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Why is CAH an important concern? 

Congenital adrenal hyperplasia is a common disease that can cause lifelong disorders 
and even death. A mild form of the disease is a possible cause of infertility in women. 

What is CAH? 

CAH is a genetic disease of the adrenal glands, a pair of walnut-sized organs located 
near the kidney, where there is a block in the production and manufacture of the "stress" 
hormone, cortisol. Cortisol is essential for life and helps regulate body energy, sugar 
levels, blood pressure and response to physical stress (such as illness or injury). Some 
patients with CAH also lack aldosterone, another hormone made by the adrenal glands. 
Aldosterone helps maintain salt levels in the body. In CAH, the adrenal glands work 
hard trying to make the hormones they are unable to make (cortisol and/or aldosterone), 
and therefore wind up making too much of what they can make, androgens. Androgens 
are male-like hormones present in both males and females. . 

CAH occurs in two forms: severe or "classical" and mild or "non-classical." The effects 
of classical CAH occur as a result of the imbalance of cortisol, aldosterone and 
androgens. Too little cortisol during physical stress, such as fever or severe injury, can 
lead to low blood pressure and even death. Lack of aldosterone production (occurring in 
3 out of 4 classical CAH patients) results in trouble retaining salt, a condition that could 
also be life threatening. Excess of androgen causes abnormal physical development. 
Too much androgen causes both boys and girls to grow too fast, develop early pubic 
hair and/or acne, and end their growth early, resulting in adult short stature. Girls with 
classical CAH are born with masculine appearing external genitals due to high levels of 
androgens in-utero. Although their internal organs are normal, excess androgens may 
affect puberty and result in irregular menstrual periods, excessive hair growth and 
infertility. 

Nonclassical CAH is a mild version of the classical form of the disease. The same gene 
is affected, but defects are much less severe. Patients with nonclassical CAH are not 
deficient in cortisol and aldosterone, but produce excess androgens. The symptoms 



may begin at any time (usually childhood and early adulthood). Girls with nonclassical 
or late-onset CAH have unusually high levels of the male sex hormone testosterone in 
their blood. Among the difficulties it causes are early growth of sexual hair, acne, 
excessive hair growth , and infertility. Males with nonclassical or late-onset CAH may 
have early signs of puberty or may never become symptomatic. 

Who is affected? 

Congenital adrenal hyperplasia is an autosomal recessive genetic disease. To have a 
child with CAH, both parents must be carriers of defective genes. 

Occurring in at least one in every 1,000 people, the non-classical, mild form of CAH is 
the most common of all autosomal recessive diseases. Its incidence is higher in certain 
ethnic groups. It affects one in every 27 Ashkenazic Jewish people, one of every 53 
Hispanics, one of every 63 Yugoslavs, and one in every 333 Italians. The classical 
severe form occurs in one in every 15,000 people. 

What is the role of endocrinology? 

 • Treatment. It is essential that throughout life, and especially as newborns,          
people with classical CAH be treated with steroid drugs. Endocrinologists use 
steroids to restore normal hormone levels and prevent dangerous and potentially 
fatal adrenal crises in patients with CAH. However, careful monitoring of 
treatment is critical, especially during childhood, when growth can be affected by 
over or under treatment with steroid drugs. Doctors have also found that the 
symptoms experienced by people with milder forms of CAH also respond well to 
steroid treatment, although other treatment options are also available.  

 • Prenatal Diagnosis and Treatment. If a child with classical CAH is present in a          
family, subsequent pregnancies may be screened for CAH in the baby. CAH can 
be diagnosed through the use of amniocenteses or chorionic villi sampling early 
in pregnancy. Early in-utero treatment may help normalize formation of the 
genitalia in girls and possibly spare affected girls from the corrective surgery that 
they would otherwise need after birth.  

 • Newborn Diagnosis. Some states have mandated newborn blood screening          
programs to identify CAH in infants during the first few days of life.  

 • Endocrine Research. Endocrine research on CAH is at the frontier of modern          
science. This research focuses on locating the precise amino acid defects in the 
genes, treating infants before birth, and discovering improved methods of 
diagnosis and treatment.  


