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ISHG 29th Annual Meeting 
Royal College of Surgeons in Ireland 
Friday 4th of September

MORNING SESSION

09:00 	Registration, Tea & Coffee, Poster Viewing and Sponsor Visits

09:45	Welcome from ISHG vice chairperson
Lorna Lopez

10:00	Keynote I Multi-omic analysis of saliva and blood to develop biomarkers of health 
Riccardo Marioni, University of Edinburgh 

10:45 	Basic Science Plenary I (Each presentation 8 minutes + 2 minutes Q&A) 
Chairs: Therese Murphy, Aodán Laighneach 

OP01	iPSC-derived airway organoids as functional models of CFTR modulator responsiveness: Insights from an individual with Cystic Fibrosis carrying rare compound heterozygous mutations
Xi Jing Teoh, Brenton Cavanagh, YinHeRichard Sun, Andrew Berical, Finn Hawkins, Darrell Kotton, Paul McNally, Killian Hurley, Catherine Greene, Irene Oglesby, Royal College of Surgeons in Ireland

OP02	Identifying persistent and recoverable dark genes relevant to neurodevelopmental and neuropsychiatric disorders	Sachman Singh, Niamh Ryan, Cathal Ormond, Maya Zammit, Elizabeth Heron, Aiden Corvin, Trinity College Dublin

OP03	The role of de novo variants in neurodevelopmental disorders with epilepsy
Andrea Eoli, Hamidah Ghani, Ilona Krey, Bjoern Schulte, Saskia Biskup, Christian Gilissen, Rami Abou Jamra, Johannes R. Lemke, Jacques L. Michaud, Elsa Rossignol, Berge A. Minnassian, Fadi F. Hamdan, Susan Byrne, Gianpiero Cavalleri, Henrike O. Heyne, Royal College of Surgeons in Ireland

11:15	Tea & Coffee, Poster Viewing and Sponsor Visits 

11:45	Keynote II: Leveraging ancient and contemporary human genomes to investigate the evolutionary impact of admixture in human populations
Emilia Huerta-Sanchez, Brown University 

12.30 	Basic Science Plenary II (Each presentation 8 minutes + 2 minutes Q&A) 
Chairs: Aisling Coughlan, Edmund Gilbert

OP04	Human handling of medieval manuscripts
	Sadbh Carrick, Trinity College Dublin

OP05	Genetic ancestry and monogenic disease risk in the Scottish Traveller founder population
Ashwini Shanmugam, Benjamin S. Fletcher, Maria Pala, Lucija Klaric, Shona M. Kerr, Samantha Whyte Donaldson, Gannie Tzoneva, Alan R. Shuldiner, Martin B. Richards, Russell L. McLaughlin, Gianpiero L. Cavalleri, Ross P. Byrne, Edmund H. Gilbert, James F. Wilson, Royal College of Surgeons in Ireland

OP06 	Duplication origin and sequence similarity predict loss-of-function tolerance and inherited-disease association in human paralogs
	Carlos Vivas-Rodríguez, Colm Ryan, University College Dublin	

13:00	Lunch, Poster Viewing and Sponsor Visits

14:10	ISHG Annual General Meeting & Chairperson Report

AFTERNOON SESSION

14:30	Student Summer Scholarship Talks 
 	Chairs: Deirdre Donnelly, William Duddy

OP07	V-ATPase Dysfunction: Disruption of Lysosomal Homeostasis and ATP6V0A1 Disorder
	Emer Phelan, Katarzyna Goljanek-Whysall, University of Galway

OP08	Analysis of blood-based DNA Methylation signatures and recurrent miscarriage risk
	Sophie McGowan, Therese Murphy, Technological University Dublin

14:45	Keynote III: Genetic therapies in Paediatric Neuromuscular Disorders
Dr. Declan O’Rourke, Children’s Health Ireland at Temple Street

15:30	Clinical Plenary III (Each presentation 8 minutes + 2 minutes Q&A)
 	Chairs: Lisa Bradley, James O’Byrne

OP09	Multi-locus Imprinting Disturbance (MLID) - Case series from Irish population
Ahsan Rasool, Susan M. O'Connell, Susan Finn, Fazal Subhani, Aoife Carroll, Nicola Walsh, Yuxin Woon, Brónagh Ó hIcí, Sally Ann Lynch, Lisa Bradley, Children’s Health Ireland at Crumlin

OP10	Monozygotic twinning in vitro with differing Preimplantation Genetic Testing-Aneuploidy results - an ethical dilemma
	Audrey Dearing, Ericka Andrews, Gianni Curti, Sharon Corcoran, Beacon Care Fertility

OP11	Just access to new genome-editing therapies? Balancing ethical values and regulatory responses
	Oliver Feeney, University of Galway


16:00	Tea & Coffee, Poster Viewing and Sponsor Visits

16:30	Keynote IV: Translating genomics to the epilepsy clinic
Prof Gianpiero Cavalleri, Royal College of Surgeons in Ireland 

17:15	Clinical Plenary IV (Each presentation 8 minutes + 2 minutes Q&A)
 	Chairs: Brónagh Ó hIcí, Tara Clark

OP12 	Identity-by-descent analyses reveals C9orf72 discordance, cryptic relatedness, and expanded ALS pedigrees
Ciara O'Donoghue, Marie Ryan, Emrah Kacar, Tomas Gomes, Guste Venslovaite, Mark Heverin, Russell McLaughlin, Orla Hardiman, Ross P. Byrne, Trinity College Dublin

OP13	A cost-effective single molecule molecular inversion probe sequencing panel of 387 genes to resolve the genetic aetiology of inherited retinal degenerations
	Anna Ridgeway, Zelia Corrardi, Lara K. Holtes, Erica G.M. Boonen, Rebekkah J. Hitti-Malin, Daan M. Panneman, Sinéad Brooks, Ella Kopčić, Laura K. Finnegan, David J. Keegan, Jacqueline Turner, Giuliana Silvestri, Claire Kirk, Emma Duignan, Paul F. Kenna, Frans P.M. Cremers, Susanne Roosing, Naomi Chadderton, G. Jane Farrar, Trinity College Dublin

OP14	RaDiCare: A Digital Platform to Map, Guide and Coordinate Rare Disease Patient Care in Ireland
	Agnete Gade Holmstrom, Alana Ward, Geraldine Sweeney, Silvana MacMahon, Daniel Murphy, Dublin City University
	

17.45	Presentation of Prizes followed by Wine & cake reception 

20:00	Meeting Closes
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