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7.45-8.30 Speakers arrive and hand in presentations
Poster Mounting
Registration

8.35-8.40 President’s Welcome
Graham R. Taylor

Session 1  Interpreting Functions of Large Sequenced Regions

Chair: William Oetting

8.40 - 8.45 Introduction to the Meeting
William Oetting

8.45-9.15 INVITED SPEAKER
Whole genome sequencing and analysis: minimizing false positives and
characterizing non-coding variants

Elliot Margulies

9.15-9.45 INVITED SPEAKER
Fine mapping QTL and functional context
Daniel Gaffney

045-1000 Disease gene identification by exome sequencing
Alexander Hoischen

10.00 — 10.15 A Reference-Free Approach to the Analysis of Rearrangements In
Sequenced Exomes

Jeffrey Rosenfeld



10.15-10.45

10.45-11.15

Session 2

COMPANY LECTURE
Life Technologies

From Discovery to Molecular Medicine with Life Technologies’ Complete
Sequencing Solutions

Graham B.I. Scott

Coffee Break & Poster Session
Poster presenters to stand by their poster

Features of Specific Diseases and Genes

Chair: William Oetting

11.15-11.45

11.45-12.00

12.00 -12.15

12.15-12.30

12.30-12.45

12.45-13.00

13.00 -13.10

13.10 - 14.15

Session 3

INVITED SPEAKER
EPCAM deletions and control of MSH2 expression in Lynch Syndrome
Marjolijn Ligtenberg

A next-generation sequencing and array CGH strategy for identification of
disease-causing mutations in all the Fanconi anemia genes

Settara Chandrasekharappa

Diversity of the human GLA gene
Anita Jallitsch

Variation databases for neurodegenerative disorders
Makiko Yoshida

Genes, Combinatorial Effects, and Common Complex Disease
Kevin Becker

Functional studies of ATP7B variants identified in patients with Wilson
disease

Diane Cox

Discussion

Lunch — Constitution CDE

Variant Interpretation and Reporting

Chair: Marc Greenblatt

14.15 - 14.45

14.45 - 15.00

INVITED SPEAKER
Detecting, Annotating, and Cataloging Variants
Stephan Sanders

Improving the detection of deleterious single amino acid polymorphisms
using protein functional and structural information

Emidio Capriotti



15.00 — 15.15 The Prediction of Missense Mutations’ Impact on Functionality Depends on
both the Algorithm and Multiple Sequence Alignment Employed

Stephanie Hicks

15.15 — 15.30 Infrastructure to Facilitate the Maintenance, Reporting and Updating of
Genetic Knowledge in the Clinical Environment

Heidi Rehm

15.30 - 16.00 Coffee Break

Session 4  Variant Interpretation and Reporting (cont.)

Chair: Marc Greenblatt

16.00 — 16.15 Prediction of Disease Relevance and Mechanism of Variations With Pon-P
(pathogenic-or-not —pipeline)
Mauno Vihinen

16.15 — 16.30 Toward an automated analysis pipeline for deducing functional
consequences of sequence variants detected by 2nd generation
sequencing
Thiele Holger

16.30 — 16.45 CAGI: The Critical Assessment of Genome Interpretation, a community
experiment to evaluate phenotype prediction

Steven Brenner
16.45-16.55 Discussion

16.55-17.05 Concluding Remarks

17.05-17.15 Short Break

END “Exploring the Functional Consequences of Genomic Variation”

17.15-18.30 HGVS ANNUAL GENERAL MEETING
Non-members are welcome

18.30 - 20.00 Meeting of the Nomenclature Commission
A Special Working Group of the Human Variome Project



Poster Presentations

Evaluation of Targeted Enrichment Strategies for Next Generation Sequencing of
Cardiomyopathy Associated Genes

Shale Dames

Performance Comparison of Three Commercial Softwares for Analysis of lllumina
Genome Analyzer Next Generation Resequencing Data
Jacob Durtschi

Microattribution expands the community engaged in LSDBs
Belinda Giardine

Multi-sample pooling and Illlumina Genome Analyzer sequencing to determine gene
sequence variation for database development
Rebecca Margraf

Developing Ethnic-Based Reference Sequences: CFTR as a Model
Perry G. Ridge

Functional consequences of nullisomy
Ahn Joo Wook
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