Fig. S1. The p.Alal457Thr mutation detected in the proband.
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PolyPhen-2 report for Q09428 A1457T
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Protein Acc Position AAq AA; Description
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FCCAGCTGAAGCTGGTGGTGAAGGCACTOCCAGGAGGCCTCGGTAACTACTCCTGGCTA”

ECCAGCTGAACGCTC TGO TCAAGGCACTGCCAGGAGGCCTCGGTAACTACTCCTGGCTA”
Fccac

i

Canonical, RecName: Full=ATP-binding cassette sub-family C member 8; AltName: Full=Sulfonylurea receptor 1,
Q09428 1457 A T 9 y y P

Length: 1581
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PolyPhen-2 v2.2.2r398

This mutation is predictedtobe PROBABLY DAMAGING with a score of 0.999 (sensitivity: 0.14; specificity: 0.99)

0.00 0.20 0.40
[+] Humvar

T T 1
0,60 0.80 1.00



