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Genomic analysis identifies candidate pathogenic variants in trios with West
syndrome by using array CGH

Hino-Fukuyo, Naomi

3,800,000
de novo (CNV) CGH
18 2 de novo CNV(Del19p13.2, Dup Xg27.2
q28) CNV 14
(SLC35A2, ALG13) (NRsF1, BRWD3, CACNA2D1)

West syndrome, which is narrowly defined as infantile spasms that occur in
clusters and hypsarrhythmia on EEG, is the most common early-onset epileptic
encephalopathy (EOEE). The genetic etiology of most cases of West syndrome remains unexplained. DNA from
18 patients with unexplained West syndrome was subjected to microarray-based comparative genomic
hybridization (array CGH), followed by trio-based whole-exome sequencing in 14 unsolved families. The
array CGH revealed candidate pathogenic copy number variations in two cases, including an Xg28
duplication and a 19p13.2 deletion. Whole-exome sequencing identified candidate mutations in known
epilepsy genes in five cases.There candidate de novo mutations were identified in three cases, with two
mutations occurring in two new candidate genes (NR2F1 and CACNA2D1). Hemizygous candidate mutations in
ALG13 and BRWD3 were identified in the other two cases.
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