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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.
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Loss of myelinated nerve fibres in sural biopsy of a patient with CMT4J. A semithin section with toluidine

blue staini

vas performed on the sural nerve biopsy of the patient 2. The number of myelinated nerve fibres

uced, and there is a large amount of collagen in the extracellular matrix. Arrowhead: onion bulbs

and thinly myelinated nerve fibres.
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Test Performed Reason for Testing
Sequence analysis and deletion/duplication testing of the 72 genes listed in the

results section below.

- Invitae Comprehensive Neuropathies Panel

Summary
Positive result. Homozygous Pathogenic variant identified in FIG4.
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