Supplementary Information

Fig. S1. Genome-wide linkage analysis of family 1. (a) LOD plot of parametric linkage analysis.
Multipoint, LOD scores were calculated using MERLIN and a 100-k marker panel equally spaced by 10
kb. The highest LOD scores of 3.1 were obtained for a region of 8.9 Mb on chromosomes 5 and 6.9 Mb
on chromosome 20, respectively. PCDHGC4 is located in the identified interval on chromosome 5. (b)
Haplotypes of generations IV and V of family 1 on chromosome 5. Haplotypes were reconstructed by
MERLIN and presented graphically by HaploPainter. Marker IDs and genetic positons (cM) are given on
the left. Markers located in the gene region of PCDHGC4 are boxed. Both affected subjects are
homozygous for a region limited by the proximal and distal SNP markers rs2652080 and rs7716084,

respectively.
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Fig. S2: Electropherograms of the identified variants in PCDHGC4. PCR and subsequent Sanger
sequencing confirmed homozygosity of the identified PCDHGCA4 variants in all affected individuals and
parental heterozygous status. Black arrows indicate positions of the altered nucleotides.
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