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SUPPLEMENTARY FIG. S3. (A) IGV plots show read mapping of three individuals in family 2. Mapping of soft-
clipped bases (shown in four colors red (T), green (A), blue (G), and orange (C) onto the reference genome hgl9 at two
bottom panels illustrates the evidence of short duplication. (B) Sanger sequencing chromatograms from three individuals in
family 2 in the region containing a complex genomic alteration that resulted in two additional copies of a 34 bp sequence
that spans exon—intron junction of CASK in the affected family members are shown. Both forward and reverse reads are
shown for all the individuals.
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1.1 {Forward) ARRARATGCTTGTARGTRRATGAAAGTTTTTCAGTGTGECTARCCARRCAGTGC T TTITTTCCTTTCCTARRATTGACTGL TGTAAGT TTTTTCCTTTICCTRARRTTGRCTTTTA
L1 (Roversa) TGCTTGTRAGTRAATGRARGTTTTTCAGTGTGACTAAL 6T TTTTCCTTTCCTAARATTGAC TTGTARGTARRTGARRGTTTTTCCTTICCTAARRTTGACTTTTA
1.2 (Forward) ARRARATGCT TGTRRGTRARTGARAGT TTTTCAGTGTGGC TARCCARRCAGTGC T TTTTCCTTTCCTARRRTTGACTGE TTGTRAGT TTTTTCCTTICCTAARATTGRCTTTTA
W2 (Reverss)  RRACRGTOCARRRAATGCTTETARGTARATOARAGTTTTTCAGTOTEOLTAACE TTOT TTTTCCTTTCCTRARATTGAC TTOTRAGTARATGARRBTTTTTCCTTTICCTARRRTTORCTTTTA
L e 58 250 278 TzEe 250 LT LE LEF LEEQ L =52 LEE LERE LB
Consarses ARACAGTGCARRRAATGLTTGTRAGTRARTGARAGTTTTTCAGTGTGGC TAACCARRCAGTGCARARRRTGCTTOTAAGTAARTGARAGTTTTTCCTTTCCTARRRT TEACTGCARARARTGCT TGTARGTARATGARRGTTTTTCCTTTCCTRARRTTGRCTTTTA
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SUPPLEMENTARY FIG. S3. (Continued).





