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MogynsT 3a aHanu3 Local Run Manager CF 139-Variant 2.0 e 3a ynotpe6a ¢ aHanusa TruSight Cystic
Fibrosis 139-Variant. AHanu3bT oTkpmBa 139 KIMHUYHO 3HaYUMK MyTauuu, NpUYMHABaLLM 3abonsBaHe
MYKOBMCLMA03a U BapyaHTU Ha perynaTopHus reH 3a TpaHcMeMbpaHHa NpoBOAUMOCT Npu
mykoBucumaosa (CFTR) B reHomHa OHK, nsonupaxa ot 4yoBeLky npobu oT nepudepHa usana KpbBs.
MoaynbT 3a aHanun3 n3BbpPLLIBa BTOPUYEH aHanNn3 1 reHepypaHe Ha oTY4eTH OT U3NBbIHABAHUSA Ha
cekBeHupaHe, kouto nanonaeat TruSight Cystic Fibrosis. BuxTe nuctoBkaTta B onakoBkata Kommiekm
TruSight Cystic Fibrosis (dokymenm Ne 1000000097720).

MogynbT 3a aHanm3 oueHsiBa kpatky obnacTtu Ha amnnuduympada JHK nnu amnnmnkoHn 3a BapuaHTu.

®OoKyCUPaHOTO CEKBEHMPAHE HA aMMIMKOHWUTE NMO3BOJISIBA BUCOKO MOKPUTME HA OMpeaeneHn permoHn B
ronam 6pon npodu.

3aToBa PBKOBOACTBO

ToBa pbkOBOACTBO NpeAoCTaBs MHCTPYKL MU 3a HACTPOMKa Ha napamMeTpu Ha U3MbITHABaHE Ha
CeKkBeHupaHe 1 aHanua 3a mogyna 3a aHanud CF 139-Variant 2.0. Mlanon3BaHeTo Ha codTyepa nsmckea
OCHOBHM NMO3HaHUA 3a TekyllaTa onepaumoHHa cuctema Windows u notpebutenckm nHtepdenc, 6asmpaH
Ha yeb Opay3bp. 3a nHdopmaums oTHOCHO TabnoTo 3a ynpasneHue Ha Local Run Manager u
CUCTEMHUTE HacTporiku BWkTe CrpagoyHo pbkosoOcmeo 3a cochmyepa Local Run Manager 3a MiSeqDx
(Gokymerm Ne 1000000011880).

3afaBaHe Ha napameTpu

1 Bneste B Local Run Manager.
2 W3bepete Create Run (Cb3gaBaHe Ha nanbnHaBaHe) u cneg toea usbepete CF 139-Variant 2.0.

BbBegete nme Ha M3NbIHABAHETO, KOETO UAEHTMdMLMPA N3MbITHABAHETO OT CEKBEHMPAHETO A0
aHanwusa.

M3nonaBawnte 6ykBEeHO-LMPPOBM 3HAL W, MHTEPBanu, AOMHN YepTu nnu tupeta (40 3Haka unu no-
Mariko).

4 [HesapbmxkutenHo] BbBegere onucaHme Ha M3NbMAHSABaHETO.
Manons3eante OyKBeHO-LN(POBM 3HALMW, MHTEPBANW, OOMHN YepTu nunu tupeta (150 3Haka unu no-
Marko).

5 BbBeagete HoMepa Ha NapTuaaTa v gaTtata Ha U3TUYaHe Ha KOMMIekTa 3a NOAroToBKa Ha
ounbnunoTekn.

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

Moco4veTe npobute 3a N3NBLAHABAHETO Ype3 e4Ha OT CNeaHUTE ONuUN.

Enter samples manually (PbyHo BbBexaaHe Ha npobute) — M3nonsBavite npasHara Tabnuua Ha
ekpaHa Create Run (Cb3gaBaHe Ha uanbriHsaBaHe). [penopbunTenHuTe knageHyeTa 3a npobu ca
MapKupaHu.

Import samples (VImnoptupaHe Ha Npobu) — Noco4veTe NbT A0 BbHLWEH dain BbB hopmaT CbC
CTOMHOCTHU, pasfeneHn cbe 3anetas (*.csv). Ha ekpaHa Create Run (Cb3gaBaHe Ha usnbrHsaBaHe)
ce npegnara wabroH 3a n3ternsHe.

