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iThe COMBINED Test

Warious choices in Risk Assessment for Down
syndrome can b2 found on the graph below. This
brochure discusses the Combined Test.
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Whois al nsk?
Without screening, one baby out of every 700
wiould be born with Down syndrome, Although
any woman may give birth fo an affected baby.
2 Woman's risk increases as she ages. The
chart above compares the detection rates (the
percentage of Down syndrome pregnancies
that will be found) with the screen pogitive rates
{the chance that a woman's test result will be
called “positive” indicating an increased nsk of
hawving a baby with Down syndrome)}. For
example, with the Znd Trimester Quad Test at
a 5% soreen positive rate, T8% of the cases
of Down syndroms will be detected. With the
1st Trimester Combined Test, at a 5% scoreen
poaitive rate, B5% of cases of Down syndrome
will be detected. The Combinsd Test can also
detect approximately 85% of fetuses affected
with Triscmy 18
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Wit are Down synidrome & Trisonny 182
Dizwn syndrome is the most commaon cause of
severs mantal handicaps and physical prob-
lemis such as heart defects, visual and audifory
difficuities in newboms. Whils it is not possible
to assess how severely each Down syndrome
baby will be affected, it is known that nine out
of ten babies will survive their first year and
n2arly haif of those will grow to maturity and
reach 80 years of age.

Cizwn syndrome ocours when eithar the whale
or a segment of the long am of chromosome
21 is present in three copies instead of two.,
Because Down syndrome is usually mot inher-
ited, a family with no previgus history can still
have a Down syndrome baby.

Trisomy 18, which is caused by an extra chro-
masome 18, results in serious mental retarda-
tion and physical deformities imcluding major
heart defects. Only 1 out of 10 babies affected
with Trisocmy 18 ives past the first year of life.
A= with Down syndrome, the risk of having an
affected child gradually increases with age of
the mather.

Wiy do you take ane imo aceomml?
Any woman can have a baby with Down
syndrome but the chance of this happening
increases as a woman gets older Your age is
used in calculating your risk of having a preg-
nancy with Down syndrome. it means that an
olider woman is maore bkely to have a resultin
the higher nsk groups {acreen poaitive) and be
offered a diagnostic fest.

Whatis the Combined Test2
By ufilizing infermation from an ultrasound
of the baby and maternal serum analysis,
the Combined Test is performed bebweean 11
weeks and 0 days and 13 weeks and § days of
pregnancy. [t is swtable for women of all ages.
The Combined Test is an assessment of risk
identifying women who are at an increased nisk
of having a baby with Down syndrome, bt it
cannot determine definitely whether or not the
baby is affected. Women with a greater risk can
be offered diagnostic tests such as a chononic
villus sampling or an amniccentesis. These
diagnastic fests will actually ideniify which
feiuses ars affected
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What are the advantages of haviny the
GCombined Test?
The Combined Test is perdformed in the first
trimester, thereby providing results at a point in
pregnancy when early diagnostic testing such
as chorionic villus sampling (CWS). is available
as an ocption.

What does the Combined Test measure?

After a patent’s serum is drawn, your heskhcare
provider and laboratory look for fwo substances
im the serum that are markers of Down syn-
drome: Pregnancy Associated Plasma Protein-
A {PAPP-A) and total beta-human chononic
gonadoiropin (total R-hCG) In affected preg-
mancies, the PAFPP-A tends to be lowser than

nermal while the total & -hCG levels are usually
elevatad.

Atthe same time a specialized ulirasound called
Muchal Translucency (MT) measures the thick-
ness of the fetal nech.

The valuss of these thres markers are used fo-
gether with the mothaer's age to estimate the risk
of having a Down syndrome pregnancy. The
results of the Combinad Test, which will be sent
to your healthcare provider, will usually be ready
in twio working days. Resulis will be classified as
cither zocreen posiiive ar seresn negafive.

Does the Combined Test detect all preanancies

with Dewn syndrome?
Mo, Seventeen of twenty or 85% of pregnan-
cies with Down syndrome will be detecled (in
the acreen poaiive group). Therefore, three out
of 20 {15 percent) of pregnancies with Down
syndrome will have a scresn negalive result
and so will be missed by the Combined Test.
This is because risk assessment tesis cannot
completely distinguish affected from unaffected
pregnancies,

What does a screen negative test mean?
If the risk of Diown syndrome based on age and
the level of the three markers is lower than one
im 200, then the result is called sereen nega-
tive and a diagnostic test would not usually be
offersd.

Although a screen negafive test result means
that the pati=nt is not at high risk for having a
baby with Down syndrome, 3 screen negafive
result does not completely rule out the possibi-
ity of a pregnancy with Down syndrome.



