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Infantile Facioscapulohumeral Muscular Dystrophy - R.K. Lark and E.W. Hubbard

Infantile facioscapulohumeral muscular dystrophy (iFSHD) has become increasingly recognized as a
related but distinct disease process over the past several decades [ 31, 32, 56, 60— 63 ]. Although
molecular evaluation has shown that the same gene is affected as in adolescent facioscapulohumeral
dystrophy, the disease course is more rapid and clinically this mirrors more severe MDs, such as
Duchenne [ 61 ]. Infants usually develop facial diplegia [ 62 ]. Children begin walking at a normal age,
but they rapidly develop pelvic girdle weakness. Children can have a positive Gower’s sign and
demonstrate significant hip extensor weakness on exam. They develop marked, severe hyperlordosis
and use their hands to help stabilize their hip extensors while standing and walking, which is a near
pathognomonic sign of this disease [ 63 ]. An equinus foot position develops, usually as a
compensatory measure for quadriceps and tibialis anterior weakness. Patients develop shoulder girdle
weakness, but unlike their adolescent and adult counterparts, it is the pelvic girdle weakness that
dictates treatment in these patients.

The overall treatment goal for patients with iFSHD is to preserve function. Although hyperlordosis is
severe, these patients do not respond well to bracing and use of orthoses should be limited. The
hyperlordosis is a compensatory development, meant to counter the severe hip extensor weakness in
these patients. Correcting the hyperlordosis with a brace or with surgery can actually inhibit
ambulation because the patient can no longer compensate for their pelvic girdle weakness [ 33, 63 ].
Similarly, the equinus foot position is also a compensatory measure. Most children respond well to
ankle-foot orthoses or knee-ankle-foot orthoses, but on the rare occasion when a patient develops a
rigid equinovarus foot position, an intramuscular lengthening could be considered [ 33, 63 ].

Most patients lose the ability to ambulate by the second or third decade [ 60 — 62 ]. If the
hyperlordosis is severe at that point, one could consider either bracing or surgical intervention to
improve the patient’s ability to sit in a wheel chair [ 33 ]. The shoulder girdle weakness is typically not a
limiting condition for these patients because their spine and lower extremity conditions tend to be
more severe. If the shoulder girdle weakness does interfere significantly with daily function, scapular
stabilization can be considered. Scapulopexy is favored over scapulorthoracic arthrodesis in these
settings because it allows immediate shoulder range of motion, there is no post-operative
immobilization, and the procedure has less of an effect on pulmonary function, which is significantly
more limited in patients with infantile facioscapulohumeral dystrophy. Scapular stabilization is not
routinely performed in these patients because their disease course is so rapid, and the patients lose
function in their upper extremities so quickly that the surgical benefits would not outweigh

surgical risks to make the procedure worthwhile [ 32 ].
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