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Clinical and Genetic Aspects of Fibrodysplasia Ossificans Progressiva
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DESCRIPTION

Fibrodysplasia Ossificans Progressiva (FOP) is a rare genetic
disorder that causes the formation of bone in soft tissues such as
muscles, tendons, and ligaments. This condition, which affects
approximately 1 in 2 million people worldwide, is characterized
by progressive disability and loss of mobility, leading to a
significant reduction in quality of life.

Causes of FOP

FOP is caused by a mutation in the ACVR1 gene, which codes
for a protein called activin receptor type I that is involved in the
regulation of bone and muscle development. The mutation
causes the protein to become overactive, leading to the
formation of bone in soft tissues. The exact mechanisms by
which this occurs are still not fully understood.

Symptoms of FOP

The symptoms of FOP typically begin in early childhood and
become more severe with age. The hallmark of the condition is
the development of abnormal bone growths, or ossifications, in
soft tissues such as the neck, back, and shoulders. These
ossifications can also occur in the muscles, tendons, and
ligaments of the arms and legs, leading to joint stiffness,
restricted movement, and disability.

Other symptoms of FOP may include:

¢ Pain and swelling in affected areas

e Short stature and skeletal abnormalities
¢ Dental anomalies and hearing loss

* Respiratory difficulties.

Diagnosis of FOP

Diagnosis of FOP is typically based on a combination of clinical
evaluation and genetic testing. A physical exam may reveal the
presence of abnormal bone growths or limited range of motion
in affected joints. Imaging studies such as X-rays, CT scans, or
MRI scans may also be used to assess the extent and location of
bone growths.

Genetic testing can confirm the presence of the ACVRI1 gene
mutation responsible for FOP. However, genetic testing is not
always conclusive, and a diagnosis of FOP may require a
combination of clinical evaluation and genetic testing.

Treatment options for FOP

Currently, there is no cure for FOP, and treatment options are
limited. The goal of treatment is to manage the symptoms and
prevent further bone growth. Treatment options may include:

¢ Surgery to remove bone growths or correct joint deformities

¢ Physical therapy to improve range of motion and prevent
muscle atrophy

¢ Medications to manage pain and inflammation

¢ Genetic counseling for individuals and families affected by

FOP.

It is important to note that surgery should be approached with
caution in individuals with FOP, as surgery or other traumatic
events can trigger flare-ups of bone growth.

Prognosis

The prognosis for individuals with FOP is generally poor, as the
condition is progressive and leads to significant disability and
loss of mobility. The average life expectancy for individuals with
FOP is approximately 40 years, although this can vary depending
on the severity of symptoms and complications.

Fibrodysplasia Ossificans Progressiva (FOP) is a rare genetic
disorder that causes the formation of bone in soft tissues such as
muscles, tendons, and ligaments. The condition is caused by a
mutation in the ACVRI1 gene, which leads to the overactivity of
a protein involved in bone and muscle development. FOP is
characterized by progressive disability and loss of mobility,
leading to a significant reduction in quality of life. Treatment
options are limited, and the goal of treatment is to manage
symptoms and prevent further bone growth. While there is
currently no cure for FOP, ongoing research is exploring
potential new treatments and therapies to improve outcomes for
individuals with this devastating condition.
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