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Purpose:

✓ To assess the orbital involvement in ECD patients.

✓ To evaluate associations between radiologic orbital findings 
with the BRAFV600E mutation.



Material & Methods:

✓ MRI studies were examined by two radiologists, and any 

disagreements were settled by a third reader. 

✓ Reviewing radiologists were only aware of pathology-

confirmed diagnosis and were not aware of any genetic 

(BRAFV600E status) or clinical information. 

✓ IRB approved study on 54 subjects with biopsy-confirmed 
diagnosis of ECD.



Results:

Orbital Involvement Number of Patients (54) Percentage (%)

Bilateral rectus muscle 3 5

Bilateral lateral rectus muscle 2 4

Bilateral superior rectus muscle 1 2

Bilateral inferior rectus muscle 1 2

Bilateral medial rectus muscle 1 2

Bilateral Retroorbital fat 9 18

Left Retroorbital fat 2 4

Optic nerve(leptomeningeal) 1 2



Results:

➢ One patient with a BRAFV600E mutation showed optic 
nerve (leptomeningeal) involvement. 

➢ Two patients with this mutation had left retroorbital fat 
involvement. However, BRAFV600E mutation wasn't 
significantly associated with bilateral rectus muscle or 
bilateral retroorbital fat involvement.



Optic nerve involvement Bilateral retroorbital fat infiltration



Bilateral superior and lateral rectus muscles with 
medial displacement of optic nerve



Conclusion:

➢ Largest single-center study, which included 54 patients 
with ECD, showed orbital imaging findings including optic 
nerve, rectus muscle, and retroorbital fat involvement. 

➢ Our findings showed no significant association between 
BRAFV600E mutation and bilateral rectus muscle or 
bilateral retroorbital fat involvement while one case with a 
BRAFV600E mutation showed optic nerve 
(leptomeningeal) involvement



Thank you for your attention!
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