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Table e-1 Disease-causing mutations identified in patients with infantile spasms in targeted and
whole-exome sequencing studies.
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Carvill et al
Figure e-1: EEG examples from individuals (A)A:IIl:2, (B)C:III:3 and (C)D:II:1.

(A) A:1lI:2: EEG during a cluster of spasms at 4 months old showing spasm complexes (marked with an
arrow), consisting of a slow wave paroxysm with after-going fast activity seen bilaterally. Some clinical

asymmetries were seen (not shown), with greater movement of the right arm than left, and eye deviation to

the right with each spasm.
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A:II1:2: Interictal EEG recording at 7 months old showing an excess of focal slowing in the left mid-posterior

temporal region, and focal epileptiform discharges maximal over the left temporal region.
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(B) C:I1I:3: Interictal EEG recording at 12 years old showing an excess of focal slowing and focal epileptiform
discharges, maximal in the left temporal region
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C:II1:3: Ictal EEG recording at 15 years old during an atypical absence seizure showing bisynchronous 2.5Hz
spike-wave activity
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Figure e-2: (A) MRI and FDG-PET of focal cortical dysplasia in individual A:III:2 and (B) MRI of focal
cortical dysplasia in individual D:II:1.

(A) Individual A:1lI:2: Coronal T2-weighted MRI (I) performed at age 32 months showing an abnormal right
anterior temporal lobe with blurred grey white junction, dilated temporal horn (black arrow) and deep
horizontal sulcus (white arrow) suggestive of cortical dysplasia. The corresponding coronal FDG PET image
(II) shows marked hypometabolism of the right anterior temporal lobe.
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(B) Individual D:II:1: Axial T1 weighted image (I) of the high frontal lobes demonstrate cortical thickening,
irregularity and loss of grey-white differentiation (arrow)in the left frontal lobe. Axial T2 (II) at the same
level demonstrates diffuse high signal intensity within the frontal white matter both medially and laterally
(long arrows) compared to normal T2 hypointense white matter signal on the right (short arrows). There
are also similar but more subtle findings in the left postcentral region.
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Figure e-3: Histology of left frontal tissue D:II:1 reveals FCD Type IIA with (A) Areas of dysmyelination;
LFB-PAS Luxol-fast Blue and Periodic Acid-Schiff stain; C=cortex, WM= white matter, ML= myelin loss, 100X.
(B) Neurons present in white matter; NeuN immunohistochemistry, 200X. (C) Dysmorphic neurons;
Hematoxylin and eosin stain, 400X.
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