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HacTosawmaT JOKYMEHT 1 CbAbpXaHneTo My ca coberBeHocT Ha lllumina, Inc. n HenHuTe unmanm (,lllumina®) n ca
npeaHasHavyeHu camo 3a ynotpeba no cunata Ha AOroBOp OT CTpaHa Ha KNMeHTa i BbB BPb3Ka C U3MON3BaHETO Ha
npoaykTa(uTe), onucaH(u) B HacToAWMA AOKYMEHT, U C HUKaKBa Apyra uen. To3n JOKYMEHT U CbAbpXKaHNeTo My He
TpAbBa Aa ce n3nona3saT UNM pa3npocTpaHABaT 3a HWKaKBa Apyra Len u/vnu no Apyr HauvH aa 6baaTt cbobwasaHu,
paskpuMBaHW UNV Bb3NpOU3BEXAaHU MO KaKbBTO U Aa € HauyuH 6e3 npeBapuTENHOTO NMUCMEHO Cbrnacue oT cTpaHa Ha
lllumina. lllumina He npegocTaBa NOCPeACTBOM TO3M AOKYMEHT HMKaKbB NULEH3 3a CBOW NaTeHT, TbProBcka mMapka,
aBTOPCKO MpaBo WK NpaBa No cunaTta Ha obLWwoTo NpaBo, HUTO NOACOHM NpaBa Ha KOSATO U Ja e TpeTa cTpaHa.
WNHCTpyKuMUTE B TO3M AOKYMEHT TpsibBa Aa ce cnefBaTt CTPOro U U3PUYHO OT CTpaHa Ha KBanuduumpaH 1 npaBunHo
obyyeH nepcoHan, 3a fa ce rapaHTupat npaBunHata u 6esonacHaTa ynotpeba Ha npoaykta(ute), onucaH(u) B
HacToALWMA AOKYMEHT. LIAnoTo cbabpxaHne Ha To3n AOKYMeHT TpsibBa Aa 6bae npoyYeTeHo n pa3bpaHo HanbIHO,
npeau Aa ce uanonaea(T) TakbB(Takua) NpoaykT(K).

AKO BCUYKUN NHCTPYKLUNN, CBOBPXALLN CE B HACTOAWNA JOKYMEHT, HE BBOAT HAMBIIHO
MPOYETEHU N M3PUYHO CIMA3BAHW, TOBA MOXE JA OOBEJE OO NMOBPEJA HA NMPOOYKT(UTE),
HAPAHABAHE HA NUUATA, BKITFOYNTEJTHO HA MOTPEBUTENTUTE U APYTU NUUA, N YBPEXOAHE HA
OPYIO UMYWECTBO, M WE OTMEHW BCAKAKBA TAPAHUWMA, MPUNOXWUMA 3A MPOAYKT(UTE).

ILLUMINA HE MOEMA HNKAKBA OTITOBOPHOCT B PE3YNTAT HA HEMPABUJTHATA YINOTPEBA HA MPOOYKTA
(UTE), ONMNCAH(MN) B HACTOALWMA OOKYMEHT (BKITKOYNTENHO TEXHU YACTU U COPTYEP).

© 2021 lllumina, Inc. Benyky npaBa 3anaseHu.

Bcuykn Tbproeckm Mapku ca cobetBeHocT Ha lllumina, Inc. unu cboTBeTHUTE UM Nputexartenu. 3a cneuynduryHa
MHOpMaLMa OTHOCHO TbProBckMTe Mapku nocetete www.illumina.com/company/legal.html.
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MogynsT 3a aHanu3 Local Run Manager CF Clinical Seq 2.0 e 3a ynotpeba c TruSight Cystic Fibrosis
Clinical Sequencing Assay. AHanun3bT OTKpUBa MyTaLMM B PErMOHUTE Ha KOoAMpaHe Ha NPOTEUH U
WHTPOH-EK30HHWUTE rpaHuLM Ha reHa ,TpaHcMeMbpaHeH perynartop Ha NPoBOAUMOCTTa NPU KUCTO3HA
punbposa“ (CFTR), BKNOYNTENHO ABE rofieMun gerneumm n gBe gbnboKn MHTPOHHN MyTauun. MogynbT 3a
aHanu3 M3BbpLUBa BTOPMYEH aHanu3 1n reHepupaHe Ha OT4EeTU OT U3MbITHABAHMSA Ha CEKBEHMpPaHe, KOUTO
n3nonsear TruSight Cystic Fibrosis. BukTe nuctoBkaTa B onakoBkarta Ha TruSight Cystic Fibrosis
(GokymeHm Ne 1000000097720).

