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About this booklet

• During pregnancy, there are prenatal tests available  
 to check the baby’s health. 

• This booklet helps pregnant women and their partners  
 decide whether or not to screen (check) for Down  
 syndrome in pregnancy. 

• It includes information about the different types of  
 prenatal screening tests and how accurate they are  
 in identifying Down syndrome.

•	 It	also	includes	information	about	diagnostic	(more	definite	tests)						
	 available,as	an	option,	to	confirm	whether	your	baby	has	 
 Down syndrome. 

• You may wish to share this booklet with your partner  
 and discuss it with a health care professional (your GP, midwife,  
 obstetrician or genetic counsellor). 

There is a worksheet at  
the back of this booklet  
to help you and your  
partner decide whether 
or not to have prenatal 
screening (pages 24 & 25).  
The medical words are 
explained on pages  
32 & 33.
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What is prenatal testing?

Prenatal testing is optional, 
so it is important to know 
about your testing options 
and make a choice that 
is right for you. This may 
involve conversations with 
your partner, friend or  
health professional.

• Most babies are born healthy.   

• A small number of pregnancies result in babies with  
 a chromosome condition such as Down syndrome.

• Chromosomes are structures of the body that contain 
 information that affects how the baby develops.

• Some, but not all, chromosome conditions can be found  
 by prenatal tests during pregnancy.

• Some prenatal tests are more accurate than others.  
 Some tests are safer than others. Each test gives you  
 information about the health of your baby.

• There are two main types of prenatal tests which are available at   
 different times during your pregnancy (see timeline on the next page 5):  

 1 Screening tests - to tell you the chance that your baby has  
  Down syndrome or other chromosome condition (pages 8 to 17).

 2 Diagnostic tests - to confirm that your baby has Down  
  syndrome or other chromosome condition (pages 18 to 19). 

 

Prenatal testing timeline
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Second Trimester  
Screening

Blood test (14-20 weeks)

Non-Invasive Prenatal 
Testing (new screening test)
Blood test (from 10 weeks)

Amniocentesis
(15-19 weeks)

Chorionic Villus Sampling
(11-14 weeks)

Start of Pregnancy (number of weeks)

Prenatal testing options for to you consider during your pregnancy.
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Down syndrome
• Down syndrome (also known as Trisomy 21) is one of the most  
 common chromosome conditions to screen for in pregnancy. .  
 Other less common conditions are also screened for and are listed  
 in the Appendix (pages 34 and 35). 

• Down syndrome is a genetic condition caused by extra   
 chromosome 21.

• The chance of having a baby with Down syndrome increases  
 as you get older. But, there is also a chance that young women  
 can have a baby with Down syndrome. For example…

 - For women in their twenties, the chance of having a baby  
  born with Down syndrome is about 1 in 1000.

 - For a woman aged 40, the chance of having a baby born  
  with Down syndrome is about 10 in 1000.

• Many pregnancies with Down syndrome and other chromosome  
 conditions will miscarry (lose the baby) early in pregnancy. 

• People with Down syndrome have physical features in common,  
	 such	as	a	flat	nose	and	face.	But,	they	also	look	like	their	parents		
 and family.

• Some people with Down syndrome need only a small amount  
 of medical help, while others will need a lot of medical help.  
 For example, they may have health conditions with their stomach,  
 lungs (breathing), and their heart. 

• Everyone born with Down syndrome will have a degree of  
	 learning	difficulties.	However,	this	will	vary	for	each	individual.

On pages 34 and 35, there is information  
about other less common chromosome conditions,  

which are also screened for in pregnancy.  
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How accurate are screening tests

• On the next few pages we will tell you about the different types  
 of screenings tests available at different times in your pregnancy. 

• Screening tests can check if your baby is at increased chance of 
having	Down	syndrome.	Diagnostic	tests	are	available	to	confirm		
 and be certain (pages 18 and 19).

The diagrams on the following pages show you how accurate 
the screening tests are in identifying Down syndrome.
Each diagram represents 100 pregnant women carrying a 
baby with Down syndrome.
So, for example, this diagram shows  you that a screening test 
would correctly find 99 out of 100 babies (blue dots) with 
Down syndrome, but one (orange dot) would be missed. 

