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PATIENT INFORMATION 
 
Dear Madam, 

 
The test being offered to you consists of analysing fragments of DNA coming from the foetus (or foetuses), which are present in the mother’s 
blood during pregnancy. Though this is a genetic test, the aim is not to analyse the entire foetal genome, but rather to assess the proportion 
relative to each of the chromosomes 13, 18 and 21 in order to highlight any excess chromosomal material, which is observed in cases of trisomy 
13, 18 and 21. 
 
This test should not be regarded as foetal karyotyping (a test to identify and evaluate all the chromosomes in a sample), which can only be 
performed after chorionic villus sampling (placenta) or amniocentesis (amniotic fluid). It cannot detect genetic diseases such as cystic fibrosis, 
abnormalities associated with a defective closure of the neural tube such as spina bifida, and it does not make it possible to predict complications 
later on in the pregnancy such as pre-eclampsia, delayed growth and premature birth. 
 

RECOMMENDATIONS TO PERFORM THE TEST 
 
The French National Authority for Health (HAS) issued the following recommendations in May 2017 for singleton pregnancies: 
 

- The trisomy 21 (Down’s syndrome) screening test by the analysis of cell-free foetal DNA should be offered to all pregnant women in 
whom the risk of trisomy 21 is between 1/1000 and 1/51 arising from the screening of blood marker levels (Triple Test). In the event 
that two consecutive foetal DNA cases do not produce an interpretable result, the HAS considers that the course to be taken should be 
the same, regardless of the level of risk between 1/1000 and 1/51. In this particular case, it should be possible to perform a foetal 
karyotype test.  

- The possibility of performing a foetal karyotype test should be initially offered to all pregnant women whose risk of foetal trisomy 21 is 
greater than or equal to 1/50, is identified from the screening of blood marker levels (i.e. the 1st trimester combined test). A cell-free 
foetal DNA test could be performed, however before a possible foetal karyotype test depending on the preference of the pregnant 
woman.  

 
Furthermore, it should be noted that: 

- the recommended standard blood marker screening procedure is the combined test, which comprises a nuchal translucency 
measurement during an ultrasound scan and blood marker levels in the 1st trimester; 

- all women should have access to a biometric and morphology ultrasound scan between 11 weeks and 13 weeks + 6 days since the last 
period, according to the quality criteria adopted by the HAS; 

- in the event of nuchal translucency ≥ 3.5 mm (or > 99th percentile) and other ultrasound signs, a foetal karyotype test (or an analysis of 
the chromosomes on a DNA chip) should be initially offered in accordance with standard practice. In fact, the risk of the foetus carrying 
an unbalanced chromosomal abnormality other than trisomy 13, 18 or 21 is estimated to be around 8% (Cerba data, SEHDA Study Group, 
Benachi et al. Obstet Gynecol. 2015;125(6):1330-1337.) 

 
The French National Authority for Health refers to the recommendations made by research bodies concerning screening for trisomy 21 in 
particular situations, including in patients who required medically assisted procreation, multiple pregnancies and in cases where other 
chromosomal abnormalities (especially trisomy 18 and 13) have been detected. 
 
In addition to the HAS recommendations, it should be noted that the Francophone Association for Cytogenetics (Association des Cytogénéticiens 
de Langue Française) issued the following recommendations (version 2 – 2015): 

- The test is recommended for testing for trisomy 21. It may also apply to testing for trisomy 13 and 18.  
- The following indications are currently accepted:  

o Maternal age ≥ 38 years for patients who have not been screened for maternal blood markers 
o Couple in which one of the parents is a Robertsonian translocation carrier including chromosome 21 
o Patients in whom blood markers are unreliable (twin pregnancies, blood markers outside the limits of biochemistry software)  
o Patients with a history of pregnancy with foetal aneuploidy  
o Patients with an increased risk of trisomy 13 and/or 18 (Robertsonian translocation carrier including chromosome 13, 

indicative blood markers) 
 

- Screening for other chromosomal abnormalities (sex chromosome disorders, microdeletion syndromes, and other unbalanced 
chromosomal abnormalities) is not currently recommended.  
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IN PRACTICE 
 

Prescription is provided by a doctor or midwife during an appropriate appointment (Law no. 2011-814 of 7 July 2011 on bioethics): 
- This test should not be performed earlier than 10 weeks since the last period 
- The usual period for obtaining the result of the test is around 5 days from receipt of the sample by Laboratoire Cerba 
- The result is sent to the prescriber, who is the only person authorised to notify you of the result   
- The clinical sensitivity of the test is 100% for trisomy 13, 90% for trisomy 18 and about 98.9% for trisomy 21. Specificity is > 99.9% for 

trisomy 13, 18 and 21. (Data from Illumina: results of a clinical validation study of the test) 
 

- In less than 0.5% of cases, a result may not be obtained, which could lead to a delayed diagnosis or delayed patient treatment. This 
could be the case, for example, if the proportion of foetal cell-free DNA in the maternal blood is too low, especially if the body mass 
index (BMI) of the mother is high or in cases of multiple pregnancy or placental disorders. In this case, you will be offered the 
opportunity to repeat the test (not charged) or immediate access to an invasive procedure. 

- This test is limited to trisomy 13, 18 and 21. Chromosomal abnormalities such as unbalanced translocations, deletions and 
duplications are not detected. 

 

PROOF OF INFORMATION AND CONSENT BY THE PREGNANT WOMAN FOR PERFORMING THE TEST 
 

I, the undersigned......................................................................................................................................................................................... 
 
In accordance with Article 20 of Law no. 2011-814 of 7 July 2011 concerning bioethics, certify to have received honest, clear and appropriate 
information during a consultation today regarding: 

- the risk to the unborn child of suffering from a particularly serious disease, notably trisomy 21 (Down’s syndrome), the procedures for 
diagnosing it and possible treatment, 

- the possibility of having access on request to either an invasive procedure (amniocentesis or chorionic villus sampling) with the view 
of performing a foetal karyotype test, or screening for trisomy 21 by analysis of cell-free DNA, as well as the nature, advantages, 
disadvantages and limitations of each of these options. 

In particular, the aim and methods of the cell-free DNA test have been explained to me, along with its limitations: 
- a negative result foes not completely rule out the possibility of the foetus has one of the tested abnormalities, and follow-up 

ultrasound scans of my pregnancy should be performed, 
- a positive result does not make it possible to formally confirm that the foetus has one of the investigated abnormalities, and an 

invasive test in order to confirm or rule out the diagnosis must be offered to me by a doctor, midwife or, where applicable, a member 
of a multidisciplinary antenatal diagnostic centre during an appropriate appointment 

 

 I consent to the sampling and performance of this examination, which will be performed by Laboratoire Cerba, which is authorised by the 

Regional Health Agency (Agence Régionale de Santé) to perform antenatal diagnostic testing. The test simply involves taking a small amount of 
blood and presents no risk to my baby. The results of the test will be given and explained to me by the doctor/midwife who prescribed it. 

 I consent that the part of my sample that is unused after the test may be included in a scientific research programme. All of my medical data 

will be protected. As a result, the scientific studies carried out will not benefit or harm me. 
 
The prescriber will keep the original copy of this document. Two copies will be given to me, one for my own records and the other to be given 
to Laboratoire Cerba before undergoing this test. Laboratoire Cerba, on whose behalf the clinical pathologist will perform this test, will keep 
this document under the same conditions as the test report. 
 
Signed in ……………………………………………………………………………………..… on ………………………………………………… 
 
 
 
 
 
 

Signature of the patient                                   Signature prescriber 
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