoHuTe Ha ek30HU, pa3dyeTeHn ot RefGene.
FC — dyHKUMOHaNHW nocneanuu.

* Gl — Cnucbk, pasgeneH cbe 3anetan, 3a UAEHTUUKATOPUTE HA TEHUTE, pasvyeTeHun oT
RefGene.

QD — [loBeputenHocT/ka4ecTBO Ha BapuaHTa no AbnbovnHa.

Tl — Cnucsbk, pasgeneH cbe 3anetau, 3a UAEHTUPUKATOPUTE Ha TPAHCKPUMTUTE, pasyeTeHn
oT RefGene.

B konoHaTa 3a popmaT ca n3bpoeHu noneta, pasgeneHu ¢ ggoetoumve. Hanpumep GT:GQ.
MpepocTaBeHMAT CNMCBK C NofeTa 3aB1UCK OT U3MOMN3BaHUSA MHCTPYMEHT 3a obo3HavyaBaHe Ha
BapuaHT. HanuyHute noneta Bkno4BarT:

* AD - 3anuc Ha dpopmaTta X,Y, kbaeTo X e 6poAT Ha pedepeHTHU obo3HayaBaHuA n Y e

6poAT Ha peayBalim obo3HavyaBaHus.

DP — MpubnuauntenHa agbnboynHa Ha pasyutaHe, pazyutanma ¢ MQ=255 nnu c nown

CBbp3BaHWA ca UNTPUpPaHN.

* GQ - KayecTtBO Ha reHoTuna.

* GT - leHoTun. 0 oTroBaps Ha pedepeHTHaTa 6a3a, 1 oTroBapsi Ha NbPBUSA 3anuc B
konoHata ALT u Taka HaTaTbk. HaknoHeHata yepTa (/) nokasBa, 4e He e HannyHa
MHpopmaymsa 3a dpasmpaHe.

« NC — Yact oT Heo603Ha4yeHn 6asn nnun ¢ ka4ecTBo Ha obo3HavyaBaHe Ha 6a3u nopg
MWHUManHUs npar.

* NL — HuBO Ha wym; nsymcneHue Ha wyma Ha obo3HayaBaHe Ha 6a3u Ha Ta3u No3nLKUS.

* SB — OtknoHeHue Ha Bepura B Ta3u no3uyus. MNo-ronemu otTpmuaTenHn CTOMHOCTU nokassat

no-marnko OTKMOHEeHWUe; CToHocTH, 6nm3ku go 0 nokasBaT No-ronsiMo OTKIOHEHMe.

* VF — YecToTa Ha BapuaHT; NPOUEHTBT Ha pa3yvynTaHuda, nogabpXxalwu antepHaTuBeH anern.

KonoHata 3a npoba gaBa ctoiiHocTuTe, cneundunyHu 3a konoHata FORMAT (®OPMAT).

["eHomHN VCF dhannose

reHomHuTe VCF (gVCF) darinose ca VCF v4.1 dannose, kouTo criegsat Habop OT KOHBEHL UM 3a
NpefcTaBsiHE HA BCMYKM MecTa B reHoMa B pasyMHO komnakTeH popmaT. gvVCF (*.genome.vcf.gz)
darinoBeTe BKOYBAT BCMYKM MecTa B paiioHa Ha MHTepec B eAuH chann 3a Bcsika npoda.

daiinbT gVCF nokasea nunca Ha obaxaaHusa Ha nosuuumn, KOMTO He NpeMuHaBaT BCUYKU OUMTPU.
Tar 3a reHotun (GT) ./. noka3Ba, 4Ye HAMa CbBMnageHue.

HokymeHT # 1000000030329 v04 BUL
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PbkoBOACTBO 32 paboTHUS NpoLiec Ha MoJyra 3a aHanu3 Ha BapuaHT 3a repMuHaTuBHa NuHusa Ha Local Run Manager 3a
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3a noBeye MHopMauusa BMKTe sites.google.com/site/gvcftools/home/about-gvcf.

dain 3a NoKpUTUE Ha aMnINKOH

daiin 3a NoKpUTUE Ha aMNIIMKOH Ce reHepupa 3a BCekn MaHudgecTeH cdann. M# B umeTo Ha darina
npeacraBnsasa MaHUECTHUSA HOMEP.

