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Analysis of clinical and genetic characteristics of 8 children with epilepsy related to SCN8A gene mutation
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[ Abstract] Objective To analyze the clinical and genetic characteristics of epilepsy related to SCN8A gene
mutation. Methods  Eight children with SCN8A gene mutation-related epilepsy who were admitted to Department of Pedi-
atrics, Fujian Provincial Hospital from January 2018 to December 2020 were selected, all of whom were verified by medical
exome sequencing assay and Sanger sequencing. The patients’ clinical medical records and genetic testing results were
collected for summary and analysis. Results The median age of onset in the 8 pediatric patients was 6 months, inclu-
ding 6 males and 2 females. There were 7 types of epileptic seizures in these patients, of which 3 cases had more than
3 types of seizures. There were 5 cases of speech delay, 4 cases of hypotonia, 4 cases of ataxia, 2 cases of gait disorder,
and 5 cases of mental retardation. Except for 1 case with normal electroencephalogram( EEG) , the other 7 cases had
abnormal interictal EEG, mainly multifocal discharge. All the 8 cases had missense mutations, among whom 4 cases
had unreported mutations. Five cases had de nove mutations and 3 cases had genetic heterozygous mutations, and their
clinical phenotypes were different. The phenotypes of the 3 mutations located in the C-terminalnd of the domain were
also different. Conclusion SCN8A gene-related epilepsy is a pedigree disease, and the de nove mutation may show mild
to severe epilepsy encephalopathy, and the hereditary heterozygous mutation may also show epilepsy encephalopathy.
There is no correlation between mutation mode and phenotype. The distribution of mutation sites in the domain has no
correlation with mutation source and clinical phenotype.
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