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Case No. Age/Sex Allele 1 Allele 2 Consequence Phenotype IF

Nonsense

1 17/M E2857X c6573+1G>C PTC/PTC Moderate + +

2 9/F E2857X cb6573+1G>C PTC/PTC Moderate + +

3 43/M E2857X ¢.5818delC PTC/PTC Moderate + +
Deletion

4 0/M c.1474del 8 c.5818delC PTC/PTC Most severe -

5 0/M ¢.5756delG c6573+1G>C PTC/PTC Most severe -
Shlice site

6 60/F c7272G > A c6573+1G>C Spl/PTC Moderate +

7 O/F c8109+2T > A ¢.5818delC Spl/PTC Moderate severe
Missense

8 0/M R2063W 5818delC Mis/PTC Most severe + +

9 0/F G2316R 6573+1G>C GS/PTC Most severe + +

10 44/F G1815R 5818delC GS/PTC Moderate severe + +

11 1/M (26235 5818delC GS/PTC Moderate severe +

12 5/M R1957Q 6573+1G>C Mis/PTC Mild + + +
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