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1. Session Welcome, SSC overview, GOLD variants update, 16:30 — 16:33
Andrew D. Johnson, USA
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2. Unique laboratory profiles in hemostatic disorders allow for upgraded strength of
phenotype evidence in the classification of genetic variants: experience from
ClinGen Hemostasis and Thrombosis Variant Curation Expert Panels, 16:33 —
16:45

Juliana Perez-Botero, USA
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3. Application of multi-OMICs profiling to study RUNX1-FPD patients, 16:45—16:57
Ana Catarina Menezes, USA

Familial platelet disorder (FPD, FWEMEL/ MR FIEILHE GBS R %
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4. Operational challenges of National Health Service genomics for improving Platelet
and Bleeding disorder diagnosis, 16:57 — 17:09
Suthesh Sivapalaratnam, UK
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5. Q&A/Discussion (Session 1), 17:09 — 17:24

Moderator: Justyne Ross, USA
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6. Introduction of Focused Discussion on Increasing Access for All to Genetics &
Genomic testing in IPBD, 17:24 — 17:26
Moderators: Jill M. Johnsen, USA

Inherited Platelet Bleeding Disorders (IPBD, (=M MiHIMMEZRR) OB 4=
BONEIRT: - 7 Mg E T % Z IR AR S TR, B & genomicsitlii
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N EDQ XD IIRT 200, 72 8% < ORIEDNET25%->THD Lk,

7. Focused Discussion: Challenges in Increasing Access for All to Genetic & Genomic
testing in IPBD, 17:26 — 17:39

Moderator: Justyne Ross, USA
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8. Multiplex assays of variant effects (MAVEs): application to FIX variants, 17:39 —
17:51
Jill Johnsen, USA
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BTOT IV BFFENY) T RN L, NUT 2 N R TEO55U S FRRREZ Oy
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9. Blood DNA Methylation profiles associated with platelet function responses,
17:51—-18:03
Jillian Teichman, USA

H A MVEIRD X 5L U ChliZ Bl4h L7-, DNA methylation variation in
hematopoietic stem cells and other blood cells may impact platelet function. %513
Chair T % Johnson {H-ED5E2ED Post-baccalaureate Tébh 5,
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/IREEEERE, Optimul aggregometry, multiplate whole blood impedance aggregometry,
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(I5FEDT T=A | (ADP, 7 7% RUf2, TRAP-6, =7—7 2 =t x7 V) %M
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T AT o7,
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post-translationaliZ528% 5.2 72 £ B 2 iz, ABOIZVWFED U A KT 1| Wikt
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10. Large-scale GWAS of VTE and thrombosis prediction scores, 18:03 — 18:15
David-Alexandre Tregouet, France

Genome wide association studies (GWAS)132 < O—HiHZ A (single nucleotide
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» PLoS One, 2011: 1,5424f51 & =2 b r—/11,11061, FHEUCF11 - FGG

» Am J Hum Genet, 2015 #J8,000/iEf51 & =2 b vr— 135,300, Hrif2fEOmE S 14
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D3 s r—120,5158OGWASHEITZ1TV N, AU A2 227 (Genetic risk score,
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Cross-ancestry/ Multi-ancestry scores(Z[E] L T, Multi-ancestry polygenic risk
scores for venous thromboembolism & U 9 #0356 3% X7-(Jee et al, Hum Mol Genet,
2024, 1-8), Zi1FE TOGWAS|IEuropean ancestry2390%LL 4 5HTEY 77 U B4
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1) Thiboard et al, Circulation 2022 OHFFEH>HREDBHIZE CVTEZ#L = L7 44800 A
OB Y A7 AaT ZaBE L, 2) Top 10% a2 7 227 Llowest 10% iEfx
AU A7 227 (FII00NTD)DBEERIE L, 3) ZNDHDLEDRS ) WEH IRl % fit
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VRIBIBEIR 13U 7 M E[RIECE D AfREMEZ R LT,

11. Discussion (Session 2) and Conclusion, 18:15— 18:30
Moderator: Suthesh Sivapalaratnam, UK
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