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Mutation Screening of the FOXG17 Gene in Patients with Cryptogenic Infantile Intractable
Epilepsy
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ABSTRACT

FOXG1 gene encodes a forkhead box protein G1. It is a transcriptional factor with expression in fetal and
adult brains. FOXGT1 is located on a long arm of chromosome 14 (14g12). Mutations in this gene were detected in
a group of patients affected with atypical Rett syndrome. Since a portion of patients affected with atypical Rett
syndrome have epileptic features, genes responsible for causing Rett syndrome also have a possibility to involve
in any epileptic pathways. Therefore, in this study, we screened 30 patients with cryptogenic infantile intractable
seizure for FOXG1 mutation. All patients have normal karyotype with no mutation in FMR1, ARX, MeCP2 and
CDKL5 genes. The coding region and 5'UTR of FOXG1 gene were screened by directed DNA sequencing. The
result shows that no nucleotide change was detected. Although no mutation was found, FOXG1 still cannot be
excluded from the cause of seizure in these patients. Since only 30 patients were tested in this study and no
incidence of FOXG1 mutation has been reported in Thai population. The negative result may be from inadequate
numbers of samples acquired. The other reason is that, a nucleotide change may occur in the regulatory region of
the FOXG1 gene. Because there have not been previous studies or reports of regulatory elements of the gene,
this is still a possibility. Further study of FOXG17 control region and more samples screened may be needed.
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