MogynbT 3a aHanm3 oueHsiBa KpaTkn obnacTtu Ha amnnuduympada OHK nnu amnnmnkoHn 3a BapuaHTu.
PoKyCMpaHOTO CEeKBEHMPaHe Ha aMMNITMKOHUTE MO3BOJIsiIBA BUCOKO MOKPUTUE Ha OonpefeneHn PervMoHn B
ronam 6por npobu.

3aToBa PBKOBOACTBO

ToBa pbKOBOACTBO NpeaoCcTaBsa MHCTPYKL MU 3a HACTpOMKa Ha napaMeTpuTe 3a U3MbIIHABaHE 3a
CekBeHupaHe 1 aHanms 3a mogyna 3a aHanus CF Clinical Seq 2.0. sanona3BaHeTo Ha codTyepa Usnckea
OCHOBHW NO3HaHMA 3a TekylaTa onepauunoHHa cuctema Windows n notpebutencku nitepdenc, 6asupan
Ha yeb Opay3bp. 3a nHdopmaums oTHOCHO TabnoTo 3a ynpasneHue Ha Local Run Manager u
CUCTEMHUTE HacTpoNiku BWkTe CrpasoyHoO pbkosodcmeo 3a cogpmyepa Local Run Manager 3a MiSeqDx
(GokymeHm Ne 1000000011880).

3agaBaHe Ha napameTpu

1 BnesTte B Local Run Manager.
2 W3bepete Create Run (Cb3gaBaHe Ha n3nbnHABaHe), crieq koeto n3bepete CF Clinical Seq 2.0.
LLle ce nokaxe nackayay nposopey 3a notesbpxaeHune, 4e CF Clinical Seq 2.0 e xxenaHunat nsbop.

(2) CONFIRM CF CLINICAL SEQ 2.0 RUN © x

0 Areyou sure you want to continue with this CF Clinical Seq 2.0 (Cystic Fibrosis Clinical Sequencing Assay) run?
Mote: If you want to change your run selection, press "Cancel" and make anather selection.

Check to confirm CF Clinical Seq 2.0 run ||

| cancel |

3 Wa3sbepete noneto 3a oTMeTKa, cnep koeto usbepete Confirm (MoTebpxaaBaHe), 3a Aa
npoabmkuTe (Mnu nsbepete Cancel (OTkas), 3a 4a ce BbpHETE KbM OCHOBHUSI €KPaH).

4 B‘bBeD,eTe MMe Ha n3nbliHABaAHETO, KOeTo Mp,eHquomu,mpa N3NbJTHABAHETO OT CEKBEHNPAHETO A0
aHanusa.
Manonaeante OyKBeHO-LN(POBM 3HAL M, MHTEPBANW, OOMHN YepTu unu Tupeta (40 3Haka unm
no-mariko).

5 [HesagbmkutenHo] BbBegete onncaHne Ha U3NbIHABaHETO.
VM3nonaBawite 6yKBEHO-LM(POBM 3HAL W, MHTEPBANW, LOMHU YepTy unu Tupeta (150 3Haka unu
no-mariko).

HokymeHT Ne 1000000100946 v01 BUL
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6

BbBeoete Homepa Ha napTuaaTa v gaTtata Ha U3TUYaHe Ha KOMMIekTa 3a NOAroToBKa Ha
ounbnunoTekn.

[MocouyBaHe Ha |'|p06|/| 3a U3MbJTHABAHETO

MocoyeTe npobute 3a M3NbAHABAHETO Ype3 e4Ha OT CleAHUTE Onu UK.

Enter samples manually (Pb4yHo BbBeXxaaHe Ha npobu) — M3anona3sarTe npasHaTta Tabnuvuya Ha
ekpaHa Create Run (Cb3gaBaHe Ha U3nbnHABaHe).

Import samples (VImnoptupaHe Ha Nnpobu) — MNMocodeTe NbT 40 BbLHLIEH darn BbB hopMaT CbC
CTOWHOCTW, pasfeneHu cbe 3anetas (*.csv). Ha ekpaHa Create Run (Cb3naBaHe Ha M3nbriHsABaHe)
ce npeanara wabrnoH 3a nsternsHe.

