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‘When Do Theae Occur

First Trimester: Cell-free DNA test, Chorionic villus sampling,
Cystic Fibrosis carrier, Nuchal Translucency, First Trimester
Screen

Second Trimester: Maternal blood screen, Amniocentesis,
Glucose screen and Anatomical survey

Third Trimester: GBS (groub B strep), non-stress tests
or fetal heart monitoring




Cell-free DNA test: tested through
maternal blood. Evals fetal DNA for
genetic conditions. (around 10 wks)

Chorionic Villus sampling: another slide

Cystic fibrosis carrier: Can be done at any
time. Looks for gene causing CF specificall
CF alters digestion and breathing.

First Trimester screen: another slide

R Ultrasound: another slide
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| Second Trimester 13-28 Weeks

Maternal blood screen: blood sample from the mother is taken to
deects the baby might have. This test is performed
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Third Trimester

GBS (group B streptococcus): is a bacteria that causes
infection and can be harmful to the baby as it can be
passed down to the baby during labor. Most people are
unaware that they carry this bacteria. 25% of pregnant
women carry this bacteria. This test is done during weeks
35-37, and it is a painless test. A swab is taken from the
rectum and vagina, which is then sent to the lab

Non-stress test (NST): a screen of the fetal heart, and
checks the health of the baby.







Normal Abnormal



b
pat

he

Alpha-fetoprotein is made in the part of the womb called the yolk sac and in the fetal liver, and some amount of AFP gets into the
mother's blood. In neural tube defects, the skin of the fetus is not intact and so larger amounts of AFP is measured in the mother'’s
blood. In Down syndrome, the AFP is decreased in the mother's blood, presumably because the '%:‘rlk sac and fetus are smaller than
usual.

Estriol is a hormone produced by the placenta, using ingredients made by the fetal liver and adrenal gland. Estriol is decreased in
the Down syndrome pregnancy. This test may not be included in all screens, depending on the labb'ratory.

Human chorionic gonadotropin hormone is produced by the placenta, and is used to test for the presence of pregnancy. A specific
smaller part of the hormone, called the beta subunit, is increased in Down syndrome pregnancies.

Inhibin A is a protein secreted by the ovary, and is designed to inhibit the production of the hormone FSH by the pituitary gland.
The level of inhibin A is increased in the blood of mothers of fetuses with Down syndrome.

Once the blood test results are determined, a risk factor is calculated
based on the "normal” blood tests for the testing laboratory. The average
of normals is called the "population median.” Test results are sometimes
reported to doctors as "Multiples of the Median (MoM)." The "average"
value is therefore called 1.0 MoM. Down syndrome pregnancies have
lower levels of AFP and estriol, so their levels would be below the
average, and therefore less than 1.0 MOM. Likewise, hCG in a Down
syndrome pregnancy would be greater than 1.0 MoM. In the serum
screening, the lab reports all results in either this way or as a total risk
factor calculated by a software program.
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- but available up to 22 wks'

[ Sample | Amniotic flud Plamlal villi

' '

Results | Results available |
| Miscamriagerate | 0,01 -0.5%

_
Advantage - Accurale - Accurate
- Widely available - 1st trimester test — earlier results
- Tesis for NTDs
Disadvantage - 2nd trimester test - Availability varies
- later results - Does not test for NTDs
- Prate of repeal procedures due 1o
ambiguous resulls

1. Amniocentesis may be available later than 22 weeks in certain circumstances.
2 The liming of CVS may vary belween centres.
3 Recent studies suggest that miscarriage rate is lower than 1in 200 (0.5%).
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Amniocentesis

- Draws a sample of amnlotlc f,lg'tl
- Tested to check for fetal mfectlons
diagnostic purposes (lgﬁ'g maturity)

or chromosome abngfﬁalltles o ’

. Also used to treat

X
polyhydramnios-
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transducer
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Am otic fluid
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Screening Tests..........

First trimester tests

1. Cell-free fetal DNA test : after week 10

2. Chorionic villus sampling: weeks 10-12

3. Cystic fibrosis carrier screen: at any point
4. Ultrasound: week 5-6 to confirm pregnancy
5. First trimester screen: weeks 11-13

Second trimester tests

1. Maternal blood screen: weeks 15-20
2. Amniocentesis: weeks 15-20

3. Glucose screen: weeks 24-28

4 Ultrasound: around 20 weeks

Third trimester tests:

1. GBS (group B strep): weeks 35-37




