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DESCRIPTION
Jacobsen syndrome, also known as 11q deletion disorder, is a 
rare genetic condition that affects various aspects of an individual's 
physical, developmental, and cognitive abilities. Named after the 
Danish physician Petrea Jacobsen, who first described the 
syndrome in 1973, this disorder is characterized by the deletion 
of a portion of the long arm of chromosome 11. In this article, 
we will delve into the details of Jacobsen syndrome, its causes, 
symptoms, diagnosis, treatment, and the challenges faced by 
individuals and families affected by this condition.

Causes and prevalence

Jacobsen syndrome is caused by a deletion of genetic material on 
the long arm (q) of chromosome 11. Specifically, it results from a 
deletion in the 11q terminal region, which means that a portion 
of the chromosome is missing. The exact size of the deleted 
segment can vary among individuals with Jacobsen syndrome, 
and this variability contributes to the wide range of symptoms 
associated with the disorder. Most cases of Jacobsen syndrome 
occur sporadically, without any familial inheritance pattern. The 
prevalence of Jacobsen syndrome is quite low, with an estimated 
incidence of 1 in 100,000 live births.

Symptoms and characteristics

The symptoms and characteristics of Jacobsen syndrome can vary 
from person to person, depending on the size of the chromosome 
11q deletion and the specific genes that are affected. However, 
there are several common features and physical traits associated 
with the syndrome, including:

Distinctive facial features: Individuals with Jacobsen syndrome 
often have a characteristic facial appearance, which may include a 
prominent forehead, wide-set eyes, low-set ears, and a broad 
nose bridge.

Intellectual and developmental challenges: Cognitive impairment 
is a common feature of Jacobsen syndrome. Affected individuals 
may experience delays in speech and language development, as 
well as learning disabilities.

Heart defects: Many individuals with Jacobsen syndrome have 
congenital heart defects, such as atrial septal defects or 
ventricular septal defects.

Growth and developmental delays: Short stature and delayed 
physical development are common in individuals with this 
syndrome.

Thrombocytopenia: Jacobsen syndrome is often associated with 
low platelet counts (thrombocytopenia), which can lead to an 
increased risk of bleeding and bruising.

Gastrointestinal issues: Some individuals may experience 
gastrointestinal problems, such as feeding difficulties and 
gastroesophageal reflux.

Hearing loss: Hearing problems, including conductive and 
sensorineural hearing loss, can be present in those with Jacobsen 
syndrome.

Diagnosis

Diagnosing Jacobsen syndrome typically involves a combination 
of clinical evaluation, genetic testing, and chromosomal analysis. 
A healthcare professional may suspect the condition based on 
physical and developmental characteristics, such as distinctive 
facial features and intellectual challenges. Chromosomal analysis, 
often through a technique called Fluorescent in situ 
Hybridization (FISH), can confirm the diagnosis by identifying 
the specific deletion on chromosome 11q.

Treatment and management

There is no cure for Jacobsen syndrome, and treatment primarily 
focuses on managing the individual's specific symptoms and 
challenges. A multidisciplinary approach is essential, with 
healthcare providers collaborating to address various aspects of 
the syndrome. Treatment and management strategies may 
include:

Early intervention services: Speech therapy, physical therapy, 
and occupational therapy can help address developmental delays 
and improve the individual's quality of life.
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syndrome often requires a significant time commitment and 
resources to access specialized medical and therapeutic services. 
Support groups and advocacy organizations can be invaluable 
resources for a parent in providing information, guidance, and a 
sense of community.

Jacobsen syndrome is a rare genetic disorder caused by a deletion 
on the long arm of chromosome 11. While the condition 
presents with a wide range of symptoms and challenges, early 
diagnosis and intervention can significantly improve the quality 
of life for affected individuals. By raising awareness and 
promoting research, one can enhance our understanding of 
Jacobsen syndrome and work towards better support and 
treatment options for those living with this rare genetic 
condition. Families and individuals affected by Jacobsen 
syndrome demonstrate remarkable resilience, and their stories 
inspire hope for a brighter future.
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Cardiac care: Individuals with congenital heart defects may require 
surgical interventions or ongoing monitoring and management by 
a pediatric cardiologist.

Education and support: Special education programs and support 
services can be beneficial for individuals with Jacobsen syndrome 
to help them reach their full potential.

Hearing aids: If hearing loss is present, hearing aids or other 
assistive devices can improve communication and quality of life.

Regular medical check-ups: Routine medical assessments are 
essential to monitor overall health and address any emerging 
health issues promptly.

Challenges

Families of individuals with Jacobsen syndrome may face various 
challenges, including emotional and financial stress, due to the 
complex nature of the disorder. Caring for a child with Jacobsen
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