PbyHO BbBEXaaHe Ha Npobu

1

BbBenerte yHukanHo nme Ha npobarta B noneto Sample Name (Mwve Ha npobata).
M3nonaBavite 6yKBEHO-LLM(POBM 3HALMW, TUPETa UK AOMNHU YepTyn (40 3HaKa unu no-marsnko).

LpakHeTe ¢ aecHWs BYTOH U n3GepeTe NONMOXUTENHM U OTPULLATENTHI KOHTPOHU Npobu.
3a fa ce 3anulie U3NblHABaHe, To TpsAGBa 4a MMa NoHe efHa MOMNoXWUTenHa 1 efHa oTpuLaTenHa
KOHTpona.

[HesapbmkutenHo] BbBenerte onucarHvne Ha npobarta B pasgena Description (Onucanue) Ha
npobara.
ManonaBavite 6yKBEHO-LM(POBM 3HALW, TUpPETa Unu A4onHu Yyeptn (50 3Haka unu no-manko).

[HesapgbmkutenHo] V3bepete agantep Index 1 (MHgekc 1) oT nagawwms cnmcbk Index 1 (i7)
(MHpekc 1 [i7]).

Tasu cTbnKka He e 3a4bIKUTeNHa, 3aloTo MHAEKCHUTEe koMOuHauum i7 1 i5 ce nonbneat
aBToMaTuyHo ¢ nogpenba no nogpasbupaHe.

[HesapbmxkutenHo] V3bepete agantep Index 2 (MHaekc 2) ot nagawms cnmucbk Index 2 (i5)
(MHpekc 2 [i5]).

Tasu cTbnKa He e 3aabIKUTENHA, 3aW0TO UHOEKCHUTE KOMOUHaUmM i7 n i5 ce nombnear
aBTOMaTM4HO ¢ nogpeaba no nogpasbupaHe.

M3bepeTe nkoHata Print ([leyaTt) 3a noka3BaHe Ha nogpeabara Ha nnakara.

N3bepeTe Print (Mevat) 3a oTneyaTBaHe Ha nogpenbaTta Ha nnakaTa KaTto cnpaBoyHa UHdopMaums
3a NpUroTBsiHe Ha GG NMOTEKMN.

[HesapgbmkutenHo] V3bepete Export (EkcnoptupaHe) 3a ekcnopTupaHe Ha nHdopmaums 3a npoba
KbM doann.

N3bepeTte Save Run (3annceaHe Ha n3nbnHsBaHe).

AKO ca BbBeAEHU No-marnko ot 24 npobu, e ce nokaxe nposopeubT Insufficient Sample

(HepocTtatbyHa npoba). N3bepeTe Proceed (MpoabrikaBaHe), 3a ga npoabIinkuTe, unm nsbeperte
Cancel (OTka3) 3a pegakTupaHe Ha npobure.

BHUMAHUE

MpogbmkaBaHETO ¢ NO-Manko ot 24 npobwu He e BanuaupaHo oT lllumina. BwkTe nuctoBkarta B
onakoBkata Ha TruSight Cystic Fibrosis (mokymeHT Ne 1000000097720) 3a noBeye nHdopMaLus.

HokymeHT Ne 1000000100946 v01 BUL
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NmnopTupaHe Ha npobu

MHdopmauusa 3a npobu moxe fa 6bae numnopTupaHa oT ABa Tuna dannose:

dann c nHdopmaLms 3a npoda, KOMTo € bun ekcnopTupaH npeam ToBa oT mogyna CF Clinical Seq
2.0 upes dyHkuuaTa Export (Ekcnoptupane).

®ann c wabnoH, KONTO MOxXe Aa 6bae reHepupaH Ypes n3bupaHe Ha Template (LLabnoH) Ha ekpaHa
Create Run (Cb3gaBaHe Ha uanbiHsiBaHe). PannbT ¢ WwabfoHa cbabpKa NpaBUNHUTE 3arnaBus Ha
KOMOHM 3a MMMOPTMPaHe, KaTo BbB BCSIKa KOMOHa MMa MHopMaL st 3a MACTO 3a NOCTaBsIHE.
V3anons3BaiTe BbHLUEH peaakTop, 3a ga nepcoHanusnparte canna ¢ wabnoHa:

1 [dobGaBsiHe Ha uHdopmaLua 3a npobaTa 3a BcsAka npoba B U3MbIHABAHETO.

2 Cnep kato 6bae gobaeeHa yanarta nHdopmayms 3a npoba, nsTpunte octaHanara uHdpopmayms
3a MecTa 3a NocTaBsiHE B HEW3MON3BaHU KIETKN.