The accuracy of the screening test depends on the type of  
test and the age of the woman.

Screening tests are more accurate in detecting pregnancies  
with Down syndrome in women who are older.
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Screening in the first trimester of pregnancy involves a  
blood test and special ultrasound scan. This is known  
as Combined First Trimester Screening.
 
Blood test

• A blood test between 9 and 12  
 weeks of pregnancy. 

• This test is often referred to as  
 maternal serum screening.  

 
Ultrasound

• A special ultrasound called  
 a nuchal translucency, between  
 11 and 14 weeks of pregnancy. 

• This ultrasound measures the thickness  
 of the baby’s neck. 

•	 An	ultrasound	confirms	the	date	the	 
 baby is due, checks to see how the  
	 baby	is	developing,	identifies	this	baby	 
 and if there has been a miscarriage.

Combined f irst trimester screening

On average, if a pregnant woman has 
Combined First Trimester Screening:

How accurate is this screening?

Approximately 90 out of 100  
pregnant women carrying a baby  
with Down syndrome will be found  
by	combined	first	trimester	screening.	

Approximately  
10 out of 100  
pregnant women 
carrying a baby with  
Down syndrome  
will be missed by  
combined	first	 
trimester screening.

A woman’s age, weight, and results of the blood test and  
ultrasound are combined to tell you the chance of Down syndrome. 

However, it will not confirm whether the baby has  
Down syndrome or not.  

Screening tests tell you the chance that your baby has  
Down syndrome. They do not confirm whether you are carrying 
a baby with Down syndrome or not. Further diagnostic testing is 
available as an option to confirm Down syndrome. (see pages 18 
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Screening in the second trimester of pregnancy  
involves a blood test only.

 
Blood test

• A blood test (called maternal serum  
 screening) between 14 to 20 weeks

• Second trimester screening is usually  
	 an	alternative,	if	the	first	Combined	First	 
 Trimester Screening Test is missed. 

 
Ultrasound scan

• An ultrasound (morphology scan)  
 between 18 and 20 weeks.

• This scan checks how the baby is  
 developing. It checks the baby’s heartbeat  
 and different parts of the body, such as its  
 head, brain, face, chest, stomach, spine,  
 arms, legs, hands and feet.

• This second trimester ultrasound is  
 not recommended as a screening test for Down syndrome.

Screening in the second trimester
On average, if a pregnant woman has second 
trimester screening (blood test only): 

How accurate is this screening?

Approximately 75 out of 100  
pregnant women carrying a baby 
with Down syndrome will be found 
by second trimester screening. 

Approximately  
25 out of 100 
pregnant women 
carrying a baby with 
Down syndrome will 
be missed by second 
trimester screening.

Your age, weight and results from the blood test (only)  
are combined to tell you the chance of Down syndrome. However, 
results will not confirm whether the baby has Down syndrome or 

not. A “low risk” result does not mean no risk.

Second trimester screening is less accurate  
than Combined First Trimester screening.
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Non-invasive prenatal testing

A new screening test

• A new type of screening test, called ‘Non Invasive Prenatal  
 Testing’ (NIPT for short) is now available from some private   
 companies and public maternity hospitals in Australia. 

• This new screening test involves a blood test to screen for Down  
 syndrome and other chromosome conditions (see pages 34-35).

• The blood test can be done:

	 -	 	in	the	first	or	second	trimester.

 -  as early as 10 weeks of pregnancy. 

• This new test is a special way to check the  
 baby’s chromosomes that are found in the  
 mother’s blood.

• Unlike an ultrasound scan, this new screening test does not:   
	 -	 confirm	the	due	date	 
 - see how the baby is developing  
 - identify twins  
	 -	 find	out	if	there	has	been	a	miscarriage.

• The cost of this new test is currently  
 between $500 – $900, and is not  
 covered by public hospitals or Medicare.

• You may wish to speak with your doctor,  
 midwife or genetic counsellor about this  
 new screening test. We have listed some  
 questions on page 26 to help you. 