HokymeHT Ne 1000000100945 v01 BUL
3A IH BUTPO OANATHOCTUYHA YIOTPEBA



PbkoBoACTBO 32 paboTHUS NpoLec Ha Moayna 3a aHanus Local Run Manager CF 139-Variant 2.0

Pb4yHO BbBEXOaHE Ha I'Ip06MTe

1

BbBenete yHukanHo ume Ha npobarta B noneto Sample Name (VMime Ha npobarta).
M3non3eante 6yKBEHO-LUNMPOBM 3HALM, TUPETa UNu AOMNHN YepTu (40 3Haka unu no-Marko).

LLipakHeTe ¢ aecHus 6yToH 1 n3bepeTe NONOXKUTENHN U OTPULLATENHN KOHTPOJSTHN NPobu.
3a fa ce 3anuwe n3nbiHsBaHe, To TpsibBa Aa UMa NoHe efiHa MONOXMUTENHa U e4Ha oTpuuaTenHa
KOHTpona.

[HesapgbmkutenHo] BbBenete onvcaHne Ha npobata B pasgena Description (OnucaHve) Ha
npobarTa.
M3nonaBawnte 6ykBEeHO-LMPPOBM 3HALW, TUpeTa nnu 4onHu 4yeptn (50 3Haka unu no-manko).

[HesapbmkutenHo] V3bepete agantep Index 1 (MHgekc 1) ot nagawwmsa cnmcbk Index 1 (i7)
(Mnpeke 1 [i7]).

Tasun cTbhKa He e 3a4blIKUTEenHa, 3aLloTo MHOEKCHUTEe KoMmbuHauum i7 n i5 ce nonbneaTt
aBTOMaTM4HO ¢ nogpeaba no nogpasbupaHe.

[HesapgbmkutenHo] V3bepete agantep Index 2 (MHgekc 2) ot nagawums cnmcbk Index 2 (i5)
(MHpeke 2 [i5]).

Tasu cTbNka He e 3a4bIKUTEeNHa, 3aL0To UHOEKCHUTE KOMOMHauum i7 n i5 ce nonbneaTt
aBTOMaTU4HO ¢ nogpenda no nogpasdbupaHe.

N3bepeTte nkoHaTa Print (MeyaT) 3a nokasBaHe Ha nogpenbata Ha nnakarta.

M3bepeTte Print (MeyaT) 3a oTneyaTBaHe Ha nogpenbarta Ha nrakara KaTo cnpaBovYHa MHopMaLus
3a noaroTtoBka Ha bubnuoTtekuTe.

[HesapgbmkutenHo] MN3bepeTte Export (EkcnopTupaHe) 3a ekcrnopTupaHe Ha nHdopmMaums 3a npoba
KbM doann.

M3bepeTte Save Run (3anucBaHe Ha M3NbIIHSBaHE).

AKO ca BbBeAeHUN No-marnko oT 24 npobu, we ce nokaxe npo3opelbT Insufficient Sample

(HepoctatbyHa npoba). Mi3bepete Proceed ([MpoabnkaBaHe), 3a Aa npoabikuTe, unm nsbepete
Cancel (OTka3) 3a pegakTupaHe Ha npobure.

BHUMAHWE

[MpoabnxaBaHeTo ¢ No-marnko oT 24 npobwu He e BanugupaHo oT lllumina. BuxkTe nuctoBkaTa B
onakoBkaTta Ha TruSight Cystic Fibrosis (mokymeHT Ne 1000000097720) 3a noBeye nHopmaLusi.

AMnopTupaHe Ha npobu

MHdopmauusa 3a npobu moxe ga 0bae umnopTupaHa oT ABa Tuna dannose:

daiin ¢ nHopmauymsa 3a npoda, KONTo € 6un ekcnopTupaH npean ToBa ot mogyna CF 139-Variant
2.0 upes cdyHkuuaTa Export (EkcnopTtupaHne).

