Amino acid

p.R540H p.R595X

.K103X .H297 .D384A .K842X
polymorphisms; P P @ p PO poooin pGSGSX
truncations p-S5901 p.G661S -

p-K448X : p-G746E
. p.D780Y
Frameshift c.215delC c.419insA ¢.1147delA: :c.1389delA (§:.22:12deIT
mutations c.1228-1.230delcc0insTg c.1401in$A (:.182(E)de§|G c.23:46-234€)insACTG
° H H——+H—H-+HR-°
4 56 7 8

1 23

Splice site  Int1, +2T>C Int1l, -2A>G
mutations  Int1, +1G>C

Deletions

910 11 12 1314 1516 17 18

Int9,-1G>A  Int12, +1G>A . Int15,-2A>G
Int10, +5-11del  Int13, +1G>A
Int13, +5G>A
¢.1989G>A

\ 4

RH8338-RH59351, ~481kb del (including MTP)

—— 2kb



