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Clinical characteristics of epilepsy with intellectual disability associated with
SETDIB gene in three pediatric cases and a literature review

LI Ying, PAN Zou, ZHENG Zhuo, ZHU Sa-Ying, GONG Qiang, YIN Fei, PENG Jing, CHEN Chen. Department of
Pediatrics, Xiangya Hospital of Central South University, Changsha 410008, China (Chen C, Email: 985882728@qq.com)

Abstract: Objective To summarize the clinical and genetic characteristics of epilepsy with intellectual disability
caused by SETDI1B gene variants in children. Methods A retrospective analysis was conducted on the clinical data of
three children with SETDIB gene variants diagnosed and treated at the Department of Pediatric Neurology of Xiangya
Hospital of Central South University. Relevant literature was reviewed to summarize the clinical characteristics of this
condition. Results All three children presented with symptoms during infancy or early childhood, including mild
intellectual disability and myoclonic seizures, with two cases exhibiting eyelid myoclonia. After treatment with three or
more antiepileptic drugs, two cases achieved seizure control or partial control, while one case remained refractory. Each
of the three children was found to have a heterozygous variant in the SETDIB gene (one deletion, one frameshift, and
one missense variant). To date, 54 cases with SETDI1B gene variants have been reported, involving a total of 56 variants,
predominantly missense variants (64%, 36/56). The main clinical manifestations included varying degrees of
developmental delay (96%, 52/54) and seizures (81%, 44/54). Among the 44 patients with seizures, myoclonic (20%,
9/44) and absence seizures (34%, 15/44) were common, with eyelid myoclonia reported in six cases. Approximately one-
fifth of these patients had poorly controlled seizures. Conclusions The primary phenotypes associated with SETD1B
gene variants are intellectual disability and seizures, and seizures exhibit distinct characteristics. Eyelid myoclonia is not
uncommon. [Chinese Journal of Contemporary Pediatrics, 2025, 27(5): 574-579]
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