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DISEASE:
Autosomal dominant Charcot-Marie-Tooth disease type 2A2

NAME: Autosomal dominant Charcot-Marie-Tooth disease type 2A2

A subtype of Autosomal dominant Charcot-Marie-Tooth disease type 2 characterized by the childhood onset
of distal weakness and areflexia (with earlier and more severe involvement of the lower extremities),
DESCRIPTION: reduced sensory modalities (primarily pain and temperature sensation), foot deformities, postural tremor,
scoliosis and contractures. Optic atrophy, vocal cord palsy with dysphonia, sensorineural hearing loss,
spinal cord abnormalities and hydrocephalus have also been reported.

ORPHACODE: 99947
SYNONYMS: CMT2A2
Orphanet
XREF(S): ICD-10
OMIM
ANALYTE(S): MFN2
CREATED: 13 May 2019 - 01:02
CHANGED: 22 Jun 2023 - 16:14

Source URL: http://gentest.healthdata.be/disease/3766



https://www.orpha.net/consor/cgi-bin/OC_Exp.php?Expert=99947
https://www.orpha.net/consor/cgi-bin/OC_Exp.php?Expert=99947
https://www.orpha.net/consor/cgi-bin/OC_Exp.php?Expert=99947
https://icd.who.int/browse10/2016/en#/G60.0
https://icd.who.int/browse10/2016/en#/G60.0
https://icd.who.int/browse10/2016/en#/G60.0
https://www.omim.org/entry/609260
https://www.omim.org/entry/609260
https://www.omim.org/entry/609260
file:///var/www/gentest.healthdata.be/docroot//analyte/1225
file:///var/www/gentest.healthdata.be/docroot//analyte/1225
file:///var/www/gentest.healthdata.be/docroot//analyte/1225
http://gentest.healthdata.be/disease/3766
http://gentest.healthdata.be/disease/3766
http://gentest.healthdata.be/disease/3766

RELATED CONTENT

Related Genetic Tests

e Neuropathy (gene panel)

Related Laboratories

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

Related Analytes
e mitofusin 2
Related Gene Panels

e Neuropathy (148 genes) - IPG
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