Nombre del ADNc de

la mutacion

C.720_741delAGGG
AGAATGATGATGAA
GTAC

c.828C>A

c.948delT

€.988G>T

c.lI0000T
c.1007T>A
C.10130T

c.1021T>C

€.1022_1023insTC

c.!040G>A
c.1040G>C
c.1055G>A
c.[1075C>A; 107990
Al
c.1081delT
c.1116+1G>A
€.1127_1128insA
c.1 153_1154insAT

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

392

Nombre de la proteina de la

mutacién

p.Gly241GlufsX 13

p.Cys276X

p.Phe316LeufsXl
2

p.Gly330X
p.Arg334Trp
p.lle336Lys
p.Thr338Ele
p.Ser341Pro

p.Phe342HisfsX?2
8

p.Ai'g347His
p.Arg347Pro
p.Arg352GiIn

p.[GIn359Lys;Thr
360Lys]

p.Tip361GlyfsX8
No hay nombre de proteina
p.GIn378AlafsX4

p.Asn38611efsX3

p.Tip401X

Nombre del legado de la

mutacion

852del22

C276X

1078delT

G330X

R334W
1336K
T338I

S341P

1154insTC

R347H
R347P

R352Q

Q359K/T360K

1213delT
1248+1G->A
1259insA

1288insTA

W401X



