Marfan syndrome
Summary
Marfan syndrome is a genetic disorder of the body’s connective tissue, which may affect the heart, eyes,
skeleton and lungs.
The most serious effects include those on the cardiovascular system, particularly the heart valves and aorta.
There is no cure, but the syndrome can be managed with careful monitoring, medication, surgery and lifestyle
changes, including the avoidance of heavy physical activity and contact sports.

Marfan syndrome is caused by a faulty gene that affects connective tissue. Connective tissue offers support to
many structures, including bones, tendons, ligaments, cartilage, heart valves and blood vessels.
While most cases of Marfan syndrome are inherited, the remainder are due to a spontaneous gene mutation, with
no family history. Marfan syndrome can be mild to severe, and may become worse with age, depending on which
area is affected and to what degree.
In Marfan syndrome, the heart is often affected. The aorta, the major artery of the body, may be more dilated
(widened) than average. This can cause the aorta to tear or bulge under pressure – for example, during strenuous
exercise or childbirth. This can cause bleeding into the various layers of aorta or increase the risk of an aneurysm.
If the heart valves are affected, blood may seep backwards and place extra strain on the heart. The heart may
then enlarge to cope with the extra workload.
Other common problems include spinal curvature (scoliosis) and nearsightedness. Recent estimates suggest one
in 3,000–5,000 people have Marfan syndrome. Men, women and different ethnic groups all have a similar risk.
There is no cure, but the potential complications can be managed, so early and accurate diagnosis is essential.

Symptoms of Marfan syndrome
The symptoms of Marfan syndrome differ from one person to the next, depending on which body part is affected
and to what degree. Some people may not even realise they have the condition, because their features are either
mild or not obvious.
Symptoms may include:
family history of the condition
long, narrow face
proportionately small lower jaw and narrow, highly arched palate
usually, tall lean stature with disproportionate long arms and legs
thin, long fingers and toes (arachnodactyly)
sunken or protruding chest
loose and flexible joints, often prone to dislocation
scoliosis (sideways curve in the spine)
visual problems, such as nearsightedness (myopia) or dislocation of the ocular lens
enlarged aorta, mitral valve prolapse
striae – stretch marks often appear at an early age, but they are not related to weight fluctuation
pneumothorax – spontaneous collapse of the lung
dural ectasia – enlargement of the outer membrane around the brain and spinal cord. Usually, the lower
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portion of the spine is affected and causes no symptoms.

Complications of Marfan syndrome
A heart valve (such as the mitral valve) affected by Marfan syndrome is not as stiff and resilient as it should be,
which allows it to collapse backwards under pressure. This is called mitral valve prolapse. To cope with the
backflow, the heart has to work much harder to pump the blood around the body.
People whose Marfan syndrome affects their heart valves are at increased risk of endocarditis, which is an
infection of the heart wall or valves. This can have life-threatening consequences. Before various types of surgery
are performed, a preventative course of antibiotics to prevent bacterial infection is recommended to minimise this
risk.

Causes of Marfan syndrome
Marfan syndrome is a gene abnormality. The child of a person with Marfan syndrome has a one-in-two chance of
inheriting the disorder. Around three out of four cases of Marfan syndrome are inherited from one affected parent.
The remainder of cases are due to a spontaneous gene mutation at some stage before conception, for reasons
unknown. The abnormal gene affects the composition of fibrillin, an important substance that contributes to the
integrity of connective tissue.
The gene responsible for Marfan syndrome was identified in 1991. Research into the condition is ongoing, with the
hope of devising genetic tests for earlier and more accurate diagnosis. Recently, other genes have been found that
might account for a small proportion of cases and cause-related conditions.

