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Information for Parents and Carers 
 

FURTHER INVESTIGATIONS FOR 
PRIMARY IMMUNE DEFICIENCIES 

 
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 conditions (more than 50).  

Newborn screening is only designed to detect 
newborns that may have a condition that affects 
babies and very young children. Treatment can 
then be started early so the baby has the best 
chance of living a healthier life. 

If your baby has a positive newborn screen result 
it may not mean your baby has a condition, but it 
does mean further tests are required. 

What are Primary Immune Deficiencies 
(PID)? 
 

These are a group of conditions affecting the 
immune system, the body’s defence mechanism 
for fighting infections. This means the body's 
defense mechanism cannot fight harmful 
organisms and infection. PIDs can be life 
threatening. Newborn screening detects only 
some PIDs caused by deficiency of two types of 
white blood cells used to fight infection, T and B 
cells. 
 

Newborns with these PIDs usually appear healthy 
at first because they are protected from infections 
by their mother’s immune system for the first few 
weeks. 
 

How do you get PID? 
 

Our genes tell our body how to function. Gene 
variants can make some part of your body not 
work or work differently to usual. The PID 
conditions detected by newborn screening are 
caused by genetic variants usually inherited from 
one or both parents’ genes. This means that 
parents could be carriers of the condition. 
 

Everybody has variants in a few of their genes, 
meaning we are all carriers of ‘something’.   

What are the symptoms of PIDs? 
 

Symptoms of PIDs may include: common 
infections occurring more often or more severely 
than in healthy people; serious or life-threatening 
infections, such as meningitis and pneumonia; 
failure to grow at a healthy rate; opportunistic 
infections (ones that don’t usually cause infections 
in healthy people); skin rashes and thrush 
infections. 
 

My doctor says my baby’s Newborn 
Screening result suggests s/he may have 
a PID – what next? 
 

The newborn screening test cannot be used to 
make a diagnosis so further testing needs to be 
done. Your doctor will arrange for a second 
bloodspot card, sent to the screening laboratory, 
and a blood sample, collected and sent to a 
specialist laboratory, to look for T and B cells in 
your baby’s blood. 
 

Premature babies and babies born to mothers on 
some medications may have falsely low levels of T 
and/or B cells. 
 

What is the treatment for PIDs? 
 

Initially the main focus is to prevent infections and 
treat infections promptly. Avoid contact with 
people who may have an infectious illness. It is 
also important to avoid live vaccines. 
 

For the PIDs detectable by newborn screening, 
immunoglobulin (antibodies normally made by B 
cells) will usually be given to fight infection. 
 

Dependent on the PID, these are short-term 
treatments and long-term options will be discussed 
by a specialist if a diagnosis is made. All infants 
who are confirmed to have a PID are referred to a 
paediatric immunology specialist. 
 

Will my child grow up normally? 
 

With early and proper treatment, a baby with a PID 
has a very good chance of growing up normally. 


