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Table 1: Mutated genes of 94 patients with a molecular diagnosis, categorized by subgroup

Number of
Number of individuals mutated

Group diagnosed using WGS?  genes Mutated genes (number of individuals with the genetic mutation)

Neurodevelopmental 30 26 ITPR1(2), KIF1A (2), MECP2 (2), WDR73 (2), ATP1A3 (1), BRAF (1),

disorders CACNA1A (1), CDK13 (1), CTBP1 (1), CTNNB1 (1), CYP2U1 (1), EMC1
(1), NAGLU (1), NDUFAF5 (1), NDUFAF6 (1), NGLY1 (1), NKX2-1 (1),
PDHAT1 (1), PLA2G6 (1), PURA (1), SMARCB1 (1), STXBP1 (1), SUCLA2
(1), TCF4 (1), TMEM106B (1), UBTF (1).

Epilepsy 57 34 SCN1A (10), TBC1D24 (5), ALDH7A1 (3), CASK (3), COQ4 (2), GAMT (2),
KCNQ2 (2), KCNT1 (2), PCDH12 (2), SCN2A (2), ADSL (1), ATP6V1B2 (1),
CACNATA (1), CDKL5 (1), CHD2 (1), DEPDC5 (1), DYNC1H1 (1), EEF1A2
(1), NFIX (1), GFM1 (1), HCN1 (1), HECW2 (1), KCNA2 (1), METTL23 (1),
PIGA (1), QDPR (1), SCN8A (1), SLC13A5 (1), SMC1A (1), STXBP1 (1),
SYNGAP1 (1), TBCD (1), TRIM8 (1), ZEB2 (1).

Movement disorders 2 2 CYP7B1 (1), KIF1A (1)

Neuromuscular 5 5 GDAP1 (1), LAMAZ2 (1), MFN2 (1), RYR1 (1), SEPN1/SELENON (1)

disorders

2Additional information can be found in Table S1. WGS, whole-genome sequencing.
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