3 Banuwerte garina ¢ wabnoHa.

3a ga vmnopTtrpaTe nHopmaums 3a npoba:

1 W3bepete Import Samples (VMimnoptupaHe Ha Nnpobu), cnep KoeTo npernegante 4o gavina u ro
nabeperte.

2 WN36epete ukonarta Print ([MeyaT) 3a nokasBaHe Ha nogpenbara Ha nnakaTta.

N3bepeTte Print (lMeyaTt) 3a oTneyaTBaHe Ha nogpenbara Ha nrakata KaTo crnpaBovHa MHdopMaLlus
3a NpUroTBAHe Ha GMBNMOTEKMN.

4 [HezapbmxkutenHo] VM3bepete Export (EkcnopTupaHe) 3a ekcnoptupaHe Ha nHdopmauusa 3a npoba
KbM BbHLUEH hann.

5 MW3bepete Save Run (3anncBaHe Ha nanbrHABaHe).
AKO ca BbBeAEHUN NMo-marnko oT 24 npobu, we ce nokaxe npo3opeubT Insufficient Sample
(HepocTtatbyHa npoba). N3bepete Proceed ([MpoabkaBaHe), 3a ga npogbrxkute, nnun nsbepete
Cancel (OTkas) 3a pegaktipaHe Ha npobuTe.

J BHUMAHUE
J MpogbrxkaBaHeTO ¢ No-mMarnko oT 24 npobu He e BanuaupaHo oT lllumina. BuwkTe nucToBkaTa B

onakoBkata Ha TruSight Cystic Fibrosis (mokymeHT Ne 1000000097720) 3a noBeye nHopmaLius.
Pe,u,aKTMpaHe Ha U3NbJIHABaAHE

3a VHCTpYKUMN 3a pegakTupaHe Ha MHpopMaLnsaTa BbB BalETO M3MbIIHABaHe Npeaun CEKBEHMpaHe
BwkTe CrpagoyHomo pbkogodcmeo Ha cogpmyepa Local Run Manager 3a MiSeqDx (OokymeHm Ne
1000000011880).

3a onucaHne Ha meToauTe 3a aHanus Ha TruSight Cystic Fibrosis BmxTe nuctoBkarta B onakoBkaTa Ha
TruSight Cystic Fibrosis (dokymeHm Ne 1000000097720).

1 OT ocHOBHUA ekpaH Ha Local Run Manager wpakHeTe BbpXy MMETO Ha U3MbIHABAHETO.

HokymeHT Ne 1000000100946 v01 BUL
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PbkoBoacTBO 32 paboTHUS npolec Ha Moayna 3a aHanus Local Run Manager CF Clinical Sequencing

2 Ot pasgena Run Overview (06w, npernes Ha U3mbiiHABAHETO) Npernefante nokasarenure 3a
N3NbrHsIBaHe Ha CEKBEHMPAHETO.

3 [HesapgbmkutenHo] V36epete nkoHata Copy to Clipboard (KonupaHe B knun6opga) 3a konupave
Ha MbTa 40 M3Xo4HaTa narnka 3a U3nbIiHABaHe.

4 WNa3bepete pasgena Sequencing Information (MHopmauus 3a cekBeHupaHe), 3a ga npernegare
napameTpuTe Ha U3NbhHABaHE U MHPOPMALLMATA 3a KOHCYMaTuUBUTE.

5 W3bepete pasgena Samples and Results (Mpobu 1 pesyntatu), 3a Aa npernegare pesynratute ot
aHanusa.
PasgensT npegocTtaBsa cnucbk ¢ npobu, korto obobuiaBa yectoTaTa Ha o6o3HayaBaHe,
yHKLMOHMPAHETO, HEOBO3HAYEHNUTE KOOpPAMHATM U MHDOPMAaLUSITA 3@ KOHTPOSUTE.
AKO aHanu3bT e 6un NOBTOPEH, pa3rbHeTe nagawms cnucbk Select Analysis (M36op Ha aHanua)
n n3bepete NOAXoOALLNSA aHANN3.

6 [HezapgbmxkutenHo] LpakHeTe aBa nbTn Bbpxy noneto Comment (KomeHTtap), 3a Aa BbBegeTe
KomeHTap 3a npoba B cnucbka. LWpakHeTe Bbpxy Save Changes (3anncesaHe Ha npomeHuTe).

7 WN3bepete npobu OT cnucbka, 3a ga ce nokaxe nogpobHa nHdopmaLma 3a BapuaHTa.
MHdopmaumnsa 3a BapnaHTa Ha npobarta ce nokasa nog cnucbka ¢ npobwu.

