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Episodic Ataxia Type 1 Complicated with Epilepsy Caused by
KCNAL Gene Variation: A Case Report and Literature Review
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Abstract: Objective To summarize the clinical phenotype and genotype characteristics of episodic ataxia type 1 with epilepsy caused by KCNA1 gene
variation. Methods The clinical data of one patient with episodic ataxia type 1 adn epilepsy was retrospectively analyzed caused by KCNA1 gene mutation
were analyzed. The literature was retrieved to summarize characters of these children. Results The patient was developmentally retarded from childhood.
She had recurrent seizures from the age of half a month, and fever was prone to induce status epilepticus. She had episodic ataxia at the age of 2 years and
7 months. The electroencephalogram showed a large number of diffuse slow waves, generalized spike waves and spike slow waves in each phase of waking
and sleeping. Craniocerebral magnetic resonance imaging showed no abnormality. The whole exon gene sequencing showed a de novo heterozygous
variation in the KCNA1 gene C.1213C >T (p.p405S). Combined with literature, it was found that mutations in the S6 domain of KV1.1a subunit encoded by
KCNA1 gene were prone to epilepsy. Conclusion The clinical phenotypes of KCNA1 gene variants are different, which can be manifested as episodic ataxia
and/or drug-resistant epilepsy. There is a certain genotype-phenotype relationship. Therefore, KCNA1 gene variants should be considered when patients
with epilepsy and developmental delay develop episodic ataxia. Fever may induce status epilepticus, and care should be taken to avoid infection.
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