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JlnctoBka 3a nekapu: aHann3 3a KIIMHUYHO CEKBEHMPaHe
3a KMcto3Ha pmnbpo3sa

3A H BUTPO OAMATHOCTUYHA YTTIOTPEBA

Ha3HayaBaHe Ha TecTa

Tosu TecT ce HazHa4aBa, 3a J4a NOMOrHe Npu AMarHOCTULMPAHETO Ha NaLUMeHTX ¢ NoA03peHnst 3a KUCTo3Ha prnbposa
(CF). Toau TecT e Hai-NoaXoA4siL, KoraTto NauneHTbT UMa HETUNMYHW NPOSIBIIEHMS HA KUCTO3Ha hmbpo3a unu Korarto
Opyrv naHenu 3a MyTaHTHU BapnaHTK He ca ycnenu Aa yCTaHOBAT HUTO eAuH OT ABaTa NpUYMHHM BapuaHTa.
PesyntaTtute OT TecTa TpsAbBa Aa 6baaTt M3NoN3BaHn B CbYETaHWE C KITMHUYHM CUMITOMU, APYTY OUarHOCTUYHU
TECTOBE M CEMENHA UCTOPUSI.
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BHMAHUE

To3um TecT He e npeaHasHa4yeH 3a CKpUHUHI Ha HOBOpPOAEeHU, CKPUHUHI Ha HOCUTEN, CKPUHUHI Ha HaceneHneTo
unun ga 6bae caMoCTOATENHO M3MON3BaH 3a ANarHOCTUYHM Lienn. To3n TeCT He € npeaHasHaveH 3a (*)eTaJ'IHO
ANarHoCTM4YHO TecTBaHe UInn TecTBaHe npean nMniaHTaumna.

KakBo oTKpuBa TO31 TeCT

To3u TecT M3BbpLUBA LieNeBO cekBeHpaHe Ha 5206 reHoMHu nosuuun/obnactu B reHa ,TpaHCMemOpaHeH perynaTop
Ha npoBOAMMOCTTa Npw knuctosHa mbposa“ (CFTR) B OHK, nsonupaHa ot usana kpbe, B3eta ¢ KoEDTA.

Bcuuku obnactu Ha kogupaHe Ha npoTeunH B reHa CFTR, BkntouutenHo 10 nt oT hnaHroBOTO MHTPOHHO
CeKkBeHupaHe, ca OTKPUTU NP BCUYKM €K30HU, C U3KNodeHne Ha Tpu (ek3oHun 7, 10 n 20).
3a ek30H 7 1 ek30H 10 camo 5 nt oT NaHroBOTO MHTPOHHO CEKBEHMPaHe ca BKIHYEHU B 5'-Kpast Ha ek30Ha,
3a ga ce nsberHat 6num3kn xomononumepHu indel (MHcepuun n geneuun).
3a ek30H 20 30 nt oT oNaHroBOoTO MHTPOHHO CEKBEHMpPAHE ca BKIIOYEHU B 5'-Kpasi Ha ek30Ha, 3a Aa ce NO3BOoMu
OTKpPUBAHETO Ha MyTaumaTa 3272-26A>G.

B gonbnHeHne aHanuabT cbllo oTkpmBa ~100 nt oT dnaHroBoTo cekBeHupaHe B 5'u 3' UTR, 2 obnGOKM MHTPOHHM
myTaumm (1811+1.6kbA>G, 3489+10kbC>T), 2 ronemu geneummn (CFTRdele2,3, CFTRdele22,23) n obnactta
PolyTG/PolyT.

TecTbT OTKpMBa €AHO0A30BM NPOMEHU U MarKWU UHCEpPLUM U AeNneuun B cekBeHupaHaTta obnact Ha reHa CFTR.

TecTbT He e BanuampaH 3a KakBMTO U Aa € APYrv Aeneumn uinm MHcepumm ¢ pasmep, no-ronsm ot 3 bp.