®ann c wabnoH, kONTo Moxe Aa 6bae reHepupaH ypes n3bupaHe Ha Template (LLabnoH) Ha ekpaHa
Create Run (Cb3gaBaHe Ha uanbiHaBaHe). PannbT ¢ wabnoHa cbabpXa NpaBUTHATE 3arfaBuns Ha
KOMOHM 32 UMMOPTUPAHe, KaTo BbB BCSKa KONOHA UMa MHgopMaums 3a MACTO 3a NOCTaBsiHe.
M3nonsBaiiTe BbHLWEH peaakTop, 3a Aa nepcoHanuanpate danna ¢ wabnoHa:

1 [Ho6GaBsHe Ha MHGopmauusa 3a npobarta 3a Bcsika npoba B M3MNbIHSABAHETO.

HokymeHT Ne 1000000100945 v01 BUL
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2 Cnepn kaTto 6bae gobaBeHa usinata MHgopmauusa 3a npoba, n3TpunTe octaHanara nHgopmaums
3a MecCTa 3a NocTaBdHe B HEN3MNON3BAHU KITETKW.

3 Banuwerte ganna ¢ wabnoHa.

3a ga vmnopTtupate uHdopmayms 3a npoda:

1 W3bepete Import Samples (MmnopTupaHe Ha npobu), crieq KoeTo npernegante 0o danna u ro
n3beperte.

2 WNabepete nkoHata Print (MeyaT) 3a nokassaHe Ha nogpendara Ha nnakarta.

N3bepeTe Print (MevaT) 3a oTneyaTBaHe Ha nogpenbaTta Ha nnakaTa KaTto cnpaBoyHa UHdopMaums
3a noAroTtoBka Ha bubnuoTekuTe.

4 [HesapbmxkutenHo] N3b6epete Export (EkcnopTupaHe) 3a ekcnopTupaHe Ha MHgopmauusa 3a npoba
KbM BBbHLIEH doann.

5 WN3bepete Save Run (3anucBaHe Ha U3NbIHABaHE).
AKO ca BbBeAEHU Nno-marnko ot 24 npobu, e ce nokaxe nposopeubT Insufficient Sample
(HepocTtatbyHa npoba). N3bepete Proceed (MpoabrkaBaHe), 3a ga npogbrkute, unu nsbepete
Cancel (OTka3) 3a pegakTupaHe Ha npobure.

BHUMAHWE

J MpogbmkaBaHETo ¢ NO-Manko oT 24 npobu He e BanuaupaHo oT lllumina. BwkTe nuctoBkaTta B
onakoBkaTta Ha TruSight Cystic Fibrosis (mokymeHT Ne 1000000097720) 3a noBeye nHopMaLus.

Pe,u,aKTMpaHe Ha U3MbJIHABaAHE

3a MHCTPYKUMM 3a pefakTMpaHe Ha nHdopmMaumsaTa BbB BalLeTO U3NbIHSABaHe Npeaun CekBeHmpaHe
BwxTe CrpasoyHomo pbkogodcmeo Ha cocbmyepa Local Run Manager 3a MiSeqDx (OokymeHm Ne
1000000011880).

3a onucaHne Ha meToguTe 3a aHanus Ha TruSight Cystic Fibrosis BmkTe nuctoBkara B onakoBkaTa Ha
komnnekTa TruSight Cystic Fibrosis (0okymeHm Ne 1000000097720).

1 Ot ocHOBHUMS ekpaH Ha Local Run Manager wpakHeTe BbpXy MMETO Ha U3MbITHABAHETO.

2 Ot pasgena Run Overview (06w, npernen Ha uanbriHABaHETO) NpernefanTte nokasarenurte 3a
N3NbITHABAHE Ha CEKBEHMPaHEeTO.

3 [HesapgbmxkutenHo] N3b6epete nkoHata Copy to Clipboard (KonvpaHe B knunb6oppga) 3a konupaHe
Ha NbTs 4O MU3xogHaTa narnka 3a U3MnbliHsBaHe.

4 WN3bepete pasgena Sequencing Information (MHdopmaumsa 3a cekBeHnpaHe), 3a ga npernegare
napameTpuTe Ha U3NbITHSABAHE U MHpOpMaLMsATa 3a KOHCYMaTUBUTE.

5 WN3bepete pasgena Samples and Results (Mpobu 1 pesyntatu), 3a Aa npernegare pesynratute ot
aHanusa.
PasgenbT npegocTtaBsa cnncbk ¢ npobu, konto obobLyaBa YyecToTaTa Ha 06o3HavYaBaHe,
NpoM3BOAMUTENHOCTTA U MHCPOpPMaLUsiTa 3a KOHTpoOnuTe.
AKO aHanu3bT € 6un NOBTOpPEH, pa3rbHeTe nagawumsa cnucbk Select Analysis (M36op Ha aHanus)
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1 nsbepete NoaxXoOALLINA aHaNN3.

