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

Information for Parents

Screening for

Biotinidase Deficiency

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-medidne _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 Biotinidase Deficiency?

Biotinidase Deficiency is an inherited metabolic disorder. Biotin
is an essential vitamin that helps the body process
carbohydrates, proteins, and fats for energy, especially during
periods of high energy demand or fasting.

Biotinidase Deficiency is caused by the deficiency of an enzyme
called “biotinidase.”, resulting in the inability to use and recycle
biotin efficiently. As a result, biotin cannot be properly utilized
for energy production, and harmful substances may build up in
the body, causing serious health problems, particularly during
periods of increased metabolic demand or fasting.
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What are the symptoms of
Biotinidase Deficiency?

Based on severity and onset, it is divided into complete and
partial deficiency. Common symptoms include seizures, low
muscle tone, muscle weakness, skin rashes, breathing
difficulties, hearing/vision loss, coordination issues or
developmental delays, and metabolic acidosis.

Early detection through newborn screening may show no
symptoms, but lifelong biotin is essential to prevent
neurological damage.

How is Biotinidase Deficiency
inherited?
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Biotinidase Deficiency is an autosomal recessive disease,
which means a baby needs to inherit one defective gene for
Biotinidase Deficiency 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 Biotinidase Deficiency,
a 1/2 chance of being a carrier without any symptoms and
a 1/4 chance of not carrying affected genes at all.

Biotinidase Deficiency screening
and its aim

The Biotinidase Deficiency screening aims to detect babies
at risk of Biotinidase Deficiency 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 biotinidase
enzyme activity is measured. All babies with a positive
screening result will undergo further investigations to
confirm whether they are affected by Biotinidase Deficiency
or not.

Outcomes of Biotinidase
Deficiency patients

Babies with Biotinidase Deficiency should be fed regularly
and avoid prolonged fasting to prevent metabolic crisis.
Biotin supplement can be given to prevent symptoms from
occurring, and usually no dietary restrictions are required.
During illness or if the child is not feeding well, extra sugary
foods may be considered under the instructions of dietitians
and doctors to prevent metabolic crisis and maintain normal
blood glucose levels.
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