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INFORMATIONS  ABOUT INDIVIDUAL SCREENING 
TEST FOR T21 

The individual screening test for T21 measures the risk (high or low) that the current fœtus would be 
T21.  
Two exams can be performed :

 a blood test on the expecting mother

 an ultrasound examination of the foetus.

These two exams pose no risk for the pregnancy. 
The screening test requires a written consent from the expectant mother and is not obligatory.

WHAT IS T21 ? 

T21, or down’s syndrome, erroneously called « mongolism », is caused by an extra chromosome in the 
patient’s cells.

THIS EXTRA CHROMOSOME CAN HAVE MANY CONSEQUENCES, THE MOST FREQUENT ARE:

 Varying degrees of intellectual deficiency, with different chances for social integration and relative 
autonomy varying from one child with T21 to another.   

 A characteristic  aspect  of  the  face ;  a  height  rarely  attaining  more  than 1m 60  at  adulthood ; 
diminished muscular tone called hypotonia.

 Malformations of variable severity, often in the heart and digestive system.  

HOW DO WE PERFORM THE DIAGNOSIS? 

Before birth, a sample of the cells belonging to the fœtus can provide its caryotype (the study of its 
chromosomes :  amniocentesis  or  trophoblast  biopsy.  This  sample  carries  some  risk  of  provoking  a 
miscarriage, this is why it is only recommended when there is an elevated risk that fœtus is T21.

After birth, a caryotype exam studying the child’s chromosomes will confirm the diagnostic.

HOW DO WE KNOW ELEVATED RISK OF T21 IS? 
 

In the first trimester of the pregnancy, the calculation is done on 3 items :  
- the mother’s age : the older she is, the higher the risk ;     
- the measurement of the nuccal pad (called nuccal translucency). During the first trimester ultrasound 
examination, the thicker the nuccal pad the higher the risk of T21.  
- a blood test, performed after the ultrasound exam, to dose the mother’s blood level of serum markers  
(blood proteins).

During the second trimester.
If the screening test has not been performed during the first trimester, it is still possible until the 18th  
week of gestation.

Also note  :  a  malformation may be  dectected during any of  the  three  trimesters  of  pregnancy and 
represents a higher risk of T21.
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HOW DO WE INTERPRET THE RISK? 

The results are delivered to and interpreted by the prescribing doctor. This produces  an estimated risk 
for the fœtus to be T21, not a certainty.
 

 If  the  risk is  higher than 1/250 (1  out  of  250 cases),  it  is  considered to  be an elevated risk. 
Example of an elevated risk : 1/50 (1 out of 50 cases) this signifies that the fœtus has 1 chance out 
of 50 (2% risk) to be T21. In other words, in 49 out of 50 cases (98 % of the cases), the fœtus is not  
T21.

 If the risk is between 1/250 and 1/1000, it is considered as « intermediate ». » 

 If the risk is under 1/1000, it is considered as « low ».

In conclusion, remark that this calculation is not perfect:  it will alarm 5 % of pregnant women for 
whom the risk is called elevated, even though the grand majority of them will not have a T 21 child. On 
the other hand, at the opposite, in some rare cases, a risk that will have been estimated as low (less than  
1 out of 1000) will nonetheless be followed by a child born with T21.

WHAT TO DO IF THE RISK IS ELEVATED (>1 / 250)? 

This does not mean that the fœtus is necessarily T 21. To be sure, the caryotype of the fœtus can be  
performed. 
Depending  on  the  situation,  a  sampling  of  trophoblast  (sampling  cells  of  the  placenta)  or  an 
amniocentesis (sampling the cells of the amniotic fluid) might be suggested.
Miscarriage or premature labor risk due to these techniques is around 1%. Results are available between 
a few days to 3 or 4 weeks depending on the technique used.  The expectant mother may resquest or 
refuse this sampling, which is covered by the health insurance.

THE NON INVASIVE SCREENING TEST OF T21 BY THE ANALYSIS OF THE FŒTUS DNA IN THE  
MATERNAL BLOOD

It is possible, by maternal blood sample, to know if the fœtus can be affected by the T21. This new test, 
by analyzing of the fœtus DNA in the maternal blood, is a screening test, that means that a positive test  
must be confirmed by an invasive sample : amniocentesis or trophoblast biopsy.
At the opposite, this test can be wrongly reassuring in about 0,5% of the T 21. In about 1 to 5 % of thes 
cases, the result of this test cannot be given for technical reasons and sample has to be poroposed.
This test is not currently covered by the health insurance.
In the present state of knowledge, the professionals of the prenatal diagnosis, does not recommend this 
test instead of the current screening test.
This test can be currently proposed to the patients which are in high risk area ( > à 1/250 ) but doesn’t 
want to require to an invasive sample or in an inermediate risk area (between 1/250 to 1/1000).
This test must not be proposed when the fœtus has an abnormal nuccal pad (nuccal translucency) or any  
ultrasound abnormality.
This test could avoid 95% of invasive samples which the risk of miscarriage is about 1%.

WHAT TO DO IF THE COUNT OF CHROMOSOMES REVEALS A FŒTUS WITH T 21?

This situation requires assistance, taking the time to think things through, and getting information on 
the possible care of people with T21.