Bcekn davin BkntovBa 3arnaBeH pefd, KOWTO CbAbpXKa MaeHTudukatopu Ha npobaTa, CBbp3aHu C
MaHudecTa. PannbT cCbabpXKa crnegHaTa UHdopmalus.

M aeHTnukaTtopsbT Ha LenTa, KakTo € NocoYeH B MaHugecTa.

Obn6oynHaTa Ha NOKPUTMETO Ha PUNTbpa 3a NpeMMHaBaHe Ha pasvynTaHuaTa.

[onbnHuTenHn naxoaHun dannose

CnepHute nsxoaHn hannose ocurypsasaT AONbAHUTENHA UHMOPMaLma unm o6obasar pesynrarute ot
M3NbMHSABaAHMATA U FPeLky B aHanusa. Bbnpeku ye Te3n hannose He ca HeO6Xo4MMM 3a OLLeHKa Ha
pesyntaTtuTe OT aHanusa, Te Morat Ja ce U3nonsBaT 3a OTCTpPaHsiBaHe Ha HensnpaBHOCTU. Bcuyku
dannose ce HamupaTt B nankata Alignment ([logpaBHsiBaHe), OCBEH ako He € MOCOYEHO APYro.

WUwme Ha canna OnucaHue

AnalysisLog.txt XpoHornorusa Ha obpaboTBaHeTo, KOSTO ONMCBa BCAKA CTbIKa, KOATO Ce €
cnyyuna no Bpeme Ha aHanu3a Ha narnkaTa 3a CerawHoTo uanbnHsBaHe. PainbT
He CbAbpXa CbOOLEeHNs 3a rpeLlKu.
Hamwupa ce B nankata Alignment (MoapaBHsaBaHe).

AnalysisError.txt XpoHonorusi Ha obpaboTBaHeTo, KOSTO N3BposiBa BCSKAKBU rPeLLKU, KOUTO ca ce
CNy4ynnu no Bpeme Ha aHanuaa. Tosu cdann we 6baa npaseH, ako He ca
HaCTBMUIMN HUKaKBU FPELLKU.
Hawmupa ce B nankata Alignment (lNogpaBHsABaHe).

DemultiplexSummaryF1L1#.txt OTyunTa pesyntatv oT gemynTuniekcupaHeTo B Tabnuua ¢ 1 pea Ha nnovka u 1
KonoHa Ha npoba. # npeacraenaBa nbTeka 1, 2, 3 unn 4 oT NoTOYHAaTa KneTka.
Hamupa ce B nankata Alignment (MoapaBHsiBaHe).

AmpliconRunStatistics.xml Cbabpxa obobuiaBalyy CTaTUCTUKK, CNeUndUYHN 3a N3NbIHABaHETO.
Hawmupa ce B nankata Alignment (lNogpaBHsABaHe).

[Manka Analysis (AHanua)

Manka Analysis (AHanu3) cbabpxa annoseTe, reHepupanun ot codptyepa Local Run Manager.
Bpb3kata mexay nsxogHata nanka u nankara Analysis (AHanu3) e o6o6LeHa, KakTo cneaBa:

Mo Bpeme Ha CekBeHMpaHeTOo aHanm3bT B pearnHo Bpeme (RTA) nombrBa M3xogHa narnka ¢
dannoBeTe, reHeprpaHun No BpeMme Ha aHanuaa Ha usobpaxeHusi, o0o3HavyaBaHe Ha 6asn u
pesynTaTty 3a Ka4yecTBo.

RTA konupa cannoBe B nankaTa 3a aHanu3 B pearnHo Bpeme. Cnepn kato RTA HasHaum oueHka Ha
Ka4yecTBOTO 3a Bcsika 6asa 3a Bceku Lukbh, codpTyepbT 3anucea danna RTAComplete.txt n B aBete
nankm.

Korato garnnst RTAComplete.txt e HannyeH, aHanu3bT 3ano4vea.

Hokato aHanusbT npogbnxasa, Local Run Manager 3anvncea nsxogHute carinose kbM nankaTa
Analysis (AHanus) n crneq ToBa konupa harinoseTe o6paTHO B n3xogHaTa nanka.

