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Missense variants NDD KDM5C domain Enzymatic activity Frameshift variants NDD
M1T [28] ID - - ABORfs*23 [26] D
W52C [26] ID JmijN - R68fs*7 [10] D
ATTT [22] D ARID - G170Efs*64 [88] ID/DD
Y85F [89] ID/DD ARID - L197s*23 [26] ID/DD
D87G [26,90] (2 families) D ARID No defect [91] R211fs*23 [88] ID/DD
Y164N [92] D ARID - R211fs*22 [88] ID/DD
A388P [10] ID PHD/JmjC Reduced [14] L257Afs*4 [93] D
D402Y [10] D PHD/JmjC Reduced [91,94] T270fs*2 [95] D
S451R [96] D PHD/JmJC - W534Gfs*156 [92] D
P480L [97] ID PHD/JmjC Reduced [94] AB83fs*81 [25] D
Y503C [89] ID/DD JmjC - R795fs*b [26] ID
V504 M [22] D JmjC - E810Cfs*5 (98] NDD
$522F (23] D JmjC - V1075fs*2 (94] D
K532N [99] D JmjC - K1087fs*43 [24] D
P554T [24] ID JmjC Reduced [24] A1292Qfs*7 [27] D
R599C [26,89] ID/DD JmjC - L1336Pfs*11 [100] D
E613K [26] D JmjC - R1481Gfs*9 [22] D
W622C [26] 1D Jm|C - Nonsense variants NDD
C640Y [101] ID JmjC - Q237* [102] D
F642L [90] ID JmjC/C5HC2 Reduced [14] R322* [90] ID
E698K [10] D C5HC2 - E424* [103] D
T713M [104] D C5HC2 - E433* [105] D
A718P [105] D C5HC2 - E467* [89] ID/DD
L731F [10,108] ID C5HC2 Reduced [14] R694* [10] D
R750W [90] D C5HC2 - C724* (36] D
Y751C [90] D C5HC2 Reduced [14] R828* [107] D
R766W [108] ID/ASD C5HC2/PLU-1 - Q970* [92] ID
E1024D [109] D PLU-1 - C1095* [90] D
R1115H [35] ID/ASD - No defect [35] W1288* [10] D
A1277T [89] ID/DD - - E1299* [110] D
D1300V (80,111] ASD - - E1468* [99] D
Splice site variants NDD
¢.160G > T [112] ID
¢.1243-2A > G [26] D
c.658-1G > T [113] ID/DD
c.1683 + bG > A [22] 1D
€.2243 + 2T > C [92] ID
€.2622 + 2dupT [26] D
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