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Information for Parents and Carers 
 

HOMOCYSTINURIA 
 
Why does my baby have to have more 
tests? 
 

At about 2 days of age your baby had a heel prick 
blood test where drops of blood were soaked in to 
a special card and sent to the NSW Newborn 
Screening Programme. The results of this 
screening showed a significantly elevated level of 
a substance called methionine. This strongly 
suggests your baby has a disorder called 
Homocystinuria. Your baby needs to have further 
blood tests and a urine test to confirm the 
diagnosis. S/he also needs to be checked by a 
paediatrician. 

 
What is Homocystinuria? 
 

Homocystinuria is a metabolic disorder where the 
body cannot break down an amino acid called 
methionine. Amino acids are the building blocks of 
protein. In people with homocystinuria, there is a 

deficiency of the enzyme cystathionine -synthase 
that breaks down methionine. As a result 
homocystine and methionine levels in the blood, 
cerebro-spinal fluid (the fluid around the brain and 
spinal cord) and urine are much higher than 
normal. The high levels of homocystine cause 
damage to different parts of the body. 

 
What are the Symptoms of 
Homocystinuria? 
 

Homocystinuria is a variable disorder causing only 
mild symptoms in some people and more severe in 
others.  

If babies are diagnosed and treated early, 
all the severe problems can be prevented. 
 

Without treatment common features are: 
 

 Thrombosis or clotting in the arteries 
causing an increased risk of stroke and 
heart attacks in untreated patients. 

 Vision problems are caused by 
dislocation of the lenses of the eyes and 
cataracts. Without treatment about half of 
all patients would have dislocation of the 

lenses by 10 years of age and will need 

thick spectacles. 
 Intellectual handicap is a feature of 

untreated homocystinuria but if treated, 
people are able to enter their desired 
career or profession. 

 Tall stature is usual in homocystinuria. 

 Osteoporosis (thinning of the bones) and 
other bone problems including mild 
deformities of the sternum. 

 

How is Homocystinuria treated? 
 

Some patients with homocystinuria respond well to 
high doses of pyridoxine (vitamin B6). Other 
patients are prescribed a low protein diet with an 
added protein supplement where the methionine 
has been removed. Additional medications and 
vitamins may also be needed. 
Each baby needs to be assessed individually to 
receive the best treatment for his/her needs. The 
treatment must be continued for life. 

 
How did my baby get Homocystinuria? 
 

Homocystinuria is a genetic disorder inherited by 
autosomal recessive means. Autosomal recessive 
inheritance occurs when both parents are carriers 
of a mutation (mistake) in the same part of the 
same gene. Both parents have one normal copy of 
the gene which overrides the other mutated gene 
and do not have homocystinuria. The baby inherits 
the mutated copy from each of the parents and has 
homocystinuria. 
 

Outlook 
 

Babies with homocystinuria are expected to grow 
up healthy and have normal intelligence when diet 
and medication are started early and continue to 

be taken as prescribed. 