8 [HesapgbmxkutenHo] LLpakHeTe gByKpaTHO B nosneto B konoHata Interpretation (TwnkyBaHe), 3a ga
nsbepete egHa OT CriegHNTE OMLUN:
CF — lNpuuunsia CF
MVCC — MyTauuns ¢ pasnuiHn KNUHUYHU NOCNeaCcTBUS
MOUS — MyTauusa ¢ Hems3BecTHa 3Ha4YMMOCT
NCFCM — MyTauus, koaTo He npuymnHsisa CF
Unknown (HensBecTHO)
LLipakHeTe Bbpxy Save Changes (3anucBaHe Ha NpoMeHuTE).

[ 3ABEJIEXKA
Bceku MbT, korato NpoMeHUTe ce 3anucBart, doaiin ¢ peaynTtaTy oT aHanu3sa Lie ce reHepupa B nankara

Alignment (MogpasHsiBaHe). To3n darin BkoYBa KNermo 3a Bpeme, obaBeHo KbM MMETO Ha (hanna,
BBLB (hopmat YYMMDD_HHMMSS.

3a noseye nHdopmauua 3a pasgenute Run Overview (O6Ly npernen Ha u3nbiHaBaHe) U Sequencing
Information (MHopmaLns 3a cekBeHUpaHe) 1 Kak Aa nocTaBUTe aHanusn Ha n3vyakBaHe Ha onaluka
BwxTe CrnpagoyHomo pbkosodcmeo Ha cogpmyepa Local Run Manager 3a MiSeqDx (dokymeHm

Ne 1000000011880).

Cnep kato aHanu3bT NpuUKNoYK, n3bepete eqHa oT cnegHUTe onuun, 3a Aa BuauTe darina
LotTracking.txt.

Ot pasgena Sample and Results ([Mpob6a n pesyntaTn) wpakHete Bbpxy Export Lot Tracking Data
(EkcnopTupaHe Ha faHHW 3a NpocreasiBaHe Ha napTuaa).

OtBopeTe hanna B nankata Alignment ([MogpaBHsBaHe).

MbuTat go nankarta Alignment (lMogpaBHsiBaHe) ce nokasea B pa3gena Samples and Results (IMpobwu
n pesyntatn) B noneto Analysis Folder ([Manka 3a aHanwus).

[HesapgbmkutenHo] M3bepete nkoHata Copy to Clipboard (KonupaHe B knun6opaa) 3a
KonupaHe Ha MbTa 40 nankaTta 3a aHanuma.

HokymeHT Ne 1000000100946 v01 BUL
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Korato aHanu3bT npukntoydn, hannbT C JaHHW 3a npocrefsBaHe Ha napTugaTta ce 3anucea B nankaTta
Alignment (MogpaBHsaBaHe) 3a n3nbrHgaBaHeTo. Hanpumep: MiSegAnalysis\<Run Folder
Name>\Alignment_ N\YYMMDD_HHMMSS. N e nopegeH HOMep, KOWTO Ce yBenuyaBa, ako aHanmabT e
NMoCcTaBeH MOBTOPHO Ha M34yakBaHe Ha onawka. YYMMDD_HHMMSS e knenmoTto 3a Bpeme Ha
N3MbITHSABAHETO.

Cnep 3aBbplUBaHe Ha BTOPUYHUA aHanu3 pesynratute oT aHanusa ce obobuwasat B pasgena Samples
and Results (Mpobu n pesyntatn). dan ¢ pesynratute oT aHanuaa (M3Xo4eH) 3a aHanM3a CbLy0 Taka
obobuaBa pesyntatute B TEKCTOB (hain, pasgerneH ¢ Tabynarop, o3arnaBeH
TruSightCFClinicalSequencingAssay.txt.

Pesyntatute BbB (harina ¢ pesyntatu oT aHanuaa BKIo4YBaT MHOpMaLmATa, KOSTO ce Hamupa B
pasgena Sample and Results ([Mpo6a n pesyntatn). N3bepeTe eaHa OT crnegHuTe onuumn 3a nperneq Ha
channa ¢ pesyntatu ot aHanu3a TruSightCFClinicalSequencingAssay.txt:

Ot pasgena Sample and Results ([Mpob6a n pesyntaTn) wpakHete Bbpxy Export Data
(EkcnopTupaHe Ha gaHHwu).

