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Information for Parents and Carers 
 

RESAMPLE NEWBORN SCREENING 
CITRULLINE 

 
What is Newborn Screening? 

Your baby had a blood sample taken from the 
heel at about 2 days of age.  The blood was 
absorbed into a special card and sent to the 
NSW Newborn Screening Laboratory in 
Sydney where it was tested for several 
treatable disorders. 

 

Why does my baby need a second test for 
Citrulline?  

One of the test results from your baby’s 
sample, the citrulline level, was slightly 
abnormal and the laboratory needs a repeat 
sample just in case your baby has a rare 
disorder.  
 
For the majority of babies, the results of the 
second sample are normal. 
 
If, however the results of the second sample 
remain abnormal, your baby will need to have 
further blood and urine tests done.  
 

Why are babies screened for Citrulline 
disorders?  

Abnormal citrulline levels are caused by 
treatable disorders. The NSW Newborn 
Screening Programme is able to pick up some 
babies who may or may not have one of these 
disorders. We look for citrulline disorders 
because early detection and treatment is 
beneficial to the baby. 

 

 

 

 

 

 

High blood levels of Citrulline may be 
caused by two very rare disorders, 
Citrullinaemia and Arginosuccinic aciduria (or 
ASA). 

 

About one in every 100 000 – 200 000 babies 
born in NSW has one of these disorders. 

Citrullinaemia and ASA are caused by 
enzyme deficiencies. Enzymes are used by 
the body in chemical reactions to breakdown 
food and help dispose of nitrogen waste. 
Nitrogen is a component of ammonia. If the 
enzyme works too slowly, ammonia 
accumulates in the body. High levels of 
ammonia inside the body can be very toxic. 
Babies with deficiencies in these enzymes 
can be treated with a special diet. 

 

Sometimes babies with high levels of 
Citrulline have a temporary liver disorder 
(neonatal hepatitis). 

. 

Low blood levels of citrulline are usually 
transient and the repeat newborn screening 
sample result is normal. 

Occasionally a low level of citrulline will 
indicate another enzyme deficiency, ornithine 
transcarbamylase (OTC) deficiency. In some 
babies this is a milder disorder similar to ASA 
but in others it may be more severe. Further 
investigations are needed if the results remain 
low. Babies with OTC are treated with a 
special diet and medication. 

 


