List of allowed phenotypically similar nonsense mutations for Allele 1.

Mutation

Variant (legacy) Variant (cDNA) Type Class | Reference
E1104X ¢.3310G>T Nonsense 1 2
E1371X c4111G>T Nonsense 1 10
E193X c.577G>T Nonsense 1 10
E585X c.1753G>T Nonsense 1 2
E60X c.178G>T Nonsense 1 2
E822X c.2464G>T Nonsense 1 7
E92X c.274G>T Nonsense 1 10
G27X c.79G>T Nonsense 1 10
G330X c.988G>T Nonsense 1 10
G542X c.1624G>T Nonsense 1 1
G550X c.1648G>T Nonsense 1 10
G673X c.2017G>T Nonsense 1 10
K710X c.2128 A>T Nonsense 1 10
11254X c.3761T>G Nonsense 1 10
L732X c.2195T>G Nonsense 1 10
L88X ¢.263T>A or ¢.263T>G Nonsense 1 10
Q1042X c.3124C>T Nonsense 1 10
Q1313X ¢.3937C>T Nonsense 1 10
Q1330X ¢.3988C>T Nonsense 1 10
Q1382X c.4144C>T Nonsense 1 10
Q1411X c.4231C>T Nonsense 1 10
Q1412X c.4234C>T Nonsense 1 10
Q220X c.658C>T Nonsense 1 10
Q2X c.4C>T Nonsense 1 10
Q30X c.88C>T Nonsense 1 10
Q39X c.115C>T Nonsense 1 10
Q414X c.1240C>T Nonsense 1 10
Q493X c.1477C>T Nonsense 1 10
Q525X c.1573C>T Nonsense 1 10
Q552X c.1654C>T Nonsense 1 10
Q685X ¢.2053C>T Nonsense 1 10
Q715X c.2143C>T Nonsense 1 10
Q720X c.2158C>T Nonsense 1 10
Q890X ¢.2668C>T Nonsense 1 10
Q98X c.292C>T Nonsense 1 10
R1102X c.3304A>T Nonsense 1 10
R1158X c.3472C>T Nonsense 1 10
R1162X c.3484C>T Nonsense 1 1
R553X c.1657C>T Nonsense 1 2
R709X c.2125C>T Nonsense 1 10




List of allowed phenotypically similar nonsense mutations for Allele 1.

Mutation

Variant (legacy) Variant (cDNA) Type Class | Reference
R75X c.223C>T Nonsense 1 10
R764X c.2290C>T Nonsense 1 10
R785X c.2353C>T Nonsense 1 10
R792X c.2374C>T Nonsense 1 10
R851X c.2551C>T Nonsense 1 10
S1196X c.3587C>G Nonsense 1 10
S1255X c.3764C>A Nonsense 1 10
S466X c.1397C>A or ¢.1397C>G Nonsense 1 10
S489X c.1466C>A Nonsense 1 10
S4X c.l11C>A Nonsense 1 10
S912X c.2735C>A Nonsense 1 10
WI1089X ¢.3266G>A Nonsense 1 10
WI1098X ¢.3293G>A or ¢.3294G>A Nonsense 1 10
WI1145X c.3435G>A Nonsense 1 10
W1204X ¢.3611G>A or ¢.3612G>A Nonsense 1 10
W1282X c.3846G>A Nonsense 1 2
WI19X c.57G>A Nonsense 1 10
W216X c.647G>A Nonsense 1 10
W401X ¢.1202G>A or c.1203G>A Nonsense 1 10
W496X c.1487G>A Nonsense 1 10
WS57X c.170G>A or c.171G>A Nonsense 1 10
W846X ¢.2537G>A or c.2538G>A Nonsense 1 10
W3882X c.2645G>A Nonsense 1 10
Y1092X ¢.3276C>A or ¢.3276C>G Nonsense 1 2
Y122X c.366T>A Nonsense 1 10
Y275X c.825C>G Nonsense 1 10
Y849X c.2547C>A Nonsense 1 10
Y913X c.2739T>A Nonsense 1 10




