What i is Down syndromeff ) ; SumMm'y

Down syndrome (trisomy’ 21) is the most-common-

genetic cause of intellectual disability, occuring in- - =~ =
D E T4 weeks 0 o’oys ond 20 weeks 6 doys from'
; Vthe ﬁrst do_y of your last me."m.sl‘rumr cycfe :

approximately 1in 750 births. Individuals with Down:
~ syndrome typically have mild to moderate intellectual
disability ‘and ‘may have-other physical or- medlcol-

problems including heart defects. This screening test. S '."'

identifies a pregnoncy at risk for Down syndrome, but
further testing is necessary to dmgnose this condition..
A Quod Screen identifies opproxnmotely
60 70% of babies W|th Down syndrome. i

Whut is Trlsomy 18';

Trisomy 18 {Edwards syndrome} is.a genettc condmon ‘ '
‘caused by an extrd chromosome 18 in éach cell © - *
~of the body. Babies. with this- dlogn05|s often hove L
multiple birth defects, such:as heart defects or
clubfeet, growth dlff[cultles and-severe to profound

X ﬁ_ intellectual disability.-Since thls condition causes so -

~ many health concerns, many babies with Trisomy 18

are miscarried, stlllborn or pass away shortly after

birth, -but 1 in 10 bobles ‘with Trisomy 18 live past

_one year. Approximately T in3 000 -5, OOO babiesare -

barn with.this diagnosis. e Sy

CA Quod Screen ldentlfies upprox:mutely
- 70% of bubles W|th TI‘ISme 18

What is Open SplnufBlflda"

. Open’ Splno Bifida is a birth defect of the spine
. resulting from o developmental- difficulty very early

in pregnancy. Individuals with spina bifida often have:
dlff:culty walking as well as health cerns with the
© bowel and bladder. Spmo bifida is one of a group- of. 3
- birth defects that can occur oiong the head, neck, or -
spine; this group of birth defects'is dlso coiled neurol

born with an NTD with no prior family-history. Risk -
factors for NTD may.include diabetes, family- h|story
of NTD, or.certain medrcotlon exposures..

A Quad Screen |dent1fles upprox:motely
- 80% of babies with open spina_bifida and

~ approximately 90% of babies with anencephuly

~ (a more severe form of NTD thot occurs at the ;
top of the heud) o

The Quad Screen connot d:ognose Down :

“In most ooéos;' the Quad Screen will be

. 'rheolthcore prowder

- This result does not mean your baby has

“_needed to confirr
~ You and your provider n may decide to obtain
- more information. about the fetus to decide -

_.'.The Quod Screen is.an optronof screening .
.7 test; you may choose to hove ‘or declme the
'screenmg e e

“tube defects (NTD). One or two babies in 1,000 are Nr-Bims'uv]o. i
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5yndrome, Tnsomy 18 or open spina brffdo, 7

“negative” and this will reassure you . ono‘ your

Approxtmately 1'in 20 (5%) ofpat.lents wrﬂ :
receive an: abnormol or “positive” result.

this dmgnos:s for sure; odd.ufronol testing- .'s':'
r rule out a d.'ognosrs L

how to rurthe _ manage the pregnancy.

~The. Quad Screen does not :dent.@ all birth =
defects or gene_trc conditi
: ro’entnﬁ/ all concerris.

ns. No test can-
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What is the Quad Screen?

The Quad Screen is an optional screening test
available to pregnant women. Using a small
sample of the mother’s blood this test measures
the following four proteins:

* alpha-fetoprotein (AFP)

* estriol (uE3)

* human chorionic gonadotropin (hCG)

+ dimeric inhibin A (DIA)

The Quad Screen uses the patterns of the four
proteins along with the woman'’s age, race, weight,
and other pregnancy information to identify
pregnancies that may have certain birth defects
or genetic conditions such as Down syndrome,
Trisomy 18, and open spina bifida.

Why have the Quad Screen?

Patients who choose the Quad Screen want more
information about Down syndrome, Trisomy 18,
and open spina bifida during their pregnancy. In
every pregnancy there is a possibility that a baby
may have one of these diagnoses. Most babies
born with these concerns have no family history of
these conditions. This screening test may provide
information important for making decisions
regarding the management of a pregnancy. It
can also prepare a family for the birth of a child
with healthcare needs.

Why might someone decline or
decide not to have a Quad Screen?

There are many reasons an individual might
not want the Quad Screen. Some individuals
find the process causes anxiety. Others do not
want to know the chance for Down syndrome,
| Trisomy 18, or open spina bifida. Some individuals
decide instead to have a diagnostic test, like
amniocentesis, while others find their insurance
will not cover the cost. Also, if First Trimester
Screening has been completed in the pregnancy,
it is not recommended that a patient have a
Quad Screen. If First Trimester Screening has been
completed, “AFP only” is the recommended blood
test for open spina bifida only.

How long does it take to get results?

Results are typically available in less than
one week.

Potential Results and Implications:
Positive (High Risk}

* A positive result can be seen for many
reasons. Babies can be healthy, there may
be a birth defect or genetic conditon causing
the unusal pattern of proteins, or there
may be a small risk for other pregnancy
complications.

= A screening test cannot diagnose a
birth defect or genetic condition.

* Additional testing, including a detailed
ultrasound, optional amniocentesis, and
genetic counseling is offered to provide
additional information.

If the result is positive, can the
Quad Screen be repeated?

* The Quad Screen can be repeated if the inital
blood was drawn before 14 weeks or with
some results that indicate an increased risk
for open spina bifida.

¢ The Quad Screen should not be repeated if
the result indicates a risk for Down syndrome
or Trisomy 18.

Negative (Low Risk)

+ In most cases, the result will be negative
and no additional diagnostic tests will be
recommended for Down syndrome,
Trisomy 18, or open spina bifida. Although
this is reassuring, it does not rule out all
birth defects.

« Even when the Quad Screen is negative an
ultrasound is often recommended around
20 weeks to evaluate for general birth
defects, fluid levels, and baby’s growth.

'.Whut is Ultrusound" SR
:An ultrasound exarn uses hrgh frequency sound

_"_w::wes to. create images on a video screen. The
7 ,,ultrasound is helpr’ul in determmmg gestanona! S

B ;ofthe J’ast normal mestrua! perrod}, approx;mate_' 25
- fetal grawth number of babies, and certain -
_,abnormahtles of the Fetus An u!tmsaund a!so i

,Ammocentesas :si-a:procedure performed by
a physician to obtain a small amount of fluid
¥ "'(ammatfc ﬂurd}- surroundmg the baby as it

procedure is done w:th ultrasound gurdance Most',
mothers and bab:es expenence no. c:omphcatrons

" beyond a mrld cramping sensation. In u few

mstances, _however, add:tronal concerns may

.' 'f_arrse 'ﬂre probab:htythatan ammocentesrs will
Vlead to senous comphcatmns is less than 0.15%

(1in 600), when done by a hrgh-nsk pregnancy

- physrc:an

When can the Quad Screen be drawn?

Each laboratory varies, but the woman’s blood is
typically drawn between 14 and 21 weeks after
the first day of the woman'’s last menstrual period.

Can a Quad Screen be completed with
a twin pregnancy?

A result is given when there are two babies but
cannot be calculated when there are more than
two babies. A Quad Screen is unable to calculate
a risk for Trisomy 18 if there is more than one baby.




