
The purpose of newborn screening is to detect certain diseases babies are born 
with as early as possible, even though there may be no signs yet. These diseases 
must be treated quickly to prevent serious and permanent consequences in 
affected children. For many children, early treatment will allow them to  
develop normally.

Screening is available for all babies born in Québec. Two tests are required for  
full screening: 

• The first is a blood sample taken at the hospital or birth center. 

• The second is a urine sample taken at home.

SAMPLE TYPE  WHEN? HOW? WHERE? WHO?

Blood test At birth
(24 to 48 
hours after)

A few drops of 
blood are taken 
from the baby’s 
heel

At the hospital   
or 
At the birthing 
center

By a nurse  
or  
By a midwife

Urine sample At 21 days 
old

A small amount 
of urine is 
taken from the 
baby’s diaper  

At home By the parent 

Materials and  
instructions will 
be provided

Blood and urine samples can be used to detect various diseases. These two 
tests are complementary.

Sample Retention and Privacy 
Protection

Personal information collected during the 
screening process, as well as blood and urine 
samples, are kept confidential.

Some personal information may be shared with 
healthcare professionals so they can provide the 
necessary care to children. Information may also 
be shared between screening authorities and 
health facilities for quality assurance purposes 
and to continually improve screening services.

For test information

Blood screening 
CHU de Québec – Université Laval 
1 855 654-2103 (toll free)

Urine screening 
CIUSSS Estrie-Centre hospitalier universitaire  
de Sherbrooke 
1 855 905-5253 (toll free)

For more information
Talk to your healthcare professional  
or go to the 

Québec.ca/screening 
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Blood and Urine 

Screening 
for Newborn



Screened Diseases
The diseases the tests screen for are rare, but serious. If left untreated, they 
prevent the body from functioning normally and can significantly damage 
the organs and brain. They can even be life-threatening.

Metabolic diseases:

prevent the normal absorption of food and 
cause toxic waste to accumulate in the body 
(examples of diseases: phenylketonuria, 
tyrosinemia, urea cycle disorders, fatty acid 
beta-oxidation disorders, certain types  
of acidemia).

Congenital hypothyroidism:

prevents hormones from functioning 
normally and causes stunted growth or 
intellectual disabilities. 

Hemoglobin diseases:

deform red blood cells and prevent blood 
from circulating normally (example of 
diseases: sickle cell anemia). This can lead to 
bouts of pain and a greater risk of infections. 
It can also lead to long-term complications. 

Cystic fibrosis:

produces thick, sticky secretions that 
prevent the lungs and pancreas from 
functioning normally. This can cause 
repeated infections and poor absorption  
of food that delays the child’s growth.     

Screening Results
No news is good news!   
The diseases the tests screen for are rare. Most  
of the time, the screening results are normal, 
meaning that the baby does not have the diseases 
the neonatal screening is testing for. If the results 
are normal, you will not be contacted. 

You may be contacted if a second blood or urine 
sample is required. If that happens, don’t worry. It 
may simply mean that the first sample was not 
usable. Follow the instructions you’re given and 
collect the sample right away.

If your child’s blood or urine test results indicate 
they may have one of the diseases, you will be 
contacted approximately 1 to 2 weeks after the 
test. You will then be quickly referred to a 
specialist for further testing. If the results of those 
tests confirm that your baby has the disease, they 
will receive the care they need.

Sometimes, a disease that was not targeted  
by the screening can be found. You child may 
need medical followups for this disease.

Defective Gene Carriers Linked 
to Certain Diseases

Information on your child’s carrier status is 
available upon request for hemoglobin 
diseases only, such as sickle cell anemia. 
Carriers are not sick and are not at risk of 
developing the disease. However, once they are 
adults, if their spouse is also a carrier of the 
same disease, they could transmit the disease 
to their children. 

To obtain this information, fill out the  
form available on the Website   
Québec.ca/sickle-cell-anemia

You can also request the information from your 
doctor. For all other diseases, your child’s 
carrier status cannot be determined during 
screening.

Types of Treatments

When these diseases are caught early in 
newborns, treatment can begin quickly after birth. 
Although the treatments generally do not cure 
the disease, they still greatly improve the affected 
child’s quality of life.

Treatments can include:

• A special diet

• Medications or vitamins

• Specialized medical followup

Limitations and Disadvantages 
of Screening

Although screening is very effective, it still has 
its limits. In rare cases: 

• Your child may have one of the diseases, 
but it may not be detected during 
screening 

• The diagnosis may be difficult to confirm 
and doctors may need to see your child 
several times for further testing before 
confirming whether they have the disease

• Treatment may be started as a preventive 
measure, pending the results of further 
testing. If the tests show that your child 
does not have the disease, treatment will 
be stopped

• Your child may still experience some 
effects of the disease even though they 
had screening and are receiving treatment

Participation  
in Screening Tests

Blood and urine screenings are available for all 
newborns in Québec.

Screening is voluntary, but recommended. 

If you are unsure about blood screening, 
discuss it with your healthcare professional. If 
you prefer that your child not be screened, tell 
the nurse before they take the blood sample. 
The nurse will ask you to sign a form. For urine 
screening, you confirm that you would like to 
participate by sending in the sample. 


