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The introduction of cell-free DNA screening for aneuploidy into obstetric 
practice in 2011 revolutionized the strategies utilized for prenatal testing.  
 

 

The purpose of this document is to review the current data on the role of 
ultrasound in women who have undergone or are considering cell-free DNA 
screening.  



The American College of Obstetricians and Gynecologists 
(ACOG) and the Society for Maternal-Fetal Medicine 
(SMFM) both recommend that all women should be 
offered the option of aneuploidy screening or diagnostic 
testing for fetal genetic disorders 





 
What is the role of nuchal translucency 
measurement in women who plan to have, or have 
already had, cfDNA screening and received a 
negative or low-risk result? 



An increased NT has been associated with  
• structural anomalies, 
•  neuromuscular disorders,  
• and a variety of other genetic conditions.  

It has been noted that imaging the fetus at 11–14 weeks 
of gestation provides an early opportunity to evaluate 
the pregnancy and to potentially identify a fetus at risk 
for additional genetic or structural abnormalities 



All women should be offered a 
first‐trimester ultrasound scan according 
to ISUOG guidelines, regardless of their 

intention to undergo cfDNA testing 



 If the woman has had a negative cfDNA test result, nuchal translucency (NT) 
thickness should still be measured and reported as a raw value and centile. 

However, it is not necessary to compute first‐trimester risk estimates for trisomies 
21, 18 and 13 based on NT measurements and maternal biochemistry in a woman 

known to have a normal cfDNA result. 

cfDNA testing should not replace first‐trimester ultrasound and should not be 
offered when an ultrasound anomaly or markedly increased NT is detected. 



cfDNA test results should always be interpreted and explained individually in relation to 
the a‐priori risk and the fetal fraction.  

In the case of a failed cfDNA test, the patient should be informed about the increased risk 
of anomalies as well as alternative screening and testing strategies. 

 

cfDNA testing is not diagnostic, and confirmatory invasive testing is required in the 
presence of an abnormal result. Whenever there is discordance between an abnormal 

cfDNA test result and a normal ultrasound examination, amniocentesis rather than 
chorionic villus sampling should be performed. 

  

In the presence of a fetal structural anomaly, the indications for fetal karyotyping and/or 
microarray testing should not be modified by a previously normal cfDNA test result. 



 
Using cfDNA screening as the primary evaluation strategy, the 
residual risk of a significant chromosomal abnormality after a 
negative cfDNA screen result was 2.5%. 
 In contrast, using cfDNA screening alone for those with an NT 
<3.0 mm and CVS for women with an NT of 3.0 mm or higher 
resulted in a residual risk of a significant chromosome 
abnormality of 1% in this high-risk cohort. 



 The current ACOG and SMFM guidance states that nuchal translucency 
measurement for aneuploidy risk is not necessary at the time of cfDNA 
screening in the first trimester.  

However, ultrasound examination is useful to confirm viability, to confirm 
the number of fetuses and the presence of an empty gestational sac, to 
assign gestational age, and to identify some major fetal anomalies for 

patients who may choose to have cfDNA screening. 
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ACOG states that while a nuchal measurement for aneuploidy risk is not 
necessary, ultrasound is useful to confirm viability and number of fetuses, 

assign gestational age, and identify some major fetal anomalies.  

(ISUOG) recommends that among women with a negative cfDNA test result, 
first-trimester ultrasound should be offered and nuchal translucency 

thickness should be measured and reported as a raw value and centile. 
However, computing the first-trimester risk assessments for trisomy 21, 

trisomy 18, and trisomy 13 based on both nuchal translucency 
measurements and maternal biochemistry is not necessary 

Society of Maternal–Fetal Medicine has recently stated that in women who 
have had a negative cfDNA screen, first-trimester nuchal translucency 

screening may slightly reduce the residual risk of significant chromosomal 
abnormalities; however, further research is needed to determine the 

optimal approach 
























