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● Larsen syndrome is a rare genetic 

disorder.

● Main features include:

○ Multiple congenital joint dislocations

○ Distinct facial features

○ Skeletal abnormalities

● Medical advances that have improved:

○ Diagnosis

○ Treatment and symptom management

● Ongoing research and awareness are 

crucial.

ConclusionIntroduction

● Larsen syndrome: A rare genetic 

disorder affecting skeletal development.

● Main features:

○ Joint dislocations at birth

○ Flattened face, prominent forehead

○ Scoliosis and other bone issues

● Other possible symptoms:

○ Heart defects

○ Hearing loss

○ Breathing problems 

● Named after Dr. Loren J. Larsen, who 

first described it in 1950.

● Diagnosis methods:
○ Clinical examination
○ Family history review
○ Diagnostic imaging
○ Genetic testing for Filamin B mutations

● Imaging tools used:
○ X-rays – Identify joint dislocations and 
skeletal abnormalities
○ MRI & CT scans – Show detailed views of 
bones, joints, and facial deformities

Diagnosis

Lifespan varies depending on:

○ Severity of joint and skeletal 

abnormalities.

○ Presence of life-threatening 

complications (examples: spinal cord 

issues, heart or airway problems).

● Many individuals can live full and active 

lives with early diagnosis and proper 

treatment.

● Serious complications may include:

○ Cervical spine instability, which can lead 

to spinal cord injury.

○ Respiratory issues and heart defects, 

which may affect life expectancy if 

untreated.

Prognosis

Causes

● Larsen syndrome is inherited in an autosomal 

dominant manner.

● Only one copy of the faulty gene is needed for 

the condition to develop.

● The gene can be:

○ inherited from either parent 

○ or caused by a new (spontaneous) 

mutation.

● If a parent has the gene, there is a 50% chance 

of passing it to each child, regardless of 

gender.

Treatment
● Treatment focuses on managing 
symptoms and improving quality of life.
● Early complications often appear at birth 
and can be treated in infancy.
● Treatment options:
○ Orthopedic surgery for joint dislocations
○ Physical therapy for mobility
○ Other care for related issues (heart, 
breathing, hearing)
● Ongoing monitoring is crucial.
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Figure 1: Distinct facial features of people with Larsen 
syndrome.

Figure A:  Hand radiograph showing supernumerary carpal bones with shortening of the metacarpals.
Figure B: Knee radiograph showing dislocation of the knee joint

Figure 2: Lower extremity features of Larsen syndrome.

Figure 3: Showing the typical facial features of those with Larsen 
syndrome.
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