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MUTATION MUTATION MUTATION
cONA PROTEIN LEGACY
NAME NAME NAME
c1AG MV
£.54-
5940 273+10250de pSertBArgisX16 CFTRdele2,3
21kb
eS0T p.Arg31Cys R3C
¢ 1150>T p.Gin30X Q39X
¢A37C>A p.Alad6Asp A4B0
£.165-1G>A No protein name 297-1G->A
¢.166G>A p.Glub6Lys E56K
¢.174 175insA p.AgaOLysfsX 10 J0BinsA
cA766>T p.Glub0X E£60X
¢.2000>T n.Prod7ley PoTL
6.2200>T pArg7T4Trp R74W
£.223C>T p.ArgreX R75X
C.224G>A p.Arg75Gin R75Q
C.234G>A p.Cly85Gl GB5E
¢.262 263delTT p.LeuBBllefsX22 394delTT
C.273+1G>A No protein name 405+G->A
274-1G>A No protein name 406-4G->A
C.274G>A p.Glud2lys E92K
c2746>T p.Glu92X E92X
292057 p.Gin98X Qgex
¢.313delA pHel05SerfsX2 444delp
G925 S210efTATIns p.Tyr09Gl X4 4ETTAT>G
¢.328C6>C p.Aspl1CHis D110H
€.349C>T p.Arg117Cys RUTC
¢.350G>A pArgl117His R117H
C.366T>A p.Tyr122X Y122X
cA42delA p.lleld8LeufsX5 574delA
cA443T>C plie148Thr 11487

SUBSTITUTE SHEET (RULE 26)




WO 2019/161078 PCT/US2019/018042
37/43
MUTATION MUTATION MUTATION
cDNA PROTEIN LEGACY
NAME NAME NAME
cAR9+1G>T No protein name 621+1G->T
£.531dell pliel7TMetfsX12 663delT
¢.532G>A p.GIVIT8 Gl G178R
¢.543 546delTAGT p.Leu183PhefsX5 675deld
¢B19+1>T No protein name TU+1G>T
0H79+3AG No protein name T1143A>G
¢.H7T9+HG>A No protein name T1145G->A
¢.580-1G>T No protein name 712-1G->T
£.5080T7 0 Hisi99Tyr H193Y
C.613CM p.Pro205Ser F205S
c817T>G 0.Leu20GTrp L206W
C.65807 p.GIn220X Q220X
£.5807>C p.Leu227Arg L227R
¢.720 T41delAGGE
AGAATGATGATGAA 0.Gly241GIufsX13 852dei22
GTAC
£.828C>A p.Cys2T6X C276X
o 48T pPresiLeuts 1078¢elT
0.988G>T 0.Gly330X (330X
¢ 1000C>T D Arg334Trp R334W
c1007TT>A plied36Lys 1336K
0 1013CT p.Thr338Ele 7338
102110 0.5erd41Pro SHU1P
01022 1023sTC pPhesAzHsis)? 154insTC
¢ A040C>A D Arg247His R347H
¢.1040G>C p.Arg347Pro R347P
¢.10550G>A p.Arg352GIn R352Q
;\.}[10/5{3%; 10799C> gééﬁi;ﬁf@Lynghr Q3EOKTIB0K
¢.1081delT 0. Trp361GiyisX8 1213dalT
(CONT.-1}
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MUTATION MUTATION MUTATION
cDNA PROTEIN LEGACY
NAME NAME NAME
cAHMEHG>A No protein name 1248+1G->A
¢.1127_1128insA 0.GIn378AlafsX4 1259insA
¢.1153 1154insAT D.Asn386NefsX3 1286insTA
oo 0 Trod01X WAGIX
¢.1209+16>A No protein name 1341+1G->A
¢.1210:12[5] No protein name BT
¢1210-12(71 No profein name i
¢.1240C>T 0.GInd 14X (414X
G320 T linshGA olledddArglsa 146 1ins4
¢.1340deiA 0.Lysd47 ArgfsX2 1471delA
¢.1364C>A n.Ala455Gly A455E
¢.1393-1G>A No protein name 1525-1G->A
TR 0 Serd66X 356X
¢.1400T>C 0.Leud67Pro L467P
¢.1408M>G 0.Met470Val M470V
¢.1418delG 0.Gly473ClufsX54 1548delG
¢.1466C>A n.Ser489X S489X
c.1475C>T 0.56r492Phe S492F
c.1477C>T 0.GIn493X Q433X
¢.1519 1521delATC ' lle507del 1507del
¢.1521 1523delCTT 0.Pheb0Bdsl Fh08del
¢.1545 1546delTA 0.Tyr515X 1677delTA
¢.1558G>T 0.Val520Phe Y520F
¢.1573C>T 0.GINGZ5X Q525X
£.1585-8G>A No protein name 1717-8G-=A
¢.1585-1G>A No profein name 17174G->A
¢.1624G>T n.Gly542X (542X

