BACKGROUND INFORMATION - MARFAN SYNDROME

· Marfan Syndrome, a connective tissue disorder, is one of the most common but least publicly known genetic illnesses, affecting around 1 in 3000 people. 

Common genetic disorders and their (approximate) incidence:

Downs Syndrome
1 in 660

Cystic Fibrosis
1 in 2,500

Marfan Syndrome
1 in 3,000

· Marfan Syndrome is caused by a mutation of the Fibrillin gene FBN1 on chromosome 15 

· Marfan Syndrome can be spontaneous or inherited  - 20% are mutations, but it is more common to inherit it.

· Prior to cardio-vascular surgery, the average age of death was 32 years, often the result of aortic rupture. 

· Skeletal abnormalities include a long and slender stature, chest deformities (pectus excavatum), arachnodactyly or 'spider fingers', excessive length of arm, hyperextensible joints, and a high arched palate. Other features of the disorder may include lens and retinal detachment, foot deformities and heart problems, especially the dilatation of the ascending aorta.

· Though mostly hereditary, many people suffering from Marfan Syndrome are unaware of their condition, and are at risk of early death if left undiagnosed. 

· Geneticist Dr Lesley Adès at The Children's Hospital at Westmead in Sydney has just developed the world's first effective blood test to identify the mutation of the Fibrillin gene on chromosome 15 in individuals and families. Today, with increased expertise, the condition can be managed, but Marfan patients live with the knowledge that their hearts & bodies are particularly vulnerable to problems such as aortic aneurism, blood clots and haemorrhage, even if the condition is already diagnosed, and the patient is taking

blood thinning drugs such as Warfarin.

· If women with the Marfan Syndrome choose to have children, they both risk their own health, as well as their offspring, who have a 50% chance of inheriting the disease. Like many other genetic illnesses, the ethical debate about genetic testing for 'imperfections' is contentious. Genetic testing for Marfan Syndrome is available and can be offered early in pregnancy or

prior to conception by pre-implantation genetic diagnosis.

The Children’s Hospital at Westmead Sydney offers blood testing to determine whether a person, or potential mother, has Marfan Syndrome. The hospital also has counselling services for

families of Marfan sufferers, with doctors such as Dr Lesley Adès in Clinical Genetics taking a special interest in the condition.

· Marfan Syndrome has been publicized in sport magazines because of the sudden, untimely deaths of Olympic volleyball player Flo Hyman and collegiate basketball player Chris Patton who had the condition.

· In the USA, the NBA is considering testing for the syndrome as basketballers with undiagnosed Marfan Syndrome have dropped dead on the court. 

· Abe Lincoln has been the subject of a successful court case to test his DNA for Marfan Syndrome. Other well known people with the condition include the violinist Paganini and the Egyptian pharoah

Akhenaten. There has also been speculation as to whether Osama Bin Laden suffers from the condition.

PHYSICAL MANIFESTATION OF MARFAN SYNDROME 

BODY

· Longitudinal growth is everywhere, resulting in a high arched palette, long narrow face, eye problems and long limbs. Marfan sufferers are said to resemble portraits by El Greco. 

· Long and slender stature

· Pronounced stretch marks on the shoulders, hips and lower back

· Chest deformities Pectus Carinatum or ‘pigeon chest ‘ and Pectus Excavatum (the opposite of pigeon chest)

· Excessive length of limbs

· Arachnodactyly – ‘spider fingers’

· Long, extremely narrow feet and toes

· Scoliosis

· Hyper-mobile joints  (can pull thumb back etc, double jointed) 

EYES

· Eye problems in 50 – 70% of people

· Ectopia Lentis – lens detachment

· Tremors of the iris, cataracts and severe myopia and possible retinal detachment

HEART

· Mitral valve prolapse occurs in 75 – 85% of people and only occurs in 5% of the general population

· Prolapse can only be detected by an ECG

· Mitral valve regurgitation, i.e. a leaking valve ( 33%)

· Aortic valve is affected – stress from the beating heart and the lack of elasticity  dilates the valve  and often results in an aortic aneurism

· Basically an overworked heart

· Aortic dissection, when the aorta tears

· Repair to the heart is a composite dacron graft requiring open heart surgery procedure. 

· Requires blood thinning medication to prevent blood clots and risk of haemorrhage

· Prone to infection of the valve (endocarditis), which often requires Marfan patients to be hospitalised for minor procedures.
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