Al patients undergoing first fimester screening
andior WS should skl consider a 18 week
maternal serum AFP test to rule out open
neural tube defects.

\What does a screen positive resuli mean?
A zpreen posifive result means that you arein a
higher risk group for having a baby with Down
syndrome. If your resultis in this groug, you will
be offered genetic counseling to discuss your
opticns, one of which is a diagnostic test Abouwt
one in 20 women who take the Combined Tast
are soreen posiive and have & risk greater than
ore in 200

blost women with 2creen posifive results do
not hawe a pregnancy with Down syndrome.
For example. of 20 women with screen positive
results, only one would have a pregnancy with
Ciown syndrome.

What hurther iisgnastic tests will he offered if the

results are screen positive?
Patients will be offered Chononic Villus Sam-
pling (CVS]} or an amniocentesis. There is a
smiall isk associated with these procedures,
Patients who would consider CVES if they had a
soresen pogifive fest should have the Combined
Tesi as early as possible, preferably close to 11
weeks, [ days. About one in 100 to 200 women
has a miscarriage as a result of CVS and abouwt
one in 270 women has a miscamiage following
an amniocentasis. The detection rate for Down
syndrome after 3 CVS or amniocenissis is
greater than 88 percent.

What is Chorionic Villas Sampiing (V512
CVE iz 3 diagnostic procedure that extracts a
small amount of placental material and tests
these cells. The matenal may be abtained
through the cenvix of the uierus with a very
fine straw or via a nesdle placed through the
abdomen. The placenta is usually an excellent
source for genstic materal of the fetus, This
test is performed transcervically or fransabdom-
inally betwesn 10 to 12 weeks of gestation, but
only transabdoménally after 12 weehks gestabion.
Results are usually available in five to seven
days, and the detection rate is greater than B2
percent for chromosomal abnormalities, such
as Down syndrome. Follow-up evaluation fior
open neural tube defects is necessary



What is Amnieceniesis?
This diagnostic fest, which can be performed
after 15 weeks, collects & small amaount of
ammiotic fluid from around the baby. The doctor
inserts a very fine neadls to extract the fAuid
which contains cells from the fetus. These calis
are then cultured and examined for their ge-
nefic content. Test results are usually available
in 7 te 14 days. Ifthe chromosome results are
negative, it will almost certainly rule cut a Down
syndrome pregnancy. In addition, AFP evalu-
ation in amniofic fluid can rule out open neural
tube defacts.

Is there a test offered at a later date than the

Combined Test?
Yas. The Integrated 120 Test is similar 1o the
Combined Test in that it includes Muchal Trans-
|uzenecy festing and PAPP-A blood chemistries
in the first timeasier, but because the second
stage of the test is pedormed after 15 weeks,
CWS s no longer an opiion as a diagnostic test.
However, it is a more accurate and compre-
hensive tesi because it includes the Cuad Test
as a second stage. which examines AFF total
F-hCGE, uE3 and Inhikin A, This second stage is
recommendad to be drawn at 15 to 18 wesks,
but cam be performed up to 22 weeks,

The possible detsction rate for Down syndroms
is B0 percent (five percent more accurate than
the Combined Test) with only a 2.15% screen
pasifive rate, Patients receve their resulls
within 72 hours after the second trimester blood
chamusiries are taken, usually around 18 10 17
weeks, Additionally, in contrast o the Combined
Test, the Integrated 120 Test helps identify
pregnancies at increased nsk for open neural
tube defecis.
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What hannens if a birth defect is discovered

through the Gombined Test 2
If your baby is found fo have a serious birth
defect, you can receive professional counseling
froen your heathcare provider andior genstic
counselor about how your child's physica! and
mentzal development may be affected. The
individual capakilites and potential of children
with birth defecis are considerations which you
may wish to consider in your decisicn-making
process.

Cine oplion would ke fo continue the pregnancy
and make arrangements for appropriate
medical services at and after delivery. Other
optiens such as adoption and fermination of
pregnancy will be discussed with you by your
healthzare provider.

Furthar information and support are availabls
through groups and local organizations as listed
below:

hatanal Down Syrdrome Society
htipcivwww ndss.org

Wahional As=ociation for Down Syndrome

hitpowww nads omy
Warch of Dmes hilp s mmarchoddimes. com
Trizamy 18 hipoiwww iisomy.ong

Smith-Lamii-Dpiz Syrdrome b
hiipciwww smithlembopitz org L

GCOMBINED TEST INFORMED COHSERT

| hiava nead and undersiand e iformatian in this
pamphiet regarding screening for The Comioned Tas

2 Yes, | want to nave The Combingd Test
1 Mo, | donof want to have The Combined Test

Pabiert Hame:

Pabierl Eigrahee:

Date
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