On average, if a pregnant woman has Non-Invasive 
Prenatal Testing (NIPT) – the new screening test:

Non-invasive prenatal 
testing (NIPT) is a new type 
of screening blood test for 
Down syndrome and other 
chromosome conditions. 
It does not confirm whether 
you are carrying a baby  
with Down syndrome or not.

How accurate is this new test?

Approximately 99 out of 100  
pregnant women carrying a baby with Down 
syndrome will be found by the new blood test.

Approximately  
1 out of 100  
pregnant women 
carrying a baby with 
Down syndrome  
will be missed by  
the new blood test.

Non-invasive prenatal testing is more accurate than first or  
second trimester screening, but it does not confirm whether  

you will have a baby with Down syndrome or not. 
 (see pages 18 & 19).
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What do the screening results mean?

This chart helps you to understand what the prenatal screening results may  
mean and your options. 

PRENATAL SCREENING 

Increased risk result 

Decisions regarding continuing 
or ending the pregnancy

Amniocentesis
15-19 weeks (see page 19) 

Decisions regarding continuing 
or ending the pregnancy

Chorionic Villus Sampling (CVS)  
11-14 weeks (see page 18)

Low risk result 

This means that you have a  
LOWER CHANCE  

of having a baby with Down 
syndrome or other  

chromosome condition. 

However, some screening  
tests miss pregnancies with  
Down syndrome and do not  

confirm whether the baby has Down 
syndrome or not. 

Remember that 
prenatal screening  

is optional. 

You may decide  
not to have any 

screening.

SCREENING

(tests to tell you 
the chance of 
having a baby 

with Down 
syndrome)

DIAGNOSTIC 
TESTS 

(tests to confirm 
Down syndrome)

This means you have a  
INCREASED CHANCE  
of having a baby with  

Down syndrome or other  
chromosome condition. 

Depending on the stage in your  
pregnancy, further diagnostic testing 
is an option available to women to 

confirm whether the baby has Down 
syndrome or not.  

NO SCREENING 
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NO FURTHER TESTING

Having further testing is your decision. 
You may decide to continue with the  
pregnancy without further testing.
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Diagnostic testing

There are two diagnostic tests available, at different stages of 
pregnancy,	to	confirm	whether	or	not	your	baby	has	Down	syndrome:

1. Chorionic Villus Sampling (CVS) (11 to 14 weeks)

2. Amniocentesis (15-19 weeks) 

1. Chorionic Villus Sampling (CVS) (11 to 14 weeks)

• A CVS test involves taking a small sample from the  
 placenta (an organ joining the mother and baby, to provide  
 the baby with oxygen and food).

• CVS is the earliest diagnostic test and can be done  
 from 11- 14 weeks. 

• This test involves a doctor using an ultrasound to  
	 insert	a	fine	needle	through	the	woman’s	tummy	 
 to the womb (see picture below). 

• This test may have to be  
 carried out through the  
 vagina if the position  
 of the placenta prevents  
 the doctor inserting the  
 needle through the  
 woman’s tummy. 

• On rare occasions, the  
 test may need to be  
 done again.

2. Amniocentesis (15 to 19 weeks)

• Amniocentesis is the later diagnostic test and can be  
 done between 15-19 weeks of pregnancy. 

•	 This	test	involves	a	doctor	inserting	a	fine	needle	through	 
 the woman’s tummy to collect a little bit of liquid from  
 around the baby (see picture below). 

• The doctor uses an ultrasound to make sure he or she does not  
 touch the baby with the needle. The liquid is tested for conditions.

• On rare occasions, the test may need to be done again. 

There is a small possibility that you will miscarry  
(lose the baby) after these tests. 

The chance of this happening is approximately 1 in 100,  
but could be much lower (1 in 1000), especially if you  

see an experienced doctor. 

