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SCIENTIFIC PROGRAMM

FRIDAY, OCTOBER 16, 2026

08:00 - 09:00 SESSION 1
OPENING SESSION
Co-chair: Livia Garavelli (Italy)
Co-chair: Antonio Novelli (Italy)

Welcome to the 15th UDNI

Prof. Alessandra Renieri (Siena)

On. Marcello Gemmato Undersecrertary Ministry of Health
Prof. Roberto Di Pietra Rector of University of Siena

Prof. Antonio Barretta, General Director AOUSenese

Dr. Giuseppe Giordano Councilor of the Municipality of Siena
Prof. Paola Grammatico (Roma)

The origins of UDNI and lessons learned through the years
William Gahl (USA)

From UDPs to Hackathons

Helene Cederroth (Sweden)

09:00 - 10:00 SESSION 2

PANEL: SYSTEMATIC GENOMIC REANALYSIS AND GENETIC COUNSELLING
Co-chair: Yasemin Alanay

Co-chair: Clementina Radio

Systematic genomic reanalysis as a scalable diagnostic strategy in undiagnosed disease
programs
Ozlem Akgun-Dogan (Turkey)

Sharing FAIR data and 1 Million Genomes European initiative
Domenico Coviello (Italy)

How European Board of Medical Genetics serves the needs of patients who use genetic
services in Europe
Thomas Liehr (Germany) on line

The Role of Genetic Counselling in Rare and Undiagnosed Diseases
Andra Ciuca (Romania)
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ORAL PRESENTATIONS OF 2 SELECTED ABSTRACTS
-selected abstract 1
-selected abstract 2

10:00 - 10:30 Break — Poster Viewing1
10:30 - 12:00 SESSION 3

PANEL: NEW STRATEGIES AND ADVANCED TECHNOLOGIES FOR INCREASING
DIAGNOSTIC YELD

Co-chair: Marco Tartaglia
Co-chair: Fabio Coppede

Evaluating DNA methylation episignatures as a first-tier diagnostic test in individuals with
suspected genetic disorders
Tinatin Tkemaladze (Georgia)

The "Undiagnosed Patients Program" at Ospedale Pediatrico Bambino Gesu: novel disease
gene discovery and diagnostic impact"
Marco Tartaglia (Italy)

Clinical and epigenetic characterisation of a novel Kleefstra-like syndrome due to EHMT2
variants
Maria Barrero (Spain)

Integrative and systematic genomic approaches to improve diagnosis in rare and
undiagnosed diseases
Ugur Ozbek (Turkey)

How disentangling LINEs contributes to disease diagnosis
Stefano Gustincich (Italy)

LR-WGS: one fit all analyses
Alessandra Renieri (Italy)

Novel disease gene discovery within the Telethon Undiagnosed Diseases Program
Manuela Morleo - Telethon (Italy)

ORAL PRESENTATIONS OF 2 SELECTED ABSTRACTS
-selected abstract 3
-selected abstract 4
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Wrap-Up

12:30 - 14:30 Lunchtime Satellite Symposia (30 min each): NO ECM
1) Title tbd - Sponsored by Company 1

2) Title tbd - Sponsored by Company 2

3) Title tbd - Sponsored by Company 3

4) Title tbd - Sponsored by Company 4

12:30 - 14:00 Break - Poster Viewing

13:30 - 14:30 SESSION 4

SPOTLIGHT ON EMERGING RESEARCH
Co-chair: Federico Perino

Co-chair: Mario Capasso

14:30 - 16:00 SESSION 5
PANEL: DATA SHARING AND FUNCTIONAL ANALYSIS TO FACILITATE GENE

DISCOVERY, VARIANT CLASSIFICATION AND PATIENT DIAGNOSIS
Co-chair: William Bruno
Co-chair: Wendy A.G. van Zelst-Stams (Nijmegen)

Accelerating rare disease diagnosis using C. elegans
Stephen C. Pak (USA)

International data sharing
Nara Sobreira (USA)