OTtBopeTe harina B nankata Alignment ([ogpasHsaBaHe).
MbTaT oo nankarta Alignment (lMogpaBHsiBaHe) ce noka3ea B noreto Analysis Folder ([Manka 3a
aHanus) Ha pasgena Samples and Results (Mpobwu n pesynrtartn).

ﬂ[ﬂ 3ABENEXKA

M3bepeTe vkoHaTa Copy to Clipboard (KonupaHe B knunbopaa) 3a konvpaHe Ha MbTA 40 nankaTa 3a
aHanus.

dannoBeTe 3a aHanNu3 3a BCSAKO U3MbIIHSABAHE HA CEKBEHUPaAHE Ce CbXpPaHsABaT Ha MHCTPYMEHTa, KaTo
dannoeete ce 3anuceat B MiSeqAnalysis\<Run Folder Name>\Data\lntensities\BaseCalls n
MiSegAnalysis\<Run Folder Name>\Alignment_N\YYMMDD_HHMMSS. N e nopefeH Homep, KOIUTO ce
yBefnu4yaBa, ako aHanu3bT € HapegeH NOBTOPHO Ha onawka. YYMMDD_HHMMSS e kneinmoTto 3a Bpeme
Ha U3NbITHSABaHETO.

NHdpopmaums 3a doann ¢ pesynTar oT aHanusa

dannbT ¢ pesynTat ot aHanusa TruSightClinicalSequencingAssay.txt BkntouBa Tpu pasgena: xegep Ha
danna, nHdopmaums 3a npobara n nHpopmMaumsa 3a BapuaHTu Ha npobarta. XegepbT Ha darina ce
Nnoco4YBa Ha MbPBO MSACTO U BKIOYBa obLia nHdopmMaLlms 3a usnbiHaBaHeTo. VimanTe npeasug, 4e uma
camo efVH xefep Ha chann 3a n3nbrHABaHe. 3a pasnuka, uHdopmaymsaTa 3a npobarta n nHgpopmaymaTa
3a BapuaHTuTe Ha npobaTa ca BKIloYeHU 3a Bcsika npoba, nanonssaHa B aHanuaa. Te3un pasgenu ce
cOBOSIBAT 3aefHO 3a BcsKka npoba.

Cnepsallata Tabnuua npegocTaBs onvcaHne Ha BCeku ped B Xxedepa Ha dhaiina, KoiTo BkIoYBa
MHopMaLMs 3a U3MbITHABAHETO:

Tabnuuya 1 Xepep Ha darina (MHpopmaLums 3a U3MbITHABAHETO)

3arnaBue Ha pepa OnucaHue

Test (TecT) Onucea TecTa, KOWTO € U3BBbPLUEH.

Run ID (W[ Ha nanbnHaBaHe) W[ Ha nanbnHsaBaHe, reHeprpaH oT onepaunoHHus codptyep MiSeq (MOS) B
HayanoTo Ha M3NbIIHABAHETO Ha CEKBEHUPaHeTO.

Run Date (data Ha Oata (TTMMAL), Ha KOATO M3NbINHABAHETO Ha CEKBEHMPAHETO € CTapTUpaHo

N3MNbIHSBAHETO) B MOS.

HokymeHT Ne 1000000100946 v01 BUL
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3arnaBue Ha pepaa

Analysis Version (Bepcus Ha
aHanua)

OnucaHue

Bepcvm Ha cothyepa, KOATO € n3nosideaHa 3a aHanuas.

Cnepgsallata Tabnuua npegocTaBs onvcaHWe Ha BCeKu pef B pasgenute ¢ MHdopmauus 3a npobara:

Tabnuuya 2 WHdopmauus 3a npobata

3arnaBue Ha pepa

Sample ID (MU Ha npoba)

Sample Name (Mme Ha npo6aTa)

Control (KoHTpona)

Comment (KomeHTap)

Performance (®yHKuMOHUPaHe)

Sample Call Rate (YecTtoTa Ha
ob6o3Ha4yaBaHe Ha npoba)

OnucaHue

MmeTo Ha npobaTta, npefocTaBeHO Npu Cb3[aBaHETO Ha U3MbIIHABAHETO,
KoMBuHunpaHo ¢ V[ Ha aHanus, 3agageH ot codpTyepa Local Run Manager.

AKO NOBTOPHO HapeaunTe M3NbIHABAHE Ha onaluka, YacTTa ¢ uMeTo Ha npobaTa
Ha W[ Ha npobaTa ocTaBa cbliaTta, a V[ Ha aHann3a ce NpoMeHs.