6 [HezapgbmxkutenHo] LpakHeTe aBa nbTn Bbpxy noneto Comment (KomeHTtap), 3a ga BbBegeTe
KomeHTap 3a npoba B cnucbka. LlpakHeTe Bbpxy Save Changes (3anucBaHe Ha NpoMeHuTe).

7 WN3bepete npobu OT cnucbka, 3a ga ce nokaxe nogpobHa nHdopmaLmsa 3a BapuaHTa.
MHdopmaumsa 3a BapnaHTa Ha npobarta ce nokasea nog cnucbka ¢ npobwu.

{ SABENEXKA

Bcekn nbT, KOrato npomMeHuTe ce 3anuceat, doann ¢ pesynTarty OT aHanusa e ce reHepupa B nankara
Alignment (MogpasHsiBaHe) To3n darn BKkMAYBa KNermo 3a BpemMe, JobaBeHOo KbM MMETO Ha channa,
BbB hopmat YYMMDD HHMMSS.

3a noBeye MHdopmauusa 3a pasgenute Run Overview (O6Ly npernen Ha U3nbIiHsABaHEe) U Sequencing
Information (MHdopMaLMsa 3a cekBEHMpPaAHE) 1 Kak Aa NOCTaBUTe aHanu3n Ha n34yakBaHe Ha onatlka
BMXTE CripagoyHOmo pbKkogsoOcmeo Ha cogpmyepa Local Run Manager 3a MiSeqDx (GokymeHm Ne
71000000011880).

Cnepn kato aHanua3bT Npukntoyun, nsbepete egHa ot criegHuTe onuuy, 3a ga sugute danna
LotTracking.txt.

Ot pasgena Sample and Results (Mpo6a n pesyntatu) wpakHeTe Bbpxy Export Lot Tracking Data
(EkcnopTupaHe Ha faHHM 3a npocrefsiBaHe Ha napTuaa).

OTtBopeTe harna B nankata Alignment (MogpaBHsABaHe).
Mutat go nankarta Alignment (MogpasHsiBaHe) ce nokassa B pasgena Samples and Results (Mpo6u
n pesyntatu) B noneto Analysis Folder ([Manka 3a aHanus).
[HesapgbmkutenHo] VM3bepeTe nkoHata Copy to Clipboard (KonupaHe B knun6opaa) 3a
KonupaHe Ha NbTS 40 nankarta 3a aHanwms.

Korato aHanuabT npukntoyn, dannsT ¢ aHHU 3a npocreisiBaHe Ha napTugaTta ce 3anucea B nankaTta
Alignment (lMogpaBHaBaHe) 3a nanbrHaBaHeTo. Hanpumep: MiSegAnalysis\<Run Folder
Name>\Alignment_ N\YYMMDD_HHMMSS. Ne nopegeH Homep, KOWTO ce yBenu4asa, ako aHanusbsT e
rnocTtaBeH NMOBTOPHO Ha M34yakBaHe Ha onawka. YYMMDD_HHMMSS e kneiimoTto 3a Bpeme Ha
N3NbITHSBAHETO.

Cnep 3aBbplUBaHe Ha BTOPUYHUA aHanusa pesynratute oT aHanusa ce obobuwasart B pasgena Samples
and Results (Mpobu n pesyntatn). ®ann ¢ pesynratute oT aHanuaa (M3Xo4eH) 3a aHanM3a CbL0 Taka
obobuiaBa pesyntatute B TEKCTOB (hain, pasgerneH ¢ eauH Tabynartop, o3arnaBeH
TruSightCF139VariantAssay.txt.

PesynTtatute BbB (hbavna c pesynratute oT aHanuaa BKYBAT UHopmaymsaTa, KoaTo ce Hamupa B
pasgena Samples and Results ([Mpobu n pesyntatn). MI3bepeTe egHa OT cneaHuTe onuum 3a npernes
Ha gpanna ¢ pesyntatu ot aHanmsa TruSightCF139VariantAssay.txt:

Ot pasgena Sample and Results ([Mpo6a n pesyntaTn) wpakHete Bbpxy Export Data
(EkcrnopTupaHe Ha gaHHw).