The Network of Italian Genomes NIG as a Reference Framework for Rare Diseases and
Genomics Initiatives in Italy
Giuseppe Matullo (Italy)

The Italian approach to rare diseases: the GENERA project
Vincenzo Nigro (Italy)

UDP Programs in Italy: Building the Future for Patients Without a Diagnosis
Marco Salvatore (ltaly)

ELIXIR-IT: The Italian Research Infrastructure for Big Data in Life Sciences
Graziano Pesole (Italy)
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The ERDERA Project
Holm Graessner (Germany)

ORAL PRESENTATIONS OF 2 SELECTED ABSTRACTS
-selected abstract 5
-selected abstract 6

Wrap-Up
16:00 — 16:30 Break — Poster Viewing

16:30 - 18:00 SESSION 6

PANEL: NEWBORN SCREENING
DISEASES

Co-chair: Laura Cardarelli (Italy)
Co-chair: Tinatin Tkemaladze (Georgia)

The Challenge of Genetic and Genomic Newborn Screening: The EU Screen4care Project
Alessandra Ferlini (Italy)- Alessandra Renieri (Italy)

From the Pilot Project to the Public Health Implementation: gNBS as an Opportunity for All
Newborns. Genoma Puglia Program, Italy
Mattia Gentile (Italy)

ORAL PRESENTATIONS OF 2 SELECTED ABSTRACTS
-selected abstract 7
-selected abstract 8

Wrap-Up

18:00 - 19:00 SESSION 7
CASE REPORTS: PRESENTATION AND DISCUSSION OF 4 SELECTED CASES (2
SOLVED AND 2 UNSOLVED)
Co-chair: Matteo Floris (Italy)
Co-chair: Emiliano Giardina (ltaly)
-selected case 1
-selected case 2
-selected case 3
-selected case 4
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08:30 - 10:00 SESSION 8

PANEL: NETWORKS, EDUCATION AND EMERGING REGIONS ON UNDIAGNOSED
DISEASES

Co-chair: Sabrina Giglio (Italy)

Co-chair: Wendy A.G. van Zelst-Stams (Nijmegen)

Building and expanding undiagnosed disease programs in emerging regions
Hind Alsharhan (Kuwait)

REBRAND - The Brazilian Network of Undiagnosed Diseases
Roberto Giugliani (Brazil)

What consanguineous populations teach us about severe monogenic developmental
disorders
Reham Khalaf-Nazzal (UK)

UDNI Low and Middle Income Countries (LMICs) Working Group: Aims, Structure and
Results
Domenica Taruscio (Italy)

Proficiency Testing and Certification
Béla Melegh (Hungary)

ORAL PRESENTATIONS OF 2 SELECTED ABSTRACTS
-selected abstract 9
-selected abstract 10

Wrap-Up
10:00 — 10:30 Break — Poster Viewing

10:30 - 12:00 SESSION 9

PANEL: FROM DIAGNOSES TO THERAPIES
Co-chair: Monica Miozzo (ltaly)

Co-chair: Giuseppe Merla (Italy)

The role of CAT in Advanced Therapy Medicinal Products ATMPs
llona Reischl-Kok chair of CAT EMA - on-line

Gene therapy in nephrotic syndromes

Moin Saleem (UK)
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12:30 - 14:00 breack

Poster Viewing

14:00-15:00 CLOSING SESSION
Co-chair: William Gahl (USA)
Co-chair: Helene Cederroth (Sweden)

LECTIO MAGISTRALIS Burden of inherited predisposition to genetic diseases in diverse
populations
Tayfun Ozcelik (Turkey)

Abstract Prize
To be announced

Introduction to Next UDNI Conference
To be announced

Closing
William Gahl (USA), Helene Cederroth (Sweden) and Alessandra Renieri (Italy)

15:00 - 18:00 UDNI BUSINESS AND COMMITTEE MEETINGS
(open to UDNI members and hon-members)
William Gahl (USA)



