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Facioscapulohumeral dystrophy (FSHD) is the 
third most common muscular dystrophy (after 
myotonic and Becker/Duchenne muscular dys-
trophies). It is present world-wide. Males and 
females are equally affected. Presentation occurs 
at any age, but typically features are present by 
the age of 20, although they may be unnoticed 
or dismissed by the patient. Progression is rela-
tively slow, and lifespan typically not affected. 
About one-fi fth of patients may require a wheel-
chair at some stage (Orrell & Griggs 2003).

FSHD presents with weakness predomi-
nantly in muscles of the face, shoulder girdle 
and upper arms (Figs 1 and 2). Weakness may 
also affect the peroneal muscles in the legs, and 
more generally. The muscle weakness and wast-
ing may be selective and asymmetrical. Diagno-
sis is usually made on the clinical presentation. 
However, weakness of eye and mouth closure 
may be mild, and missed, and the diagnosis not 
made or considered.

It is now possible to make the diagnosis on a 
blood sample, using DNA analysis to identify a 
reduced number of large (approximately 3300 
base) repeats on chromosome 4 (Orrell et al. 
1999) (Fig. 3). The test is positive in around 95% 
of patients. Muscle biopsy shows non-specifi c 
features, and is not normally needed for diag-
nosis (Fig. 4).
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Figure 2  Shoulder girdle muscle 

wasting in a patient with FSHD. 

There is asymmetry of wasting, 

including trapezius. Weakness of 

scapular fi xator muscles leads to 

abnormal movement and winging 

of the scapula.

Figure 1  Wasting of shoulder 

girdle muscles in a patient with 

FSHD. The scapula rides upwards. 

There is relative preservation 

of distal deltoid, and wasting 

of proximal arm and pectoral 

muscles.
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although severity within a family may be varia-
ble. There is some correlation of clinical severity 
with the reduction in the number of repeats.

Upper limb weakness includes diffi culty rais-
ing the arm above the head. Surgical forms of 
scapular fi xation are sometimes used, with vari-
able success. Facial weakness may cause inability 
to close the eyes, and diffi culty speaking and eat-
ing. Peroneal muscle weakness causes diffi culty 
walking, with tripping. Systemic complications 
are uncommon. A retinal vasculopathy, termed 
Coat’s disease, may occur rarely, with macular 
exudates threatening vision. Subclinical sen-
sorineural deafness may occur. Cardiac disease 
is not usually associated with FSHD.

Treatment remains supportive, with man-
agement directed to maximizing mobility and 
function. No medication has a clinically useful 
effect (Kissel et al. 2001).

Figure 3  Pulsed fi eld gel electrophoresis of DNA 

in the diagnosis of FSHD. EcoRI (left lane) and 

EcoRI/BlnI (right lane) double digest for affected 

and unaffected individuals in a family. The short 

chromosome 4 fragments of 21kb, reducing to 

18kb with BlnI, are diagnostic of FSHD. The double 

digest is needed because of similar repeats 

on chromosome 10, which are not pathogenic, 

but cause complications in the analysis. The 

choromosome 10 fragments are distinguished by 

their complete digestion by Bln1 (see Orrell et al. 

1999; for further details).

A retinal vasculopathy, termed 

Coat’s disease, may occur 

rarely, with macular exudates 

threatening vision
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Inheritance is autosomal dominant, affecting 
50% of individuals through the generations, but 
around 30% of patients have new mutations, 
with no other family member affected. Genetic 
counselling should be offered, and prenatal di-
agnosis is possible. The repeat number is usually 
stable, and there is usually no anticipation (pro-
gression of severity from generation to genera-
tion), unlike myotonic dystrophy for example, 
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Figure 4  Deltoid muscle biopsy of a patient with 

DNA confi rmation of FSHD. There are non-specifi c 

myopathic features. Gomori trichrome (a) shows 

variation of fi bre size, both large and small, with 

atrophic fi bres and occasional necrotic fi bres. 

ATPase 4.3 (b) shows an excess of type I fi bres. EMG 

by a senior practitioner was interpreted as showing 

clear features of denervation. Caution is needed 

in the clinical interpretation of EMG fi ndings, 

which may be misleading in determining primary 

pathology.
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