
e-Figure 1: treatment effect of phenobarbital, sultiam and valproate



eTable 1: Genetic variants of 52 individuals 

 index (n)  gene (coding DNA) protein  

Heterozygous variants in PRRT2   

 1  c.323_324del p.(Thr108Serfs*25)  

 1  c.341_342del p.(Val114Glufs*19)  

 1  c.593_594del p.(Pro198Argfs*26)  

 42  c.649dupC p.(Arg217Profs*8)  

 1  c.649del p.(Arg217Glufs*12)  

 1  c.(?-65)_(1243-?)del  exon 2-4 del  

 2  16p11.2del 16p11.2 del  

 

Biallelic variants in PRRT2 

 

Compound heterozygous 1  c.649dupC   

16p11.2del 

p.(Arg217Profs*8)  

16p11.2 del 

 

Compound heterozygous 1  c.836C>T  

16p11.2del 

p.(Pro279Leu) 

16p11.2 del 

 

Homozygous 1  c.649dupC 

c.649dupC 

p.(Arg217Profs*8) 

p.(Arg217Profs*8) 

 

n = number of cases  
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