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Nume Nume Nume
mutatie mutatie mutatie
ADNc proteina oficial
¢IAG MiV

o34

%_273010250& pSer1BArgfsX16 CFTRoele2,3
cS10T pArg3iCys R31IC

e 50T p.Cin39X Q38X
c.137CA pAa46Asy A4B0
¢.165-1G>A fara nume proteina 297-1G>A
¢.166G>A p.CluS6Lys ES6K
¢.174_175nsA pAgSaLysfsX10 306insA
cAT86>T p.ClubX E60X
¢2000T p.Prodieu PoTL
¢2200>T pArg74Trp R74W
0.2230>T pArgTSX R75X
C224G>A pArg75Cin R75Q
c2546>A p.Cly85Clu GB5E
.262 2630elTT p.LeudBllefsX22 384delTT
c273+1G>A fara nume proteina 40541G>A
c274-1G>A fara nume proteina 4064G>A
c274G>A p.Gud2Lys E9K
¢214G>T p.Glug2xX E92X
c2820T p.Gln98X Q38X
¢.313celA p Rei)5SedsX2 444¢elA
SRR . TyrGSK4 45TTATSG
¢.328G>C pAspi10Hss D110H
c.H0T pArg117Cys RUIC
¢.350G>A pArgt17Hs RUTH
C.366T>A p.Tyr122X Y122X
c44ZcelA p BekBLeufsX5 574delA
CA43T>C plet48Thr 11487

FIG. 2
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Nume Nume Nume
mutatie mutatie mutatie
ADNc proteina oficial
cA8316T fara nume proteina 82141G>T
¢.531delT p.liel?7MetfsX12 663delT
c.5326>A p.GW78G G178R
543 546delTAGT pLeu83PhefsXd 675deM
c5713+16>T fard nume proteina 711+1G>T
C.579+34>C fara nume proteina 71143A>G
C579+5G>A fard nume proteina T1145G>A
¢.580-1G>T fara nume proteina 71241G>T
C.5880T p Hisi9Tyr H1ggY
CH13CM p Pro205Ser P205S
cBIT>G pLev20GTrp L2068\
C.65807 p.GIn220X Q220X
¢.380T>G pLeu227Arg L221R
¢.720_T41delAGGC
,(;(T;:CMGATGATW p.Giy241GfsX13 852dei22
¢.8280>A p.Cys276X C276X
¢ M4agell et 1078elT
c.988C>T p.Giy330X G330
¢.10000>T pArg334Trp R3MW
c1007T>A pRe3ilys 133K
c10130T p.Thr338Ele 1338
¢10211>C p.SerA1Pro SH1P
¢1022_10230sTC i {154nsTC
c.140G>A pAgATHS R34TH
¢1040G>C pArgHTPro RUTP
¢ 1055G>A pArg352Gin R352Q
1075C>A; 107 : .The
2}[ 075C>A; 10799C> gslggsa.ys Q350KTI80K
¢.1031delT p.Trp381GlysX8 1213delT

FIG. 2 cont-1)
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Nume Nume Nume
mutatie mutatie mutatie
ADNc proteini oficial
c1116+1G>A fara nume proteina 1248+1G->A
¢ 1127 _1128insA 0.GIn37BAafs)d 125%insA
1153 _1154insAT 0.Asn3860efzX3 1288insTA
oo pTIpA01X WADIX
c1209+1G>A fara nume proteina 134141624
£.1210-125) fara nume proteind 5T
cAZ10-12(7) fara nume proteind m
.1240C>T 0.GInd 14X Q414X
%1329-133“'@‘6“ oledddArgisX3 1451insd

¢ 1340del o LysMTAGISNE 147106A
¢.1364CA D.Al2455G Ad55E
c.138531GA farad nume proteina 1525-1G->A
orat e b SerdS6X S466X
c.1400T>C 0.Leudb7Pro L457P
¢.1408A>G oMetdT0val M4T0V

