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- Though 1t 1s known to have onset in infancy and - Mean delay in genetic confirmation of diagnosis: 3.1 yrs (0.5- 6 F v v abnormal 36 38 speech Normal FAZH .Deve.lopmental dela.y 15 f‘l common .presentatlon
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- This leads to diagnostic delay and a missed  years, 2 are ambulatory with support at 10 years, 4 never attained 8 ™M N N DDlmb 10 120  Seizures, OMD, ThinCC AP4S1 common in children.
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predo MRI findings are nonspecific - thin corpus callosum, gait intensities

: , white-matter hyperintensities, abnormal T2 signal 1n the incontinence CONTACT
B: Thin COrpus 23 F N N GDD 12 48 Microcephaly,  Cerebellar SPAST

posterior limb of the internal capsule, and atrophy of the
brain/spinal cord. Many cases can also have a normal
yrs) neuroimaging as seen in 6 of our cases.
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drooling

CM- consanguineous marriage, FH- family history, GDD- global developmental delay,
MRI- magnetic resonance imaging, CC- corpus callosum, WM — white matter, Y-yes, N- no
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