Hemidiaphragmatic paralysis as an unusual manifestation in
facioscapulohumeral muscular dystrophy: a case report
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Objective: to present a case of hemidiaphragm paralysis as
an unusual condition in a patient affected by
facioscapulohumeral muscular dystrophy (FSHD)' and
focalize attention about the role of D4Z4 repeat.

Case report: a 70 year-old woman, affected by FSHD, was
admitted in our hospital. Her father had a not specified
muscular disorder and her medical history mentioned
hypertension, obesity, recurrent bronchitis, depression and
slipped disk (L5-S1) surgically treated.

At the age of 20 she had developed muscle weakness,
affecting initially face (with inability to whistle and puffing
cheeks), shoulder and arms, followed by lower extremities.
Thirty years later she developed difficulties in walking, left
foot drop, facial diplegia and scapular winging.

FSHD clinical score was 13/15.

Creatine kinase level was normal.

Biceps brachial muscular biopsy showed variability in fiber
Size, internal nuclel, increased connective tissue.

Genetic test for FSHD showed a D424 fragment of 35 kb
(8 units).

On admission she presented dyspnea and morning
headache. Her clinical examination revealed pectus
excavatum and kyphosis, atrophy and muscle weakness of
arms and legs, with asymmetric facial weakness, inability to
abduct arms, ability to walk with support and steppage gait,
positive Beevor’s sign.

A chest X-ray revealed right hemidiaphragm elevation.

Right hemidiaphragm elevation in our patient
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Results

Spirometry showed a restrictive respiratory insufficiency.
Nocturnal oximetry demonstrated 17 desaturations
(minimum SpO2 83%). To relieve her breathing difficulties
she used non-invasive positive pressure ventilation
(NIPPV) during the night and she slept better and
experienced more energy during daily activities. Nocturnal
oximetry improved (only 3 desaturations, SpO2 89%).
The Pompe Disease Dried Blood Spot (DBS) Testing was
45 nM/nh (normal 43-200).

Discussion and conclusion

In a recent study,? 3% of healthy subjects from the
general population carries a D4Z4 allele with 4-8 units.
Usually, when affected, patients carrying this D4Z4 size
have a mild phenotype.

To our knowledge only one FSHD patient (5 units) with
diaphragm paralysis was reported:. He presented severe
dyspnea with nocturnal hypoventilation and he was
treated successfully with NIPPV.

Respiratory involvement is a very rare condition in FSHD,
especially asymmetric diaphragmatic paralysis. In these
cases other causes, such as phrenic nerve palsy, must be
attempted.
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