Cell-free DNA Screening

Cell-free DNA (cfDNA) is a screening test that can be performed any time after 10 weeks of
pregnancy that screens for common chromosome conditions (Down syndrome, trisomy 18,
and trisomy 13), as well as sex chromosomes (XX and XY), which can also incidentally tell
the sex of the baby.
cfDNA has also been called non-invasive prenatal screening (NIPS), non-invasive prenatal
testing (NIPT), and by several brand names, such as Harmony, Panorama, MaterniT21,
Verifi, and InformaSeq. cfDNA will not tell you ‘yes’ or ‘no’ about these conditions, but can
tell you whether there is an increased chance for the pregnancy to have these chromosome
conditions. If the results say there is an increased risk, you may be offered diagnostic tests,
such as chorionic villus sampling (CVS) or amniocentesis. These diagnostic tests can provide
‘yes’ or ‘no’ answers, but come with a risk of miscarriage. Because of this, diagnostic
tests are optional and are never anything someone has to do.
The conditions that are screened for can vary in severity, from little to no medical issues to
severe or life-limiting health complications. Which conditions are screened for also vary
from lab to lab, but most labs screen for Down syndrome, trisomy 18, trisomy 13, fetal sex,
and sex chromosome differences. Most of these conditions do not run in families, but the
chance of chromosome conditions, such as Down syndrome, are higher in women who will
be 35 or older when the baby is born.
If a screening test, such as cfDNA, were to show an increased risk for a condition, a
diagnostic test, such as amniocentesis or chorionic villus sampling (CVS), would be available
to provide more definitive information. It is also important to remember that if a screening
test shows a low risk, the chance the pregnancy has those conditions is reduced but not
eliminated.
It is important to discuss your cfDNA results with a doctor or genetic counselor to
understand what the results mean for your pregnancy, and make sure you have all of the
information necessary to decide on the best next steps for you and your family.
How does it work?
What conditions does cfDNA screen for?
Results
Helpful statistics
What is a no-call result?
How does cfDNA compare to other prenatal tests?
How to Decide?
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Click here to learn more about scheduling a genetic counseling appointment for pregnancyrelated questions.

Related Articles
Ultrasound
Prenatal ultrasound, also known as sonogram, is an imaging technique that is used to
look at a fetus during the pregnancy. Ultrasound involves using sound waves that
reflect off of the different parts of the baby to generate a picture. This picture can be
used to take measurements, which can…
First Trimester Screening (FTS)
First trimester screening (FTS) is a test that can give more information on the chances
that a pregnancy has Down syndrome (trisomy 21) and trisomy 18 (some labs also
offer screening for trisomy 13). FTS is generally performed between 11 and 14 weeks
of the pregnancy, and is made up…
Second Trimester Screening
Second trimester screening (STS), also called quad screen or triple screen, is a test
that can tell the chances that a pregnancy has Down syndrome (trisomy 21), trisomy
18, and open neural tube defects (ONTDs). STS is generally done between 15 and 22
weeks of the pregnancy, and consists of…
Sequential Screen
Sequential screening (SS) is a test that can tell the chance that a pregnancy has Down
syndrome (trisomy 21), trisomy 18, and open neural tube defects (ONTDs). The first
part of the SS is generally performed in the first trimester and consists of a blood draw
from mom and an…
Carrier Screening
While most screening tests we talk about during pregnancy are designed to give us
more information about the baby, genetic carrier screening is a test that gives us
information about mom and dad. As you may recall from Genetics 101, we have two
copies of most genes: one we get…
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