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Figure S1: Chromatograms of Pt.1 showing the homozygous canonical splice variant c¢.188+1G>A in ITGA2B

Pt.2: ITGA2B ¢.575-2A>T, homozygous
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Figure S2: Chromatograms of Pt.2 showing the homozygous canonical splice variant ¢.575-2A>T in ITGA2B



Pt.3: ITGA2B c.659A>G, homozygous
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Figure S3: Chromatograms of Pt.3 showing the homozygous non-synonymous variant c.659A>G (p.Tyr220Cys) in
ITGA2B

Pt.4 and 5: ITGA2B c.857T>A; homozygous; parents heterozygous
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Figure S4: Family 1 genotyping; chromatograms for Pt.4 and Pt.5 showing the homozygous non-synonymous
variant c.857T>A (p.Val286Asp) in ITGA2B. The parents are heterozygous.




Pt.6: ITGA2B c.989A>T; heterozygous
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Figure S5: Chromatograms of Pt.6 showing the heterozygous non-synonymous variant c.989A>T (p.Asn330Ile) in

ITGA2B

Pt.6: ITGA2B ¢.1028T>C; heterozygous
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Figure S6: Chromatograms of Pt.6 showing the heterozygous non-synonymous variant ¢.1028T>C (p.Leu343Pro)

in ITGA2B



Pt.7: ITGA2B ¢.1355T>G; homozygous
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Figure S7: Chromatograms of Pt.7 showing the homozygous non-synonymous variant c.1355T>G (p.Leu452Arg)

in ITGA2B
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Figure S8: Family genotyping; chromatograms for Pt.8 showing the homozygous nonsense variant c¢.1423C>T

(p.GIn475*) in ITGA2B. The mother and sibling 1 are heterozygous. Sibling 2 presented with wild type sequence.



Pt.9: ITGA2B ¢.3001_3010dup; homozygous

AGGAGAGGGCCATTCCAATCTGGTGGGTGCTGETGGGTOLTGGTGG6TGTGCTGEETEGCCTGCTGCTGCTCACCATCCTGGTCCTGGCCATGTGGAAGGTOAG
AGGAGAGGGCCATTCCAATCTGGTGGGTGCTGOTCGOTOTGGTCGGTETGCTGEGTGGCCTGCTGCTGCTCACCATCCTGOTCCTGGCCATCTGGAAGGTGAGE
ABGABAGGGCCATTCEAATCTGGTGGBTGCTEETGOETOCTGGTCGGTGTGCTGGGTGGCCTGCTGCTGCTCACCATCCTGGTCCTGGCCATGTGGAAGGTGAGE

ABAGGGCCATTCCAATCTGGTGGGTGCTGGTGGOTOETGGTGGGTGTGCTGGGTGGCCTGCTGCTGCTCACCATCCTGGTCCTGGCCATGTGGAAGGTGAGS

AGGAGAGGGCCATTCCAATCTGOTGOGTGCTOOTOGOTOETGGTGE6TETECTEO6TEECCTGCTGCTGCTCACCATCCTGGTCCTGGCCATGTGOAAGETCAGE
o 15070 15080 15090 Jrsioo 15110 Jisiz0 Jisi30 Jis1a0 Jasiso Jusiso

TTCCAATCTGGTGGGTGCTGGTGG6TGCTGGTGG6TGTGCTGG66 TGGCCTGCTGCTGC TCACCATCCTGG TCCT)
110

120 130
M\l\ - e Pt.9_ITGA2B_E29-R_PCR1
IV VYTV VWV v

=]
ATTCEAATCTGG TG GETGCTEETEEETCCTEGTGGGTGTGC TGGGTGGCCTGCTGCTGCTCACCATCCTGGTCCTGG
% 100

Pt.9_ITGA2B_E29-R_PCR2

160
2 /\A/\A _ i Pt.9_ITGA2B_E29-F_PCR1

CCATTCCAATCTGGTGGGTGCTGGCTGGGTOYTCGTGGGTETECTGGOTGGCCTGCTGCTGCTCACCATCCTGGTCCTGGC
150 180 190 200

0 220
AAMNM\ANM Pt.9_ITGA2B_E29-F_PCR2

Figure S9: Chromatograms of Pt.9 showing the homozygous duplication ¢.3001_3010dup (p.Val1004Alafs*35) in
ITGA2B
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Figure S10: Chromatograms of Pt.10 and Pt.11 showing the heterozygous non-synonymous variant ¢.383T>G
(p-Ile128Ser) in ITGB3 in Pt.10 and wild type sequence in Pt.11. Both siblings are homozygous carrier of c.422A>G
(Tyr141Cys).



Pt.12: ITGB3 c.422A>G; homozygous
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Figure S11: Chromatogram of Pt.12 showing the homozygous non-synonymous variant c¢.422A>G (Tyr141Cys) in
ITGB3.

Pt.13 and 14: ITGB3 ¢.428T>G; homozygous
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Figure S12: Chromatograms of Pt.13 and Pt.14 (family 3) showing the homozygous non-synonymous variant
c.428T>G (p.Leul43Trp) in ITGB3.



Pt.15: ITGB3 ¢.428T>C; homozygous
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Figure S13: Chromatograms of Pt.15 showing the homozygous non-synonymous variant c.428T>C (p.Leul43Ser)
in ITGB3.

Pt.17: ITGB3 ¢.197T>G; heterozygous
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Figure S14: Chromatograms of Pt.17 showing the homozygous non-synonymous variant ¢.197T>G (p.Leu66Arg)
in ITGB3.



