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Information for Parents and Carers 
 

FURTHER INVESTIGATIONS FOR 
CYSTIC FIBROSIS 

 
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. 
Cystic fibrosis (CF) was one of the disorders.  
 
What tests are done to find CF?  
 

Two tests are done on the blood sample. The 
first test will show whether or not the baby has 
a high level of a protein called immunoreactive 
trypsin (IRT) from the pancreas. In those 
babies who do have a high level, a second 
test, a DNA test, shows whether the baby 
carries a copy of the most common mutation 
associated with CF called p.Phe508del.  
 
Babies with 2 copies of the p.Phe508del gene 
definitely have CF. These babies are referred 
directly to a CF clinic. 
 
Our doctor has told us that our baby has 
one copy of the mutation p.Phe508del and 
could have CF and must have further tests. 
What does this mean?  
 

Your baby has about a one in seven chance of 
having CF. This means that out of seven 
babies who are found by the laboratory to have 
a high level of IRT and one copy of the 
p.Phe508del mutation, only one baby will have 
CF. It is most likely that your baby has one 
copy of the p.Phe508del mutation and one 
entirely normal gene and is a healthy carrier of 
CF, the same as one parent.  
 
However, your baby could have one copy of 
the p.Phe508del gene mutation, and also one 
copy of another rare CF mutation, which we do 

not test for directly (there are over 1000 rare 
CF mutations). If this occurs your baby could 
have CF. Because of this possibility your baby 
must have further investigations to exclude CF. 
One of these investigations is a sweat test.  
  
What is a sweat test?  
 

Your baby’s sweat is analysed for salt content. 
Usually, the sweat from your baby’s arm or leg 
is collected on a pad. Sweating is encouraged 
by a chemical called pilocarpine which is 
applied to your baby’s arm or leg. The test 
causes only a minor amount of discomfort and 
takes about an hour to complete. However, 
because the baby’s skin heats up over a small 
area during the test, the skin may become 
slightly reddened.  
 
Your baby’s result may be ready on the day of 
the test. On rare occasions not enough sweat 
is produced to give a result. This does not 
indicate an abnormal result. The test will have 
to be repeated.  
 
When can our baby have a sweat test?  
 

At around four to six weeks of age. This 
depends on the sweat testing laboratory and 
the weight of your baby. The test must be done 
at a laboratory which regularly performs sweat 
tests. This may mean that the most appropriate 
laboratory is in a children’s hospital. You may 
need to travel to have a sweat test.  
 
What happens if our baby’s sweat test is  
normal?  
 

The doctor may tell you that your baby’s sweat 
test is NEGATIVE. This means that the salt 
content in your baby’s sweat is normal and 
your baby almost certainly does not have CF.  
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If your baby does not have CF, your baby is a 
healthy carrier of a single gene mistake. 
However, it is important that the family has a 
genetic counselling consultation. You can 
arrange an appointment, but you do need a 
referral from your doctor.  
 
The genetic counsellor will discuss the 
possibility of having both parents (and where 
appropriate, extended family) for the most 
common CF gene mutations. This is especially 
important if you wish to have more children in 
the future.   
 
Since your baby carries a CF gene mutation, 
one parent will certainly carry a CF gene 
mutation also. If by chance both parents carry 
a CF gene mutation, it is possible (one in four 
chance with every pregnancy) that you could 
have a baby with CF. Prenatal testing is 
available for CF. All of these issues will be 
discussed with you at the genetic consultation.  
 
There is a chance that the sweat test result 
may be borderline and not be conclusive. The 
possibility of CF must be considered, and your 
doctor will want to repeat the sweat test in a 
few weeks. Your doctor may refer you to a CF 
clinic for further follow up and the repeat sweat 
test  
 
Our baby has only one copy of the 
p.Phe508del mutation but the sweat test is 
POSITIVE. Does our baby have cystic 
fibrosis?  
 

Yes. The sweat test is a diagnostic test for CF 
and is very unlikely to be incorrect if it has 
been performed at a laboratory that regularly 
performs sweat tests.  
Your baby must have one of the rarer 
mutations in addition to the p.Phe508del 
mutation. Both parents will carry a CF gene. 
One of you carries the mutation p.Phe508del 
and the other carries one of the rarer 
mutations. Your baby must have inherited both 
CF genes, and therefore has cystic fibrosis.  
 
 
 

What is Cystic Fibrosis?  
 

CF is a condition in which the body’s 
secretions, especially in the lungs and 
intestines, are much thicker than usual. These 
sticky secretions encourage infection in the 
lungs. Abnormal secretions from the pancreas 
frequently make food digestion and absorption 
incomplete, and the baby may have large bulky 
smelly bowel actions.  
 
Cystic fibrosis occurs in about 1 in every 2,700 
live births, generally affecting the Caucasian 
population, and is one of the commonest 
inherited diseases.  
 
Cystic Fibrosis is an autosomal recessive 
genetic disorder. This means that each cell in 
the body carries two copies of the CF gene, 
one inherited from each parent.  
 
 Everybody has a mistake (mutation) in a few 
of their genes. For a recessive gene mutation 
to result in a particular disorder such as CF, 
both copies of the gene must carry a mutation 
which is inherited from each parent. This 
means that each parent was a carrier of CF. 
One person in 25 is a carrier of CF. It is 
important to remember that carriers of CF are 
healthy and do not develop CF, but are 
advised to have a genetic counselling 
consultation before having children.  
 
Our baby has been diagnosed to have CF 
but is quite well - what are the symptoms of 
CF?  
 

Your baby may develop a cough or wheeze, 
slow weight gain or have frequent, bulky, 
smelly bowel actions. Your baby may also 
sweat a lot in hot weather and the skin may 
taste more salty than normal.  
 
  
What happens now?  
 

Your doctor will make an appointment for your 
baby at your closest CF clinic. The major 
clinics are based in Sydney and Newcastle, so 
if you live in the country you will need to travel 
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to visit the clinic for the first time. Sometimes 
the baby (and family) is admitted to hospital for 
2-3 days in order to learn about the treatment 
for your baby. Probably after that your family 
doctor or paediatrician will look after your baby, 
and occasional visits to the CF clinic may be all 
that is necessary. If you live near the border of 
another state it may be easier for you to go to 
a CF clinic interstate.  
 
Will our baby get very sick?  
 

Because CF has been diagnosed early, your 
baby has a much better chance of keeping 
well. Recent medical and scientific advances 
have greatly improved the outlook for babies 
with CF.  
 
Where can we get further information about 
CF?  
 

The CF Foundation has booklets, pamphlets 
and videos that may be of help to you.  
 
Cystic Fibrosis Foundation  
51 Wicks Road  
NORTH RYDE NSW 2113  
 
Phone: (02) 9878 2075. 


