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Purpose:

v Assessing distribution and patterns of CNS involvement
in ECD.

v’ Evaluating potential association between presence of the
BRAFVG600E mutation and radiological findings in CNS.
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Material & Methods: Patient selection

v IRB approved study on 58 subjects with biopsy-
confirmed diagnosis of ECD.

v Two radiologists independently reviewed the images.
v' Discrepancies between the two radiologists were

resolved through third neuroradiologist.
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Results: Associations with BRAFV600E

v BRAFV600E mutation was significantly associated with
cerebellar and bilateral brain stem lesions.

v A trend toward significance was noted for cerebral atrophy.
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Conclusion

The results highlight significant radiologic CNS
involvement in ECD and suggest potential
associations with BRAFV600E mutation that
could have diagnostic, prognostic, and

thera

oeutic implications.
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