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Figure S1. Genetic analyses of family 1. (a) Pedigree. (b) top: WebLogo of KHDC3L orthologues MSA in the 70-103 position range. Y-
axis: the probability of finding a specific residue in each position; dashed lines mark relevant model-based interaction between residuals
(black: T99-1103 hydrophobic, blue: T99 - S70 hydrogen bond); bottom: AlphaFold Protein Structure Database model of KHDC3L
showing T99 and the interactions: hydrophobic T99 - 1103 via methyl group (black) and hydrogen bond T99 - S70 via hydroxyl (blue). (¢)
SNP-array results of chromosome 6. (d) MS-MLPA of the proband’s mother (II-2). The red arrow indicates the histogram of PLAGLI

DMR showing 100% of methylation.



