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DISEASE:
Charcot-Marie-Tooth disease type 1C

NAME: Charcot-Marie-Tooth disease type 1C

DESCRIPTION:

A rare, autosomal dominant, hereditary, demyelinating motor and sensory neuropathy which may present 
either as a classic Charcot-Marie-Tooth disease phenotype with distal motor weakness and wasting, gait 
difficulties, parethesias, decreased vibration and pain sensation, or as a milder, predominantly sensory form 
with transient paresthesias, decreased sensation and distal pain in upper or lower limbs, without significant 
motor weakness. Pes cavus is a common feature, and additional symptoms may include hand tremor and 
decreased or absent deep tendon reflexes.

ORPHACODE: 101083

SYNONYMS: CMT1C

XREF(S):

Orphanet
ICD-10
MeSH
OMIM

ANALYTE(S): LITAF

CREATED: 13 May 2019 - 01:02

CHANGED: 22 Jun 2023 - 16:14

https://www.orpha.net/consor/cgi-bin/OC_Exp.php?Expert=101083
https://www.orpha.net/consor/cgi-bin/OC_Exp.php?Expert=101083
https://www.orpha.net/consor/cgi-bin/OC_Exp.php?Expert=101083
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.ncbi.nlm.nih.gov/mesh/?term=C537984
https://www.ncbi.nlm.nih.gov/mesh/?term=C537984
https://www.ncbi.nlm.nih.gov/mesh/?term=C537984
https://www.omim.org/entry/601098
https://www.omim.org/entry/601098
https://www.omim.org/entry/601098
file:///var/www/gentest.healthdata.be/docroot//analyte/4028
file:///var/www/gentest.healthdata.be/docroot//analyte/4028
file:///var/www/gentest.healthdata.be/docroot//analyte/4028


Source URL: http://gentest.healthdata.be/disease/3689

http://gentest.healthdata.be/disease/3689
http://gentest.healthdata.be/disease/3689
http://gentest.healthdata.be/disease/3689


RELATED CONTENT

Related Genetic Tests 

Neuropathy (gene panel)

Related Laboratories 

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

Related Analytes 

lipopolysaccharide induced TNF factor

Related Gene Panels 

Neuropathy (148 genes) - IPG
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