
fingers), and joint hypermobility. Skeletal issues may lead to 
conditions such as scoliosis and joint dislocations.

Cardiovascular complications: Perhaps the most life-threatening 
aspect of Marfan syndrome is its impact on the cardiovascular system. 
Patients are at risk of aortic root dilation, which can progress to aortic 
aneurysms and potentially life-threatening aortic dissections.

Ocular manifestations: Marfan syndrome often affects the eyes, 
causing lens dislocation (ectopia lentis), myopia, and an increased risk 
of retinal detachment.

Pulmonary issues: Some individuals with Marfan syndrome may 
experience pneumothorax (collapsed lung) due to the weakness of 
lung tissue.

Diagnosis

Diagnosing Marfan syndrome is a complex process that combines 
clinical evaluation and genetic testing. The revised Ghent criteria, 
established in 2010, are commonly used for diagnosis.

Management

Management of Marfan syndrome requires a multidisciplinary 
approach to address specific clinical features while minimizing 
complications. Key components of management include

Cardiovascular monitoring: Regular imaging and monitoring of 
the aorta to detect and manage aortic root dilation.

Medications: Beta-blockers and angiotensin receptor blockers may 
be prescribed to reduce aortic stress and lower blood pressure.

Surgical intervention: Surgical repair or replacement of the aorta 
may be necessary in severe cases to prevent aortic dissection.

Orthopedic care: Management of skeletal issues through physical 
therapy, bracing, or surgery.

Ocular care: Corrective lenses or surgical intervention for lens 
dislocation.

Genetic counseling: Offering genetic counseling and testing to 
affected individuals and their families to assess the risk of passing on 
the syndrome to future generations.

Conclusion
Marfan syndrome is a complex genetic disorder that affects multiple 

organ systems, necessitating a multidisciplinary approach to care. Early 
diagnosis and proactive management are important to preventing life-
threatening cardiovascular complications and optimizing the quality of 
life for individuals with Marfan syndrome. Ongoing research continues 
to enhance our understanding of this rare disorder and improve 
treatment outcomes.
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Description
Marfan syndrome is a rare, multisystemic genetic disorder with 

variable clinical manifestations. Medical experts and researchers have 
been captivated by Marfan Syndrome for more than a century. It is a 
rare, hereditary connective tissue illness. This disorder, which was first 
identified in 1896 by the French pediatrician Antoine Marfan, has 
subsequently undergone extensive investigation and attracted attention 
for its distinct traits and probable problems.

Marfan syndrome, first identified by Antoine Marfan in 1896, is a 
rare and complex genetic disorder characterized by the abnormal 
development of connective tissue. This disorder has far-reaching 
effects on multiple organ systems, including the cardiovascular, 
skeletal, and ocular systems.

Genetic basis
Marfan  syndrome  is  primarily  caused  by  mutations  in the FBN1 

gene, located on chromosome 15, which encodes fibrillin-1, a key 
structural protein in connective tissue. Fibrillin-1 plays a important role 
in maintaining the integrity and elasticity of various tissues, including 
the heart, blood vessels, bones, and eyes. Mutations in FBN1 result in 
abnormal fibrillin-1 formation, leading to the characteristic features of 
Marfan syndrome.

Clinical features
The clinical presentation of Marfan syndrome is highly variable, and 

affected individuals may exhibit a wide range of features. Key clinical 
manifestations include:

Skeletal abnormalities: Many individuals with Marfan syndrome 
are tall with disproportionately  long  limbs,  arachnodactyly  (elongated
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