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DISEASE:
Familial focal epilepsy with variable foci

NAME: Familial focal epilepsy with variable foci

DESCRIPTION:

Familial focal epilepsy with variable foci is a rare genetic epilepsy disorder characterized by autosomal 
dominant lesional and nonlesional focal epilepsy with variable penetrance. Focal seizures emanate from 
different cortical locations (temporal, frontal, centroparietal, parietal, parietaloccipital, occipital) in different 
family members, but for each individual a single focus remains constant throughout lifetime. Seizure type 
(tonic, tonic-clonic or hyperkinetic) and severity varies among family members and tends to decrease (but do 
not disappear) during adulthood. Many patients have an aura and show automatisms during diurnal seizures 
whereas others have nocturnal seizures. Most individuals are of normal intelligence but patients with 
intellectual disability, autistic spectrum disorder and obsessive-compulsive disorder have been described.

ORPHACODE: 98820

SYNONYMS:
FFEVF
Familial partial epilepsy with variable foci

XREF(S):

Orphanet
OMIM
OMIM
OMIM
ICD-10

https://www.orpha.net/consor/cgi-bin/OC_Exp.php?Expert=98820
https://www.orpha.net/consor/cgi-bin/OC_Exp.php?Expert=98820
https://www.orpha.net/consor/cgi-bin/OC_Exp.php?Expert=98820
https://www.omim.org/entry/604364
https://www.omim.org/entry/604364
https://www.omim.org/entry/604364
https://www.omim.org/entry/617116
https://www.omim.org/entry/617116
https://www.omim.org/entry/617116
https://www.omim.org/entry/617118
https://www.omim.org/entry/617118
https://www.omim.org/entry/617118
https://icd.who.int/browse10/2016/en#/G40.0
https://icd.who.int/browse10/2016/en#/G40.0
https://icd.who.int/browse10/2016/en#/G40.0


ANALYTE(S):
DEPDC5
NPRL2
NPRL3
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RELATED CONTENT

Related Genetic Tests 

Epilepsy (gene panel)

Related Laboratories 

Centrum Medische Genetica - UZ Antwerpen

Related Analytes 

DEP domain containing 5, GATOR1 subcomplex subunit
NPR2 like, GATOR1 complex subunit
NPR3 like, GATOR1 complex subunit

Related Gene Panels 

Rare epilepsy with developmental delay (> 240 genes) - UZA
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