& (CONT.-2)
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MUTATION MUTATION MUTATION
cONA PROTEIN LEGACY
NAME NAME NAME
el 0 Sers49ATg S549R
C.1646G>A 0.5er549Asn S549N
C. 650554!3\ p.Glya51ValisX8 1782delA
£.1651G> 0.Glya51Ser (h515
£.1652G>A p.Glya51Asp Go1D
0.1654C>T 0.GInB52X Q552X
c.1657C>T p.Argh53X R553X
¢.16731>C p.Leus585er L5588
CA675G>A p.Alabs9Thr ABEST
£.1679G>A p.Argb60Lys R560K
c.1679G>C p.Argh60Thr R560T
C.1679+1G>C No protein name 181141G->C

79+1.8kbA>G No protein name igm BkoA-
C.1680-1G>A No profein name 1812-1G->A
c.16820>A 0.Alab61Glu ASBIE
£.1692delA p.Asp5GaMettsX? 1824celA
c.17057>G 0. Tyr569Asp Y5690
c1721G>C p.Gly576Aa G576A
C1736AG p.Asp579Gly D5T9G
c.1753G>T p.Glu585X E£585X
CATE6HGEA NG profein name 1806+1G->A
C1766+1G>C No protein name 1898+1G->C
0.1766+3A>G No protein name 1898+3A>G
C1841AG 0.Asp614Gly DE14G
01923 1931def9ins SerbA1ArGleX5 2055619-5A
G 915 1oeodalan 0 AvgB58 LysfsXd 51“‘ el

