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DESCRIPTION

Jacobsen syndrome, also known as 11q deletion disorder, is a 
rare chromosomal disorder that occurs when a portion of 
chromosome 11 is missing. This condition was first described in 
1973 by Danish pediatrician Petra Jacobsen. Individuals with 
Jacobsen syndrome typically have distinctive facial features, 
developmental delays, intellectual disabilities and a range of 
other health issues. Despite its rarity, understanding Jacobsen 
syndrome is crucial for providing proper care and support to 
affected individuals and their families.

Genetic basis

Jacobsen syndrome is primarily caused by a deletion of genetic 
material from the long arm (q) of chromosome 11. The size of 
the deleted region can vary among individuals, resulting in a 
spectrum of symptoms and severity. The deletion usually occurs 
spontaneously and is not inherited from parents. In some cases, 
the deletion may occur due to errors in chromosome replication 
during the formation of sperm or egg cells.

Clinical features

One of the most recognizable features of Jacobsen syndrome is 
its characteristic facial appearance. Individuals may have a small 
head (microcephaly), low-set ears, droopy eyelids (ptosis), a broad 
nasal bridge and a small lower jaw (micrognathia). Other 
common physical features include heart defects, such as septal 
defects or abnormalities of the heart valves, as well as skeletal 
abnormalities like short stature and joint deformities.

In addition to physical characteristics, individuals with Jacobsen 
syndrome often experience developmental delays and intellectual 
disabilities. They may have delayed speech and language 
development, motor skills deficits and challenges with learning 
and cognition. Behavioral problems, including Attention Deficit 
Hyperactivity Disorder (ADHD), Autism Spectrum Disorder 
(ASD) and anxiety, are also commonly observed in individuals 
with Jacobsen syndrome.

Health concerns

Jacobsen syndrome can affect various organ systems, leading to a 
range of health concerns. Heart abnormalities are among the 
most common issues, which can range from mild to severe and 
may require medical intervention. Individuals may also 
experience gastrointestinal problems, such as feeding difficulties, 
reflux and constipation. Immune system deficiencies and 
frequent infections are another potential complication of 
Jacobsen syndrome.

Additionally, individuals with Jacobsen syndrome have an 
increased risk of bleeding disorders due to abnormalities in 
platelet function. This can result in easy bruising, nosebleeds 
and prolonged bleeding following injury or surgery. Regular 
monitoring and appropriate medical management are essential 
to address these health concerns and optimize the quality of life 
for affected individuals.

Diagnosis and management

Diagnosing Jacobsen syndrome typically involves genetic testing, 
such as Chromosomal Microarray Analysis (CMA) or Fluorescent 
In Situ Hybridization (FISH), to identify the deletion on 
chromosome 11q. Early diagnosis allows for early intervention 
and access to specialized care, including developmental therapies, 
educational support and medical management of associated 
health issues.

Management of Jacobsen syndrome is multidisciplinary and may 
involve a team of healthcare professionals, including geneticists, 
pediatricians, developmental specialists, cardiologists and 
therapists. Treatment focuses on addressing individual 
needs and may include speech therapy, physical therapy, 
occupational therapy and behavioral interventions. Regular 
medical follow-ups are important for monitoring growth, 
development and managing any emerging health concerns.

Support for families

Caring for a child with Jacobsen syndrome can be challenging, 
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CONCLUSION
Jacobsen syndrome is a rare genetic disorder characterized by a 
deletion on chromosome 11q, resulting in a range of physical, 
developmental and health issues. Early diagnosis, comprehensive 
medical care and ongoing support are essential for optimizing 
outcomes and enhancing the well-being of individuals with 
Jacobsen syndrome and their families. Continued study and 
awareness efforts are critical for improving understanding, 
diagnosis and management of this rare condition.
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both emotionally and practically, for families. It's essential for 
families to access support networks, such as patient advocacy 
groups and online communities, where they can connect with 
other families facing similar challenges. These networks provide 
valuable information, resources and emotional support to help 
families navigate their journey with Jacobsen syndrome.

Research and future directions

While significant progress has been made in understanding 
Jacobsen syndrome, much remains to be learned about the 
condition. Many studies efforts continue to focus on elucidating 
the underlying genetic mechanisms, identifying potential 
treatments and improving outcomes for affected individuals. 
Collaborative initiatives involving clinicians, studies and 
advocacy groups are essential for advancing knowledge and 
enhancing the quality of life for individuals living with Jacobsen 
syndrome.
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