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DESCRIPTION
Marfan syndrome is a rare but potentially life-altering genetic 
disorder that affects the body's connective tissues. Named after 
the French pediatrician Antoine Marfan, who first described it 
in 1896, this syndrome can impact various organ systems, 
leading to a wide range of symptoms and complications. In this 
article, we will delve into the details of Marfan syndrome, its 
causes, symptoms, diagnosis, treatment, and the impact it has on 
individuals and their families.

Causes and genetics

Marfan syndrome is primarily caused by mutations in the 
Fibrillin-1 (FBN1) gene, which encodes a protein called 
fibrillin-1. This protein plays a crucial role in maintaining the 
structural integrity of connective tissues, including the skin, 
blood vessels, bones, and the heart's lining. Mutations in the 
FBN1 gene can lead to the production of abnormal fibrillin-1, 
resulting in weakened connective tissues.

Marfan syndrome is typically inherited in an autosomal 
dominant manner, meaning that an affected individual has a 
50% chance of passing the condition on to their offspring. 
However, about 25% of cases arise from spontaneous mutations, 
with no family history of the syndrome.

Symptoms

The symptoms of marfan syndrome can vary widely among 
affected individuals, and not everyone with the condition 
experiences the same set of symptoms. Some of the most 
common signs and symptoms include.

Cardiovascular issues: Problems with the heart and blood vessels 
are the most serious aspects of Marfan syndrome. These can 
include aortic aneurysms (weakening and bulging of the aorta), 
mitral valve prolapse (a condition where the heart's mitral valve 
doesn't close properly), and aortic dissection (a potentially life-
threatening tear in the aorta).

Skeletal abnormalities: Individuals with Marfan syndrome 
often have tall stature with long arms, legs, and fingers. Other 
skeletal issues may include scoliosis (curvature of the spine),

chest deformities (such as pectus excavatum or pectus carinatum), 
and joint hypermobility.

Ocular manifestations: Marfan syndrome can affect the eyes, 
leading to nearsightedness (myopia), dislocated lenses, and an 
increased risk of retinal detachment.

Skin changes: People with Marfan syndrome may have stretchy 
skin that is more prone to bruising and scarring.

Respiratory problems: Some individuals may experience 
breathing difficulties due to the structural abnormalities in the 
chest and lungs associated with the syndrome.

Diagnosis

Diagnosing Marfan syndrome can be complex because of the 
variability in symptoms and the need for a multi-system 
evaluation. A clinical diagnosis is often made based on a 
combination of family history, physical examination, and specific 
criteria outlined by the Ghent nosology. Genetic testing can 
confirm the presence of FBN1 mutations in individuals suspected 
of having the syndrome.

It's important to note that early diagnosis is crucial to manage 
and monitor potential complications, especially cardiovascular 
issues. Regular follow-up with a healthcare team that includes 
cardiologists, orthopedic specialists, and ophthalmologists is 
essential for individuals with Marfan syndrome.

Treatment and management

While there is no cure for Marfan syndrome, the management 
focuses on addressing specific symptoms and preventing 
complications. Treatment options include.

Medications: Beta-blockers and other medications may be 
prescribed to reduce the risk of aortic dissection and manage 
related cardiovascular issues.

Surgery: Surgical interventions may be necessary to repair or 
replace the aortic root or other affected blood vessels. 
Orthopedic surgeries may be recommended to correct skeletal 
deformities.
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Ophthalmological care: Regular eye exams and, in some cases,
surgical interventions can address ocular issues associated with
the syndrome.

Lifestyle modifications: Individuals with Marfan syndrome are
encouraged to maintain a healthy lifestyle, avoid strenuous
activities, and manage their weight to reduce the risk of
cardiovascular complications.

Impact on individuals and families

Marfan syndrome can have a profound impact on individuals
and their families. Coping with the physical and emotional

challenges associated with the condition can be demanding.
Support groups and counseling services are often invaluable
resources for affected individuals and their loved ones.

Marfan syndrome is a rare genetic disorder that affects
connective tissues throughout the body, leading to a wide range
of symptoms and complications. While there is no cure, early
diagnosis and management can significantly improve the quality
of life for individuals with this condition. Increased awareness,
advances in medical research, and comprehensive care provided
by healthcare professionals are essential in helping individuals
with Marfan syndrome lead fulfilling lives.

Miller M

J Genet Syndr Gene Ther, Vol.15 Iss.2 No:1000427 (MRPFT) 2


	Contents
	Marfan Syndrome: Its Causes, Diagnosis and Treatment
	DESCRIPTION
	Causes and genetics
	Symptoms
	Diagnosis
	Treatment and management
	Impact on individuals and families





