What does the treatment involve?
The most important aspect of treatment for these
disorders is dietary, and special diets have been
designed for each condition. During periods of
common childhood illness additional advice is given
to parents and on rare occasions, admission to
hospital may be needed.
Could existing children be affected?
As “genetic” conditions these disorders could
affect existing or future children with the same
parents. In the event of a positive result, existing
children would be checked and advice about future
pregnancies offered.
Does the test involve any risk?
No additional blood sample is required and the only
risk is the anxiety caused by a false positive
result.
Like the conditions themselves false
positive results are very rare so we anticipate
around 34 true positive and 52 false positive cases
from the 930,000 babies screened. The chance
of a false positive result is around 1 in 20,000.
Can cases be missed?
Yes. While most babies with these conditions will
be detected by the programme it is possible that a
baby with one of the conditions may not give a
positive result.
Is this “Research”?
No. Similar screening programmes are already
undertaken in many countries throughout Europe
and the USA.
These tests will not answer new
research questions but will ensure that the way
that the tests are conducted is carefully evaluated
and optimised for use in the UK.

Will testing for these conditions continue
indefinitely?
Screening for these conditions will continue until
31st August 2014 by which time national screening
policy will have been decided, based upon the
results of the evaluation.
How will parents hear that everything is OK if
the test is normal?
Parents receive their baby’s newborn screening
results for PKU, CF, CHT, SCD and MCADD either
by a “not suspected” letter which is sent to
parents in some areas, or given via the health
visitor. If results for the extra five conditions
are also normal they will receive the same letter,
but the extra five normal results will not be named
individually.
Can parents decline this testing for their baby?
Yes, parents are free to decline this testing if
they wish and it will not affect participation in
screening for the other conditions that form part
of the UK Newborn Screening Programme
Can parents and health professionals get
further information?
Further information on the evaluation and the
conditions that are included can be found at:
www.expandedscreening.org
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Expanded Newborn Screening

Advice for parents and health
professionals

In 2004 a study began which led to the successful
introduction of screening for medium-chain acylCoA dehydrogenase deficiency (MCADD) in
England. Since then around 500 cases of MCADD
have been identified and treated. It was known at
the time that much rarer conditions would also
benefit greatly from early detection, and could be
identified using the same blood spot sample.

to accept or decline if they wished. They did not
want detailed information in relation to each
individual rare condition. This is the approach that
has been adopted, and the information within this
leaflet is supplemented by online information
available at www.expandedscreening.org for
parents who wish to access it. This approach has
worked well in other screening programmes.

After careful consideration and discussion with
the National Screening Committee (NSC) and the
Health Technology Assessment programme, it was
agreed that the Expanded Newborn Screening
project would be undertaken to evaluate screening
for an additional five very rare. These specific
conditions already form part of newborn screening
programmes in both the USA and Europe.

The screening will take place from 16th July 2012
until 31st August 2014 in six screening laboratories
and the areas they serve:
these are Leeds,
Manchester, Sheffield, Birmingham, London (Guys)
and
London
(GOSH)
Newborn
Screening
Laboratories. Approximately 930, 000 babies will
be screened for the five extra conditions, if
mothers/parents consent, during this time. This
leaflet is designed to help answer questions that
may arise at the time of blood sampling. Please see
the following questions and answers below which
may be helpful:

The additional conditions being screened are:
Maple syrup urine disease (MSUD)
Homocystinuria, pyridoxine unresponsive, (Hcys)
Glutaric aciduria type 1 (GA1)
Isovaleric acidaemia (IVA)
Long-chain hydroxyacyl-CoA dehydrogenase
deficiency/Mitochondrial Trifunctional Protein
deficiency (LCHADD/MTP)
While clearly beneficial for the children and
families detected, taken together testing for
these conditions is expected to identify only 25
cases each year in the UK, approximately 1 in
30,000 of those tested, or around two or three in
a typical screening laboratory region.
Studies undertaken in focus groups and published
in Health Expect. 2011 Aug 12. 10.1111/j.1369 –
7625; indicated that women want to know that the
screening is taking place, and to be given the right

What kind of additional disorders are being
screened for?
Five very rare disorders will be screened for (they
are listed by name earlier in the leaflet). They
typically occur in between 1 in 100,000 to 1 in
200,000 births, and they all benefit from the
early detection offered by screening.
What causes these conditions?
They are “genetic” disorders in which each parent,
although well themselves, unavoidably passes the
disorder to their child.
What happens if the baby’s test is positive?
Positive results are extremely rare for these
conditions. Parents will be contacted by telephone

by a health professional to check that their baby
is well. An appointment will be made for the baby
to be seen at a hospital for an assessment and
some tests. The results of these tests, usually
available within 7 days, will either confirm the
condition or indicate that the result was a false
positive result. In the meantime parents will be
given advice about how to look after their baby
and be given particular advice about feeding. In
rare circumstances the baby may have a brief stay
in hospital.
How effective is treatment and what would
happen if the conditions were not detected?
All these disorders are serious if untreated and
while the baby seems to be well at birth they can
become ill. This can be very early in some cases, or
can take up to one or two years.
Treatment started early is much more effective
than delayed treatment.
In general when
detected by screening the outlook for the
affected baby is much improved although in rare
cases even this can be ineffective.
Serious
effects, including severe mental retardation or
death may result if untreated.

