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SUPPLEMENTARY APPENDIX



Online Supplementary Figure S1. The screenshots of the Genotyping
Console representing the copy number (CN) mutations causing heredi-
tary coagulation disorders revealed by SNP-array experiments obtained
by using the Genotyping Console. (A) Patient H1 with severe hemophil-
ia A (HA) with ~157 Kb deletion (CN 0) involving exons 7-26 of F8. (B)
Patient H2 with severe HA with ~283 Kb deletion (CN 0) involving exons
1-22 of F8. Note that the adjacent genes, FUNDC2 and BRCC3, are also
included in the deletion segment. (C) Patient H9 with severe hemophil-
ia B (HB) with ~797 Kb deletion (CN 0) involving the whole F9 gene
(small red box in the bottom indicated by a red arrow), along with adja-
cent genes, MCF2, ATP11C, and CXorf66. (D) Patient H10 with severe
HB with ~5,739 Kb deletion (CN 0) involving the whole F9 gene (small
red box in the bottom indicated by a red arrow), along with ~45 adja-
cent genes. (E) Patient H11 with severe HB with ~2,822 Kb deletion (CN
0) involving the whole F9 gene (small red box in the bottom indicated
by a red arrow), along with ~28 adjacent genes. (F) Patient T2 with pro-
tein S deficiency with ~67 Kb deletion (CN 1) involving the exon 1 of
PROS1 (red arrow), along with part of the adjacent ARL13B gene. (G)
Patient T5 with antithrombin deficiency with ~66 Kb deletion (CN 1)
involving exons 1-6, along with part of the adjacent RC3H1 gene.





Online Supplementary Figure S2. The screenshots of the Genotyping
Console representing the SNP-array data showing neutral copy number
(CN) status on the genomic area of CN mutations causing hereditary
coagulation disorders revealed by multiplex ligation-dependent probe
amplification. (A) Patient H3 with severe hemophilia A (HA) from a sin-
gle exon (exon 24) duplication of F8 (red arrow). (B) Patient H5 with
severe HA from a single exon (exon 24) deletion of F8 (red arrow). (C)
Patient H8 with severe hemophilia B from a single exon (exon 1) dele-
tion of F9 (red arrow). (D) Patient T1 with protein S (PS) deficiency from
duplication of exons 5-10 PROS1 (small red box). Note that the SNP
markers covering this area represent neutral CN status (CN 2). (E)
Patient T3 with PS deficiency from deletion of a single exon (exon 2) of
PROS1 (red arrow). (F) Patient T4 with PS deficiency from duplication of
exons 5-10 of PROS1 (small red box). Note that the SNP markers cover-
ing this area represent neutral CN status (CN 2). (G) Patient T6 with
antithrombin deficiency from deletion of a single exon (exon 6) of SER-
PINC1 (red arrow).



Online Supplementary Table S1.
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