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INTRODUCTION

Marfan syndrome is a rare genetic disorder that affects the
body's connective tissues, leading to a wide range of symptoms
and potential complications. Named after the French pediatri-
cian Antoine Marfan, who first described the condition in 1896,
Marfan syndrome can impact various organ systems, causing
both physical and cardiovascular problems. In this article, we
will delve into the details of this condition, exploring its caus-
es, symptoms, diagnosis, and management. Marfan syndrome
is an autosomal dominant disorder, meaning that it can be
inherited from a parent who carries the gene mutation. The
syndrome primarily results from mutations in the FBN1 gene,
which encodes a protein called fibrillin-1. Fibrillin-1 plays a cru-
cial role in maintaining the structural integrity of connective tis-
sues such as skin, ligaments, and blood vessels. When this gene
is mutated, it leads to a deficiency in fibrillin-1 and an abnor-
mal buildup of Transforming Growth Factor Beta (TGF-B), which
disrupts the formation and function of connective tissues. The
hallmark features of Marfan syndrome involve various organ
systems. Individuals with Marfan syndrome are often tall and
thin with disproportionately long arms, legs, and fingers. They
may have joint hypermobility and scoliosis, a curvature of the
spine.

DESCRIPTION

The most life-threatening aspect of Marfan syndrome is its im-
pact on the cardiovascular system. A weakened aorta, the main
blood vessel that carries blood from the heart, is a common
concern. Aortic dissection or rupture can be a fatal complica-
tion. Valvular problems, particularly mitral valve prolapse, are
also common. Marfan syndrome can affect the eyes, causing
nearsightedness (myopia) and an increased risk of retinal de-

tachment. Individuals may experience chest deformities such
as pectus excavatum (sunken chest) or pectus carinatum (pro-
truding chest). Hyperextensible skin and joint laxity are often
seen in individuals with Marfan syndrome. Diagnosing Marfan
syndrome involves a combination of clinical assessment and
genetic testing. The Ghent criteria, established in 1996 and up-
dated in 2010, are widely used to aid in the diagnosis. These cri-
teria consider various features and family history to determine
the likelihood of Marfan syndrome. Genetic testing can confirm
the presence of FBN1 gene mutations. There is currently no
cure for Marfan syndrome, but its symptoms and complica-
tions can be managed to improve the patient's quality of life
and reduce the risk of life-threatening cardiovascular events.
Treatment and management strategies include. Beta-blockers
and other medications that reduce blood pressure and heart
rate can help reduce the stress on the aorta and lower the risk
of aortic dissection.

CONCLUSION

Surgical intervention may be necessary if the aorta becomes
severely enlarged or if there is aortic dissection. This can in-
volve aortic root replacement and valve repair or replacement.
Regular eye exams are essential to monitor vision and detect
any issues such as retinal detachment. Orthopedic interven-
tions, such as bracing or surgery, may be required to address
skeletal problems like scoliosis or chest deformities. Lifestyle
changes, including avoiding strenuous physical activities, can
help reduce the risk of aortic complications. Families affected
by Marfan syndrome should consider genetic counseling to
understand the risk of passing the condition to their offspring.
Marfan syndrome is a complex genetic disorder that can affect
various organ systems, particularly the cardiovascular system.
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