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Supplemental Data

Supplementary Table S1. Karyotype and mutations in the STAR gene of 45 patients from 42 families.

Family 
number

Patient  
number

Sex of  
rearing Karyotype

STAR gene

Allele 1 Allele 2

1 1* F 46,XX c.772C>T (p.Q258*) c.772C>T (p.Q258*)
2 2* F 46,XX c.772C>T (p.Q258*) c.772C>T (p.Q258*)
3 3 F 46,XX c.772C>T (p.Q258*) c.772C>T (p.Q258*)
4 4 F 46,XX c.772C>T (p.Q258*) c.772C>T (p.Q258*)
5 5* F 46,XX c.772C>T (p.Q258*) c.772C>T (p.Q258*)
6 6 F 46,XX c.772C>T (p.Q258*) c.772C>T (p.Q258*)
7 7 F 46,XX c.772C>T (p.Q258*) c.772C>T (p.Q258*)
8 8 F 46,XX c.772C>T (p.Q258*) c.772C>T (p.Q258*)
9 9 F 46,XX c.772C>T (p.Q258*) c.772C>T (p.Q258*)
10 10 F 46,XX c.772C>T (p.Q258*) c.772C>T (p.Q258*)
10 11 F 46,XX c.772C>T (p.Q258*) c.772C>T (p.Q258*)
11 12* F 46,XX c.772C>T (p.Q258*) c.772C>T (p.Q258*)
12 13* F 46.XY c.772C>T (p.Q258*) c.772C>T (p.Q258*)
13 14 F 46,XY c.772C>T (p.Q258*) c.772C>T (p.Q258*)
14 15 F 46,XY c.772C>T (p.Q258*) c.772C>T (p.Q258*)
15 16 F 46,XY c.772C>T (p.Q258*) c.772C>T (p.Q258*)
16 17 F 46,XY c.772C>T (p.Q258*) c.772C>T (p.Q258*)
16 18 F 46,XY c.772C>T (p.Q258*) c.772C>T (p.Q258*)
17 19 F 46,XY c.772C>T (p.Q258*) c.772C>T (p.Q258*)
18 20 F 46,XY c.772C>T (p.Q258*) c.772C>T (p.Q258*)
19 21 F 46,XY c.772C>T (p.Q258*) c.772C>T (p.Q258*)
20 22 F 46,XY c.772C>T (p.Q258*) c.772C>T (p.Q258*)
21 23 F 46,XY c.772C>T (p.Q258*) c.772C>T (p.Q258*)
22 24 F 46,XY c.772C>T (p.Q258*) c.772C>T (p.Q258*)
23 25 F 46,XY c.772C>T (p.Q258*) c.545G>A (p.R182H)
24 26 F 46,XY c.772C>T (p.Q258*) c.653C>T 
25 27 F 46,XY c.745-6_810del c.653C>T 
26 28 F 46,XY c.772C>T (p.Q258*) c.772C>T (p.Q258*)
27 29+ F 46,XX c.772C>T (p.Q258*) c.559G>A (p.V187M)
28 30 F 46,XY c.772C>T (p.Q258*) c.772C>T (p.Q258*)
29 31 F 46,XX c.772C>T (p.Q258*) c.772C>T (p.Q258*)

Continued on next page
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Supplementary Table S1. Continued.

Family 
number

Patient  
number

Sex of  
rearing Karyotype

STAR gene

Allele 1 Allele 2

30 32 F 46,XX c.772C>T (p.Q258*) c.772C>T (p.Q258*)
31 33 F 46,XY c.772C>T (p.Q258*) c.772C>T (p.Q258*)
32 34+ M 46,XY c.772C>T (p.Q258*) c.815G>A (p.R272H)
33 35* F 46,XY c.772C>T (p.Q258*) c.772C>T (p.Q258*)
34 36 F 46,XX c.772C>T (p.Q258*) c.772C>T (p.Q258*)
35 37*,+ F 46,XX c.772C>T (p.Q258*) c.815G>A (p.R272H)
36 38 F 46,XY c.772C>T (p.Q258*) c.772C>T (p.Q258*)
37 39 F 46,XX c.772C>T (p.Q258*) c.543C>T (p.R182C)
37 40 F 46,XX c.772C>T (p.Q258*) c.543C>T (p.R182C)
38 41 F 46,XX c.772C>T (p.Q258*) c.772C>T (p.Q258*)
39 42 F 46,XX c.772C>T (p.Q258*) c.772C>T (p.Q258*)
40 43*,+ F 46,XX c.772C>T (p.Q258*) c.559G>A (p.V187M)
41 44* F 46,XY c.772C>T (p.Q258*) c.772C>T (p.Q258*)
42 45* F 46,XX c.772C>T (p.Q258*) c.407del (p.E136Gfs*50)

*, indicates the patients who were included in this study; +, indicates nonclassical late onset CLAH patients
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