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A case of hereditary demyelination with conduction blocks in a 13-year old

Objective
We describe a case of a rare variant of 
Charcot-Marie-Tooth (CMT4J) with acquired 
demyelinating features on electrodiagnosis 
(EDx), that poses a diagnostic challenge to 
the neurophysiologist.

.

Case
A 33 year old patient presenting to clinic 
reported high arched feet first noticed at the 
age of 13, with subsequent progressive 
symmetric distal weakness. 
Neurologic examination revealed distal 
weakness, high arched feet with hammer 
toes, diffuse areflexia, sensory loss in a 
glove-stocking distribution, with a high-
steppage gait. 
NCS revealed non-uniform slowing of nerves 
with partial motor conduction blocks at 
compressible, as well as non-compressible 
sites. Needle EMG examination showed a 
distal > proximal length-dependent pattern of 
chronic neurogenic units. 
Invitae comprehensive neuropathy panel 
was performed that revealed homozygous 
pathogenic variant in FIG4. 

.

Discussion
CMT4J is a rare variant of CMT with few 
cases reported in literature so far. It is 
caused by a mutation of the 
phosphoinositide phosphatase FIG4 gene 
in an autosomal recessive pattern. It is 
characterized by highly variable onset and 
severity, proximal as well as distal and 
asymmetric muscle weakness, with a phase 
of rapid progression. NCS features include 
nonuniform slowing of conduction velocities, 
conduction block, and temporal dispersion, 
resembling those in acquired demyelinating 
peripheral nerve diseases. EMG may 
demonstrate denervation in proximal and 
distal muscles, and frequent progression to 
severe amyotrophy. FIG4 mutations should 
be considered in CMT patients especially if 
found in combination with sporadic or 
recessive inheritance, childhood onset and 
a phase of rapid progression.

Conclusion
CMT4J poses a diagnostic challenge with 
its clinical and EDx features. With wider 
availability of genetic testing, more cases of 
CMT4J are expected to be identified, 
broadening our current knowledge of its 
clinical features.
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CMT 4J

Yunis-Varon
Syndrome

ALS/PLS (Autosomal 
Dominant)

Familial Epilepsy with 
polymicrogyria