WOMB

FETUS

ULTRASOUND PROBENEEDLE

PLACENTA

AMNIOTIC SAC

WOMB

ULTRASOUND PROBENEEDLE

AMNIOTIC FLUID
- liquid that 

surrounds the baby
FETUS
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Options after a diagnosis of Down syndrome

• There are a number of options to consider if the diagnostic 
	 test	result	confirms	that	you	are	carrying	a	baby	 
 with Down syndrome:

 - Continue the pregnancy  
  and become a parent.

 - Continue the  
  pregnancy and  
  place the baby  
  for adoption  
  or fostering.

 - End the pregnancy.

• Talking to your midwife, GP or obstetrician,  
 or seeing a genetic counsellor may help you  
 and your partner make an informed  
 decision about what to do next. 

For further information, we recommend you have a  
look at the resources developed by Down Syndrome  
Australia. These resources provide non-directive  
information and offer the opportunity to speak to a  
parent of a child with Down syndrome  (see page 30 for  
contact details)

Ending the pregnancy 

The following information is about ending your pregnancy by  
having an abortion. Some people might find it upsetting to read. 

• This is a big decision and it is important  
 that you make the right choice for you.  
 Talk to people close to you.  
 This could be your partner, family  
 doctor, obstetrician, midwife, genetic  
 counsellor, or social worker.

• Different people have different feelings  
 about this. Some will not feel the same  
 as you. It is ok to feel the way you do. 

• It is important that you and your partner talk about how you feel.

Continuing the pregnancy

• If you choose to continue with  
 the pregnancy, there is the  
 opportunity to receive  
 appropriate counselling and care in preparation for the birth. 

• Even if you decide to continue with the pregnancy, you may  
 not feel ready to bring up a child with Down syndrome.

• If you do not feel ready, you can choose to have your baby  
 adopted or fostered, this means that after your baby is born,  
 your baby would live with another couple. 
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Summary of prenatal tests

SCREENING TESTS - to tell you the chance of having a baby with Down syndrome

Type/name of the test About the test
Risk of miscarriage  
(losing the baby)

Does the test confirm  
Down syndrome?

Accuracy of the test

Combined First Trimester 
Screening (Pages 10-11)

Blood test (9 - 12 weeks) 
Ultrasound (11 to 14 weeks)

None No
Correctly	identifies	around	90	out	of	100	babies	

with Down syndrome; 10 may be missed

Non-Invasive Prenatal 
Testing (NIPT) (Pages 14-15)

Blood test (from 10 weeks) None No
Correctly	identifies	around	99	out	of	100	babies	

with Down syndrome: 1 may be missed.

Second trimester screening 
(Pages 12-13)

Blood test (14 - 20 weeks) None No
Correctly	identifies	around	75	babies	with	Down	

syndrome; 25 may be missed

DIAGNOSTIC TESTS - to confirm Down syndrome
Type/name of the test About the test Risk of miscarriage (losing the baby) Does the test confirm Down syndrome?

Chorionic Villus  
Sampling (CVS)

A needle through the woman’s 
tummy to collect a sample of the 
placenta the organ connecting the 
woman and baby (11 - 14 weeks)

Approximately  
1 in 100 may miscarry

Yes

Amniocentesis

A needle through the woman’s 
tummy to collect a little bit of  
liquid from around the baby  

(15 - 19 weeks)

Approximately  
1 in 100 may miscarry

Yes
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Your personal worksheet
• Here is a worksheet to help you (and your partner) think about   
 whether you want to have screening.  

• Below are some reasons to have and not to have screening.  
 For each statement, put a tick in the box that corresponds  
 to your answer (yes, no or unsure).

• Remember it is your choice, and there are no right or wrong answers.

Other things important to my decision (please write here)

After completing the worksheet,  
how do you feel about the  
Down syndrome screening? 

 
  I would like to have  
  Down syndrome screening.

  I do not want to have  
  Down syndrome screening.

  I am unsure about  
  Down syndrome screening*.

* If you are unsure about having Down syndrome screening, you 
may wish to read through the booklet again and/or talk through your 
decision with your partner, doctor, midwife or genetic counsellor. 

Some reasons to have screening YES NO Unsure

I	want	to	find	out	whether	my	baby	has	Down	syndrome,	 
to help me feel better prepared.

