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Mutation Type Current Study n 
(%)

InSiGHT n (%) p-value

Truncating (nonsense 
and truncating indels)

201 (58.1) 794 (59.3) 0.7

Large deletions/ 
duplications

59 (17.1) 198 (14.8) 0.3

Non-truncating 
(missense and non-
truncating indels)

54 (15.6) 148 (11) 2.5e-2

Splice site/intronic 28 (8.1) 189 (14.1) 2.2e-3

AUG/5'UTR 3 (0.8) 2 (0.1) 6.2e-2

Synonymous 1 (0.3) 9 (0.7) 0.7

Total unique mutations 346 1340
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