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DESCRIPTION
Marfan syndrome is a rare genetic disorder that affects the 
connective tissues in the body. Named after the French 
pediatrician Antoine Marfan, who first described the condition 
in 1896, Marfan syndrome can have a significant impact on 
various organ systems, leading to a range of symptoms and 
potential complications.

Genetic basis

Marfan syndrome is primarily caused by mutations in the 
Fibrillin-1 (FBN1) gene, which encodes fibrillin-1, a protein 
essential for the formation and maintenance of connective 
tissues. Connective tissues provide strength and elasticity to 
various structures in the body, including the bones, joints, blood 
vessels, and heart valves. Mutations in FBN1 result in the 
production of abnormal fibrillin-1, leading to weakened 
connective tissues.

Clinical features

Individuals with Marfan syndrome often display a characteristic 
set of features that can affect multiple organ systems. Some of 
the common clinical features include:

Skeletal abnormalities: Tall and slender stature, long 
limbs, fingers, and toes , scoliosis (curvature of the spine), 
chest deformities, such as a protruding or indented breastbone.

Ocular manifestations: Dislocation of the lens in 
the eye. Myopia (nearsightedness) retinal detachment .

Cardiovascular complications: Aortic root dilation, which 
can lead to aortic dissection or rupture. Mitral valve prolapse.

Joint hypermobility: Increased flexibility in the 
joints, particularly the fingers.

Dural ectasia: Weakening and enlargement of the dural sac 
surrounding the spinal cord.

Diagnosis
Diagnosing Marfan syndrome involves a thorough clinical 
evaluation, family history analysis, and genetic testing. The 
revised Ghent nosology, a set of criteria developed for diagnosing  

the syndrome, takes into account various clinical features and 
family history to establish a definitive diagnosis.

Management and treatment

While there is no cure for Marfan syndrome, management 
focuses on addressing symptoms and preventing complications. 
A multidisciplinary approach involving medical professionals 
from various specialties, such as cardiology, ophthalmology, and 
orthopedics, is essential.

Cardiovascular monitoring: Regular monitoring of the aorta 
to detect and manage any dilation. Medications, such as 
beta-blockers, to reduce the risk of aortic dissection.

Ophthalmologic care: Prescription glasses or contact lenses 
to correct vision problems. Surgical intervention for 
lens dislocation or retinal issues.

Orthopedic interventions: Bracing or surgery to address 
scoliosis. Joint-stabilizing measures for hypermobility.

Genetic counseling: Providing information and support 
for individuals and families dealing with Marfan syndrome.

Prognosis

The prognosis for individuals with Marfan syndrome 
varies depending on the severity of symptoms and the extent of 
organ involvement. With proper management and early 
intervention, individuals with Marfan syndrome can lead 
fulfilling lives. However, complications such as aortic 
dissection can pose serious risks, emphasizing the 
importance of regular medical monitoring and intervention.

Marfan syndrome is a complex genetic disorder that affects 
connective tissues and can have wide-ranging effects on the body. 
While there is currently no cure, advancements in medical 
understanding and treatment options have improved 
the outlook for individuals with Marfan syndrome. Early 
diagnosis, a multidisciplinary approach to care, and ongoing 
medical monitoring are crucial in managing the condition and 
preventing potentially life-threatening complications. Continued 
research and awareness efforts contribute to a better 
understanding of Marfan syndrome and the development of 
more effective treatment strategies.
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