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EPIDEMIOLOGY Literature review current through: May 2018. | This topic last updated: Apr 10, 2018.
CLINICAL FEATURES

INTRODUCTION — The muscular dystrophies are an inherited group of progressive myopathic disorders resulting
Muscle weakness

from defects in a number of genes required for normal muscle function. Some of the genes responsible for these

Other manifestations conditions have been identified. Muscle weakness is the primary symptom.
Atypical forms . . _ ) 3
_ Infantile form Facioscapulohumeral muscular dystrophy (FSHD) is the third most common type of muscular dystrophy. Itis a 3
Laboratony Shdies complex genetic disorder characterized in most cases by slowly progressive muscle weakness involving the facial, 3
scapular, upper arm, lower leg, and hip girdle muscles, usually with asymmetric involvement. 2
°
DIAGNOSIS The clinical aspects of facioscap muscular dystrophies are discussed here. Other muscular dystrophies
Clinical diagnosis are presented separately. (See "Duchenne and Becker muscular dystrophy: Clinical features and diagnosis” and
Genetic confirmation "Emery-Dreifuss muscular dystrophy" and "Limb-girdle muscular dystrophy” and "Myotonic dystrophy: Etiology
Differential diagnosis clinical features, and diagnosis" and "Oculopharyngeal, distal, and congenital muscular dystrophies”.)
v ETIOLOGY AND GENETICS — Although the precise details are not entirely resolved, the most probable cause of
MANAGEMENT

FSHD is inappropriate expression of the double homeobox protein 4 gene (DUX4) [1,2]. The DUX4 gene lies within
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FSHD Care Guidelines 2015

Best available evidence-based guideline for the management of FSHD
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Summary of Endence-based Guideline for PATIENTS and their FAMILIES

FACIOSCAPULUHUMERAL MUSCULAR DYSTROPHY

This fact sheet is provided to help you understand the current evidence for diagnosing and managing facioscapulohumeral muscular dystrophy (FSHD).

The American Academy of Neurology (AAN) is the world's largest association of neurologists and neuroscience professionals. Neurologists are doctors
who identify and treat diseases of the brain and nervous system, including neuromuscular disorders. The American Association of Neuromuscular &
Electrodiagnostic Medicine (AANEM] is an association of neurologists, doctors of physical medicine and rehabilitation (PMR), and other health care
professionals. PMR doctors specialize in rehabilitation. The AAN is dedicated to promoting the highest quality patient-centered neurologic care. The
AANEM is dedicated to advancing the care of patients with muscle and nerve disorders.

Experts from the AAN and AANEM carefully reviewed the available scientific studies on dizgnosing and managing FSHD. The following information is based
on evidence from those studies and other key information. The information summarizes the main findings of the 2015 AAN and AANEM guideline on FSHD.

To read the full 2015 guideline, visit AAN com/guidalines.

FSHD is a muscle disease with two genetic causes. People with either genetic cause show similar signs and symptoms. In the majority of cases, genetic
testing can confirm an FSHD diagnosis. Doctors should know about and help manage related health problems.

What is FSHD?

FSHD is one of the most common forms of muscular dystrophy (MD). MD is a group of several different genetic diseases. These cause muscle wasting
{damage) and weaknass. Depending on the MO type, different muscles of the body can be affected. These may include the muscles that control breathing,



Evidence-based guideline summary:

AFSHD Genetic testing
als it accurate and reliable?

dRisk factors for disease severity
QAre there measurable factors that predict severity?

QdComplications
AQWhat non-muscular complications occur in FSHD
and who is most susceptible?
QApproach to surveillance and prevention/mitigation

dTreatment



Genetic testing

Diagnosis
Clinicians caring for people who may have Order genetic testing to confirm FSHD type 1 diagnosis in people Moderate
FSHD type 1 with unusual patterns of signs and symptoms and no first-degree relatives

with the disease
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Factors that Effect Disease Severity

Factors That Can Predict Disease Severity

Clinicians carning for people with FSHD Look for certain information from genetic test results (large D4Z4 deletion
sizes) that may point to more significant disability at an earlier age

Q1-3 Repeats: (10-18 kb

O Most severe, earlier onset, infantile onset

Q4-7 Repeats: ( 20-31 kb
AMost common, very variable in overall severity

a8-10 Repeats:

QLater onset and more likely to have no symtpoms



Non-muscular Complications

Monitoring for Complications: Breathing (Pulmonary)

Clinicians caring for people with FSHD Order baseline pulmonary (breathing) function testing for all patients
with FSHD. Monitor regularly if patient has abnormal test results or any
combination of severe weakness near the lungs or chest, kyphoscoliosis,
wheelchair dependence, or related conditions that affect breathing

Clinicians caring for people with FSHD and Refer patients for pulmonary or sleep medicine consultation for possible

1) poor results from pulmonary function tests or | nighttime sleep monitoring or nighttime breathing machine in order to

2) symptoms of extreme daytime tiredness or improve quality of life

poor sleep

Clinicians caring for patients with FSHD who do | Order testing before any surgery requiring general anesthesia (such testing
not get regular pulmonary function testing may uncover hidden breathing problems)

