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DISEASE:
Charcot-Marie-Tooth disease type 1E

NAME: Charcot-Marie-Tooth disease type 1E

DESCRIPTION:

A rare subtype of CMT1 characterized by a variable clinical presentation. Onset within the first two years of 
life with a delay in walking is not uncommon; however, onset may occur later. CMT1E is caused by point 
mutations in the PMP22 (17p12) gene. The disease severity depends on the particular PMP22 mutation, 
with some cases being very mild and even resembling hereditary neuropathy with liability to pressure 
palsies, while others having an earlier onset with a more severe phenotype (reminiscent of Dejerine-Sottas 
syndrome) than that seen in CMT1A, caused by gene duplication. These severe cases may also report 
deafness and much slower motor nerve conduction velocities compared to CMT1A patients.

ORPHACODE: 90658

SYNONYMS:
CMT1E
Charcot-Marie-Tooth disease-deafness syndrome
Charcot-Marie-Tooth disease-hearing loss syndrome

XREF(S):

Orphanet
MeSH
MeSH
ICD-10
OMIM

ANALYTE(S): PMP22
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RELATED CONTENT

Related Genetic Tests 

Charcot-Marie-Tooth (other than type 1A) (gene panel, IPN panel)
Charcot-Marie-Tooth type 1A / Hereditary Neuropathy with Liability to Pressure Palsies
Neuropathy (gene panel)

Related Laboratories 

Centre de Génétique-Institut de Pathologie et de Génétique (IPG)
Centrum Medische Genetica - UZ Antwerpen
Centrum Menselijke Erfelijkheid - KUL

Related Analytes 

peripheral myelin protein 22

Related Gene Panels 

Inherited Peripheral Neuropathies gene panel (139 genes) - KUL
Neuropathy (148 genes) - IPG
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