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_ Table 1. Mutations detected(* novel mutations)

Type of mutation Amino acid Exon Affected Affected
change allele No. Pts No.

T60M * 1 2 2

T180K 4 1 1

D486N 12 2 1

R642C 15 2 2

L700P * 17 1 1

D839N * 21 1 1

RS55Q 25 1 1

S96TF * 25 5 3

1979T * 26 1 1

Insertion/Deletion * 2 2

Abnormal splicing * 2 2
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