ToBa none e camo BbB hanna *.txt.

MwmeTo Ha npo6aTa, npegocrtaBeHoO Npu Cb3faBaHETO Ha U3NbITHABAHETO.

TunNbT KOHTPOMa, NPeAOCTaBeH NpK Cb3AaBaHETO Ha U3MbIIHABAHETO
CToMHOCTUTE Ca NONOXUTENHN UK oTpulaTenHu. MNpasHo nofe nokasea
camo npoba.

He3agbmkuTenHo TEKCTOBO nore 3a komMmeHTapu. KomeHTapute oT npeaunLLHo
U3NbIHsSBaHe Ha aHanu3 He ce NPeHacsaT KbM CrMeABalloTO U3NbIHsSBaHe
Ha aHanua.

OueHka Pass ([MpemunHaBa) unu Fail (He npemvHaBa) Ha 6a3aTa Ha YyecToTaTa Ha
obo3HavyaBaHe.

3a nonoxuTenHa KoHTponHa npo6a:

* PASS (MPEMWHABA) — c yectoTa Ha o6o3Ha4aBaHe 2 99%

* FAIL (HE MPEMWHABA) — c yectoTa Ha obo3HauvaBaHe < 99%

3a oTpuuaTenHa KOHTponHa npoba:

* PASS (MPEMWHABA) — c yectoTa Ha o6o3Ha4aBaHe £ 10%

» FAIL (HE MPEMWHABA) — ¢ yectoTa Ha o6o3Ha4vaBaHe > 10%

3a npoba, KOATO He e 03HaYeHa KaTo NOMOXWUTENHa UNKN oTpuLaTenHa KoHTpona:
* PASS (MPEMWHABA) — c yectoTa Ha o6o3Ha4aBaHe 2 99%

* FAIL (HE MPEMWHABA) — c yectoTa Ha o6o3Ha4aBaHe < 99%

BposAT Ha BapuMaHTHUTE NO3ULMK, KOUTO OTFOBaPSIT Ha NpeABapuUTenHo
AeduHMpaH npar Ha CTOMHOCT Ha JOBEPUTENHOCT, pasaeneH Ha obwus 6pon
3anuTaHu BapuaHTu.

YecroTaTa Ha obo3HayaBaHeTo ce onuncea Ha 6a3a 3a u3Bajaka 1 ce oT4YUTa KaTo
NPOLEHT, KONTO ce uaymcnsasa kato 1 MMHyC [Bpoi BapuaHTu Ha No3nLmn ¢
HenbNHK 0603Ha4YaBaHWs, pasfeneH Ha obLma 6pon cekBeHVpaHu BapuaHTy Ha
nosuunu.

CnepBallata Tabnuuya npegocTaBs OnvMcaHne Ha Besika KONoHa B pasgenute ¢ BapuaHTu Ha npobarTa:

Tabnuuya 3 WHpopmauna 3a BapuaHT Ha npobaTta

3arnaBuve Ha KOJiOHa

Variant Type (Tun BapuaHT)

Coordinate (KoopanHaTta)

Chromosome (Xpomo3oma)

HokymeHT Ne 1000000100946 v01 BUL

OnucaHue

TunbT BapuaHT

* SNV — EOHOHYKNEeoTaAEeH BapuaHT

* DIV — leneyunsa/vHcepuus BapmaHT

* DEL — lNonama geneyus

* PolyTGPolyT — PolyTG/PolyT reHoTtun B reHa CF

[eHoMHaTa no3nuus, B KOSITO Ce OTKPVBA BapUaHTbT.
MmeTto Ha noneTo e Coordinate (KoopauHaTta) BbB daina *.txt.

PedepeHTHnaT V[ Ha xpomo3omarTa.
MmeTo Ha noneTo e Chromosome (XpomMo3oma) BbB arna *.txt.

3A UH BUTPO OMATHOCTNYHA YIOTPEBA
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3arnaBuve Ha KOJiOHa

Frequency (YecToTa)

Depth (Obn6o4nHa)

cDNA Name (HGVS) (WNve Ha
kKAHK [HGVS])

Protein Name (HGVS) (Wme Ha
npotenHa [HGVS])

dbSNP ID (M[ Ha dbSNP)

Reference (PedepeHuyus)

Result (PesynTaT)

Interpretation (TbnkyBaHe)

OnucaHue

dpakyusaTa Ha pasyuTaHusaTa 3a npobaTa, KOATO BKIYBa BapuaHta. AKo
Hanpumep pedepeHTHaTa 6a3a npu KOHKpeTHa no3uums e A n npoba 1 uma 60
pa3untaHus Ha A n 40 pasuyuTtaHusa Ha T, To SNV e c yectoTa Ha BapuaHTa 0,4.

