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Clinical Characteristics Analysis of a Child with Infantile Spasm Caused by SLC35A2 Gene

Mutation and Literature Review
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Abstract: Objective To investigate the characteristics and clinical features of SLC35A2 gene mutation in infantile spasm. Methods The case data, auxiliary

examination and genetic test results of a child with IS were retrospectively analyzed, and relevant literature was reviewed. Results Affected
children, 4 months and 1 day, due to "repeated convulsions for 4 weeks" in hospital. The onset of the disease at 3 and a half months was
characterized by series of spasmodic seizures. Children with moderate nutrition, motor development slightly behind the children of the same
age, there are nipples inward, toes overlap and other special signs. The electroencephalography showed atypical high loss law. The brain
magnetic resonance imaging (MRI) showed right hippocampal choroid cyst, no abnormalities were found in genetic metabolism screening and
chromosome analysis, and new heterozygous mutation of SLC35A2 gene was found in gene test C.851T>c(p.leu284pro). The seizures disappeared
after 4 weeks of treatment with corticotropin (ACTH). Conclusion This article reviewed the SLC35A2 mutation IS the clinical characteristics of
children, and review the SLC35A2 gene variants associated congenital glycosylation barrier [ type characteristic, ACTH may be effective for
this type of children with epileptic encephalopathy. For patients with poor treatment of ACTH, pirampanil, a new antiepileptic drug, may be a

potential choice.
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