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olnitial signs: 1st decade 34

o Leg areflexia (100%) C I\/I —|_ 1 A
Disordered heel walking (66%)

Foot muscle atrophy (50%)
Nerve enlargement (50%)
Pes cavus (33%)

Short Achilles tendon (25%)
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oWeakness related to degree of axon loss 3!
oDistal muscles: Most patients

o Especially intrinsic muscles of Feet & Hands

o Most common muscles: Big toe & foot dorsiflexion
oMay be normal at wrist, knee & more proximal muscles
oProximal
Rare at onset
~10% in late teens
Leg weakness: Hips & thighs; Eventually in ~40%
Arm weakness: Eventually in ~20%
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CMT 1A
PMP-22 Duplication
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Individuals with CMT manifest symmetric, slowly progressive distal motor neuropathy
"of the arms and legs usually beginning in the first to third decade and resulting in
weakness and atrophy of the muscles in the feet and/or hands. The affected
individual typically has distal muscle weakness and atrophy, weak ankle dorsiflexion,
depressed tendon reflexes, and pes cavus foot deformity (i.e., high-arched feet).



https://neuromuscular.wustl.edu/time/hmsn.html#ref51
https://neuromuscular.wustl.edu/time/hmsn.html#ref34

Morrow JM, et al. Validation of MRC Centre MRI calf muscle fat fraction protocol
as an outcome measure in CMT1A. Neurology 2018;91(12):e1125-e1129.
35-year-old female with CMTNS 5

v,

, In the top patient, there is a
light increase in fat fraction
L in peroneus longus only.

% In the middle row, marked
nvolvement is seen with
ndstage involvement of

% peroneus longus and both
heads of the gastrocnemius.
In the bottom row, there is
evere involvement of all
muscle groups.

88 red: tibialis anterior/

# extensor hallucis longus;
B BRI, RALRED ¢ 50
green: peroneus longus;
purple: tibialis posterior;

¥ light blue: soleus;

dark blue: lateral

B gastrocnemius;

% vellow: medial gastrocnemius
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Duchenne MD

Adductor
Magnus

Lateral

Becker MD (Late)

Adductor
Magnus

Lateral

DMD

Common
Proximal: Periscapular (Involved early, with normal function)
Triceps; Biceps; Teres major
Distal arm: Supinator; Pronator
Uncommon: Deltoid; Pectoralis; Hand & finger extensors
Trunk Paraspinal > Abdominal
Pelvis
Common: Gluteus maximus & medius
Uncommon: Obturator internus & externus
Thighs
Common: Most anterior & Posterior compartment
Early: Adductor magnus
Uncommon: Sartorius, Gracilis, Adductor longus
Semimembranosus
Legs
Common: Gastrocnemius, Soleus, Peroneus
Uncommon: Tibialis posterior
Distinguishing feature
Soleus & Obturator externus:
Less involved than in Dysferlinopathy
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