BposiT pasuutaHusi Ha npo6a, NokpuBaLLl KOHKpPeTHa No3uLus.

OnwucaHue Ha BapuaHTa Ha HuBo [JHK, kaTo ce nanonasa HoMeHknaTtypa Ha
nocnegoBaTtenHoctTa Ha kogupawa AHK (kOHK), kakTto ce npenopbyBa oT
Human Genome Variation Society (HGVS) (O6wecTtBOTO 3a Bapmayus Ha
yoBelknsa reHom, HGVS).

OnncaHue Ha BapuaHTa Ha HUBO NPOTEWH, KaTo Ce M3MNon3Ba HOMeHKNaTypa Ha
rocrnefoBaTenHOCTTa Ha MPOTEUHa, KakTo ce npenopbyBa oT Human Genome
Variation Society (HGVS) (O6wecTBoTO 3a BapuaLums Ha YOBELLKNS TeHOM,
HGVS).

MO Ha dbSNP Ha BapuaHTa.
MmeTto Ha noneTo e dbSNP ID (M Ha dbSNP) BbB danna *.ixt.

PedepeHTHaTa 6asa npu reHoMHaTa KoopavHaTa, KbAeTo ce nosiBsiBa
BapuaHTbT. Reference (PedepeHuus) BbB darina *.txt.

[eHoTun Ha BapuaHTa.

SNV nnu DIV — Onucanu ca gata HabnogasaHu anena. A/T Hanpumep onucea
SNV, kbaeTo ce HabnogasaT anenute An T n e xeTepo3nroTeH. AMBuUST Tun
anen e NocoYeH NbpBU, NOCNeABaH OT BapMaHTHUS anen.

Small Deletions (Manku geneunn) — BapnaHTHMAT anen onucea anena c
neneumns. Hanpumep ATCT/A.

Insertions (MHcepunn) — BapuaHTHUAT anen onvucea anena ¢ MHcepuus.
Hanpumep C/CT.

DEL — PesyntatbT ce oTyuTa kato Het geneuns nnn Hom geneuus.
PolyTGPolyT — OTynta ce AeNCTBUTENHUSAT reHOTUN.

MmeTo Ha noneTo e Result (PesyntaTt) BbB darina *.txt.

ToBa none gaBa Bb3MOXHOCT Ha MEAULMHCKWS TEHEeTUK Aa NPeAoCTaBu KITMHUYHO
TbIKyBaHe Ha MyTauusTa 3a Bcska npoba.

* CF — Npuyunsasa CF

* MVCC — MyTauus ¢ pasnuyHu KNMHUYHW NOCNeacTBUS

* MOUS — MyTauus ¢ Hem3BecTHa 3Ha4MMOoCT

* NCFCM — MyTtauus, koaTo He npuynHasa CF

* Unknown (HeunssecTHO)

PasgensT ¢ nHgopMaumsa 3a BapuaHTy Ha npobara Bknto4yBa cbluyo 1 3anuc Coordinates Not Called
(Heobo3HaueHn koopamHaTtu), B KOWTO ce n3bposiBaT reHOMHUTE KOOpAMHATU B PaMKUTE Ha L eneBus
PErvoH, KbAETO He e OTYeTEHO 0603Ha4YaBaHe NOpaan HUCKM CTOMHOCTY Ha 4OBEPUTENHOCT.

HokymeHT Ne 1000000100946 v01 BUL
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3a TexHM4ecka noMoLL ce CBbPXKETE C OTAeNa 3a TeXHUYecKka nogapbxka
Ha lllumina.

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, Kutan
duHnaHgua
®PpaHuma
XoHkoHr, Kutan
LliBenuapusn
Weeyuns

HOxHa Kopes
AnoHusa

Opyrv 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
+82 80 234 5300
0800.111.5011
+44.1799.534000

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

MHdopmaunoHHn nuctoBe 3a 6esonacHocTt (UJ1B) — HanuyHu Ha yeb cawiTta Ha lllumina Ha agpec
support.illumina.com/sds.html.

[JokyMeHTauuMA Ha npoayKTa — HannyHa 3a usternsHe ot support.illumina.com.
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