
What is MFS.
Marfan syndrome (MFS) is a genetic condition
that affects the body’s connective tissue. 

It is a heritable connective tissue disorder
(HCTD). Connective tissue is the material that
helps hold everything in place, like bones, blood
vessels, eyes, and organs. People with MFS are
usually tall and slim with long arms, legs, fingers,
and toes.

The condition is caused by a change in a gene
called FBN1, which affects a protein called
fibrillin-1. This protein helps give strength and
flexibility to parts of the body like the heart and
blood vessels.

MFS can affect both children and adults. It can
be inherited from a parent, but it can also occur
in someone with no family history. 

Each person with MFS experiences it differently,
and symptoms can change over time. 
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MARFAN SYNDROME 
FACTSHEET
Connective Tissue Disorders Network Australia (CTDNA) is 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 (MFS), Loeys-Dietz syndrome (LDS) and Stickler syndrome.
The focus of this Factsheet is MFS.

Marfan syndrome can look different in each
person. It can affect many parts of the body,
including:

Heart and blood vessels: The most serious
problem is enlargement of the aorta; this
can be life-threatening if it tears (called a
dissection). Valve problems i.e.: mitral valve
prolapse, are also common.
Bones and joints: People are often tall and
slim with long fingers and arms. Scoliosis,
flat feet, a chest that sticks out or is sunken
(pectus excavatum or carinatum), and
flexible joints (generalised joint
hypermobility) are all features in MFS.
Eyes: The lens of the eye can move out of
place (called ectopia lentis), and many with
MFS are short-sighted, and have an
increased risk of eye problems like glaucoma
or retinal detachment.
There are many other features of MFS not
listed here. 
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Diagnosis.
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Doctors use a mix of tests and checklists to diagnose MFS. There is an international consensus 
criteria named, The Ghent Criteria, they will look at this and, review the following:

Your medical history and symptoms
Your family history
Scans of your heart and blood vessels (like an echocardiogram or MRI)
Eye exams

 Genetic testing should be performed to confirm a suspected diagnosis of MFS. 

Management.
There is no cure for MFS, but with the right care, and supportive management, people can live long,
healthy lives.

Heart monitoring: regular heart scans are important, and surgery is often needed if the aorta gets too
big, this is to prevent a tear or rupture. Medications will usually be prescribed in MFS as they can help
slow the growth of the aorta.

Activity modification and gentle exercise like swimming, walking or cycling is encouraged; activity
should follow the individualised advice of your medical team.

A team of health professionals, like cardiologists, eye doctors, and genetic specialists (a
multidisciplinary team) can help manage MFS over time. An individual’s healthcare team, and the
specialists and allied health professionals overseeing care and management for someone with MFS
may change over time, as can the features and presenting symptoms. 

Marfan syndrome is a rare disease, as such people living with, or otherwise impacted by MFS can
contact The Rare Helpline, a telephone based support service operated by Rare Voices Australia’s
(RVA). CTDNA is working to raise awareness of MFS and other HCTDs, to advocate for care pathways
that are better coordinated, and support individuals and families impacted by these conditions via the
provision of education and information.

Many Australians with MFS experience significant delays in diagnosis and difficulty accessing
coordinated care. CTDNA is advocating for this to change.

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 MFS and HCTD within
your networks. These continued conversations will bring HCTDs out of the shadows. Our hope is all
healthcare professionals in time will know how to recognise, and manage HCTD.  
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