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FSHD Care Guidelines 2015

Best available evidence-based guideline for the management of FSHD
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Evidence-based guideline summary: 

qFSHD Genetic testing
qIs it accurate and reliable?

qRisk factors for disease severity
qAre there measurable factors that predict severity?

qComplications
qWhat non-muscular complications occur in FSHD 
and who is most susceptible?

qApproach to surveillance and prevention/mitigation

qTreatment 4



Genetic testing
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4q

Normal: >10

FSHD1: 1-10

FSHD1: 10-38 kb
Normal: > 38 kb



Factors that Effect Disease Severity
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q1-3 Repeats:  10-18 kb
q Most severe, earlier onset, infantile onset

q4-7 Repeats:   20-31 kb
qMost common, very variable in overall severity

q8-10 Repeats:  33-38 kb
qLater onset and more likely to have no symtpoms



Non-muscular Complications
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Non-muscular Complications
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Treatment
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Scapular Fixation: Choosing the Right Patient



Scapular Fixation

qChoosing the right surgeon

qChoosing the right procedure
qSling
qWiring
qScapulothoracic fusion

Courtesy of John Kissel



Treatment
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Limitations of Evidence-based Guidelines in 
FSHD

qFSHD has a wide spectrum of disease severity and 
rate of progression
qCannot have a one-size fits all guidelines

qMost studies are retrospective, do not involve large 
numbers of patients and often involve a non-
representative group of patients
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BEYOND EVIDENCE-BASED 
GUIDELINES
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Weakness of Eyelid Muscles

qWeakness can lead to conjunctival dryness, 
irritation and exposure keratitis. 

qConsider implantation of gold weight in the upper 
eyelid. Routinely used for facial palsy.

Slide 15



Weakness of the Lower Facial Muscles

qWeakness with eversion of the lower lip results in 
poor pronunciation, drooling and spillage of food 
when eating.  

qVarious minimally-invasive surgical techniques have 
been utilized in individual patients leading to 
cosmetic as well as functional improvement.

Slide 16



How do we Improve Care Guidelines

qNeed for more longitudinal information in larger 
numbers of individuals with FSHD

qThis can only be practically done in a registry

qThe National FSHD Registry has about 1000 patients 

qGiven the estimated prevalence of FSHD, there is 
potentially 20,000 individuals with FSHD in the US

Slide 17
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