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Information for Parents and Carers 
 

FURTHER INVESTIGATIONS FOR 
CONGENITAL ADRENAL HYPERPLASIA 

 
What is the Newborn Screening 
Programme? 

Your baby had a blood sample taken from the heel 
at about two days of age.  The blood was absorbed 
into a special card, sent to the NSW Newborn 
Screening Laboratory in Sydney where it was 
tested for several disorders.  Congenital Adrenal 
Hyperplasia (CAH) is one of the disorders.  

 
What is Congenital Adrenal Hyperplasia? 
 

CAH is an inherited condition where the adrenal 
gland, a walnut shaped gland that sits on top of the 
kidney, does not produce the right amount of 
hormones. It is most often caused by a lack of an 
enzyme called 21-hydroxylase. When the system is 
functioning properly, there are 3 main hormones 
produced: 

 Cortisol – helps regulate energy levels 

 Aldosterone – helps regulate salt levels 

 Androgens – sex hormones  
In CAH these hormones are not produced in the 
right quantities. 

 
How do you get Congenital Adrenal 
Hyperplasia? 
 

CAH is an inherited disorder and occurs in about 1 
in every 15,000 babies. For a baby to have CAH, he 
or she must have two gene variants, one inherited 
from each parent.  
 

Everybody has a variant in a few of their genes.  
For a particular disorder, such as CAH, one variant 
gene is inherited from the mother and one from the 
father.  This means that each parent is a carrier of 
CAH.   
 

What are the symptoms of Congenital 
Adrenal Hyperplasia? 
 

Babies with salt-losing CAH can present lethargic 
with poor feeding, vomiting and weight-loss. These 
babies can become quite unwell within the first few 
weeks of life and will need urgent treatment as the 
condition can be life threatening. 

Girls may have enlarged clitoris and fused labia so 
that their genitalia look more like that of boys.  
 
Babies with non-salt-losing CAH may not present 
unwell as a baby. However, because of their 
hormonal imbalance, in childhood they can have 
rapid growth and develop puberty too early. 
 

My doctor says my baby’s newborn 
screening results suggest s/he may have 
CAH. What other tests will my baby need to 
have? 
 

The following tests are used to confirm  CAH. 
1. A blood test should be collected urgently to 

check your baby’s salt levels so, if 
necessary, treatment can start as soon as 
possible. 

2. A second blood sample needs to be sent to 
a specialist laboratory to check the 
hormone levels to confirm CAH. 

3. A synacthen stimulation test may also be 
required. For this test, blood samples are 
collected before and after injecting a 
hormone called ACTH to measure changes 
in hormone levels.  

 
What is the treatment for CAH? 
 

CAH is treated by replacing the missing hormones. 
Increased doses of medication may also be needed 
in times of stress eg during illness or injury. 
 

Will my child grow up normally? 
 

Babies and children who are diagnosed early and 
receive adequate treatment should lead normal 
lives. However, growth and development requires 
regular monitoring and follow up with a paediatric 
endocrine specialist. 
 
 
For more information: www.APEG.org.au patient 
resources ‘Hormones and Me’ booklet. 

http://www.apeg.org.au/

