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DESCRIPTION
Jacobsen Syndrome is a rare genetic disorder that affects
approximately 1 in 100,000 people. It is caused by the deletion
of a small piece of chromosome 11, which can result in a range
of physical and developmental abnormalities. In this article, we
will explore the symptoms, causes, and treatment options for
Jacobsen Syndrome.

Symptoms of jacobsen syndrome

Jacobsen Syndrome is characterized by a wide range of physical
and developmental abnormalities, which can vary in severity
from person to person. Some common symptoms of the disorder
include:

Facial abnormalities: Individuals with Jacobsen Syndrome may 
have a distinct facial appearance, including a small head, 
low-set ears, and a small jaw.
Intellectual disability: Many people with Jacobsen 
Syndrome have some level of intellectual disability, ranging 
from mild to severe.
Developmental delays: Individuals with Jacobsen Syndrome may 
experience delays in reaching developmental milestones, 
such as crawling, walking, and talking.
Heart defects: Approximately 90% of individuals with 
Jacobsen Syndrome have some type of heart defect, such as a 
hole in the heart or an abnormal heart valve.
Low platelet count: Jacobsen Syndrome can cause a 
decrease in the number of platelets in the blood, which can lead 
to an increased risk of bleeding.
Vision and hearing problems: Individuals with Jacobsen 
Syndrome may have vision and hearing problems, such as 
nearsightedness or hearing loss.
Behavioral problems: Some people with Jacobsen 
Syndrome may exhibit behavioral problems, such as ADHD or 
aggression.

Causes of jacobsen syndrome

Jacobsen Syndrome is caused by the deletion of a small piece of 
chromosome 11, which contains approximately 1,400 genes. The 
specific genes that are deleted can vary from person to person, 
which can contribute to the variability in symptoms seen in the 
disorder. The deletion of certain genes on chromosome 11 has 
been linked to some of the hallmark symptoms of Jacobsen 
Syndrome, such as heart defects and low platelet count.

Most cases of Jacobsen Syndrome occur spontaneously, meaning 
that there is no known family history of the disorder. However, 
in some cases, Jacobsen Syndrome can be inherited from a 
parent who has a balanced translocation, which is a 
rearrangement of genetic material that does not result in any 
symptoms in the parent. When a parent with a balanced 
translocation passes on the translocated chromosome to their 
child, it can result in Jacobsen Syndrome.

Treatment of jacobsen syndrome

There is currently no cure for Jacobsen Syndrome, and 
treatment options are focused on managing the symptoms of the 
disorder. For example, heart defects may require surgical 
intervention, while low platelet counts may be managed with 
medications or blood transfusions. Individuals with intellectual 
or developmental disabilities may benefit from early intervention 
programs and specialized education and therapy services.

Genetic counseling may also be recommended for families 
affected by Jacobsen Syndrome. Genetic counseling can provide 
information about the risk of having another child with the 
disorder, as well as options for prenatal testing and family 
planning.

We conclude that Jacobsen Syndrome is a rare genetic disorder 
that can cause a range of physical and developmental 
abnormalities. While there is no cure for the disorder, early 
intervention and management of symptoms can improve 
outcomes for individuals with Jacobsen Syndrome. Genetic 
counseling may also be recommended for families affected 
by the disorder, in order to
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provide information and support for family planning and
prenatal testing.

Gibson L

J Down Syndr Chr Abnorm, Vol.09 Iss.01 No:1000222 2


	Contents
	A Comprehensive Overview of Symptoms, Causes and Management of Jacobsen Syndrome
	DESCRIPTION
	Symptoms of jacobsen syndrome
	Causes of jacobsen syndrome
	Treatment of jacobsen syndrome



