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CMTI1B Patient with a Novel p.Arg98Leu MPZ Variant Mimicking
Chronic Inflammatory Demyelinating Polyneuropathy on
Electrodiagnostic Testing
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Conduction block or temporal dispersion on motor nerve conduction studies (NCSs) are known as key features of chronic

inflammatory demyelinating polyneuropathy. Some types of Charcot-Marie-Tooth disease (CMT) have been also reported

to show conduction block or temporal dispersion on NCS. We experienced a case who presented with slowly progressive

motor weakness, sensory loss, foot deformity, and segmental demyelination on NCS. We confirmed her and her mother
harboring CMT1B with a novel p.Arg98Leu MPZ variant.
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Table. Nerve conduction studies of the patient
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Nerve Latency (msec) CMAP (mV) SNAP (uV) NCV (m/sec)
Motor nerve, Rt.
Median nerve
Wrist 5.05 11.7
Elbow 21.20 7.7 13.5
Axilla 28.25 6.2 17.4
Ulnar nerve
Wrist 3.35 4.5
Below elbow 14.45 0.6 16.9
Above elbow 18.30 0.4 27.3
Axilla 22.65 0.3 15.6
Peroneal nerve
Ankle 5.80 3.1
Knee 28.95 0.6 13.1
Tibial nerve
Ankle NR
Knee NR
Sensory nerve, Rt.
Median nerve
Finger-wrist 5.40 1.8 23.1
Wrist-elbow 5.95 35 333
Elbow-axilla 3.20 22 38.4
Palm-wrist 4.90 1.9 18.4
Ulnar nerve
Finger-wrist 3.70 1.7 28.1
Wrist-elbow 7.25 2.0 29.5
Elbow-axilla 2.95 39 39.7
Peroneal nerve 4.90 2.1 28.6
Sural nerve 4.55 2.0 30.8

CMAP; compound muscle action potential, SNAP; sensory nerve action potential, NCV; nerve conduction study, Rt.; right, NR; no response.
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Figure 1. Motor nerve conduction studies. (A) Right median nerve
stimulated at wrist, elbow, and axilla. (B) Right ulnar nerve
stimulated at wrist, elbow, above elbow, and axilla. (C, D) Peroneal
nerve stimulated at knee and ankle, left and right. The results of ulnar
and bilateral peroneal nerves showed conduction block on motor
conduction studies (B, C, D).
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Figure 2. Normal sequence of the gene (A), and the result of gene
study of the patient (B) and her mother (C). Sequencing analysis
showed novel mutation of ¢.293G>T (p.Arg98Leu) on MPZ gene.
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