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DISEASE:
Hemimegalencephaly

NAME: Hemimegalencephaly

DESCRIPTION:

Hemimegalencephaly is a rare cerebral malformation characterized by overgrowth of all or part of a cerebral 
hemisphere, often with ipsilateral severe cortical dysplasia or dysgenesis, white matter hypertrophy and 
dilated lateral ventricle, presenting in early infancy with progressive hemiparesis, severe psychomotor 
retardation and intractable seizures. Hemimegalencephaly may be an isolated finding or associated with 
other syndromes such as angioosteohypertrophic syndrome, epidermal nevus syndrome and Ito 
hypomelanosis (see these terms). Management includes seizure control by antiepileptic medications and 
early hemispherectomy.

ORPHACODE: 99802

SYNONYMS: Unilateral megalencephaly

XREF(S):
Orphanet
ICD-10

ANALYTE(S):
PIK3CA
AKT3
MTOR
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RELATED CONTENT

Related Genetic Tests 

Overgrowth (gene panel)

Related Laboratories 

Centre de Génétique-Institut de Pathologie et de Génétique (IPG)

Related Analytes 

AKT serine/threonine kinase 3
mechanistic target of rapamycin kinase
phosphatidylinositol-4,5-bisphosphate 3-kinase catalytic subunit alpha

Related Gene Panels 

Overgrowth (24 genes) - IPG

Source URL: http://gentest.healthdata.be/disease/3812

file:///var/www/gentest.healthdata.be/docroot//genetic_test/465
file:///var/www/gentest.healthdata.be/docroot//genetic_test/465
file:///var/www/gentest.healthdata.be/docroot//genetic_test/465
file:///var/www/gentest.healthdata.be/docroot//laboratory/1
file:///var/www/gentest.healthdata.be/docroot//laboratory/1
file:///var/www/gentest.healthdata.be/docroot//laboratory/1
file:///var/www/gentest.healthdata.be/docroot//analyte/3849
file:///var/www/gentest.healthdata.be/docroot//analyte/3849
file:///var/www/gentest.healthdata.be/docroot//analyte/3849
file:///var/www/gentest.healthdata.be/docroot//analyte/2023
file:///var/www/gentest.healthdata.be/docroot//analyte/2023
file:///var/www/gentest.healthdata.be/docroot//analyte/2023
file:///var/www/gentest.healthdata.be/docroot//analyte/445
file:///var/www/gentest.healthdata.be/docroot//analyte/445
file:///var/www/gentest.healthdata.be/docroot//analyte/445
file:///var/www/gentest.healthdata.be/docroot//genepanel/158
file:///var/www/gentest.healthdata.be/docroot//genepanel/158
file:///var/www/gentest.healthdata.be/docroot//genepanel/158
http://gentest.healthdata.be/disease/3812
http://gentest.healthdata.be/disease/3812
http://gentest.healthdata.be/disease/3812

