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Myotonic dystrophy (DM) is a multisystemic disorder that can affect all age groups. Because of the range of 

systems affected, management requires a more expansive approach than most disorders and care is best 

provided by a coordinated, multidisciplinary team.

Skeletal muscles

Symptoms 

Myotonia 

Sustained muscle contraction (myotonia) is a distinctive aspect of myotonic dystrophy. The presence of 

myotonia is not the most disabling aspect of DM, but it is the recognized hallmark of the condition, and the 

aspect of the disease that distinguishes it from other forms of muscular dystrophy. 

Myotonia stems from an abnormality of the muscle fiber membrane (sarcolemma) that results in an extended 

delay before muscles can relax after a contraction. A muscle starts its contraction on cue, but the electrical 

activity continues after the nerve signal has ended, causing a stiffness or “locking up” of the muscle. 

Myotonia can be observed by having a patient grip tightly with the fingers. It may take the hand muscles 20 

seconds or more to fully relax after a sustained grip (grip myotonia). Myotonia can also be demonstrated by 

tapping a muscle with a reflex hammer (percussion myotonia). Current research indicates that myotonia may 

be related to decreased chloride ion conduction across the sarcolemma.

Cognitive Function: 
Intellectual impairment, behavioral 
and psychological disorders, 
excessive daytime sleepiness

Cardiovascular System: 
Heart condition abnormalities, 
arrhythmias, cardiomyopathy

Gastrointestinal Tract: 
Swallowing issues, abdominal 
pain, irritable bowel syndrome, 
constipation/diarrhea, poor 
nutrition and weight loss, chronic 
infections

Muscle: Weakness, wasting 
(atrophy), myotonia, pain

Vision: Cataracts, retinal damage

Bone: Anomalies
Immune: Hypogammaglobulinemia
Skin: Pilomatrixomas

Respiratory System: 
Breathing difficulties, aspiration,
sleep apnea

Endocrine System: Diabetes, 
low thyroid hormone levels

Reproductive System: Low 
testosterone levels, testicular 
failure and gonadal altrophy in 
men. Weakened uterine muscle, 
pregnancy-related complications, 
and gynecological problems in 
women.


