
Muscular Dystrophy Diagnosis Guidelines

What is muscular dystrophy?
Muscular dystrophy (MD) is a group of inherited disorders that cause progressive weakness and 
degeneration of the muscles. It is characterized by muscle wasting and weakness, leading to difficulty 
with movement and everyday activities. There are several types of muscular dystrophy, each caused 
by a different genetic mutation.

Diagnosis
Diagnosis of muscular dystrophy can be challenging, as symptoms can vary widely between individuals 
and different types of MD. In general, diagnosis involves a combination of physical exams, medical 
history review, and diagnostic tests.

Patient and family history

The first step in diagnosing MD is reviewing the patient's medical history and family history. This can 
help identify any known genetic factors or patterns of inheritance.

Physical examination

A physical examination is also crucial in the diagnosis process. The healthcare provider will look for 
signs of muscle weakness, wasting, and abnormal posture. They may also check for muscle reflexes 
and range of motion.

Serum creatine kinase (CK) level exam

One of the most common diagnostic tests for MD is a serum creatine kinase (CK) level exam. This test 
measures the levels of an enzyme called creatine kinase in the blood. High levels of CK can indicate 
muscle damage or disease.

Electromyography (EMG)

Another commonly used test is electromyography (EMG), which measures electrical activity in 
muscles. This can help identify patterns that are characteristic of specific types of muscular dystrophy.

Genetic testing

Genetic testing is usually recommended to confirm a diagnosis and determine the specific type of MD 
present. A sample of DNA is typically collected from blood or saliva and analyzed for mutations in 
genes associated with MD. This can also help identify carriers of the disease within a family and assist 
in family planning decisions.

Cardiac screening tests

Many types of MD can also affect the heart muscles, so cardiac screening tests may be ordered as 
part of the diagnosis process. These can include electrocardiograms (ECGs or EKGs), 
echocardiograms, and stress tests.



Muscle biopsy

In some cases, a muscle biopsy may be necessary to confirm a diagnosis and determine the extent of 
muscle damage. During this procedure, a small piece of muscle tissue is removed for microscopic 
examination.

Other diagnostic tests

Additional tests such as MRI scans, lung function tests, and nerve conduction studies may also be 
used to aid in the diagnosis and management of MD. These tests can provide further information about 
the extent and severity of muscle damage, as well as any other affected areas in the body.

Additional information

Contextual interpretation

Interpret diagnostic studies considering the patient's clinical presentation, family history, and physical 
exam findings, and confirm the diagnosis if a genetic mutation is identified, such as a dystrophin 
mutation for Duchenne or Becker muscular dystrophy, or mutations in other genes for different types 
like limb-girdle muscular dystrophy.

Inconclusive genetic testing

Use a combination of elevated CK levels and consistent muscle biopsy findings, along with proximal 
weakness and family history, to make a diagnosis if genetic testing is inconclusive. Ensure there are no 
findings suggestive of other disorders.

Specialist referral

Refer to a neuromuscular specialist for complex or uncertain cases and provide genetic counseling for 
the patient and family once a diagnosis is confirmed.

Note: These guidelines are general and may vary depending on the specific type of muscular 
dystrophy being evaluated.


