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DISEASE:
Early-onset progressive diffuse brain atrophy-microcephaly-muscle weakness-optic
atrophy syndrome

NAME: Early-onset progressive diffuse brain atrophy-microcephaly-muscle weakness-optic atrophy syndrome
A rare, severe early-onset neurodegenerative encephalopathy characterized mainly by developmental delay
_ (DD) / developmental regression (DR), epilepsy, cortical atrophy, secondary hypomyelination and thin
DESCRIPTION: n : . . . .
corpus callosum. Additional features include secondary microcephaly, hypotonia, spasticity, optic atrophy
and skeletal anomalies.
ORPHACODE: 496641
Orphanet
XREF(S): ICD-10
OMIM
ANALYTE(S): TBCD
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RELATED CONTENT

Related Genetic Tests

e Epilepsy (gene panel)

Related Laboratories

e Centrum Medische Genetica - UZ Antwerpen

Related Analytes

e tubulin folding cofactor D

Related Gene Panels

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

Source URL: http://gentest.healthdata.be/disease/2601



file:///var/www/gentest.healthdata.be/docroot//genetic_test/954
file:///var/www/gentest.healthdata.be/docroot//genetic_test/954
file:///var/www/gentest.healthdata.be/docroot//genetic_test/954
file:///var/www/gentest.healthdata.be/docroot//laboratory/11
file:///var/www/gentest.healthdata.be/docroot//laboratory/11
file:///var/www/gentest.healthdata.be/docroot//laboratory/11
file:///var/www/gentest.healthdata.be/docroot//analyte/3233
file:///var/www/gentest.healthdata.be/docroot//analyte/3233
file:///var/www/gentest.healthdata.be/docroot//analyte/3233
file:///var/www/gentest.healthdata.be/docroot//genepanel/322
file:///var/www/gentest.healthdata.be/docroot//genepanel/322
file:///var/www/gentest.healthdata.be/docroot//genepanel/322
http://gentest.healthdata.be/disease/2601
http://gentest.healthdata.be/disease/2601
http://gentest.healthdata.be/disease/2601