Monitoring for Complications: Cardiac (Heart) Abnormalities

Clinicians caring for patients with FSHD Refer for cardiac (heart) evaluation if the patient has clear signs or symptoms

of heart disease (shortness of breath, chest pain, palpitations). Routine
screening is not needed in patients with no clear signs or symptoms




Non-muscular Complications

Monitoring for Complications: Retinal Vascula‘t Diseas; (Eye Disease) |

Clinicians caring for patients with FSHD and Refer the patient to an experienced ophthalmologist (eye doctor) for dilated
certain genetic signs (large deletions) indirect ophthalmoscopy (an eye test to examine the retina). Eye doctor
should use presence of disease on first screening in order to determine how
often to follow up with the patient

Monitoring for Complications: Hearing Loss
Clinicians caring for young children with FSHD Screen at diagnosis and yearly afterward until the children start school

(hearing loss not always present at diagnosis and can be progressive)
Monitoring for Complications: Pain
Clinicians caring for patients with FSHD Ask regularly about pain. May refer for physical therapy as a helpful first
step. If pain continues, may prescribe nonsteroidal anti-inflammatory drugs
for acute (short-term) pain and antidepressants and epilepsy drugs for
chronic (long-term) pain




Treatment

'I’mtnlt: Pbmcoﬂml Dnm
Clinicians caring for patients with FSHD

| Should not prescribe albuterol, corticosteroid, or diltiazem for

improving strength

Clinicians caring for patients with FSHD

Treatment: Supulat Surgml Fixation (Smgery to l.oclt Shouldor Blado)

Mlght offer surglcal scapular fixation (surgery to lock the shoulder blade) to
certain patients after careful consideration of arm muscle problems, potential
gain in range of motion, rate of disease progression, and potential for poor
outcomes from surgery and long periods of bracing

. Treatment: Aerobic Exercise

Clinicians caring for patients with FSHD

Might encourage patients to do low-intensity aerobic exercise program
(program might be developed with help of physical therapist). Might use
guidelines for physical activities for people with disabilities from US
Department of Health and Human Services'

Clinicians caring for patients with FSHD
who are interested in strength training

May refer patients to physical therapists to develop safe exercise
program using appropriate weights and resistance and 1s tailored
to the patient’s abilities




Scapular Fixation: Choosing the Right Patient




Scapular Fixation

QChoosing the right surgeon/

dChoosing the right procedure

54
aw

QScapulothoracic fusion/

Courtesy of John Kissel



Treatment

'I’mtnlt: Pbmcoﬂml Dnm
Clinicians caring for patients with FSHD

:'I'mtnut: Supulat Surgml Fixation (Smgery t0 l.oclt Shouldor Blado)

Clinicians caring for patients with FSHD

| Should not prescribe albuterol, corticosteroid, or diltiazem for

improving strength

Mlght offer surglcal scapular fixation (surgery to lock the shoulder blade) to
certain patients after careful consideration of arm muscle problems, potential
gain in range of motion, rate of disease progression, and potential for poor
outcomes from surgery and long periods of bracing

. Treatment: Aerobic Exercise

Clinicians caring for patients with FSHD

Might encourage patients to do low-intensity aerobic exercise program
(program might be developed with help of physical therapist). Might use
guidelines for physical activities for people with disabilities from US
Department of Health and Human Services'

Clinicians caring for patients with FSHD
who are interested in strength training

May refer patients to physical therapists to develop safe exercise
program using appropriate weights and resistance and 1s tailored
to the patient’s abilities
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Limitations of Evidence-based Guidelines in
FSHD

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

dMost studies are retrospective, do not involve large
numbers of patients and often involve a non-
representative group of patients

13



BEYOND EVIDENCE-BASED
GUIDELINES



Weakness of Eyelid Muscles

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

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

Slide 15




Weakness of the Lower Facial Muscles

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

dVarious 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
dNeed for more longitudinal information in larger
numbers of individuals with FSHD

dThis can only be practically done in a registry

dThe National FSHD Registry has about 1000 patients

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

Slide 17



Patients & Families Education Research Community AboutURMC Referring Physicians

Neurology: National Registry for DM and FSHD

Home Overview OurTeam Clinical Services Education & Training Research Grand Rounds News Neurology History Contact Us

Registry Home UR Medicine / Neurology / National Registry for Myotonic Dystrophy & Make a Gift

Facioscapulohumeral Dystrophy

Join The Registry

About the Registry

National Registry for Myotonic Dystrophy (DM) &

Join the Registry Facioscapulohumeral Dystrophy (FSHD) contact Us
Registry Coordinators:
Research Studies ‘_‘e ‘ 7 : Jim Hilbert and Liz Luebbe
Toll free: (888) 925-4302

Information for
Researchers

Email us

Help us make a difference!
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Help Us Advance Research Advance Muscular

The National Registry advances research in myotonic dystrophy (DM) and FSHD by helping D, SR

patients to participate in clinical studies. These studies help doctors, investigators, and care
providers better understand the biology, progression, and other important issues in DM and
FSHD.

Study Identifies Patients'
Priorities in Treating
Rare Muscular
Dystrophy

Help Us Learn What's Important to You and Your Family

New Guidelines for Care

in FSHD

Registry members complete questionnaires every year
about their symptoms. We collect and track your clinical
information which can lead to a better understanding of
DM and FSHD, how symptoms change over time, and how
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