2
Revital Tsypkin                        Marfan Syndrome                                      Fall 2013


Marfan syndrome is a genetic disorder that affects the body’s connective tissue. The primary purpose of the connective tissue is to hold the body together and provide a framework for growth and development. Connective tissue is made from protein. The protein that plays a role in Marfan syndrome is called fibrillin-1. Marfan syndrome is caused by a defect or mutation in the gene that tells the body how to make fibrillin-1. This mutation results in an increase in protein called transforming growth factor beta, which causes problems with connective tissues throughout the body. Marfan syndrome most often affects the connective tissue of the heart and blood vessels, eyes, bones, lungs, and the covering of the spinal cord. Because the condition affects many parts of the body, it can cause many complications. Sometimes the complications are life threatening. The condition is fairly common, it affects1 in 5,000 Americans. Most people who have Marfan syndrome inherit it from their parents. If you have Marfan syndrome, you have a 50 percent chance of passing the gene to each of your children. In about 1 in 4 cases, the mutation that causes Marfan syndrome is not inherited. Marfan syndrome affects men, women, and children equally and has been found among people of all races and ethnic backgrounds. 
People with Marfan syndrome are born with it, but features of the disorder are not always present right away. Marfan syndrome often affects the long bones of the body. This can lead to signs or traits such as: long arms, legs and fingers, tall and thin build, curved spine, a chest that sinks in or sticks out, flexible joints, high arched palate and crowded teeth. Traits vary from person to person, even on the same family. Most serious complications of Marfan syndrome involve the heart and blood vessels.  The aorta, which supplies oxygen-rich blood to the body, can stretch and grow weak. It can tear, burst and leak blood which can lead to severe heart problems or even death. 
Marfan syndrome can be hard to diagnose. This is because its signs, or traits, are the same as or similar to the signs of other connective tissue disorders. There are disorders that are related to Marfan syndrome that can be confused with it. For example Loeys-Dietz syndrome, Ehlers- Danlos Syndrome and Familial Thoracic Aortic Aneurysm.  Certain combinations of symptoms and family history must be present to confirm a diagnosis of Marfan syndrome. Heart tests, eye tests and genetic testing might be admitted to help in diagnosing the disorder. 

Marfan syndrome has no cure but treatments can help delay or prevent complications, especially when started early.  In the past, people who had Marfan syndrome rarely lived past 40. The type of treatment varies based on signs and symptoms. Medication such as beta-blocker might be prescribed to try to slow the rate of aortic dilation. Surgery may be recommended to repair or replace part of the aorta to prevent it from rupturing. A person with Marfan syndrome should have routine care and tests to check the heart valves and the aorta. If a person with Marfan syndrome has scoliosis,his or her doctor may suggest a brace or other device to prevent the condition from getting worse. Severe cases of scoliosis may require surgery. Some people who have Marfan syndrome need surgery to repair a chest that sinks in or sticks out. This surgery is done to prevent the chest from pressing on the lungs and heart. Annual checkups with an orthopedist are necessary to look for changes in the spine and breastbone. Marfan syndrome can lead to many eye problems, such as a dislocated lens, nearsightedness, early glaucoma and cataracts. Glasses or contact lenses can help with some of these problems. Regular eye exams with an ophthalmologist are necesery to find and treat eye problems early. Patients with Marfan syndrome should have genetic counseling prior to pregnancy because Marfan syndrome is an inherited condition. Pregnant women with Marfan syndrome are also considered high-risk cases. Most people with Marfan syndrome can participate in certain types of physical activities. Those people with dilation of the aorta should avoid high intensity team sports.
 
Many people with Marfan syndrome have narrow jaws and high arched palates, which can create dental and orthodontic problems such as overcrowded teeth, posterior crossbite, malocclusion and TMJ diorder. Dental hygienist or a dental professional must be very careful when performing any dental procedure on a patient with Marfan syndrome. Antibiotics might be needed prior to any dental work to avoid the development of endocarditis where there is an increased likelihood that bacteria can enter the blood stream during dental work. 
Advances have been made in the early diagnosis and treatment of Marfan syndrome. It's now possible for people who have Marfan syndrome to live longer and enjoy a good quality of life. Many people who have Marfan syndrome and are properly diagnosed and treated may live an average lifespan. 
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