FIRST TRIMESTER SCREENING FOR DOWN’S SYNDROME 
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Nuchal translucency measurement is an ultrasound examination of the baby between 11 and 13+6 weeks of pregnancy. The pictures above show what we are looking at on the scan.
What is the Nuchal translucency test?
This ultrasound test measures a small fluid collection within the skin at the back of the baby's neck (nuchal translucency). All babies have this, but the larger the nuchal measurement the higher the chances of the baby having Downs syndrome. It does not tell you definitely if the baby does nor does not have Downs.

What is Downs Syndrome?

Downs Syndrome (DS) is where an individual shows a number of problems

involving both physical and mental development. These can range from

severe to mild disabilities. For this reason, many couples want to find out as

much as possible about their future baby so as to plan accordingly. The

nuchal test supports this process of information gathering at an early

stage.

How common is Downs Syndrome?

One baby with Downs is born every 700 births in the UK. The chance of

having a baby with Downs increases as the age of the mother increases. The

table below shows the risk for Downs at the time of the nuchal scan and at

the end of pregnancy for the age of the mother. The risk is lower at birth as

30% of Downs babies miscarry between 12 weeks and birth.

Trisomy 21 (Down's syndrome)
- risk by maternal age and gestation:
estimated risk (1/ number in this table)
	Age (years)
	12 weeks
	Birth

	20
	898
	1527

	24
	827
	1406

	28
	655
	1113

	30
	526
	895

	32
	388
	659

	34
	262
	446

	35
	210
	356

	37
	128
	218

	38
	98
	167

	39
	75
	128

	40
	57
	97

	41
	43
	73

	42
	32
	55

	43
	24
	41

	44
	18
	30


How is the test done?

The woman lies on her back whilst the doctor uses an ultrasound to scan the baby through the tummy. Very occasionally if the pictures are not very clear the examination may have to be performed through the vagina. Here, a very thin ultrasound probe is gently inserted into the vagina to improve the visualisation of the baby. This is not uncomfortable and again does not harm the baby.

Who performs the nuchal scan?

In Guernsey Mr Hopkins who has achieved the “Certificate of competence in NT screening” awarded by the Fetal Medicine Foundation in London performs this.
Does the nuchal thickness vary with gestation?

Yes it does. The thickness may be quite different on a week-to-week basis. For the detection of Down’s syndrome the thickness must be measured between 11weeks 3 days  and 13 weeks and 6 days of pregnancy.

Can the thickness mean anything else?

If the thickness of the back of the baby’s neck is quite big other conditions may be present. These are very rare. We will discuss this further with you if the thickness is greater than 3 mm.
How do we calculate the risk for Downs Syndrome?

The nuchal translucency measurement, the length of the baby and your date

of birth are put in a computer program using an authorised software package produced by The Fetal Medicine Foundation to give a new risk. This risk is based on data from over 100,000 pregnancies. 
What is high risk for Downs Syndrome Testing?

Assessing risk is up to the individual. Some people find a 1 in 100 risk very

acceptable, others find 1 in 1000 unacceptable. Within the UK at the moment it has become common to use any result worse than 1 in 150 at term as being high risk although there is no magic in this cut-off.

How can I improve the test?

We can measure two hormones in the mothers blood called beta HCG and

PAPP-A. HCG tends to be high and the PAPP-A low in pregnancies with Down’s syndrome.

This increases the detection rate to over 85%. The blood test is performed before the scan and has to be sent to London. We recommend that this be done as it makes the test perform better.

What is the nasal bone test?

Some evidence has shown that a nasal bone is only found in 25% of fetuses

with Downs syndrome  between 11 and 14 weeks of pregnancy.  However some trials have not found it to be reliably predictive.

How does this differ from the blood test (the quadruple test) I have been offered at 16 weeks?

The answer is they are both just risk assessments and neither give a definite answer. They both come up with a risk, 1 in something eg 1 in 100 or 1 in 1500. The quadruple test is flagged as high risk if the risk is greater than 1 in 200. 3% of patients with normal babies will be labeled as high risk for a 75% chance of detecting  Down’s syndrome. For nuchal translucency combined with the blood test the figures are 3% and around 86%. (The above figures vary with the age of the patient).

Can I have both?

We do not recommend having the 16 week blood test if you have had first trimester screening. It is certainly not possible to have the 16-week blood test as performed in Guernsey if you have had the first trimester bloods. This is because one of the bloods is the same and cannot be used twice to alter risk. Therefore if you have this test you will be quoted two separate risks, which will be confusing. If you have a borderline result following the first trimester screen occasionally it can be useful to have a second blood test taken at 16 weeks but the results need to be combined and it is important not to take the 16 week result in isolation.
Tests that give you a definite answer as to whether your baby has Downs Syndrome
These tests are called invasive tests.

Chorionic Villous Sampling –  this is a placental biopsy performed from 11 weeks onwards under ultrasound guidance. There is a chance of miscarriage. This cannot be performed in Guernsey. The quoted miscarriage rates vary from 1% to 3.5%.

Amniocentesis – performed from 16 weeks onwards

A very fine needle is placed under ultrasound guidance into the fluid around

the baby. A small volume of fluid is taken off to examine the

baby’s skin cells which are found in this fluid. This carries a miscarriage rate

between 0.5% and 1%.

FEES

Nuchal plus first trimester bloods £152

The 16-week blood test is available with the midwife at 16 weeks as routine care in Guernsey.

How do I arrange a test?

You will have discussed it with your obstetrician or midwife at booking. If you decide you would like the first trimester screen you should inform the secretary of your obstetrician. An appointment will be made for the nuchal scan between 11 and 13+6 weeks. 
Please note  that the test performs better in the first half of this time frame. After 13 weeks the result is less accurate and the advantage of the better performance of 1st Trimester screening over the Quadruple test at 16 weeks is much less. 
Before the nuchal scan you will have an appointment for the blood test. This has to be on a Monday to Thursday, preferably by Wednesday, it cannot be a Friday. You are given a form and the blood in a special container. We recommend it is couriered. (DHL at the airport charge about £40). 
