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Relationship between SCNI1A gene polymorphism and clinical

phenotype of generalized epilepsy with febrile seizures plus
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Abstract: Objective To explore the clinical relationship between SCN1A gene 1s3812718 locus single nucleotide
polymorphism ( SNP) and clinical phenotype of generalized epilepsy with febrile seizures plus ( GEFS + ). Methods Fifty
children conformed with the diagnostic criteria of GEFS + (observation group) and 50 healthy children for physical
examination ( control group) were selected. MassARRAY mass spectrometry analysis technique was used to detect SCN1A
rs3812718 locus gene polymorphisms. The clinical data including family situation, age of onset, seizure type,cranial imaging
data and electroencephalogram ( EEG ) finding were collected. Results There was significant difference in genotype ( CC,
CT,TT) distribution of SCN1A rs3812718 locus between observation group and control group (P <0.01) ,and there also
was significant difference in the allele (C, T) frequency between observation group and control group (P < 0.01),
indicating that the allele T was a risk factor of GEFS + . The proportions of phenotype of febrile seizure (FS ) and febrile
seizure plus(FS + ) ,early onset and positive family history in children with TT genotype at SNP rs3812718 locus were all
higher than those in children with CC + CT genotypes (all P <0.05). The rs3812718 locus gene polymorphism was not
correlated with cranial imaging abnormality and EEG abnormality (all P >0.05). Conclusion SCNI1A 153812718 locus
gene polymorphism is correlated with susceptibility of GEFS + and partial clinical phenotype,and allele T is a risk factor of
onset for GEFS + patients.
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