OTtBopeTe hanna B nankata Alignment ([TogpasHsaBaHe).
MbTaT go nankarta Alignment (MogpaBHsBaHe) ce nokasea B norneto Analysis Folder ([Manka 3a
aHanus) Ha pasgena Samples and Results (Mpobwu n pesynTtartn).
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|L 3ABENEXKA

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

dannoBeTe 3a aHanNu3 3a BCSKO U3MbITHSABAHE HA CEKBEHUPaAHE Ce CbXpPaHsBaT Ha MHCTPYMEHTA,

kato cpavnosete ce 3anuceaT B MiSegAnalysis\<Run Folder Name>\Data\Intensities\BaseCalls u
MiSegAnalysis\<Run Folder Name>\Alignment_ N\YYMMDD_HHMMSS. N e nopefeH Homep, KOUTO ce
yBenuyaea, ako aHanu3bT € HapedeH NoBTOpHO Ha onawka. YYMMDD_HHMMSS e knenmoto 3a Bpeme
Ha U3NbITHSIBAHETO.

NHdpopmaums 3a doann ¢ pesynTar oT aHanusa

dannbT ¢ pesynTart ot aHanmsa TruSightCF139VariantAssay.txt BkntouBa Tpu pasgena: xegep Ha
danna, nHdopmaums 3a npobara u nHdopmMaumsa 3a BapnaHTu Ha npobarta. XegepbT Ha danna ce
noco4Ba Ha MbPBO MSACTO U BKIOYBa obLla uHdopmMaLms 3a usnbiHaBaHeTo. VimanTe npeasug, ye uma
camo efVH xefep Ha chainn 3a n3nbrHaBaHe. 3a pasnuka, uHdopmauumsTa 3a npobarta 1 nHpopmaymaTa
3a BapuaHTuTe Ha npobaTa ca BKIlOYEHU 3a BCsKa npoba, nanonssaHa B aHanuaa. Teau pasgenu ce
cOBOSIBAT 3aefHO 3a Bcska npoba.

CnepBallara Tabnuua npegocTaBs onucaHne Ha BCeKU pedl B Xedepa Ha dpaiina, KoWTo BKIo4YBa
NHOPMaLMA 3a U3MbITHABAHETO:

Tabnuua 1 Xepep Ha davina (MHpopmaums 3a N3NMbIHABAHETO)

3arnasue Ha pega OnucaHwue

Test (TecT) Onucsa TecTa, KOWTO € U3BDBPLLEH.

Run ID (U Ha n3nbnHsaBaHe) W[ Ha nanbnHaBaHe, reHepupaH oT onepaunoHHusa codptyep MiSeq (MOS) B
HayanoTo Ha U3NbIHABAHETO Ha CEKBEHUPaHeTo.

Run Date (data Ha Oata (TTMM[AL), Ha KOATO M3NbIHABAHETO Ha CEKBEHMPAHETO € CTapTMpaHo B

M3NbAHSBaHETO) MOS.

Analysis Version (Bepcus Ha Bepcus Ha copTyepa, KOATO e n3non3saHa 3a aHanus.

aHanms)

Cneppawara Tabnuua npegocTaBsa onucaHue Ha BCeKU pefd B pasgenuTte ¢ MHgopmaumusa 3a npobara:

Tabnuua 2 WHpopmauus 3a npobata
3arnaBue Ha pega OnucaHne

Sample ID (U Ha npoba) MmeTo Ha npobaTa, NnpeocTaBeHOo Npu Cb3AaBaHeTo Ha U3NbIIHABaHETO,
KombuHunpaHo ¢ [l Ha aHanus, 3agageH ot codTyepa Local Run Manager.
AKO NOBTOPHO HapeauTe U3NbIHABAHE Ha onallka, YacTTa C MMeTo Ha npobara
Ha N[ Ha npobaTa octaBa cblarta, a V[ Ha aHanu3a ce NpoMeHs.
ToBa none e camo BbB dhanna *.txt.

Sample Name (Mme Ha npobata) WmeTo Ha npobaTa, npeaocTaBeHO Npu Cb3aBaHETO Ha U3NbIIHABAHETO.

