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DESCRIPTION 

 

Muscular Dystrophy (MD) and neuromuscular diseases are a group of genetic 

and acquired conditions that affect the muscles and nerves responsible for 

movement. These conditions can cause muscle weakness, wasting, and 

eventually lead to disability. There are different types of muscular dystrophy and 

neuromuscular diseases that affect people of different ages, genders, and 

ethnicities. This manuscript will explore the pathophysiology, diagnosis, and 

management of the most common types of muscular dystrophy and 

neuromuscular diseases. 

There are several types of Muscular Dystrophy, each with its own unique 

features and progression. The most common types of muscular dystrophy 

include Duchenne Muscular Dystrophy (DMD), Becker Muscular Dystrophy 

(BMD), Facioscapulohumeral Muscular Dystrophy (FSHD), Limb-Girdle Muscular 

Dystrophy (LGMD) and Myotonic Dystrophy. 
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Duchenne Muscular Dystrophy (DMD) is the most common type of Muscular Dystrophy, affecting approximately 1 in 

5000 males worldwide. DMD is caused by mutations in the dystrophin gene, which leads to the progressive 

degeneration and weakness of skeletal muscles. Symptoms of DMD typically appear in early childhood and worsen 

over time, eventually leading to respiratory and cardiac failure. Becker Muscular Dystrophy is a milder form of DMD, 

caused by mutations in the same gene. Symptoms of Becker Muscular Dystrophy typically appear later in life and 

progress more slowly than DMD. Facioscapulohumeral Muscular Dystrophy (FMD) is a genetic condition that affects 

the facial muscles, shoulder blades, and upper arms. Symptoms of Facioscapulohumeral Muscular Dystrophy 

typically appear in adolescence or early adulthood and progress slowly over time. Limb-girdle Muscular Dystrophy is 

a group of conditions that affect the hip and shoulder muscles. Symptoms of limb-girdle Muscular Dystrophy 

typically appear in childhood or adolescence and progress slowly over time. Myotonic Dystrophy is a genetic 

condition that affects the muscles and other organs, including the heart and eyes. Symptoms of Myotonic Dystrophy 

typically appear in adulthood and progress slowly over time. 

Neuromuscular diseases 

In addition to Muscular Dystrophy, there are several other types of neuromuscular diseases, including Amyotrophic 

Lateral Sclerosis (ALS), Spinal Muscular Atrophy (SMA), and Charcot-Marie-Tooth disease (CMT). ALS is a 

progressive neurodegenerative disease that affects the nerve cells responsible for controlling voluntary muscles. 

Symptoms of ALS typically appear in adulthood and progress rapidly, eventually leading to respiratory failure and 

death. SMA is a genetic condition that affects the nerve cells responsible for controlling voluntary muscles. 

Symptoms of SMA typically appear in infancy or childhood and progress rapidly, eventually leading to respiratory 

and swallowing difficulties. CMT is a genetic condition that affects the peripheral nerves responsible for controlling 

voluntary muscles. Symptoms of CMT typically appear in childhood or adolescence and progress slowly over time, 

eventually leading to muscle weakness and wasting. 

Diagnosis and management 

Diagnosis of Muscular Dystrophy and neuromuscular diseases typically involves a combination of physical 

examination, genetic testing, electromyography, and muscle biopsy. Treatment options for these conditions are 

limited, and management typically involves a combination of physical therapy, assistive devices, and supportive 

care. For some conditions, such as SMA, there are now disease-modifying therapies that can slow disease 

progression and improve outcomes. Muscular dystrophy and neuromuscular diseases are a group of conditions that 

affect the muscles and nerves responsible for movement. There are different types of Muscular Dystrophy and 

neuromuscular diseases that affect people of different ages, genders, and ethnicities. Understanding the 

pathophysiology, diagnosis, and management of these conditions is important for developing effective treatment 

and management strategies. 
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