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Due to the low prevalence of SAS, the resulting lack of
knowledge of healthcare professionals has been
shown to be a major issue in the highly specialised
treatment process of rare diseases. In such cases,
families often are the true experts on the disorder.
Thus, it is important to ensure that the families' and
parents’ perspectives are heard and understood by
putting yourself in their shoes.

Families interact with their child regularly and can
provide valuable observations and insight regarding
their child's behaviours and needs.

Families may have gone through difficult experiences.
They may have already spent large amounts of money
in attempt to get answers, been continuously referred
to various health professionals over a prolonged
period of time without receiving adequate support and
guidance, and may have received much conflicting
advice on their next steps, and as a result, have many
questions.

Additionally, after receiving the diagnosis, they may
feel isolated because of the limited resources
available and may be struggling to cope with living
with a rare disease like SAS.
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make them feel heard



As parents and carers are experts on their own children, it is
important to show parents and carers that you value their
experiences, ideas, and take their concerns seriously. 

We understand that with a rare disease like SATB2, there is so
much uncertainty and it is difficult to provide evidence-based
advice, but it is important to work with the family to provide the
best possible support.

Based on a survey conducted with families, the items below are
reflections of the kind of support families want and expect from
the current healthcare system.

Willingness to network
and connect with other
professionals who knew

more about this rare
disorder 
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communicate

Support
through grief

and next steps

Deeper curiosity
and desire 

to help

Going the extra
mile to educate
themselves and

finding alternatives
/ opportunites

Recognising that
there may be issues
that aren't explicit /

visible that are
apparent to the

family
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ACCESS USEFUL RESOURCES FOR RARE 
DISEASES

Retrieved from Australian Family Physician. (2015, September). Rare diseases are a
‘common’ problem for clinicians. https://www.racgp.org.au/afp/2015/september/rare-

diseases-are-a-%E2%80%98common%E2%80%99-problem-for-clinicians/
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advocate, advocate, advocate.
contributing on a national scale

Increase knowledge and raise awareness of the
epidemiology and impact of SAS on families, health
professionals, and the SAS community in Australia.

Improve healthcare for people with rare diseases through
participation in initiatives that allow better access to
diagnostic tests, new treatments and specialised services.

Promote scientific and social research on rare diseases,
such as SAS, through engagement in the development of
national and international multidisciplinary research
partnerships.

If you have had experience working with SAS, provide
educational resources and networking opportunities for
health professionals to allow them to better identify and
manage SAS.

Support families affected by rare diseases such as SAS by
facilitating the development of integrated peer support
networks.

Promote the development and funding of a national
umbrella organisation addressing all aspects of rare
diseases or organisations that specifically cater to SAS (e.g.
SATB2 Gene Foundation Australia).

Retrieved from Australian Family Physician. (2015, September). Rare diseases are a
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