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Supplementary Fig 3. Sanger sequencing analysis of novel frameshift mutation in CDANT.

(A) Sanger sequencing of complementary DNA (cDNA) and genomic DNA (gDNA) of from cultured patient
lymphocytes for patient 50 for exon 23 of CDAN1. Heterozygosity for a 7bp insertion in gDNA of CDAN1 causing
a frameshift (orange brackets) while cDNA, which shows only the expressed allele, is wild type in this region.

(B) Diagram illustrating nonsense mediated decay of the frameshifted allele and the resultant functional
homozygosity.
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