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Figure S1. Sequence analysis of DNA and cDNA extracted from cells derived from patients.

(a-c) Genomic DNA sequence chromatograms or snapshot of IGV illustrate the biallelic variants in VPS35L: ¢.1650+2T>A, ¢.2988_2990del in patient-2; ¢.1577del,
¢.3057del in patient-3 and ¢.2627C>T in patient-4 (NM_020314.5). (d) TA cloning and sequence analysis of cDNA reverse transcribed from RNA extracted from cells
derived from patient-2, which was treated with cycloheximide to block mMRNA decay. (e) mMRNA Expression level of VPS35L in lymphoblastoid cell line established
from either healthy control or patient-3. Bar graphs, means and s.e.m are shown.
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