I would like to do a screening test that cannot increase  
my risk of having a miscarriage

A “low risk” result would be reassuring, even if it  
does	not	confirm	that	my	baby	has	Down	syndrome.	

I would like to have the option of having more testing (CVS 
or amniocentesis) if my screening results show that I have  
a higher chance of having a baby with Down syndrome.

I would like to have the option of ending the pregnancy  
if I found out I was having a baby with Down syndrome.

Some reasons to not have screening YES NO Unsure

I think my chance of having a baby with Down syndrome is 
low, so the screening test would not be useful for me.

Knowing that I had a higher chance of having a baby  
with Down syndrome would cause too much anxiety. 

I would not consider having more testing (CVS or  
amniocentesis)	to	confirm	whether	I	was	having	a	baby	
with a Down syndrome.

Even if a CVS or amniocentesis test showed that I was having  
a baby with Down syndrome, I wouldn’t end the pregnancy.

Remember that prenatal screening is optional, so it is  
important that you make a choice that is right for you.  

 This may involve conversations with your partner,  
friend or health professional.
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Write down any other questions  
you may wish to ask and medical words you are unsure of.

Questions to ask your health professional

Here are some questions that you might like to ask your health  
care professional (GP, midwife, obstetrician, or genetic counsellor) 
about prenatal screening for Down syndrome.

Prenatal screening tests

• Can you tell me about the prenatal screening tests available  
	 in	the	first	and	second	trimester?

• How accurate are the different screening tests in detecting 
 Down syndrome?

•  Is one screening test more accurate than others?
 
The new screening test
• Can you tell me about the new screening test for Down syndrome 
 (non-invasive prenatal testing, or NIPT)?

• Is the new screening test available?

• How much does the new screening test cost?
 
The test results and what they mean
• What does a ‘low risk’ result mean?

 - What does an ‘increased risk’ result mean?

 - If I have screening, how will I receive the results?

• If I have screening, when do I get the results?
 
Diagnostic tests
•  Can you tell me about the different types of follow-up 
 diagnostic tests?

• What are my options if Down syndrome is diagnosed, or  
 my baby isn’t developing in the usual way?
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Further information & support services

Camperdown  
Royal Prince Alfred Hospital 
Department of Molecular and Clinical 
Genetics 
Ph: (02) 9515 5080

Kogarah  
St George Hospital 
Clinical Genetic Service  
Ph: (02) 9113 3635

Liverpool  
Liverpool Hospital 
Clinical Genetics Department  
Ph: (02) 8738 4665

Newcastle  
Hunter Genetics  
Ph: (02) 4985 3100

 

Penrith  
Nepean Hospital 
Clinical Genetics Department 
Ph: (02) 4734 3362

Randwick  
The Sydney Children’s Hospital 
Department of Medical Genetics  
Ph: (02) 9382 1704 / (02) 9382 1708

St Leonards  
Royal North Shore Hospital 
Dept of Clinical Genetics 
Ph: (02) 9463 1727

Westmead                   
Department of Clinical Genetics 
Children’s Hospital Westmead 
Ph: 02 9845 3273

Genetic counselling – major centres in NSW

Camperdown  
Royal Prince Alfred Hospital 
Fetal Medicine Unit 
Ph: (02) 9515 6042

Kogarah  
St George Hospital 
Women’s and Children’s Health 
Ph: (02) 9113 3635

Liverpool  
Liverpool Hospital 
Fetal Medicine Unit 
Ph: (02) 9828 5631

Newcastle  
John Hunter Hospital 
Maternal Fetal Medicine Unit 
Ph: (02) 4921 4694

Penrith  
Nepean Hospital 
Perinatal Ultrasound 
Ph: (02) 4734 2578

Randwick  
Sydney Children’s Hospital 
Department of Medical Genetics 
Ph: (02) 9382 1704

Randwick  
Royal Hospital for Women 
Centre for Fetal Medicine 
Ph: (02) 9382 6098

St Leonards  
Royal North Shore Hospital 
Fetal Medicine Unit 
Ph: (02) 9926 7099

Westmead                   
Westmead Hospital 
Fetal Medicine Unit 
Ph: (02) 9845 6802

Prenatal testing services in NSW

New services are continually being developed.  
For information on services in other areas and  
newly developed services, please contact:

The Centre for Genetics Education
Level 5, 2c Herbert Street, St Leonards NSW 2065
Ph: 02 9462 9599 Fax: 02 9906 7529
Email: contact@genetics.edu.au
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Support & information

The Centre for Genetics Education  
A NSW state-wide education service which helps people gain  
access to genetic services in NSW.

