Sequential Screen for Down Syndrome
Down syndrome, also known as Trisomy 21, is caused by an extra chromosome 21 in all the cells of the
body. It is seen in 1 per 800 live births, and usually occurs in women without a family history of genetic
abnormalities. It is the most common genetic cause for mental retardation in this country, and can also
lead to certain birth defects.
In the past, the only method available for identifying women at higher risk for Down syndrome was
“advanced maternal age,” which used to be deﬁned as a mother who was 35 years old or greater.
However, by using this cut-oﬀ, only 30% of all Down syndrome cases could be detected.
There is now a newer screening option available to you which can increase the detection of Down
syndrome to 90%. It is called a sequential screen. This test will not tell you if the baby does or does not
have Down syndrome, but it will give you a more accurate estimation of your risk compared to using
your age alone.
The sequential screen is a two-part test. Part 1 involves an ultrasound examination between 10.9 and
13.9 weeks to measure the thickness in the back of the baby’s neck (nuchal translucency), along with a
blood test from your ﬁnger. If the results from Part 1 indicate an increased risk, you will be notiﬁed and
oﬀered additional testing (see below). If results from Part 1 are reassuring, you will be asked to complete Part 2 of the test, which is ideally performed at 16-18 weeks, and requires a blood sample from
your arm. After Part 2 is completed, you will be given a ﬁnal
result, which takes into account your age and the results from Parts 1 and 2. The sequential screen has
a very high detection of Down syndrome (90%), but it requires that you return for both parts of the
screen. It may also not be available by all laboratories that we are directed to use by your insurance
company.
The sequential screen will also detect 90% of fetuses with Trisomy 18, another serious chromosomal
abnormality, as well as 80% of neural tube defects such as spina biﬁda.
In 3.5% of normal pregnancies, the sequential screen will come back positive for Down syndrome. This
is known as the false positive rate. In the vast majority of cases (~ 90%), women with a positive screen
will not have a baby with Down syndrome. If the sequential screen does come back positive (either in
the ﬁrst or second trimester), you will be oﬀered genetic counseling to discuss your speciﬁc risks, and
you will be oﬀered a more invasive test, chorionic villus sampling (CVS) or amniocentesis. These tests
sample either the placenta (afterbirth) or amniotic ﬂuid, and will tell you for sure if your baby does or
does not have Down syndrome.

Misa T. Belazi, MD ▪ David S. Hulbert, MD, FACOG ▪ Paul L. Schell, MD, FACOG ▪ Francine M. Siegel, MD, FACOG ▪ Michael T. Snyder, MD. FACOG
Michael I. Zalkin, MD ▪ Dolores C. Fee, RN, APN – C ▪ Lori M. Grisko, RN, APN – C ▪ Trya R. Jones, RN, APN – C ▪ Jennifer J. Shiroﬀ, RN, APN – C
2110 Ark Rd. Ste. 216
Mount Laurel, NJ 08054
856.778.2060

1000 Salem Rd., Ste. B
Willingboro, NJ 08046
609.871.2060

8008 Rt. 130 N, Ste. 320
Delran, NJ 08075
856.764.0002

advocareBCOBGYN.com

45B Homestead Dr.
Columbus, NJ 08022
609.324.7424
(12/11)

The sequential screen is available to all pregnant women, regardless of their age. For women over 35,
the detection rate for Down syndrome is higher, but more women will have a false positive test result.
As the majority will have a negative screen, we encourage women over 35 to consider having the
sequential screen.
It is important to remember that the sequential screen is optional. If you would not have a diagnostic
test for a positive screen, would not terminate a Down syndrome pregnancy, or simply wish not to be
tested, you may decline screening.
As stated by the American College of Obstetricians and Gynecologists (ACOG), all women have the
option to have invasive testing by CVS or amniocentesis. Unlike the sequential screen, CVS and amniocentesis are diagnostic tests which will give you a deﬁnite answer but are associated with a small risk of
miscarriage. For any patient considering diagnostic testing, you would need to speak with a genetic
counselor ﬁrst to discuss the risks and beneﬁts of this testing.
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