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Substitution

€.512A>G

C. >

Deletion

c.535delG

c. del

5bp 1bp



Insertion

c.124_125insCC
.

5bp

Indel
c.168 _169delinsGGT

Sbp 1bp

Polymorphism SNP
€.1041T>C

C. >

Large Deletion
DelEx3-4 DelEx3
nomenclature Deletion
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Splicing
€.607+1G>A
C. >

Deletion

Missense/Nonsense
p.GIN368X
p.

Deletion
p.GIn8del

delins

ins



p. del

Frameshift Deletion

p.Arg8GlyfsX16
p. fsX

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(1VS9)
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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