A 29 year old man with head jerks
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Vignhette

29 year old man
Repetitive head jerks since first year of life
Previous diagnosis of a tic disorder based on head jerking movements

Examination revealed difficulties initiating voluntary saccades in the
horizontal plane and disturbed hand-eye coordination with
compensatory head thrusts
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Imaging
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Characteristic head jerks in congenital
oculomotor apraxia due to Joubert syndrome

* Joubert syndrome is a rare autosomal-recessive ciliopathy with
genetic heterogeneity?

* Itis a common etiology of congenital oculomotor apraxia
(COMA)

* COMA was first described by Cogan, who considered
compensatory head jerks diagnostic?

E¢E AMERICAMN ACADEMY OF

© 2017 American Academy of Neurology N E U RO LOG ".I',f.-,- BO I'n g ra be I Et d I .