GAAA
. (CONT.-3)
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MUTATION MUTATION MUTATION
cDNA PROTEN LEGACY
NAME NAME NAME
19801900 0. ThiEB3ArgfsX8 2118del4
£.2002C>T p.Arga6aCys RE68C
¢.2012delT p.Leud71X 2143aelT
62051, 205206lAR o Lys6B4SertsK3s 283G
¢.2051 2052delAAi . . "
- p.Lys684SerfsX38 2183delAR->GH
¢.2052_2053insA p.GInG85Th rfsXd4 2184insA
¢.2052delA p.Lys684AsnisX38 2184delA
. 212507 p.Arg709X R709X
2128057 p.Lys710X K710X
£.2475 2176insA p.Glu726ArgfsX4 2307insA
¢.2195T>G p.Leu732x L732X
¢.2215delGG p.Val738TyrisX16 23470elG
£.2260G>A p.Val754Met V754M
£.2290C>T p.Arg7B4X R764X
£.2353C>T p.Arg785X R785X
¢.23740>T p.Arg792X R792X
C.2424 2425insAT p.Ser80%efsX13 2556insAT
¢.2453delT p.Leu818TrpfeX3 2585delT
¢.2462 2463delGT p.Ser821Argfsk4 NG legacy name
£.2454C>T p.Glu22X Ef22X
0.2490+1G>A No protein name 2622+1G->A
C.24NG>T p.GluB31X E831X
0.2637G>Aor y
£ 7538G2A p.TrpB46X Wa46X
¢.25470A p.TyrB49X YB49X
£.2551C>T p.ArgSSIX R851X
¢.2583delT p.Phe86iLeufsX3 2711delT
;;265?4»2 2657+3 No protein name 2789+ 7insA
FIG. 2 (cont-4
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MUTATION MUTATION MUTATION
cDNA PROTEN LEGACY
NAME NAME NAME
¢.2657+5G>A No profein name 2780+5G->A
¢.26584G>C No protein name 2190-6-C
£.2668C>T p.GInBY0X QBI0X
¢.2735C>A p.3er912X S912X
02737 2738insG 2888insG
¢.2739T>A p.Tyrg13X Y313X
£.2764 2765insAG p.Val8Z2ClufsX2 2896insAG
.27801>C p.Leud27Pro {927P
¢.28340>T p.Ser45iey S945.
£.2875deiG p.Ala95%HisfsX9 3007delG
£.2908G>C p.Gly970Arg GI70R
¢.29300>T p.3er977Phe So77F
£.2988G>A No proiein name 320G-=A
£.2968+1G>A No protein name 20+1G-2A
5?2385367 +2480el No protein name gii;%%wsa
¢.2980-1G>A No protein name 3N21-1G->A
.2991G>C p.Leudd7Phe LI97F
53002 3003delTG p Vel TAsplet 313006ITG
¢.3080T>C pleld27Thr 10277
£.3140-268>G No protein name 3272-26A->G
c.3HT>G p.Phel052Val F1052v
¢.3160C>G p.HislD54Asp H1054D
¢.31815>C p.Glyi061Arg G1061R
C.HUT-C p.Leul065Pro L1065P
¢.3190>T p.Argil66Cys R1066C
c.397GRA p.Argl066His R1066H
¢.3205C>A p.GhiCE9Arg G1069R
¢. 3208057 p.Argl070Trp R1070W
{CONT.-5)
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MUTATION MUTATION MUTATION
cDNA PROTEIN LEGACY
NAME NAME NAME
¢.3209G>A p.Argl070GIn R1070C
¢.3222T>A p.Pheld74Ley F1074L
¢.32307>C p.Leuld77Pro L1077P
£.3266G>A p.Trl089X W1080X
£.3276C>Aor ,
29T p.Tyrl092X Y1082X
£.3302T>A p.MetliOlLys M1101K
¢.3310G>T p.Glulld4X E1104X
¢.34M4G>C p.Aspl52His D1152H
¢.34720>T p.Argli58X R1158X
¢.3484C>T p.Argils2X R1162X
¢.3485G>T pArgli62Ley R1162L
0.35280elC g-LYSE‘?73@ﬁSXE 3659661C
23535_3536%1"{2;% g.Thril?Qiiest! 667 insd
£.3H870>G p.Sertld6X S119%X
¢.3605deiA g-ASW?OZAEa@( 373748l
c.3B1GAor W4
~2B190oA p.Trpl204X W1204X
£.3659delC p.Thri220LysfsX8 3791delC
£.3691delT p.Send31ProfsX4 3821delT
£.3700A>G pllel234Val 1234y
370516 p.Ser35Arg S1235R
3849+0kbC-
37171219101 No protain name >T
¢.3715-1G>A No protein name J8504G->A
¢.3131G>A 0.Gh1244Glu G1244E
¢.3744delA p. Lys1250ArgfsX9 3876delA
¢.3752G>A p.Ser1251Asn S1251N
¢.3763T>C p.Ser1255Pm0 S1255P
Fi £ (CONT.-6)
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MUTATION MUTATION MUTATION
¢ONA PROTEIN LEGACY
NAME NAME NAME
¢.37640A D.Ser1255K S1255K
03773 3774insT pleutzafPtets 3905insT
¢.3808G>A p.AsplZ70Asn D1270N
L 336GA 0. Trpl2S2X W1282K
¢.I8734G>A No protein name 4005+H0C->A
. 3883¢elA Pe1285PhetsX3 40150elA
3884 3885insT p Serza7Phefs 4016insT
¢.39090>G p.Asn303Lys N1303K
0393701 0. G 13X Q31X
¢.3564- "
% ioiossTTce NULL CFTRdele22.23
CALEGA 0 Gi34%As 613490
%gﬁj(}%deﬁ@? No protein name 4209TCTI->AA
AT 0. G3TIX ET371X
c 4198 4197d8ITC 0.Cysl400X 432606ITC
CAZACST 0. GINA12X Q1412x
CA24246>T No protein name 4374+1G->T
4251 del b GluH 1Ak 4382delA
cA296 4297insGA b SerHaGlsH 4428insGA
& (CONT.-7)
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