Control (KonTpona) TunbT KOHTpPONa, NPeAoCTaBeH Npy Cb3JaBaHeTO Ha U3NbIHABAHETO
CTOMHOCTMTE Ca NOMOXUTENHU Unu oTpuuatenHu. NpasHo none nokassa camo
npoba.

Comment (KomeHTap) He3agbmKkuTeNnHo TEKCTOBO nose 3a komMmeHTapu. KomeHTapute oT npeaunLuHo
U3NbIHsABaAHe Ha aHanM3 He ce NpeHacsaT KbM CreaBalloTo U3NbMHABaHEe Ha
aHanus.
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3arnaBue Ha pega

Performance (®yHkunoHunpaHe)

Sample Call Rate (YectoTa Ha
obo3HavyaBaHe Ha npoba)

Cnepgpawara Tabnuua npeagocTaBA onncaHne Ha BCAKa KOJToOHa B pasaenunte C BapunaHTu Ha npo6aTa:

OnucaHune

OueHka Pass (MpemuHasa) unu Fail (He npemnHaBa) Ha 6a3aTa Ha YyecToTaTa Ha
obosHavyaBaHe.

3a nonoxutenHa KOHTpornHa npoba:

+ PASS (MPEMWHABA) — c yectoTa Ha o6o3HayaBaHe = 99%

* FAIL (HE MPEMWHABA) — c yecToTa Ha o6o3HavyaBaHe < 99%

3a oTpuuaTenHa KOHTporHa npoba:

+ PASS (MPEMWHABA) — c yecTtoTa Ha o6o3HayaBaHe < 10%

» FAIL (HE MPEMWHABA) — c yecTtoTa Ha obo3HavyaBaHe > 10%

3a npoba, KOATO He e 03HaYeHa KaTo MOMOXMUTENHa UNKM oTpuuaTenHa KoHTpona:
+ PASS (MPEMWHABA) — c yectoTa Ha o6o3HayaBaHe = 99%

» FAIL (HE MPEMWHABA) — c yecTtoTa Ha o6o3HavyaBaHe < 99%

BposiT Ha BapMaHTHUTE NO3ULUN, KOUTO OTFOBapPAT Ha NpeaBapuUTenHo
neduHupaH npar Ha CTOMHOCT Ha JOBEPUTENHOCT, pa3aeneH Ha obwusa 6pon
3annTaHn BapuaHTu.

YecTtoTaTa Ha o6o3HavyaBaHeTo ce onucea Ha 6a3a 3a u3Bagka u ce oT4uTa Kato
NPOLEHT, KOWTO ce n3yucnasa kato 1 MUHyc [bpoi BapMaHTu Ha NO3nLmK C
HenbnHM o6o3Ha4YaBaHus, pa3geneH Ha obwnsa 6Gpo CeKkBEHNPaHN BapuaHTh Ha
nosuuuul.

Tabnvua 3 NHdopmaums 3a BapnaHT Ha npobaTa

3arnaBue Ha KoNnoHa

Mutations (Common Name)
(MyTauun [yecTo nsnon3saHo
nmel)

Mutation Type (Tun myTauus)

dbSNP rsID

CFTR Gene Region (O6nacTt Ha
reHa CFTR)

Genomic Location (FTeHomMHO
MeCTOMNONoXeHne)

cDNA Name (HGVS) (kAHK nme
[HGVS])

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

HokymeHT Ne 1000000100945 v01 BUL

OnucaHune

YecTo M3Non3BaHoO UMe Ha BapuaHTa Ha MyKOBUCLIMA03a, KaKTo € OnucaH B
6asaTa paHHn CFTR2.

MmeTo Ha noneTo e Mutations (Common Name) (Mytauuu [4ecTo nsnonssaHo
nmel]) BbB danna *.txt.

TunbT BapuaHT

* SNV — BapuaHT Cc eguH1UYeH HykneoTua

* DIV — BapuaHT ¢ geneuuns n nicepumsa

* DEL — lNonsima geneuus

* PolyTGPolyT — PolyTG/PolyT reHoTtun B reHa CF

dbSNP rsID Ha BapuaHTa, ako e NpuIoXxmmo.

O6nact Ha reHa CFTR (ekcoH Ne unu uHTpoH Ne), KbAeTo e HannyeH BapuaHTbT.

