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DESCRIPTION

Marfan syndrome is a rare genetic disorder that affects the
connective tissue, which provides support and structure to many
parts of the body. The condition is typically inherited and can
lead to a variety of complications affecting the heart, blood
vessels, bones, joints and eyes. While individuals with Marfan
syndrome often lead relatively normal lives with appropriate
treatment and monitoring, the disorder can present serious
health risks, particularly for the cardiovascular system. Marfan
syndrome is caused by a mutation in the FBN1 gene, which
provides instructions for making fibrillin-1, a protein essential
for the formation of connective tissue. This genetic mutation
leads to defects in connective tissue fibers, resulting in abnormal
elasticity and strength. As a result, the body's tissues and organs
may stretch and become weakened over time.

The condition affects both men and women of all ethnic
backgrounds, with an estimated 1 in 5,000 people worldwide
living with Marfan syndrome. It is typically inherited in an
autosomal dominant manner, meaning one copy of the altered
gene from either parent is enough to cause the disorder.

Symptoms and signs

Marfan syndrome can vary significantly from person to person
in terms of severity and which systems of the body are affected.
Common features of the syndrome may include:

Tall stature and long limbs: One of the hallmark characteristics
of Marfan syndrome is above-average height, with long arms,
legs, fingers and toes (a condition called arachnodactyly).

Skeletal problems: People with Marfan syndrome often
experience curvature of the spine (scoliosis), a chest that sinks in
or protrudes (pectus excavatum or pectus carinatum) and joint

hypermobility.

Eye issues: The most common eye problem associated with
Marfan syndrome is lens dislocation, where the lens of the eye
moves out of place. This can lead to vision problems, such as
myopia (nearsightedness) or even retinal detachment.

Cardiovascular complications: The most serious health concern
in Marfan syndrome is related to the heart and blood vessels.
The condition can cause aortic dilation, where the main artery
(the aorta) becomes enlarged and weak. This increases the risk of
an aortic aneurysm or aortic dissection, both of which can be
life-threatening if not treated. Valve problems, such as mitral
valve prolapse, are also common.

Lung problems: Some people with Marfan syndrome may
experience spontaneous pneumothorax (collapsed lung) due to
the weakness of lung tissue.

Diagnosis

Diagnosing Marfan syndrome can be challenging because its
symptoms overlap with those of other connective tissue
disorders. However, early diagnosis is important to managing
the condition and preventing complications. The diagnostic
process typically includes:

Physical exam: Doctors will assess the patient's physical features,
such as their height, limb length and
hypermobility.

signs of joint
Family history: Since Marfan syndrome is hereditary, a detailed
family history is often taken to check for previous cases.

Echocardiogram: This imaging test allows doctors to assess the
heart and aorta for signs of enlargement or other cardiovascular
abnormalities.

Genetic testing: If Marfan syndrome is suspected, genetic testing
can confirm the presence of mutations in the FBNI gene.
However, not all cases of Marfan syndrome have an identifiable
mutation, so the diagnosis may rely on a combination of clinical
features.

Eye exam: An ophthalmologist can check for lens dislocation or
other ocular abnormalities.

The criteria are often used to help diagnose Marfan syndrome,
which involve a combination of clinical features, family history
and diagnostic tests.
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Management and treatment

Although there is no cure for Marfan syndrome, treatment
focuses on managing symptoms, preventing complications and
improving quality of life. Key aspects of management include:

Cardiovascular care: Regular monitoring of the heart and aorta
Medications like beta-blockers or Angiotensin
Receptor Blockers (ARBs) are often prescribed to help reduce
the stress on the aorta and slow its enlargement. In severe cases,

is critical.

surgery may be required to repair or replace the aorta or heart
valves.

Skeletal management: Physical therapy and pain management
strategies may help alleviate skeletal discomfort. For individuals
with scoliosis or chest deformities, surgical intervention may be
necessary.

Eye care: Regular eye exams are essential for detecting early signs
of lens dislocation or retinal problems. In some cases, corrective
lenses or surgery may be needed to address vision issues.

Lifestyle adjustments: Individuals with Marfan syndrome are
often advised to avoid intense physical activity, especially
activities that could place stress on the cardiovascular system,
such as heavy lifting, competitive sports or endurance activities.
However, many people with Marfan syndrome can engage in
low-impact exercises and maintain an active lifestyle.

Prognosis

The life expectancy for individuals with Marfan syndrome has

improved significantly over the vyears, largely due to

] Down Syndr Chr Abnorm, Vol.10 Iss.3 No:1000266

OPEN 8 ACCESS Freely available online

advancements in early diagnosis, monitoring and cardiovascular
treatments. With proper management, many individuals with
Marfan syndrome live into their 60 or beyond. However,
untreated or poorly managed cardiovascular complications can
lead to serious consequences, including aortic rupture, which
remains the leading cause of death among individuals with the
syndrome. Although Marfan syndrome can be a challenging
condition, most individuals can live full, active lives with the
right medical care and lifestyle adjustments. Early diagnosis and
ongoing monitoring are key to reducing the risks associated with
the disorder.

CONCLUSION

Marfan syndrome is a complex genetic disorder that affects
multiple systems of the body, with the most serious implications
for the heart and blood vessels. Early diagnosis and regular
important for managing the condition

life-threatening ~ complications. ~ With
appropriate medical care, individuals with Marfan syndrome

monitoring are
and preventing

can lead active and fulfilling lives, making awareness, research
and support for those living with the disorder all the
more important. In addition to medical care, emotional and
psychological support plays a critical role in managing the
condition. Support groups and counseling can help individuals
cope with the physical and emotional challenges of living
with a chronic, genetically inherited disorder.
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