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The national peak body representing

Australians impacted by, or living with genetic, heritable and / or rare
connective tissue disorders (HCTD). HCTD includes but is not limited
to; Ehlers-Danlos syndrome (EDS), Marfan syndrome, Loeys-Dietz
syndrome and Stickler syndrome. The focus of this Factsheet is EDS.

What is EDS. 13 types of EDS.

Ehlers-Danlos syndromes (EDS) are a There are 13 types of EDS, a few are
group of rare, inherited connective tissue shown below, alongside their formal
disorders that affect the body’s structural abbreviation.

integrity. Connective tissue provides

support to the skin, joints, blood vessels,
and organs. When it is faulty, it can lead
to widespread weakness and dysfunction
across multiple systems. “
Symptoms and severity vary between
-
Common features. m
» Joint hypermobility (joints have
excessive range of motion) :
» Soft, fragile or stretchy skin m
e Easy bruising and poor wound healing
e Chronic pain and fatigue “

» Digestive, vascular, and neurological

« Autonomic dysfunction (dizziness,

fainting, abnormal heart rate)

individuals, and may fluctuate over time,
even within the same person
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Diagnosis.

A diagnosis of EDS is made by either; clinical evaluation, genetic testing, or both. The diagnosis
of all types except hEDS is able to be confirmed via genomic testing. hEDS is diagnosed against
a validated clinical criteria. Diagnosis by genomic testing will usually be via geneticist. A hEDS
diagnosis can be made by any medical doctor, although currently this is a diagnosis that many
are not confident making, leading to many people with hEDS remaining undiagnosed, or worse
being misdiagnosed.

Management.

Management should involve a multidisciplinary team, and is lifelong. Whilst there is no cure
for EDS, management should target providing care that is supportive, and that aims to reduce
an individual's symptom burden.

Early and timely identification and diagnosis of EDS reduces complications, and / or identifies
complications early via surveillance, optimising quality of life and health outcomes.

Regular condition and comorbid screening and surveillance is necessary for some types of EDS.

Optimisation of both pharmacotherapy and non-pharmacotherapy options that focus on
symptom presentations that result from comorbid conditions can greatly improve an
individual's lived experience of EDS.

Management can include; physiotherapy for joint stability, pain management
(pharmacological and non-pharmacological), gastrointestinal and autonomic nervous system
dysfunction support, and optimising social care / supports and mental health

EDS in Australia.

EDS is listed on the Rare Voices Australia’s Rare Portal, where an A-Z Rare Disease Repository
is available. Many Australians experience significant delays in diagnosis and difficulty
accessing coordinated care. CTDNA is advocating for this to change.

CTDNA Support.

CTDNA can only continue advocacy efforts at a national
level with the support of the HCTD community. Please
consider supporting our work by donating, and talking
about EDS and HCTD within your networks. These
continued conversations will bring EDS out of the
shadows. Our hope is all healthcare professionals in
time will know the name EDS, but not only this, they’ll
know how to recognise, and manage it.
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