TanyBaHe Ha TeCTa N orpaHn4eHund

PesynTaTuTe OT TecTa TpsibBa Aa GbAaT ThIKyBaHW OT cepTuduuMpaH oT 6opaa KMMHUYEH MOMEKYNAPeH reHeTuK
UNW eKBUBANEHTEH CrieLmanmcr.

Bapuantute Ha CFTR, ycTaHoBEHM OT TO3M TeCT, MoraT da NpuyuHaBaT GorecTTa KucTosHa ombposa, da He s
NPUYMHABAT UMK 4@ MMAT HEM3BECTHO 3HAYEHWe.

HanuuyHa e cbliecTBeHa BapuabunHOCT BbB heHoTuna cpeq nauveHTuTe, opu cpea Tean ¢ eaHakbB reHOTUI.
OvyakBaHOTO NposiBNeHne Ha bonecTTa, CBbP3aHO C onpeaeneHn BapMaHT, MOXe 4a Ce OCHOBaBa Ha HSKOMKO
KIMHWYHKM criydas u Aa Bapupa oT GeHurHeHo o texko. Pegkute BapuaHtn Ha CFTR moxe ga 6baat 3ne
XapaKTepuanpaHn 1 KIMHUYHOTO 3HaYeHne MoXe Aa He e BUIo oLeHeHo.

Ako noseve oT eavH BapuaHT € OTKPUT B eHa npo6a, aHanM3bT HEe MOXe Oa onpenenun cbasaTa nnn xannotuna Ha
BapunaHTuTe.
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JInctoBka 3a nekapu: aHanms 3a KMMHUYHO CeKBEHMPaHE 3a KUCTO3Ha cbm6posa

Ha nauuneHTtuTe ce npenopbvy4Ba Aa Cce KOHCYyNnTMpaT C reHeTU4eH KOHCYyNTaHT OTHOCHO NoJlydeHUTe pe3ynrtaTu.

He 6elue Bb3MOXHO fa ce BanuamMpaT BCUYKU PedKu U HOBM BapuaHTK, KOUTO MoraT ga 6baaTt OTKPUTUM OT TO3M TecT
B reHa CFTR. CnepgoBaTeriHo CUIHO Ce NpernopbyBa HOBUTE UMK peaknTe BapuaHTu da 6baaT NoTBbpAeHW Ypes
pedepeHTEH METOA, KaTo HaNpMMep CekBeHupaHe no metogda Ha CenHmkbp. OOcbaeTe BanManpaHeTo Ha
OTKpPMBAHETO Ha BapuaHTK C TecTBawarta nadoparopusi.

To3u TecT cekBeHUpa KOHKpeTHU obnactu oT reHa CFTR, BKMIOYUTENHO BCUYKKM 0GMacTy Ha kogupaHe v Apyru
onpeaerneHy 30HKU, KOUTO ce cMATaT 3a KIIMHUYHO 3HaYuMK. Hakou obrnactu Ha reHa oGade He ca NOKPUTH.
CnefnoBaTenHo USMOCTEH pesynTaT ,,AMB TUN“ He rapaHTupa, Ye BapuaHtute Ha CFTR He ca HanvyHu B npobGara.

BapuaHTute, kouTo Morat Aa 6bAaT ycTaHOBEHM OT TO3M TECT, BapupaT Mo YecToTa B HaceneHneTo.
Wmaiite npeasma, Ye npy MHoro peakuTe BapuaHTn Ha CFTR BBb3MOXHOCTTa OT (haniumBo MOSIOXUTENHWN HaXoaKN e
yBenmyeHa.
.Ii 3ABENEXKA
3a noBeve nHdpopmaL st OTHOCHO KNMHUYHOTO 3Ha4YeHne Ha ronsm 6por BapuaHTy Ha CFTR,
KouTo morat ga 6baart OTKpUTK Ype3 TO3n TECT, MPOBEPETE /IUCMOo8Kama 3a fiekapu OmMHOCHO aHanus3 Ha
139 eapuaHma Ha Kucmo3aHa ¢hubpo3sa (vacm Ne 15052172).