¢ 141616 0.Gly473GufsK54 1548delG

¢ 1466C>A 0.8erdB3K S480%
c.1475C>T 0.5erd82Pne S492F
c477C=T 2.GInd893% Q493X
¢.1519_1521delATC "plle507del 1507del
¢.1521 18234elCTT 0.Phe508ded FE08del
¢.1545 1546delTA .Tyr515X 1677gelTA
¢.1558G>T 0.Val520Phe V520F
c.15730>T 0.GIn525) Q525K
cA585-8055A farad nume proteina 174624
1585124 fara nume proteind 1717-1G->A
c1624G>T 0.Gly542X G52X

FIG. 2 cont-2
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Nume Nume Nume
mutatie mutatie mutatie
ADNc proteina oficial
ek pSersd9irg SH49R
C.1B46G>A p.Sers4%4sn S54EN
¢.1650delA p.Gly551ValfsX8 1782delh
C.1651G>A p.Gly351Ser G5515
c.1652G=A p.Gly551Asp G510
c.1654C>T p.GIn552% (552X
C.1657C>T p-ArgS53X% R553X
6. 1673T>C pLeub58Ser L5585
¢ 1675G>A p-AlabhaThe ASSET
¢.1673G>A p-Arg560Lys RE60K
C.1679G>C p-Arg560The R80T
016784160 fara nume proteina 1811+1G>C
C.1678+1 6kbA>G fard nume proteina j;”'ﬁm
¢.1680-1G>A fara nume proteina 1812-1G->A
0. 1682C>4 p-Ala561Glu ASBIE
¢.1692delA p-AspEa5SHetsXT 1824delA
¢ 1705T>G p.Tyr569Asp Y5600
CAT27G>C p-Gly575Ala G5T6A
6. 1736A>G p-AspST9Gly D579G
cAT5IGT p-GiuSB5X ES85X
¢.1TBE+1G=A fara nume proteina 1808+1G-2A
¢.1766+1G>C fara nume proteina 18984160
c.1766+3A>G fard nume proteina 1888+438>G
CIMIAG p-AspB14Gly 06146
£.1923_1931de/ins PSerBA1AHSXS 205506054
p 2105
el D A58 Lysisa 2Ttk

FIG. 2 cont-3
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Nume Nume Nume
mutatie mutatie mutatie
ADNc proteina oficial
21988 1905dehAC p ThEE3AgsXe 2118deld
62002057 p.ArgBGECYs RE6SC
0.2012delT p.Leusi X 2143gelT
G201, 20620eAA pLysBa4SersX38 2838456+
G208 | 2052delAA pLysbB4SerisX8 218346IARGY
6.2052_2053insA p.GInBB5Th risXd 21BdinsA
£.2052delA p.LysBB4AsnfsX38 21B4celh
¢.212507 p-Arg7 09X RT09X
212881 p.LysT10X KT10X
£.2175 2176insA p.Glu726Argfsi4 230TinsA
c.2195T>G p.Leut3zx LT32%
0.2215elG p.Val739Tyrisk16 247delG
C.2280G>A p.Val7 54Met V754N
02290051 p.ArgTe4X R7E4X
c.2353C>T p.Arg785X R785X
C.23T40T p-ArgT92x R7S2X
C.2424_ 2425nsAT p.SerB0HefsX13 255GinsAT
¢.2453delT p-Leu18Trpisi3 25850elT
0.2462 2453de!GT p-SerB2 1 Argisd fard nume oficial
C.24BGT p.GluBZ2X EB22X
C.2490+1G>A fard nume proteind 2622+1G->A
CA4NGT p.Giug3tx E831X
oy = o
¢.25470A p.TyrB4ax YE49X

£ 2551C>T pArgSSIX RBS1X
¢.2563delT p-PheBfiLeufsX3 2M11delT
:EEE?Q—EBSHSM fard nume proteina 2788+ZinsA

