
Screening for rare congenital metabolic 
diseases in newborns
Vaasa Central Hospital is offering newborn screening for 
rare congenital metabolic diseases. Approximately 
1:2000 babies have a metabolic or hormonal disorder, 
which can be found by newborn screening. Without 
screening the diagnosis of these diseases is diffi-
cult. 

Early diagnosis of the diseases is important to enable the right 
treatment as early as possible in order to avoid any poten-
tial permanent damage caused to the baby. In most Western 
countries this type of screening has already started years ago. 

Treatment in an early stage
Most children who suffer from these rare diseases appear to be 
completely healthy as newborns. In order to start the treatment be-
fore the symptoms occur and irreversible damage is caused, the scree-
ning tests are used to detect the earliest signs of these diseases. 
Only by examining all newborns we can find the few affected children, for 
whom the early recognition and treatment is vital. 

Simple screening process
The screening is made from a few drops of blood drawn from the baby by a heel prick puncture on filter paper at 
the age of 2-5 days. In case of any suspicion of an illness in the screening, the family will be informed immediately 
by the hospital. After this, the baby will be re-tested, and the doctor will check the child’s health in order to detect 
the possible disease and deter mine the necessity of any treatment. If the screening test result is normal, the family 
won’t be contacted.  

Can save lives
Newborn screening helps to prevent damage caused by certain treatable congenital diseases. For those few infants 
affected by these diseases, the screening and early diagno sis can be life saving. 



The following diseases are screened
Congenital adrenal hyperplasia
Congenital adrenal hyperplasia is caused by a de-
fect in steroid hormo ne production by the ad-
renal cortex. These hormones regulate func-
tions vital to the human body. A severe salt loss 
and dehydration may de velop, and due to this 
the child may even suffer death in a few weeks  
of age. The defect can also increase the produc tion of 
male hormones. Early diagnosis and hor-
mone replacement therapy pre-
vent abnormal development 
and prevent severe conse-
quences. The occurren-
ce of congenital ad-
renal hyperplasia in 
newborns is approxi-
mately 1:10 000 – 
1:20 000. 

Other diseases
A number of ra-
re disorders of ami-
no and fatty acid 
metabo lism along 
with diseases arising 
from the accumulati-
on of certain organic acids 
in the body (e.g. PKU, LCHAD, 
MCAD, MSUD or tyrosinemia) are 
also included in the screening protocol. 

There is no exact information on the inciden-
ce of these disorders in Finland, but it has 
been estimated that at least ten children af-
fected by these diseases are born in Finland 
annually. 

Recessively inherited
Most of these disorders are reces sively inherited: A ge-
ne mutation is passed on by healthy carriers from one 
generation to the next, and the disease only appears if 
both parents are carriers of the particular disease and 
both pass the mutation on to the offspring. In each of 
those preg nancies there is a 25 % risk that the child of 
the carrier parents will have the disease. 

These diseases may cause serious metabolic 
disorders, some of which impair energy pro-

duction and certain other functions that 
are vital to normal life. Some of the-

se disea ses lead to accumulation of 
toxic substances in the body. The 
symp toms may include vomiting, 
failure to thrive, enlarged intesti-
nal organs, developmental disa-
bility and even coma or death. 
For most of these diseases there 
is an effective treat ment, most 
often a special diet. The prog-

nosis depends fundamentally on 
how much damage has occurred to 

the baby before the treatment 
has been started.
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The screening for rare 
congenital metabolic 

diseases in newborns is 
done at the labour ward when 
the baby is 48–120 hours (2–5 

days) old. If you return 
home before the baby is 48 

hours old, the sample is taken 
at the laboratory. 

For more information
about the screening, 
please contact our 

pediatric physicians 
at the Maternity Unit. 

Contact us
Vaasa Central Hospital

Maternity Unit A4

Hietalahdenkatu 2–4

65130 Vaasa

Telephone 06 213 1111


