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A case report and literature review of a child with developmental and epileptic encephalopathy type 103

caused by KCNC2 gene mutation

Hanlin Tang', Jiaxuan Xu', Ling Ge', Qunting Gao', Chenxi Zheng', Yang Zhou', Qiubo Li*"

!Jining Medical University, Jining, Shandong
’Department of Pediatrics, Affiliated Hospital of Jining Medical University, Jining, Shandong

[ Abstract] We report a case of a 10-month-old male proband admitted for afebrile seizures, accompanied by
intellectual and motor developmental delay. Despite multiple antiepileptic drug adjustments, seizures persisted, and the
patient also had immune deficiency. Cranial MRI and video electroencephalography both indicated abnormalities. Whole-
exome sequencing identified an unreported heterozygous KCNC2 mutation c.1829A>G (p.Asn610Ser), which was
inherited from his mother and consistent with an autosomal dominant inheritance pattern. The patient was diagnosed with
developmental and epileptic encephalopathy type 103. A literature review showed that among 42 relevant cases, 76.2%
had seizures, 54.8% had developmental delay, and most patients survived. This case expands the pathogenic mutation
spectrum and phenotypic profile of KCNC2 gene mutations, providing a reference for the early diagnosis and treatment of
this disease.
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