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Dr. Joannie Hui (1st right) in an activity for the patients
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The Rare and Intractable

Metabolic Disease
Has it ever occurred to you that some mentally retarded children with

abnormal facial features and coarse hair could be suffering from a metabolic
disease? Dr. Joannie Hui of the Pediatric Department of the Prince of Wales
Hospital tells us about the difficulties faced by  patients suffering from these
diseases and also the stress encountered by their parents. The disease
itself can be life-threatening. What makes it even more unbearable is that
some of these patients may be subjected to discrimination by the public.

  Dr. Joannie Hui

The Lady Pao Children’s Cancer Centre, Prince of Wales Hospital, aÉé~êíãÉåí=çÑ=m~ÉÇá~íêáÅëIqÜÉ=`ÜáåÉëÉ=råáîÉêëáíó=çÑ=eçåÖ=hçåÖ
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�� !"#$%&'()Outing for the Mucopolysaccharideoses patients and family members

========tÜ~í=fë=jÉí~ÄçäáÅ=aáëÉ~ëÉ\
Metabolic disease refers to disorder in the body’s

metabolism. There are many types of metabolic diseases.
For example, mucopolysaccharidosis, a common metabolic
disease, occurs when there is a deficiency of specific
enzymes needed to break down mucopolysaccharides (a
kind of sugar molecules) in the genetic cells. When
mucopolysaccharides cannot be metabolized and are stored
up in the body damage will occur in various organs of the
body.

========fë=íÜÉ=aáëÉ~ëÉ=fåÜÉêáíÉÇ\
Some of the metabolic disorders aren’t genetic. But in

most cases, the disease is caused by inheriting abnormal
genes from both parents. While both parents remain normal,
the child who receives one mutated gene from each parent
will be affected.

The adrenoleukodystrophy (ALD) that has been
affecting Tze Yan and his brothers (Please refer to P.10) is
slightly different from the metabolic disease described here.
ALD is an X-linked recessive inherited disorder. A male child
born with the mutated gene carried on one of his mother’s X
chromosomes will get the disease.

========tÜ~í=~êÉ=íÜÉ=póãéíçãë=çÑ =íÜÉ=aáëÉ~ëÉ\
The affected child may look normal at birth because it

takes time for the noxious substances to accumulate in the
body. When the child gets older, the  substances in the body
may cause damage to the child’s facial features, mental ability
and the functioning of various organs and joints. This may
result in rough hair, hernia, stiff joints, curvature of the spine
and vision and hearing impairment. It may even cause
complications such as the narrowing of the respiratory tract
or pneumonia. Since the symptoms for each metabolic
disease are different, doctors have to make an extremely
careful search for clues from the patient’s medical history,
physical examination and together with a series of
complicated investigations before confirming the actual

diagnosis.

tÜ~í=háåÇ=çÑ =pìééçêí==Çç=m~íáÉåíë=dÉí\
These diseases could become very serious. In most

instances, the condition of the patient deteriorates with age.
Some of them can receive bone marrow transplantation at
the early stage of the disease to reduce its damage and
prolong their lives. Some may be treated by  intravenous
injections of the missing enzymes which are being
manufactured artificially by the drug companies. This however
is not a common treatment as it is only limited to a few
diseases. Also it is a very expensive treatment costing up to
a few hundred thousand dollars a year for each patient. In
addition to diagnosis and treatment, the Joint Metabolic Clinic
of the Prince of Wales Hospital also provides consultation on
genetic issues to families with metabolic diseases with an
aim to help reduce the risk of passing on the disease in future
pregnancies through counselling and prenatal testing.

These patients and their families have to face serious
financial and psychological challenges. They need your
support and concern. If you want to show that you care, you
can start with understanding their needs .

Hong Kong

Mucopolysaccharideoses &

Rare Genetic Diseases Mutual

Aid Group

Address:

c/o The Hong Kong Society for

R e h a b i l i t a t i o n  C o m m u n i t y

Rehabilitation Network, G/F, Wang

Lai Building, Wan Tau Hom, Kowloon.

Tel: 27943010

Website: www.hk-mps.com

Email: mps@hk-mps.com
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