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Possible test results
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Considerations in choosing this test
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Genetic testing may reveal sensitive information about
your own health. Your results may indicate increased
likelihood that other family members also carry disease

mutations. The above may impose psychological distress.

Fragile X testing
et X 1a5s

HK$1,100

The above service is provided by Mrs Wu Chung Prenatal
Diagnostic Laboratory of Tsan Yuk Hospital.
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Please ask your doctor if you have any questions about the
information in this brochure.
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Please visit
http://www.obsgyn.hku.hk/prenatal_diagnosis
for other information
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Fragile X syndrome

and Fragile X
associated disorders
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Prenatal Diagnostic and Counselling Division
Department of Obstetrics and Gynaecology
The University of Hong Kong
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What are FXS and Fragile X
associated disorders?
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¢ Fragile X syndrome (FXS) and Fragile X associated
disorders are the most common cause of inherited
intellectual impairment. It is transmitted as an X-linked
disorder caused by an increase in number of CGG
repeats of the FMR1 gene. The estimated incidence of
FXS is 1 in 4000 males and 1 in 5000-8000 females.

¢ All male carriers with full mutation suffer from FXS. They
present with learning difficulties (IQ less than 70), delayed
milestones and behavioural problems, along with some
physical features such as high forehead, large testicles,
large jaw and long ears.

¢ About 50% female carriers with full mutation suffer from
FXS, with mild to moderate mental disabilities, generally
less severe than males. Around 1 in 5 female premutation
carriers will have no periods before 40 years of age
(Fragile X associated primary ovarian insufficiency,
FXPOI).
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O In fragile X associated tremor / ataxia syndrome (FXTAS),
there will be late onset neurodegenerative disorder including
tremor, cognitive decline or nerve impairment,
Parkinsonism, and urinary and bowel incontinence.

¢ Premutation carriers are also at risk of having FXS
offspring. This risk of transmission is dependent on the size
of the maternal premutation (Table 1). Thus, prenatal
diagnosis may be required.
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Should | consider having this test?
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O If there is a family history of FXS or Fragile X associated
disorders, unexplained mental retardation, developmental
delay, autism or menopause before the age of 40; or if you
are worried about FXS after counselling, you may consider
testing for carrier status.
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Types of sample and Turnaround time

O 3ZFMIRIEA - MAGEROFT2HE -

¢ 3mL of blood sample. Test results will be available in 2
weeks.
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How do | get to know the results?
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¢ The test result will be reported to your doctor, who will
explain the results to you.

¢ Referral to clinical geneticist for further counselling shall
be arranged if premutation or full mutation is found.
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What are the limitations of the test?
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¢ The test does not exclude point mutation, deletion, or
mosaicism in the FMR1 gene or other regions of the
genome that cause fragile X syndrome.



