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Information for Parents and Carers 
 

FURTHER INVESTIGATIONS FOR 
NEURO-MUSCULAR CONDITIONS 

 
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. 

 

What are Neuro-Muscular Conditions? 
 

These are genetic conditions that affect the nervous 
system where nerves and/or muscles become 
damaged. This means that the muscles aren’t able 
to do their job and the person becomes weaker 
over time. 
 

There is a wide variation in the age of the first 
symptoms and the severity of neuro-muscular 
conditions, from newborn to adulthood. In general, 
the conditions are more severe, the younger the 
person is when symptoms appear.  
 

How do you get Neuro-Muscular 
Conditions? 
 

Neuro-muscular conditions may be caused by 
genetic variants inherited from parents’ genes. 
 
Different conditions are inherited in different ways. 
For some conditions, one variant gene is inherited 
from the mother and one from the father.  This 
means that each parent is a carrier of the condition. 
In other conditions that effect mostly boys, the 
variant gene is inherited from the mother who is a 
carrier of that condition. 
 
Everybody has variants in a few of their genes, 
meaning we are all carriers of ‘something’.   
 

What are the symptoms of Neuro-Muscular 
Conditions? 

 

People with neuro-muscular conditions can have 
symptoms start at very different times in their life.  If 
untreated, they cause muscle weakness, and 
sometimes babies/children are slow to develop 
skills, or lose skills such as crawling or sitting. They 
can also develop swallowing and feeding 
difficulties, breathing difficulties, and have 
shortened life expectancy. 
Neuro-muscular disorders do not commonly affect 
intelligence or the sense of touch. 
 

My doctor says my baby’s Newborn 
Screening results suggest s/he may have a 
neuro-muscular condition. What other tests 
will my baby need to have? 
 

Your baby will need to be checked by your doctor 
for any signs of muscle weakness or feeding and 
swallowing difficulties. S/he will need to have a 
second tier newborn screening blood test and a 
repeat dried bloodspot card to narrow any possible 
diagnosis. 

 
What is the treatment for Neuro-Muscular 
Conditions? 
 

All neuro-muscular conditions can be treated by 
early physiotherapy to help maintain and develop 
skills. For some conditions there are also other 
means of treatment such as drug therapy. The 
specialist will advise the most appropriate 
intervention.  
 

Will my child grow up normally? 
 

We can’t answer this question as newborn 
screening is unable to determine the severity of the 
condition. 
 
Babies and children who are diagnosed early and 
are treated should stay healthier for longer and 
have a better quality of life than those who are not 
treated.  


