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CONGENITAL CRANIAL DYSINNERVATION DISORDER PANEL Check box for testing requested:

] CFEOM1 (KIF21A) Mutation [Exon 8,20,21 — mutation hotspots only]
[] CFEOM1 (KIF21A) Mutation [Exon 8,20,21. If no mutation is detected, the DNA sample will be transferred to the
Engle lab where the remaining K/F21A exons will be screened. Informed consent required.]

Confirmatory testing for individuals already enrolled in the Engle Lab study and for whom a mutation has been
detected on a research basis:

[] CFEOM1 (KIF21A research mutation confirmation)

[] CFEOM2 (PHOX2A research mutation confirmation)

[] Okihiro syndrome-DRRS (SALL4 research mutation confirmation)

CLINICAL EXAMINATION Patient’s CCDD is Sporadic__ Familial__ (who else is affected? )

Ptosis: Right Left Severe/moderate/mild? Symmetric?

Primary globe position:
Left
Left

Vertical: Hyper/hypo/orthotropic? Right

Horizontal: Exo/Eso/orthotropic? Right

Describe residual globe movements

[ Patient can elevate right left eye above the horizontal midline
[] Patient has aberrant movements (describe)
Pupil and fundus exam:
Other findings:




