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  Section 4 - Genetic Testing and Screening

Most provincial and territorial health insurance programs cover prenatal blood screening for chromosomal anomalies (Down 
syndrome and Trisomy 18) and neural tube defects. The programs usually include provincial coordination of education and 
evaluation, and participation is based on individual choice. It appears that participation is influenced by the preferences of 
both healthcare professionals and women. Individual provinces set their own policies regarding which prenatal screening 
blood tests are used for their program. This choice is partly determined by access to adequately equipped and staffed 
ultrasound facilities.

The Society of Obstetricians and Gynaecologists of Canada and the Canadian College of Medical Geneticists recommend 
that all pregnant women in Canada, no matter what age, should be offered the option of a prenatal screening blood test 
for the most common, clinically significant fetal chromosomal anomalies. They should also be offered a second trimester 
ultrasound for assessment of fetal anatomy, which should be done concurrently with counselling. The Society also provides 
minimum guidelines for the different testing methods that are available for use.1

1 Chitayat D, Langlois S, Wilson RD. Prenatal Screening for Fetal Aneuploidy in Singleton Pregnancies. Joint SOGC-CCMG Clinical Practice Guideline No. 261 (Replaces 

No. 187, February 2007). http://www.sogc.org/guidelines/documents/gui261CPG1107E.pdf

Triple/Quadruple Screen
Triple/quadruple screen is the most common prenatal blood screening program offered in Canada. In this test, blood is taken 
from the pregnant woman to screen for a specific chromosomal anomaly in her fetus such as: 

• Down syndrome, where a person has 47 chromosomes instead of the usual 46 – an extra chromosome 21.
• Trisomy 18, where a person has a third copy of chromosome 18, instead of the usual two.
• Neural tube defect, where there is an opening in the spinal cord or brain that occurs very early in development.

Implications
Prenatal screening results may cause mixed emotions for women and families, including stress, anxiety, relief, guilt, and 
questions about with whom to share the information. It is essential that women get professional genetic counselling to provide 
psychological support and to explain the results. The support should involve health professionals, including medical geneticists 
and genetic counsellors, who are knowledgeable about the challenges and limitations before, during, and after the screening. 
Families need this support since the decision to undergo prenatal testing is a personal choice based on values and experiences. 
Some families will want to know about genetic risk in order to prepare for caring for a child with a genetic condition, some 
may want the information to help them to decide whether to carry on with a pregnancy or terminate, while others may want the 
information to plan for future pregnancies.

4.3.6 Prenatal Blood Screening Programs in Canada
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