HokymeHT # 1000000030329 v04 BUL 14
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Mankun Alignment (MoapaBHsiBaHe)

Bceku nmbT, KOrato aHanm3bT ce HapeXxaa OTHOBO Ha onallkarta, Local Run Manager cb3gaBa nanka 3a
nogpasHsiBaHe ¢ nme Alignment_N, kbaeto N e nopeaeH Homep.

CTpyKTypa Ha nankara

() Alignment (MogpaBHsaBaHe) — Cbaobpxa *.bam, *.vcf, FASTQ darinose u cdaninose, cneympuyHmn
3a Mopyna Ha aHanusa.

[~ Date and Time Stamp (Knerimo 3a gata n 4yac) — Knerimo 3a gara u yac Ha aHanusa kato
YYYYMMDD_HHMMSS

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

= Sample1

=l sample1_L001_R1_001_fastq.gz
[~ stats
= DemuxSummaryF1L1.txt
=] FastqSummaryF1L1.txt
[~ Data (QaHHK)
[~ Intensities (UHTeH3UTEeTH)

([~ BaseCalls

= L001 — Cbabpxka *.bcl darinose.
(7 L001 — Cbabpxa *.locs daiinose.

[ RTA Logs (XpoHonorum 3a RTA) — Cbabpxa dainoBe 3a XpoHONOrnm oT aHanusa Ha codtyepa

RTA.

HokymeHT # 1000000030329 v04 BUL
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= InterOp — Cbabpxa gBouYHM harnoBe, U3NON3BaHn 3a OTYMTAHE Ha N3MepBaHNSTa Mpu
M3NbMHSABaHe Ha CeKBEHUPaHe.

= Logs (XpoHonoruun) — Cbabpxa dannoBe ¢ XpOHONOrn1, onucBaLLy U3MbITHEHUTE CTBIMKU NO Bpeme
Ha CeKBEHMPaHEeTO.

El RTAComplete. txt
El Runinfo.xml

El RunParameters.xml

O6o3Ha4yaBaHe Ha 6a3un 1 pasHoobpasne Ha UHOEKCH

Korato npobute ce cekBeHupat Ha nHctpymeHta NextSeq 550D x, o6o3HavyaBaHeTO Ha 6a3ute onpenens
6asza (A, C, G unu T) 3a BCekM KITbCTbP Ha JadeHa nno4vka unu nzobpassasaHa obnacT Ha noTovyHaTta
knetka B cneyududeH ymkbn. MHcTpymeHTbT NextSeq 550D x nsnonsesa gBykaHanHO CEKBEHMPaHE,
KOEeTO M3MCKBa camo [Be n300paxeHus 3a KogupaHe Ha gaHHuTe 3a Yyetupu OHK 6asu, egHo ot
YepBEHUS KaHamn M eHa OT 3erieHusl KaHar.

np0Ll,eC'bT 3a MHOEKCHU pa3vyntaHuda C obo3HavyaBaHe ¢ 6asa ce pasnn4yaBsa oOT obo3HavyaBaHeTo Ha 6asu
no BpemMe Ha Opyrn pasyvyntaHu4.

VHOEeKCHUTe pa3unTaHns 3ano4vBat C Hal-marnko eHa 0asa, pasnuyHa ot G, B KOMTO 1 Aa e OoT ABata
MbpBM UMKba. AKO MHOEKCHOTO pa3yMTaHe 3anoyHe ¢ ABe 0603Ha4yaBaHus Ha 6a3n oT G, He ce
reHepupa curHan 3a MHTeH3uUTeT. 3a ga ce rapaHTupa JeMynTunnekcHa OyHKLMOHANMHOCT, CUrHanbT
TpsibBa Aa e Hanuue B HAKOW OT MbpBUTE ABa LMKbIa.

KoraTo ce M36MpaT MHOEKCHU No BpeMe Ha Cb34aBaHETO Ha U3nbJiIHEHNE, nNpenynpexageHne 3a HUCKO
pa3Hoo6pa3Me lie ce nodBu, ako MHOEKCUTE He cpeLllaTt U3NCKBaHUdATa 3a pa3H006pa3V|e. 3a ga
npenoTrBpatuTe npeaynpexneHmeTo 3a HUCKO pa3Hoo6pa3Me, M36epeTe MHOEKCHW nocneaoBaTesniHoOCTH,
KOUTO ocurypdaeaTt CUrHan v B ABaTa KaHalna 3a BCeKU LUKbII.

