Newborn Metabolic Screening Program
CUHK-BCM Joint Centre for Medical Genetics
The Chinese University of Hong Kong

Information for Parents
Screening for

Classic Galactosemia

Enquiries:

(852) 5569 6412 (office hours from9:00-17:00)

(852) 3505 4219 (voicemail service during non-office hours)
Website: http://www.obg.cuhk.edu.hk/fetal-
medicine/fetal-medicine_services/iem/

If you wish to join this screening program, please contact
your obstetrician during antenatal period or contact your
paediatrician within 7 days after delivery.

What is Classic Galactosemia?

Classic Galactosemia is an inherited carbohydrate metabolism
disorder. Galactose is a component of a larger sugar known as
lactose, which is present in all dairy products. Lactose is
broken down into galactose and glucose during digestion,
which is necessary to convert galactose into glucose for
energy use.

Classic Galactosemia is caused by the deficiency of an enzyme
called “galactose-1-phosphate uridyl transferase” (GALT),
resulting in failure of breaking down galactose into glucose. As
a result, the galactose cannot be completely broken down for
energy production. Excess galactose may accumulate in the
body, causing health problems.
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What are the symptoms of Classic
Galactosemia?
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Symptoms of Classic Galactosemia vary among patients, with
babies can develop symptoms shortly after birth. Potential
symptoms include poor feeding and sucking, poor weight gain,
vomiting, diarrhoea, low blood sugar levels, excessive
sleepiness, enlarged liver, and overwhelming bacterial
infections. Some affected patients are also at increased risk for
early cataracts, intellectual disability, and future reproductive
problems.

How is Classic Galactosemia
inherited?
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Classic Galactosemia is an autosomal recessive disease,
which means a baby needs to inherit one defective gene for
Galactosemia from each of the parents to develop the
condition. If both parents are carriers, for each baby, there
will be a 1/4 chance of having Galactosemia, a 1/2 chance of
being a carrier without any symptoms and a 1/4 chance of
not carrying affected genes at all.

Classic Galactosemia screening and

its aim

The Classic Galactosemia screening aims to detect babies at
risk of Classic Galactosemia as early treatment can prevent
severe disability. A few drops of blood are collected onto a
card by pricking the baby’s heel in its first 24 hours to 7 days
of life, and the concentration of GALT enzyme activity is
measured. All babies with a positive screening result will have
to undergo further investigations to confirm whether they are
affected by Galactosemia or not.

Outcomes of Classic Galactosemia
patients

Regular visits to the specialist matabolic team are needed for
monitoring and management.

Babies with Classic Galactosemia should follow a diet that is
low in galactose, and avoid regular milk and dairy
products under the instructions of dietitians and doctors.
Doctors and dietitians will provide expert advice, including
the use of special milk formulas that contain low levels of
galactose to prevent the accumulation of undigested
sugars in the blood.
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