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DISEASE:
Severe neonatal-onset encephalopathy with microcephaly
NAME: Severe neonatal-onset encephalopathy with microcephaly
Severe neonatal-onset encephalopathy with microcephaly is a rare monogenic disease with epilepsy
characterized by neonatal-onset encephalopathy, microcephaly, severe developmental delay or absent
DESCRIPTION: . e : L . . -
development, breathing abnormalities (including central hypoventilation and/or respiratory insufficiency),
intractable seizures, abnormal muscle tone and involuntary movements. Early death is usual.
ORPHACODE: 209370
SYNONYMS: Severe congenital encephalopathy due to MECP2 mutation
Orphanet
XREF(S): ICD-10
OMIM
ANALYTE(S): MECP2
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RELATED CONTENT

Related Genetic Tests

e Epilepsy (gene panel)

Related Laboratories

e Centrum Medische Genetica - UZ Antwerpen

Related Analytes

e methyl-CpG hinding protein 2

Related Gene Panels

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

Source URL: http://gentest.healthdata.be/disease/1361



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/205
file:///var/www/gentest.healthdata.be/docroot//analyte/205
file:///var/www/gentest.healthdata.be/docroot//analyte/205
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/1361
http://gentest.healthdata.be/disease/1361
http://gentest.healthdata.be/disease/1361

