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FIG. 2
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FIG. 3
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FIG. 4
Mutation Mutation Mutation
cDNA Protein Legacy
Name Name Name
clA>G p.? (unknown) M1V

p.Arg31Cys

c.166G>A

c.178G>T

¢.220C>T

€.262 263delTT

p.Leu88llefsX22

394delTT

c.274-1G>A

No protein name

400-1G->A

c.274G>T

p.Glu92X

E92X

11el05Serfs X2

444del A

¢.328G>C

Aspl110His

D110H

c.350G>A

p.Argl17His

RI17H

c.442delA

1lel48

c.489+1G>T

No protein name

621+1G->T

c.532G>A

p.Glyl78Glu

G178R




WO 2018/064632 PCT/US2017/054611
12/18
Mutation Mutation Mutation
cDNA Protein Legacy
Name Name Name

c.579+1G>T

No protein name

711+1G->T

c.579+5G>A

No protein name

711+5G->A

C.5950T

p-Hisl99Tyr

c.617T>G

¢.580T>G

p.Leu227Arg

c.828C>A

p.Cys276X

C276X

c.988G>T

p.Gly330X

G330X

p.lle336Lys

336K

¢.1040G>A

Arg347His

R347H

c.1055G>A

p.Arg352GlIn

R352Q

c.1081delT

1213delT

¢.1127 1128insA

p.GIn378AlafsX4

1259insA

c.1202G>A
c.1203G>A

or

p.Trp401X

W401X

¢.1210-12[5]

No protein name

5T
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Mutation Mutation Mutation
cDNA Protein Legacy
Name Name Name

¢.1240C>T p.GIn414X Q414X

c.1340delA p.Lys447ArgfsX2 1471delA

c.1393-1G>A No protein name 1525-1G->A

L467P

c.1418delG p.Gly473GlufsX54 1548delG

c.1585-1G>A No protein name 1717-1G->A
c.1645A>C or
c 1GATT>G p.Ser549Arg S549R

¢.1652G>A p.Gly551Asp G551D

c.1657C>T p.Arg553X R553X

c.1675G>A p.Ala559Thr AS59T
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Mutation Mutation Mutation
cDNA Protein Legacy
Name Name Name

¢.1679G>C

p.Arg560Thr

R560T

¢.1679+1.6kbA>G

No protein name

1811+1.6kbA-
>G

c.1705T>G

c.1736A>G

c.1766+1G>A

No protein name

1898+1G->A

c.1766+3A>G

No protein name

1898+3A->G

¢.1923 1931del%ins

pSer641ArgfsX5

2055del9->A

¢.1986_1989delAAC
T

p. Thr663 ArgfsX8

2118del4

2143delT

p.GIn685Th rfsX4

¢.21250T

p.Arg709X

R709X

c.2175 2176insA

p.Glu726ArgfsX4

2307insA

c.2215delG

p.Val739TyrfsX16

2347delG
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Mutation Mutation Mutation
cDNA Protein Legacy
Name Name Name

€.2290C>T

p.Arg764Xx

R764X

c.2374C>T

p.Arg792Xx

R792X

€.2453delT

p.Leu818TrpfsX3

2585delT

€.2464G>T

p.Glug22X

E822X

c.2491G>T

E831X

c.25470A

p.Tyr849X

Y849X

¢.2583delT

p.Phe861LeufsX3

2711delT

c.2657+5G>A

No protein name

2789+5G->A

€.2668C>T

Q890X

¢.2737 2738insG

2869insG

c.2834C>T

p.Ser945Leu

977 3367+248del

No protein name

€.2908G>C p.Gly970Arg G970R
c.2988G>A No protein name 3120G->A
c.2988+1G>A No protein name 3120+1G->A
€.2989- 3121-

977 3499+248
del251
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Mutation Mutation Mutation
cDNA Protein Legacy
Name Name Name
¢.2991G>C p.Leu997Phe L997F

¢.3080T>C

p11el027Thr

11027T

¢.3181G>C

G1061R

¢.3196C>T

R1066C

¢.3205G>A

G1069R

¢.3209G>A

R1070Q

€.3230T>C

p.Leul077Pro

L1077P

c.3276C>A or
76C>G

p.Tyrl092X

Y1092X

¢.3310G>T

p.Glull04X

E1104X

c.3472C>T

p.Argll58X

RI1158X

¢.3485G>T

Argll62Leu

R1162L

¢.3535 3536insTCA
A

p.Thrll791lefsX1
7

3667ins4

¢.3605delA

9

p.Aspl202AlafsX

3737delA

¢.3659delC

p.Thrl220LysfsX8

3791delC
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Mutation Mutation Mutation
cDNA Protein Legacy
Name Name

Name

¢.3700A>G

pllel234Val

11234V

c.3717+12191C>T

No protein name

3849+10kbC-
>T

c.3731G>A

p.Glyl244Glu

G1244E

c.3752G>A

p.Ser1251Asn

S1251IN

¢.37640A

p.Ser1255X

S1255X

¢.3808G>A

p.-Aspl270Asn

D1270N

4005+1G->A

c.3884 3885insT

p.Serl297PhefsX
5

4016insT

¢.3937C>T

p.GInl313X

Q1313X

c.4046G>A

G1349D

c.4111G>T

p.Glul371X

E1371X

c.4234C>T

p.Glnl412X

Q1412X

c.4251delA

p.Glul418ArgfsX
14

4382delA
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