The Centre for Genetics Education 
Level 5, 2c Herbert Street, St Leonards NSW 2065 
Phone: 02 9462 9599  Fax: 02 9906 7529 
Email: contact@genetics.edu.au 
Website: www.genetics.edu.au

Genetic Alliance Australia (GA)  
Provides information and support to families and individuals to support  
families after a prenatal diagnosis of abnormality.

Garvan Institute of Medical Research, 
Level 6, Room 6.39384 Victoria Street,Darlinghurst NSW 2010 
Phone: 02 9295 8359  
Email: info@geneticalliance.org.au 
Website: www.geneticalliance.org.au

Down Syndrome NSW 
Down	Syndrome	NSW	is	a	community	based,	not-for-profit	 
association providing support and information to people  
with Down syndrome and their families.

7 Deed Place, Northmead NSW 2152 
Phone: 02 9841 4444  
Website: www.downsyndromensw.org.au
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Medical words
Here are some common words used in pregnancy and prenatal testing.

Abortion Abortion is the termination (end) of a pregnancy. A low-risk surgical  
	 procedure	is	generally	used	for	first	trimester	abortions.	Medical	 
 (non-surgical) abortions using medications are available in some  
 clinics for terminating pregnancies earlier than seven to nine weeks.

Amniocentesis		 A	diagnostic	test	to	confirm	whether	or	not	the	baby	has	Down 
	 syndrome.	The	test	involves	a	doctor	inserting	a	fine	needle	through	the		
 woman’s tummy to collect a little bit of liquid from around the baby. 

Amniotic fluid	 Fluid	in	which	the	baby	floats	in	the	womb.

Chorionic Villus		 A	diagnostic	test	to	confirm	whether	or	not	the	baby	has	Down 
Sampling (CVS) syndrome. The test involves a doctor using an ultrasound to insert  
	 a	fine	needle	through	the	woman’s	tummy	to	the	womb.

Chromosomes Structures of the body that contain the baby’s genes  
 and affect how the baby develops

Down syndrome  Down syndrome, also known as trisomy 21, is a genetic condition 
(Trisomy 21)	 that	typically	causes	some	level	of	learning	difficulties	and	a	 
 characteristic range of physical features. 

Edwards syndrome  Edwards’ syndrome, also known as trisomy 18, is a genetic  
(Trisomy 18) condition. Most babies with the syndrome are lost during pregnancy  
 or stillborn. Babies who survive beyond one year will have a   
	 developmental	difficulties.

Fetus A term used by health professionals to describe the eighth week  
 of pregnancy to the moment of birth. The term embryo may be  
 used before eight weeks of pregnancy. 

First Trimester  Pregnancy is typically broken into three periods, or trimesters,  
	 each	of	about	three	months.	The	first	trimester	of	pregnancy	is	 
 week 1 through week 12. 

Genetic counselling  Diagnosis, information and support provided by health professionals,  
 with specialised training in genetics and counselling.

Genetic Counsellor An expert in genetics who advices the consequences and nature  
 of chromosome conditions.

Gestation  Stage of pregnancy development.

Klinefelter syndrome Klinefelter’s syndrome is a genetic condition that only affects males.  
 Affected males are born with an extra X chromosome.

Maternal serum	 A	blood	test	offered	to	pregnant	women	who	want	to	find	out	if	they	
screening test  may be at increased chance of having a baby with Down syndrome.  
  Maternal serum screening may be offered as part of Combined  
 First Trimester Screening or second trimester screening. 

