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Meet Lucille“Cindy” Karns
Correctly Diagnosed at Last, Single Mother Determined to Educate Others About Hereditary Emphysema

For years, doctors struggled to diagnose the source of Lucille “Cindy”Karns health problems, which included
continual colds, respiratory infections and breathing difficulties: first they told her she had bronchitis, then
asthma, then chronic obstructive pulmonary disease (COPD) and finally emphysema. But none of the medica-
tions they prescribed did much good and her health became progressively worse.

A single mother, she was forced to quit her job as a preschool teacher because she kept catching the kids’
infections. Climbing the stairs to her bedroom each night was torture and she’'d have to stop and “hang over the
landing”trying to catch her breath before proceeding to bed.

She quit smoking after 29 years, thinking“ I'd be able to run races, but it kept getting worse,” said Cindy, 49, who
lives in Lakeport, California.”l was sick and tired of being sick and tired.” She told her doctor,“We have got to put
a name on whatever this is so | can deal with it.”

She finally saw a lung specialist and, after numerous tests culminating in a genetic analysis, Cindy learned she
had Alphal-Antitrypsin (AAT) deficiency, also known as hereditary emphysema, or Alpha-1.

AAT deficiency affects approximately 100,000 people in the United States, making it one of the most common
genetically-linked disorders. A progressive disease, AAT deficiency is caused by reduction or lack of the blood
protein AAT in the lungs. Fewer than 1 in 10 with the condition have been diagnosed.

Although she'd never heard of AAT deficiency, finally getting a diagnosis gave her a huge sense of relief.“You
know what you've got and you can get information about it and battle it,” she said.

AAT deficiency is not curable, but there is treatment. In Cindy’s case, it took another 18 months after diagnosis
for her to begin receiving therapy. She now uses an inhaler, takes medication to prevent asthma attacks and
undergoes a weekly infusion of Aralast, an alphal-proteinase inhibitor (A1Pl) augmentation therapy that raises
concentrations of the AAT protein in the lungs.

She was thrilled when she won Baxter Healthcare Corporation’s Aralast Sweepstakes, which allowed her to
attend the Alpha-1 Association National Educational Conference in Dallas in June at no cost. There, she met
other people with AAT deficiency and attended many sessions to learn more about treatment, insurance, fund-
raising and advocacy.

Because her lung function is only 20 percent (85 to 100 percent is considered normal), she is a candidate to
undergo a lung transplant, but Cindy would like to avoid that as long as she can.

She moves slowly, but stays as active as possible, even going on overnight Boy Scout camping trips with her
11-year-old son, Bobby, something she couldn’t do before receiving ARALAST therapy. She’s taking computer
classes and is a“soccer mom,” also attending her son’s baseball and basketball games.When she’s up to it, she
swims and roller skates. Even her home life is hectic: she lives with her mother, her daughter, 30, and her five
grandchildren, ages 1 to 11. She also has a 26-year-old son.
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