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Diagnostic Whole-Genome Sequencing in Pegiatric Epilepsies
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1. Hatienale i 3. Kesuits
Epilspy is » common neuralogical disorder in pechatric patients. The |1 3.2 Hereditary mode
under pilepsy My y genetic disorders, |

With th = .
of molecular biclogy, whole-genome sequencing (WGS) has been ’
considered as @ wsefully dagnastic wility in these i
The aim of ¥ ion of molecular s
defects by WS in pediatrc patients vith epilensies <
2. 1Patient enroliment 3 -
'y ‘Astessed for siigibiity
! From Jamuary 2016 to August 2017, infans and chidren who were. 3. 3 significant findings.
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2. Sixteen pediatric patients with epiepsy showed 11 causatie

'd Excuglon eriterls ™ Lo Mo \tated genes, Incloding ADSL, ALDHTAL, EEFLA2, GFML, KIF1A,
L Infants diagnosed cisorders PORAL, SCNLA, SLC13AS, SMCLA, STXBPL, and UBTF.

o : 3. Four patients who fulfilied the diagnostic crteria of Dravet

¥, Fesults syndrome did not show SCHIA gene mutation by PCR analysis.

Z infants ¥ ngie ephepsy However, SC; were y whoie

syndromes, for example, SCNLA related Dravet syndrome. 1. 1 Causative nwtated genes gename sequencing.

KCNG2 seizures oF epieptic 3 4. Rmong the 15 patients, B {50%]) were autosomal dominant

ol : i 2 disenses, 7 (43.8%) were actosomal recessive diseases, and one
Fag 16.3%} was X-finked disease.

(" tnchusion citeris {n=19] NG : s R
infants and chiidren rad epieptic selzures plut 1 13 i ' o s g Conlaions
i Clii soecific ’" bt }t: Clinical manifestations and the causative mutated genes were quite

it ik oracrat : M s f 3 3 4 1 | dverse i pediatric spilepsies. n the present study,
\3. fmiihlmad‘::‘;laﬂ(mw; WAk .: 8 R i| sequencing identified the underhying genetic defect in 84% of

1 =4 Dedignc patients with epilepsies.
i Dlagnomic whele genome sequending is 2 useful tool to discover the

{ Atshysis (= E y#,.‘ 4"’1 & f & “?J’ f’ f & || genetic disarders in pediatric epilepsies and furthermare, €0 pravice
H Mugated genes snd hereditary panems r genetic counsefing lor the patients’ famifes.
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