Midwife A health care professional that provides care to women during   
 pregnancy, labour, and birth.

Miscarriage/miscarry  When the pregnancy/unborn baby is lost.

Non-invasive  A new type of screening test which involves taking a blood sample  
prenatal testing  from the mother, to screen for Down syndrome and other conditions. 
chromosome It looks small pieces of DNA from the placenta and the baby in the 
(NIPT)	 mother’s	blood.	This	test	can	be	done	in	the	first	or	second		 	
 trimester, and as early as 10 weeks of pregnancy. 

Nuchal 	 The	fluid	under	the	skin	at	the	back	of	the	baby’s	neck.	This	fluid	is 
translucency what is measured in the Combined First Trimester Screening test. 

Obstetrician A doctor who is specially trained to help women with their pregnancy.

Patau syndrome  Patau syndrome, also known as trisomy 13, is a very rare   
(Trisomy 13) chromosome condition. Most babies with Patau syndrome are lost   
 during pregnancy, or only survive for a few days. 

Placenta Sometimes called the “afterbirth”. An organ that joins the mother   
 and baby, providing the baby with oxygen and food. It is attached  
 to the baby through the umbilical cord.   

Prenatal diagnosis	 Diagnostic	tests	to	confirm	that	your	baby	has	Down	syndrome	or		 	
 other chromosome condition. Chorionic Villus Sampling (CVS) and   
 amniocentesis are both diagnostic tests. 

Prenatal screening		 Screening	tests	carried	out	in	the	first	or	second	trimester	to	tell	 
 you the chance that your baby has Down syndrome or  
 other chromosome condition.

Second Trimester The second trimester is from 13 to 27 weeks of pregnancy. 

Sonographer A highly skilled medical professional who operates an ultrasound   
 machine to perform ultrasound scans.

Third Trimester The third trimester is from 28 to 40 weeks of pregnancy. 

Trimester Three month period used to describe stages of pregnancy.

Turner syndrome  Turner syndrome is a genetic condition that only affects females.   
 Usually, a female has two X chromosomes; in females with Turner’s  
 syndrome, one chromosome is missing or structurally altered. 

Umbilical cord The umbilical cord connects a baby in the womb to its mother.  
 It runs from an opening in the baby’s stomach to the placenta.

Ultrasound scan  A scan using sound waves to check that your unborn baby is   
 growing and developing normally. Black and white picture of  
 your unborn baby on a screen like a TV.

Write down any other new words you may have heard about prenatal testing: 
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Appendix: Chromosome conditions other than Down syndrome

Prenatal screening also looks for other chromosome  
conditions in pregnancy: 

 
• Edwards syndrome (Trisomy 18)

 - Babies born with Edwards syndrome often have conditions  
  with their hearts and other medical conditions.

 - It is rare for a baby with Edwards syndrome to survive  
	 	 the	first	year	of	life.

 - Approximately 1 out of every 5,000 babies have  
  Edwards syndrome. 

 
• Patau syndrome (Trisomy 13) 

 - Babies born with Patau syndrome usually have severe  
  heart conditions and other medical conditions. 

 - It is rare for a baby with Patau syndrome to survive  
	 	 the	first	year	of	life.

 - Approximately 1 out of every 16,000 babies have  
  Patau syndrome. 

• Turner’s syndrome (a genetic disorder that affects females)

 - Usually, a female has two X chromosomes; in females  
  with Turner’s syndrome, one chromosome is missing or   
  structurally altered.  

 - People with Turner’s syndrome are usually short in  
  height, and have heart and infertility conditions. 

 - Approximately 1 in every 2,000 female babies are affected  
  by Turner’s syndrome. 

 
• Klinefelter syndrome (a genetic disorder that affects males) 

 - The affected male has an additional X chromosome.

 - The effects of Klinefelter syndrome may include:  
  infertility, reduced testicle size, delays in puberty  
  and language and learning conditions.

 - Approximately 1 in every 450 male babies  
  are affected by Klinefelter syndrome.

Many pregnancies with Down syndrome  
and other chromosome conditions will miscarry  

(lose the baby) early in pregnancy.
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