[eHOMHO MecTononoXeHne Ha BapmaHTa B Xxpomo3oma 7.

OnwucaHue Ha BapuaHTa Ha HuBo [JHK, kaTo ce nanonasa HoMeHknaTtypa Ha
nocnegoBaTenHoctTa Ha kogupawa AHK (kOHK), kakTto ce npenopbyBa oT
Human Genome Variation Society (HGVS). (O6wecTBOTO 32 Baprauus Ha
yoBelKkusa reHom, HGVS).

MwmeTo Ha noneTto e cDNA Name (HGVS) (Mme Ha kAHK [HGVS]) BbB darina
*.ixt.

OnncaHWe Ha BapuaHTa Ha HUBO NPOTENH HOMEHKMaTypa Ha nocnefoBaTenHocTTa
Ha npoTenHa, KakTo ce npenopbyBa oT Human Genome Variation Society (HGVS)
(ObuwecTBOTO 32 Bapuauusi Ha YoBeLlkust reHoM, HGVS).

MmeTto Ha noneTo e Protein Name (HGVS) (Mme Ha npoTeuH [HGVS]) BbB daiina
*.txt.

3A UH BUTPO OMATHOCTUYHA YITOTPEBA



PbkoBoACTBO 32 paboTHUS NpoLec Ha Moayna 3a aHanus Local Run Manager CF 139-Variant 2.0

3arnaBue Ha KonoHa OnucaHune

Result (PesynTaT) [eHoTMN Ha BapuaHTa.
3a SNV, DIV n DEL:
« HET — XeTepo3uroteH
* HOM — XomoasuroTeH
3a BapuaHTa PolyTGPolyT ce oTunta AENCTBUTENHUAT FrEHOTUN.
3ABEJNEXKA: PolyTGPolyT ce otuyuTa, Korato ce oTkpue BapmaHt R117H.

Interpretation (TvnkyBaHe) Tosa none BMHaru octasa npasHo.

HokymeHT Ne 1000000100945 v01 BUL
3A IH BUTPO OANATHOCTUYHA YIOTPEBA



PbkoBoACTBO 32 paboTHUS NpoLec Ha Moayna 3a aHanua Local Run Manager CF 139-Variant 2.0

3a TexHmn4yecka nomoly ce CBbpXKeTe C oTAesa 3a TeEXHNYEeCKa nogapsuXKKa Ha

[llumina.

Yeb cant:
Nwmenn:

TenedoHHM HOMEPA Ha OTAEeNa 3a TeEXHMYecKa nogapbXxka Ha lllumina

PervoH
CeBepHa Amepuka
ABcTpanus
ABcTpus
Benrusa
epmaHus
OaHus
Wpnanamns
WcnaHus
WTanusa

Kutan
HupepnaHans
Hosa 3enanans
Hopserus
Ob6eanHEHOTO KpancTBo
CuHranyp
TawnBaH, Kutan
(O ERERVE
PpaHuus
XOHKOHT, Kutam
LiBenuapus
LLBeuuns

lOxHa Kopesi
AnoHns

Opyrn abpxasu

MUHdopmaumoHHn nuctoBe 3a 6e3onacHocT (UJ1B) — HanuyHKu Ha yeb canTa Ha lllumina Ha agpec

www.illumina.com

techsupport@illumina.com

support.illumina.com/sds.html.

Besnnaten
+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

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

HokymeHT Ne 1000000100945 v01 BUL
3A IH BUTPO OANATHOCTUYHA YIOTPEBA
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lllumina

5200 lllumina Way

San Diego, California 92122, CALL
+1.800.809.ILMN (4566)

+1.858.202.4566 (13BbH CeBepHa Amepuka)
techsupport@illumina.com
www.illumina.com

IVD

EC | REP

lllumina Netherlands B.V.

Steenoven 19
5626 DK Eindhoven
Huaepnanans

3A IH BUTPO ONATHOCTUNYHA YINOTPEBA

© 2021 r. lllumina, Inc. Benykn npaBa 3anaseHu.
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CnoHcop B ABcTpanus
Illumina Australia Pty Ltd
Nursing Association Building
Level 3, 535 Elizabeth Street
Melbourne, VIC 3000
ABcTpanus

lumina
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