[MaTeHTU N TbProBCKN MapKu

HacroAawmnsaT JoKyMeHT 1 CbabpXaHneTo My ca cobectBeHocT Ha lllumina, Inc. n HeHuTe dounmanm (,lllumina®) n ca npegHa3HaveHu camo 3a
ynotpeba no cunata Ha AOrOBOp OT CTPaHa Ha KIMeHTa 1 BbB BPb3Ka C U3MOM3BaHeTo Ha npoaykTa(uTte), onucaH(1) B HAaCTOALWMNS JOKYMEHT,

1 C HMKakBa gpyra uern. To3u JOKYMEHT U CbAbpXXaHMETO My He TpsibBa Aa ce M3Mon3BaT UM pasnpocTpaHsiBaT 3a HUKakea Apyra uen u/unv no
Opyr Ha4YuH Aa 6baaT cbobLaBaHu, paskpMBaHN UM Bb3NPOM3BEXAaHM M0 KaKbBTO U Aa e HauuH 6e3 npeaBapuTenHOTO NMCMEHO Cbrracue oT
cTpaHa Ha lllumina. lllumina He NpegocTaBsa NOCPEACTBOM TO3U AOKYMEHT HUKAKBLB NMULEH3 3a CBOW NATEHT, TbProBcka Mapka, aBTOPCKO MpaBo
11 npasa no cunaTa Ha obL0To NpaBo, HUTO NOAOOHM NpaBa Ha KOSITO M Ja e TpeTa CTpaHa.

WHCTpyKuunTe B TO3M JOKYMEHT TpsAOBa Aa ce cneasaT CTPOro M M3pMYHO OT CTpaHa Ha KBannduumpaH 1 npaBunHo obyyeH nepcoHarn, 3a aa ce
rapaHTupaT npasunHarta un 6esonacHara ynotpeba Ha npogykTa(ute), onmcaH(u) B HaCToALWMA AOKYMEHT. LisnoTo cbabpxaHne Ha To3n
DOKyMeHT TpsibBa Aa 6bae npoveTeHo M pa3bpaHo HaNbIHO, Npeau Aa ce U3nonasa(T) TakbB(Takuea) NPoaykT(M).

AKO BCUYKN MHCTPYKUNW, CbObPXALLM CE B HACTOALWMA OOKYMEHT, HE BBOAT HAMBJIHO NMPOYETEHU N U3PUYHO
CMNA3BAHU, TOBA MOXXE JA OOBEJOE OO NMOBPEOA HA MPOOYKT(UTE), HAPAHABAHE HA NUUATA, BKNKOYUTENNHO HA
MOTPEBUTENNTE NN OPYTU NWUUA, U YBPEXOAHE HA OPYTO MUMYLLECTBO, U LWE OTMEHU BCAKAKBA TAPAHLIVA, MPUNOXNMA
3A TMPOOYKT(UTE).

ILLUMINA HE MOEMA HUKAKBA OTITOBOPHOCT B PE3YNTAT HA HEMNPABUINTHATA YINOTPEBA HA NMPOOYKTA(UTE), ONMNCAH(L) B
HACTOALWNA OOKYMEHT (BKNKOYNTEJTHO TEXHUN YACTU UNU COPTYEP).

© 2021 lllumina, Inc. Benykn npasa 3anaseHu.
Beuykn Tbproeckn Mapku ca cobetBeHocT Ha lllumina, Inc. nnm cboTBeTHUTE UM NpuTexatenu. 3a cneunduyHa nHdhopmauus OTHOCHO
TbProBcknTe Mapku nocetete www.illumina.com/company/legal.html.

AMPure, Beckman, and Beckman Coulter ca TbproBckv Mapku Unu permctpypaHn TbproBcku Mapku Ha Beckman
Coulter, Inc.
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