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Figure S1. Brain imaging data for individuals with SPATAS variants. (A) Sagittal and (B)
axial images of Individual 1 at 5 years of age show hypoplasia of the corpus callosum and
prominence of bilateral ventricles and subarachnoid spaces with paucity of the white matter.
(C) Sagittal (D) coronal and (E) axial images of Individual 6 at 7 years of age with progressive
diffuse atrophy and extra-axial arachnoid collections.
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Figure S2. Family pedigrees and genotypes. The affected individuals are represented by filled symbols,
and the proband individuals are indicated by arrows. Genotype of the respective mutations is indicated
below the symbols of the available individuals.



Table S1. Variants identified from WES of seven families
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Manual review genes of
results 4
interest
Homozygous
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Table S2. Detailed clinical features of patients with mutations in SPATAS
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Abbreviations are as follows: DD, developmental delay; EEG, electroencephalogram; FTT, failure to thrive; CVI, cortical visual impairment; Gl, gastrointestinal issues; GERD, gastroesophogeal reflux disease; SNHL (BL), sensorineural hearing loss (bilateral); ADHD, attention deficithyperactivity disorder
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