YepeH kaHan — A unun C
3eneH kaHan — A nnn T

Tosn npouec Ha obo3HayaBaHe Ha 6a3u ob6esnevyaBa TOMHOCTTA, KOraTo ce aHanuaupaT npobu ¢ manbk
6poii. 3a noBeyve MHMOPMaLIUST OTHOCHO MOCMNEA0BATENHOCTUTE Ha BalLIWTE MHOEKCU BIDKTE NUCTOBKaTa
Ha KOMIIeKkm rnepcoHanuaupaHu amiaukoHu TruSeq (dokymeHm Ne 1000000029772).

Mo Bpeme Ha cb3gaBaHeTo Ha n3nbnHeHne B Local Run Manager we nsbepete 6pos Ha npobute, KOMTo
we 6bAaT nscnensanHu. NpeanoxeHnTe UHAEKCHN KOMOMHaL MK, KOUTO OTroBapsAT Ha M3WCKBaHUSTA 3a
MHOEKCHO pasHoobpasune, ce nombrBaT aBTOMaTUYHO OT codpTyepa. Bbnpekn ye He e 3aabrmKuUTENHO Aa
n3nonaeare nNpeanoXeHuTe MHAEKCHN KOMOMHaL MK, ToBa € NPenopbYUTENTHO.
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OnucaHue Ha npomMsiHaTa

AKTyanusupaH agpec Ha ymbrHoOMoLLeH npeactasuTen Ha EC.
AkTyanusmpaH agpec Ha ynbrHomoleH npeacrasuten Ha EC.
AKTyanusmpaH agpec Ha cnoHcopa 3a ABCTpanus.

[ob6aBeHa e nHopmauus OTHOCHO KOMMIIEKTU C peareHTun v2.5.

AkTyanusupaHa perynatopHa MapkupoBka.

MbpBOHavanHa Bepcus.
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3a TexHn4ecka NOMOLL, Ce CBbpXKEeTE C OTAEeS1a 3a TEXHNYECKa NogapbiKKa Ha

[llumina.
Ye6 caur: www.illumina.com
Umenn: techsupport@illumina.com

TenedoHHM HOMEPA Ha OTAEeNa 3a TeXHMYecKa nogapbXxka Ha lllumina

PervnoH
CeBepHa Amepuka
ABcTtpanusa
ABcTpus
Benrna
FepmaHus
OaHna
WpnaHgusa
WUcnaHusa
UTtanua

KuTtan
Hupepnangusa
HoBa 3enaHaus
HopBerusa
O6enUHEHOTO KpancTBoO
CwuHranyp
TanBaH
duHnaHgua
®PpaHuma
XOHKOHI
LliBenuapusn
Weeyuns
AnoHus

Opymm AbpxaBu

BesnnarteH
+1.800.809.4566
+1.800.775.688
+43 800006249
+32 80077160
+49 8001014940
+45 80820183
+353 1800936608
+34 911899417
+39 800985513
400.066.5835
+31 8000222493
0800.451.650
+47 800 16836
+44 8000126019
+1.800.579.2745
00806651752
+358 800918363
+33 805102193
800960230

+41 565800000
+46 850619671
0800.111.5011
+44.1799.534000

UHdopmaumoHHu nuctoBe 3a 6e3onacHocT (UJIB) — HannyHm Ha yeb canTa Ha lllumina Ha agpec

support.illumina.com/sds.html.

[JokymeHTauusa Ha npoaykTa — HannyHa 3a nsternsHe B PDF cdopmaTt Ha yeb cawirta Ha lllumina.

PernoHaneH

+43 19286540
+32 34002973
+49 8938035677
+45 89871156
+353 016950506
+34 800300143
+39 236003759

+31 207132960

+47 21939693

+44 2073057197

+358 974790110

+33 170770446

+41 800200442
+46 200883979

MoceTteTe support.illumina.com, nsbepete NpoaykT, crneq koeto nddepete Documentation & Literature
(JdokymeHTauunsa n nutepaTtypa).
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