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Substitution
c.b12A>G
c. [BRIE] [BEATOEHER] > [BEZOEE]

Deletion

c.53bdelG

c. [REBIANEOHEERS] _ [REKTAEBOHEERSX] del [KREHHX]
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Insertion

c.124 _125insCC
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Indel
¢.168_169delinsGGT
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Polymorphism, SNP
c.1041T>C
c. [(BEME] [BERATOEE] > [BREDEE]

Large Deletion
DelEx3-4 DelEx3
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Splicing

¢.607+1G>A

c. [ZEME] [ZRMO%KRE] > [LEEOKEE]

M2 IR E A 523507 5, Deletion %42 X % b D, %Y OFTBRIEICHE D,

2) 7 BBCE S ERA ML

Missense/Nonsense

p.Gln368X

p. [BERIOT I /B [a Fr&F] [(EE%OT I /EE]
Deletion

p.GIn8del

p. [ERgio7 I /8] [a F&ES] del

Frameshift Deletion

p.Arg8GlyfsX16
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Missense
AGC-CGC at ntd 2362 -> Ser-Arg at codon 788

Nonsense
CGA-TGA at ntd 2413 -> Arg-Stop at codon 805

Splicing
G-T at ntd 902-1(IVS9)
G-T at ntd 5971(Ex42)




Deletion

6-bp del GAGACA at ntd 8710

Frameshift Deletion
4-bp del AAAG at ntd 1024-> frameshift at codon 343
Insertion

3-bp ins GAA at ntd 1021

Frameshift Insertion
4-bp ins GACA at ntd 1142 -> frameshift at codon 381

Indel
GAA-CCC at ntd 7793

Frameshift Indel
GAAA-AT at ntd 8978 -> frameshift at codon 2993
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