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Antenatal screening for Down’s syndrome

Combined screening 

This leaflet should be read in conjunction with the leaflet ‘Screening tests for you and your baby’ given to you by your midwife or doctor. You should discuss screening with your midwife or doctor before you decide whether or not you would like to be screened.
If you would like to discuss any aspect of screening, or your test results with a specialist at Barts and The London NHS Trust, your midwife or our screening coordinator would be pleased to talk to you.

Screening TESTS
Screening aims to identify women who have a higher chance of having a baby with Down’s syndrome, it cannot tell us definitely whether a baby is or isn’t affected. Most women who are identified as having a higher chance will still have unaffected babies.

Some women will have affected pregnancies but won’t be identified as having an increased chance by the screening test. 

Down’s Syndrome (Trisomy 21)

This chromosomal condition is caused by inheriting an extra copy of chromosome 21. It is determined at the time of conception. It results in learning difficulties of variable degree, and affected individuals tend to show similar physical features e.g. upslanting eyes and a protruding tongue. Many have associated medical problems e.g. heart defects.

Although this condition is rare, it is the most common chromosomal disorder affecting pregnancy. The chance of having a baby with Down’s syndrome increases with maternal age.

Combined Testing (scan + blood test)
Combined Screening is now offered to all women booking with 
Barts and The London. It is used to identify women with a 
higher chance of having pregnancy affected by Down’s 
syndrome.

What is involved?

The test comprises a nuchal translucency (NT)
scan with a blood test. The scan measures the 
depth of skin at the back of the baby’s neck. 
In Down’s syndrome this measurement 
tends to be larger. The blood test 
measures the levels of two markers of 
Down’s syndrome in the blood.

The two parts of the test are done at 
the same time. 
The scan will also date your pregnancy. The results of the scan and blood test are used together with your age to estimate the chance of your pregnancy being affected by Down’s syndrome. 

When is the test performed?

This NT scan can only be done after 11 weeks but before 14 weeks of pregnancy, the blood test is done at the same time as the scan. 
What happens if the scan cannot be performed?

In some cases the NT measurement cannot be measured abdominally e.g. if your baby is not in the right position, or if you have a lot of fat on your abdomen, in these cases we can sometimes take the measurement by using an internal (vaginal) scan. If the measurement cannot be taken at all you will be offered the Quadruple test instead.
Quadruple test (blood test)
If you book after 14 weeks (too late to have the NT scan) you can have a Quadruple test. This test aims to identify pregnancies with a higher chance of being affected by Down’s syndrome and Open Neural Tube Defects.

Open Neural Tube Defects (NTDs) occur when the baby’s brain or spinal cord do not form properly in the womb. The severity of the defect is variable – some NTDs can be correctly surgically after birth, some babies will be significantly impaired throughout life and for a few the defect is so severe they will not survive pregnancy.

What is involved?

A blood test is taken after 14 but before 23 weeks of pregnancy (16 weeks is the best time). The levels of four markers in your blood are measured, and are used together with your age to assess the chance of having a pregnancy affected by Down’s syndrome or NTDs. 
When will the results be available?

Your result will be ready in five working days.

The results

The results from both Combined Screening and Quadruple testing come in the same form:
· Screen negative 

Your chance of having a pregnancy affected by Down’s syndrome is low.

· Screen positive 

You have an increased chance of having a baby with Down’s syndrome. 

Quadruple tests will have an additional result giving the chance of your baby having an NTD.
If the results of your test are reassuring the result will be given at your next midwife appointment; a letter will be sent to you to confirm the result.

If your test shows you have an increased chance of having an affected pregnancy, you will be telephoned by the hospital and offered an appointment to discuss the result and will be offered additional tests to determine if you have an affected pregnancy. A letter will also be sent to you by the screening coordinator confirming the results. Most women with this result will still have babies who DO NOT have Down’s syndrome.

Can any other abnormalities be identified? 

Very occasionally screening may identify pregnancies at risk of other conditions. If this occurs, an appointment will be made for you to speak to a specialist to discuss the results.
will screening identify all pregnancies affected by Down’s Syndrome or NTDs? 

Unfortunately no screening test will identify all affected pregnancies.

· Combined Screening detects 79% of affected pregnancies on average, although the number of affected pregnancies correctly identified increases with maternal age.

· Quadruple testing detects 74% of Down’s affected pregnancies overall, and nearly 85% of open NTDs. Detection rates for Down’s syndrome increase with maternal age.

Anomaly scanning

All women are offered a detailed ultrasound scan between 19-22 weeks of pregnancy which can be used to screen for NTDs as well as other abnormalities.

further information
You can speak to the Antenatal Screening Coordinator at Barts during office hours:

020 7377 7000 ext: 2476 (+ answerphone)

Or contact:

Antenatal Screening Service,
Wolfson Institute of Preventive Medicine,
Barts and the London, 
Queen Mary’s School of Medicine and

Dentistry,
Charterhouse Square,
London

EC1M  6BQ
Telephone: 
020-7882-6293/4

E-mail: 
a.n.screening@qmul.ac.uk
Or at:
 www.smd.qmul.ac.uk/wolfson/epm/screening
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