
What is FSHD 

Facioscapulohumeral Dystrophy (FSHD) is an inheritable muscle disease, characterized by 
the progressive weakening and loss of skeletal muscles. There is no known cure or effective 
treatment for FSHD. A 2010 report by Orphanet entitled Prevalence of rare diseases: A 
previous bibliographic study  estimated that FSHD affects 1 in 14,000 people, making it one 
of the most prevalent forms of muscular dystrophy. It is now believed that due to 
misdiagnosis, and the existence of milder forms of FSHD, that the incidence of FSHD is closer 
to 1 in 7,500. 

Yet, there is still no government funding for FSHD research in Australia and minimal funding 
for FSHD research overseas. Research into FSHD has been estimated as twenty years behind 
that of research into other forms of Muscular Dystrophy.In 2012, the most recent year for 
which we have figures, FSHD Global was the third biggest funder of FSHD research 
internationally, behind the NIH and MDA organisations in the USA. 

At onset, the usual location of these weaknesses is in the face (facio), shoulders (scapulo) 
and upper arms (humeral). Early weaknesses in the muscles of the eye (to open and close) 
and mouth (smile, pucker, whistle) are also distinctive for FSHD. It is common for a 
combination of these symptoms to be the basis of a doctor’s diagnosis of FSHD in a patient. 

The progression of FSHD is quite variable, yet tends to be slow. In the majority of cases, 
FSHD muscle involvement starts in the face and slowly progresses to the shoulder and 
upper-arm muscles, then moving down to the abdominal and foot-extensor muscles. 

Muscle weakness in FSHD can present asymmetrically meaning that weakness can differ 
between the left and right side of the body. Sometimes this difference in weakness can be 
quite striking. The reason for this asymmetry is unknown and is a unique characteristic to 
FSHD as compared to other dystrophies. 

Initial signs of FSHD include foot drop, scapular winging and difficulty reaching above the 
shoulder level due to the progressive weakness in the muscles that stabilise the scapulae 
(shoulder blades). Some sufferers may lose the ability to show any facial expressions and 
experience serious speech impediments due to the weakening of facial muscles. 

In more than 50 per cent of cases there are other symptoms including high-frequency 
hearing loss and/or abnormalities of blood vessels in the back of the eye, which lead to 
visual problems in approximately 1% of cases. Most patients can have these changes in the 
blood vessels but experience no visual problems. These eye and hearing symptoms are not 
in themselves a sufficient diagnosis for FSHD. 
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