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Screening of SCN3A gene mutations in SCNIA mutation
negative patients with febrile seizures®

Yong-jun Chen?, Xi-jin Liu*, Wei-ping Liao? Jing Guo® Xin Li*, Yi-li Yit
(1. Department of Neurology, Nanhua Hospital Affiliated to University of South China,
Hengyang, Hunan 421002, China; 2. Institute of Neuroscience, the Second Affiliated Hospital,
Guangzhou Medical University, Guangzhou, Guangdong 510120, China; 3. Department of
Neurology, the First People's Hospital of Foshan City, Foshan, Guangdong 528000, China)

Abstract: Objective To screen SCN3A gene mutations in patients with febrile seizures but no SCNIA
mutation, and to analyze the genetic characteristics. Methods The mutations of SCN3A gene were screened in
38 patients by PCR amplification and Sanger sequencing, and the genetic characteristics of the mutations were
analyzed using the biological software. Results Two missense mutations (c.956T >C/p.1319T, ¢.5179G >A/p.
D1727N) were found. And homology comparison analysis suggested that the mutations were highly conserved,
and no corresponding locus changes were found in the thousand human genome project database or in 100
normal people. Conclusions There are two missense mutations of SCN3A gene in patients with negative
SCN1A mutation, and the SCN3A gene mutations may be pathogenic.
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HumanSCN32 MSTFNWRKDYJIGDDSHFYVL PILNSAPPDCODPDTIHPGSS
DogSCN3A MSTFNWRDYJIEDDSHFYVL PILNSAPPDCODPPDTIHPGSS
RatSCN32a MSTFNWKDYJIRDDSHFYVL PILNSAPPD(ODPDAIHPGSS
MouseSCN32a MSTFNWKDYJIRDDSHFYVL PILNSAPPDCODPDAIHPGSS
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