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GP9: c.72T>G GP9: c.1B88C>T GP9: c.2B84A>G
p.Cys24Trp p.Leub63Pro p.Tyr95Cys
B
Hs PSPCTERALET 31 Hs Lr’\NNSE}S' PP 68 Hs DCSLT 100
Pt PSPCTCRALET 31 Pt LANNSLDSVPP 68 Pt DCSLT 100
Cl PAECTCRPTLET 31 Cl LANNSLRSVPP 68 Cl1 DCSLT 100
Bt PAACACRALDT 31 Bt LTNNSLPSVPP 68 Bt DCGLV[Y 100
Mm PRPCTCPSLET 31 Mm LANNSLRSVPP 68 Mm DCSLT 100
En PRPCTCRSLET 43 Rn LTNNSLRSVEP 80 En DCSLT 112
Gg PPSCNCKPLEE 37 Gg LQNNSJ:[‘T‘JS? 75 Gg DCHIL| 107

Online Supplementary Figure S1.
Characterization of the
p.Asn126Asp mutation in GP1BA.
(A) Electropherogram showing the
homozygous p.Asn126Asp mutation
identified in family F1. (B)
Alignment of GPlba orthologs from
Homo sapiens (Hs, NP_000164.4),
Pan troglodytes (Pt, XP_523557.2),
Mus musculus (Mm, NP_034456.1),
Rattus norvegicus (Rn,
XP_001080712.1), Bos Taurus (Bt,
XP_581184.3), and Gallus gallus
(Gg, XP_418180.2) at
http://www.ncbi.nlm.nih.gov/sites/h
omologene/143. The mutated
residue is boxed.

Online Supplementary Figure S2. ldentification of three novel missense mutations in GP9. (A) Direct
sequencing analysis of polymerase chain reaction product of GP9, showing the homozygous p.Cys24Trp,
p.Leu63Pro, and Tyr95Cys mutations identified in families F6, F7 and F9, respectively. (B) Alignment of
GPIX orthologs from Homo sapiens (Hs, NP_000165.1), Pan troglodytes (Pt, XP_001140600.1), Canis
lupus familiaris (Cl, XP_852017.1), Bos Taurus (Bt, XP_875064.2), Mus musculus (Mm, NP_061232.1),
Rattus norvegicus (Rn, NP_001026995.1), and Gallus gallus (Gg, XP_414314.1) at
http;//www.ncbi.nlm.nih.gov/sites/homologene/144. The mutated residues are boxed.




