About HAE

WHAT IS HEREDITARY ANGIOEDEMA? 

Symptoms 

Hereditary Angioedema (HAE) and Acquired Angioedema (AAE) from C1 inhibitor deficiency are generally characterized by the occurrence of episodic attacks of swelling. This swelling may affect the face, extremities, genitals, gastrointestinal tract and upper airways. Some patients exhibit a distinctive rash. Swellings of the intestinal mucosa may lead to vomiting and painful, colic-like intestinal spasms that may mimic intestinal obstruction. Airway edema may be life-threatening. Episodes may be triggered by trauma, surgery, dental work, menstruation, some medications, viral illness and stress; however, this is not always readily determined. 

Diagnosis 

The incidence of this rare disease is uncertain, but 1 in 10,000 to 1 in 50,000 is often quoted. HAE is an autosomal dominant trait: a child has a 50-per cent chance of having HAE if one parent has it. Spontaneous mutation may account for HAE in the absence of family history. Patients with the genetic defect produce either insufficient or dysfunctional C1 inhibitor protein. C1 inhibitor is a complement protein that helps regulate various pathways within the body that are important in the maintenance of health - for example, fighting infections or healing inflammation. Sometimes when the demand for C1 inhibitor within the body isn't met, swelling occurs. 

Recognizing HAE is often difficult due to the wide variability in disease expression. The course of the disease is diverse and unpredictable, even within a single patient over their lifetime. This disease may be similar in its presentation to other forms of angioedema resulting from allergies or other medical conditions, but it is significantly different in cause and treatment. HAE accounts for only a small fraction of all cases of angioedema. To avoid potentially fatal consequences such as upper airway obstruction and unnecessary abdominal surgery, the importance of a correct diagnosis cannot be over-emphasized. 

When a patient displays one or more of these recurrent symptoms, HAE should be considered in the differential diagnosis. A blood test to measure C1 inhibitor function can confirm the diagnosis. The correct diagnosis is essential to ensure appropriate treatment. Adrenaline, corticosteroids and antihistamines used to treat other forms of angioedema are generally not effective treatment for C1 inhibitor deficiency. Currently unlicensed in Canada, C1 inhibitor replacement therapy may be made available on a compassionate basis to HAE patients. 

Acquired Angioedema (AAE), whose symptoms resemble HAE, results from either excessive consumption of C1 inhibitor due to associated disease or from autoantibodies to C1 inhibitor. AAE tends to occur after the fourth decade of life in patients with an absence of family history. (November 2001)