Diagnosis of Marfan syndrome
Gene testing is not readily available, but can be organised for some families who meet the diagnostic criteria. A
specific collection of major characteristic features must be present to establish the syndrome. A confirmed
diagnosis requires coordinated evaluation by a cardiologist, ophthalmologist, orthopaedic surgeon and geneticist,
all experienced with the Marfan syndrome.
The condition is diagnosed using a number of tests, including:
physical examination
family history
echocardiogram (picture of the heart using sound waves)
eye examination, using a slit lamp to detect dislocated lenses
skeletal tests such as x-rays
genetic data.
Over the last decade, it has become apparent that a small proportion of people previously thought to have Marfan
syndrome actually have a related but distinct condition called Loeys-Dietz syndrome. Loeys-Dietz syndrome has
many features in common with Marfan syndrome; but people with Loeys-Dietz syndrome have more aggressive
blood vessel disease and do not develop the eye complications seen in Marfan syndrome.

Treatment for Marfan syndrome
There is no cure for Marfan syndrome. Depending on which body parts are affected and to what degree, regular
monitoring and treatment options may include:
lifestyle changes
yearly echocardiogram tests to monitor heart and aorta size and function
yearly eye examinations and treatment
regular check-ups to monitor the skeleton and offer corrective treatment if necessary. This is particularly
important during the growth spurt of puberty
medication, such as beta-blockers, to reduce blood pressure and relieve the strain on the cardiovascular
system. New medications are now being used that better treat the underlying pathology in this condition
measures such as a course of antibiotics to prevent infection prior to any type of surgery involving the teeth,
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genitals or urinary system to reduce the risk of heart valve problems, including infection (endocarditis)
heart surgery, such as surgical repair of valves and aorta.

Living with Marfan syndrome
The expected lifespan of a person with Marfan syndrome used to be around the mid 40s age group, but now
extends into the 70s – which is comparable to the general population.
This improved lifespan is mainly due to:
improved awareness
early diagnosis
advances in medical management and medication
surgical techniques
careful living.
Lifestyle changes

If you have Marfan syndrome, it is important to be well informed about the condition and how it can be managed. If
you are aware of your limitations, it will help you accept the particular lifestyle changes that will reduce the stress
on your body. Be advised by your healthcare provider.
Depending on which body parts are affected and to what degree, such changes may include:
no contact sports
no physical activities that depend on isometric exercise, such as weight training or moving heavy objects
gentle, moderate exercise only
specialised counselling. A woman who has a dilated aorta requires specialised counselling about the higher
risks involved when considering a pregnancy, due to the associated strain on this major artery and the risk of
rupture, particularly during childbirth. Cardiac assessment pre-pregnancy and repeatedly throughout
pregnancy is recommended.

Where to get help
Your GP (doctor)
Victorian Clinical Genetics Services (VCGS), Royal Children’s Hospital Tel. (03) 8341 6201
Marfan Syndrome Clinic, Alfred Hospital Melbourne Tel. (03) 9076 3263
Genetic Support Network Victoria Tel. (03) 8341 6315
Marfan Association Queensland
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This page has been produced in consultation with and approved by:
Victorian Clinical Genetics Services (VCGS)

Content on this website is provided for information purposes only. Information about a therapy, service,
product or treatment does not in any way endorse or support such therapy, service, product or treatment and
is not intended to replace advice from your doctor or other registered health professional. The information and
materials contained on this website are not intended to constitute a comprehensive guide concerning all
aspects of the therapy, product or treatment described on the website. All users are urged to always seek
advice from a registered health care professional for diagnosis and answers to their medical questions and to
ascertain whether the particular therapy, service, product or treatment described on the website is suitable in
their circumstances. The State of Victoria and the Department of Health & Human Services shall not bear any
liability for reliance by any user on the materials contained on this website.
For the latest updates and more information, visit www.betterhealth.vic.gov.au
Copyright © 1999/2019 State of Victoria. Reproduced from the Better Health Channel
(www.betterhealth.vic.gov.au) at no cost with permission of the Victorian Minister for Health. Unauthorised
reproduction and other uses comprised in the copyright are prohibited without permission.

betterhealth.vic.gov.au
Marfan syndrome

Page 4 of 4