FIG. 2 «cont-4
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Nume Nume Nume
mutatie mutatie mutatie
ADNc proteina oficial
C.265T+5G2A fara nume proteina TRG450-3A
¢.2658G>C fara nume proteina 21804G>C
¢.26080>T p.GInBSCX (820X
C.21350>A p.Serd1Zx 912X
<2137 2138insG 2869156
¢.2730T>A p.Tyrd13x Y3
¢.2784 2765insAG pVald22GhufsX2 28%6insAG
c27807>C p.Leyd27Pro Lozrp
c2BHCT p.SerM5Leu S945L
¢.2875delG p.Alag58Hists X9 3007delG
¢.2908G>C p.Gy970Arg GY70R
c.2930C>T p.Serd77Phe S977F
c.2988G=A fara nume proteina HN20G-=A
C.2088+1G2A fard nume proteina HAHG>4
-
3???9_8 3%57_.248@' fara nume proteina %ﬁiﬁ?&wm
C.2980-1GA fara nume proteina HAN1G>A
¢.2991G>C p.Leudd7Phe L9g7F
3002 3003eTG DVelOTiAspieXd 313266lTG
¢.3080T>C p 027 Thr o2
e 3402680 fara nume proteina 3272-26A>G
¢.3154T>G p.Phel052Val Fi052v
C318006 p Hisi054Asp Hi054D
c.3181GC p.Clyi061Arg G1061R
c3UT>C p.Leul065Pro L1065P
¢319%60T p.Argl05ECYs R1066C
c.397GA p.Argl0B5His R1068H
C.3205G>A p.G0BIAr G1069R
c32080T o Argl0T0Trp RIOTOW

FIG. 2 cont-s
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Nume Nume Nume
mutatie mutatie mutatie
ADNc proteina oficial
£.3209G>A p-Argl0?0GIn R10700
c.32LT=A p-Pheld74Leu F1074L
£.32307-C p.Leuwl7TPro L1077P
£.3266G>A p.Trol089X W1089X
ggg%:g‘” p.Tyr092X Y1092¢
c.3302T>A p-MetiiOiLys M101K
£.3310G=T p-Glulij4x E1104X
C.M454G>C pAsplisZHis D1152H
.. 347201 p-Argll58X R1158X
£.3484C5T p-Argis2X R1162X
£.M4856>T p-Argi§2Ley R1162L
.35280¢lC plysifTSesk 3659delC
iS&SﬁﬂSE&EinsTCA E_meg'tm 28 Tinsd
¢.3587C>G p-Seril36x S1196X
. 3605delh pASpaT2AekeX 3737delA
et pUTrpl204X W1204X
£.36590elC p-Thel220LysfsX8 37191delC
£.36%gell p.Ser231ProfsX4 3821delT
c.31004>G pliel234Val 11234V
c.3705T>G p.Sed235Arg S1235R
JB48410kbC-
CANTHAICT farh nume proteina >T
637154024 fara nume proteina R50HG-A
c.3731G>A p.Glyl244Gly G124E
¢.3744delA p. Lys1250ArgfsX9 3B76delh
C.A752G>A p.Ser1251Asn S1251N
. 763T>C p.Ser1255Pmo S1255P

FIG. 2 (cont-
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Nume Nume Nume
mutatie mutatie mutatie
ADNc proteina oficial

. 376404 p.Ser1255% 51255K
C3T73 377dinsT pleut2sdPhelsX 3905insT
.3808G>A pAspZT0Asn DA270N

¢ AMAGA p.Trpl252X Wi282%
c.IBTIHGA fard nume proteina 4005+41G->A
. 36834elr plet2%5PheiiX3 4015delA
3884 36850 p SenZ9TPhefX 40t6isT
.J9080>G pAsnld0alys N1303K
.3937C>T p.GInl313X Q1313
0.3954- i

18 4242+57Tcel NULL CFTRdele22 23
cAMBGA p.Glyl34%Asp G140
%H;lgfﬁ_-iﬂﬁﬂdelTGT fara nume proteina 4209TGTT-»AA
cAGT p.Glul3T1X E1371X
c4196 4197deITC p.Cysi400X 43260eiTC
cAZH0T p.Glak 12X Q412X
c424241G>T fard nume proteind 437441G>T
c4251celA p Gl1BArgX 43820elA
c4206 4207insGA pSeHISGX 4426insGA

FIG. 2 cont-7)
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