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Early-onset epilepsy encephalopathy caused by novel KCNQ2 mutation: 1 case
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Abstract: Retrospective analysis was conducted on 1 admitted case with early-onset epilepsy encephalopathy (EOEE)
accompanied with KCNQ2 gene mutation to explore the relationship between KCNQ2 gene mutation and EOEE. The
pathogenicity of mutation sites was analyzed by bioinformatics software. According to the ACMG guide and prediction

results of multiple bioinformatics tools, the de novo missense mutation(c.833T>C:p.1278T)of the KCNQ2 gene may be a

pathogenic mutation of EOEE.
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Database Result

1 MutationTaster DScore=0.99999, The nucleotide is conserved.
@Protein features (might be) affected.
(3Start (265aa) end (285aa), Intramem, Pore-
forming, Name=Segment H5;(Potential), lost.
(@Start (277aa) end (282aa), Motif, Selectivity
filter (By similarity), lost.

2 Deogen2 (DAA similarity 53.0%

@DeogenScore=0.894, Deleterious
DScore=0.993
@Probably damaging

3 PolyPhen-2

4 Fathom (DScore=0.98238, Deleterious

@Coding Groups: AEFBI

(DScore=0.946
@Pathogenicity
(DScore=-4.43
@Deleterious

(DScore=0.000
@Damaging

5 MutPred2

6 PROVEAN

7 SIFT
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