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DAY ONE MONDAY, 14 SEPTEMBER

08:30-09:30  Registration

09:30-10:00 Opening address and welcome Speech

10:00-10:30 • Keynote address I
• Q&A with keynote presenter

10:30-10:50 Group Photograph and Morning Tea Break

10:50-11:50 • Keynote address II & III
• Q&A with keynote presenters

11:50-12:50 Session - Presentations

12:50-13:50  Lunch Break

13:50-16:00 Session - Presentations

16:00-16:20 Evening Tea Break

16:20-17:30 Session - Presentations

17:30-18:00 Panel discussions

DAY TWO TUESDAY, 15 SEPTEMBER

08:50-09:00 Opening Note for Day Two

09:00-10:30 • Keynote address I, II & III
• Q&A with keynote presenters

10:30-10:50 Morning Tea Break

10:50-12:20 Session - Presentations

12:20-12:50 Poster Session

12:50-13:50  Lunch Break

13:50-16:00 Session - Presentations

16:00-16:20 Evening Tea Break

16:20-17:30 Session - Presentations

17:30-18:00 Closing discussions, Award Ceremony and Day Two 
Conclusion

Program Overview
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KEYNOTE PRESENTATION
Title: Improving the  Rare Disease Patients' Pathways through Digitalisation in 
Romania – The Pediatric Cancer Experience

Alina Patrahau, Daruieste Aripi Association, Romania

ORAL PRESENTATIONS
Title: The Generalist as a Diagnostic Clearing House: Pilot Outcomes of the 
Providence Undiagnosed and Rare Conditions Clinic (PURCC)

Anthony Gador, University of British Columbia, Canada

Title: Functional Analysis of the Interaction Network of the E3 Ligase RNF220 in the 
Context of AR-LAD Leukodystrophy
Ilaria Svezia, Bambino Gesù Children’s Hospital & University of Rome Tor Vergata, 
Italy
Title: Exploration of Oxidative Stress–Driven Pathogenic Pathways in 
Megalencephalic Leukoencephalopathy with Subcortical Cysts: Toward the 
Identification of Therapeutic Targets

Sara Sposito, Istituto Superiore di Sanità, Italy

Title: Oral: Rare, Complex, and Resilient: A Family Story Driving Change in Healthcare

Debbie Hellenbrand, Zebralife4us, Netherlands

Title: From Patient Voice to Policy Change: Strengthening Patient Leadership in Rare 
Disease Advocacy

Simona Stískalová, Platform of Helping Organizations – Nezabudnutí, Slovakia

Title: From Tape Measures to Neural Networks: Leveraging AI for Accurate 
Microcephaly Screening in Low-Resource Settings.

Lenah Musangi Mukai, Care Beyond Limits- Microcephaly Africa Foundation, Kenya

Title: Rare Cardiovascular Disease Modelling 

Forum Kamdar, University of Minnesota, USA
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Title: Metabolic Dysfunction, Not Obesity, Drives the Development of NAFLD and its 
Dynamic Progression to Atherosclerosis: Findings from a 10-year Follow-up Study

Xinlei Miao, The Second Hospital of Dalian Medical University, China

POSTER PRESENTATIONS
Title: Three Distinct Collagenopathies Detected by WES in Patients with Uncommon 
Clinical Symptoms and Implication for Further Medical Management

Markéta Urbanová & Sandra Jelínková , GNTlabs by Gennet, Czech republic

Title: The Role of Communication Behaviours of Individuals with Rare Diseases in the 
Process of Obtaining Consent to Participate in Research 

Agnieszka Kamyk-Wawryszuk , Kazimierz Wielki University in Bydgoszcz, Poland

Title: Barriers to Commercialization of Plasma-Derived Therapies for Rare Diseases 
in Europe: A Strategic Analysis 

Iqra Mumtaz , IMT Lucca, Italy

Title: Systematically Addressing HPV-Induced Cancers in High-Risk Populations 
Through Integrated Epidemiological Modelling in the State of New Jersey

Zion Harris, Rutger's University, USA

Title: Public Health Policy Responses and COVID-1G Mortality: A Comparative  
Analysis of Restrictive and Non-Restrictive Strategies

Rosendo Andres Rojas Alvarado, Autonomous University of Baja California, Mexico
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ORAL PRESENTATIONS
Title: Overcoming the Small-n Challenge: A Systematic Review of AI and Digital 
Twins in Orphan Drug Development

Xu Chen, Peking University First Hospital, China

Title: DEBRA Colombia: Book Inside Out Story Inclusive Education

Nicole Cubillos Prieto, DEBRA Colombia, Colombia

Title: From Algorithm to Access: A Global Health Systems Evaluation of AI-Supported  
Thoracic Imaging for Timely, Equitable Diagnosis

Idara Akpanowo, Wrexham University, UK

Title: A Digital Approach to Reducing Health Inequalities: Implementing an EPR 
Embedded Social Drivers of Health Tool

Ololade Obadare, Manchester University NHS Trust, UK

Title: From Biological Discovery to Public Health Action: Translating Microbiome and  
Resistome Signals into Population-Level Decision-Making

Natalia G Bednarska, London School of Hygiene and Tropical Medicine, UK

Title: From Fragmented Care to Empowerment: Survivors’ Healthcare Navigation  
 Amid Barriers in Displacement

Meaza Haddis Gebeyehu, University College Dublin, Ireland

POSTER PRESENTATIONS
Title: Community-Based Educational Interventions to Mitigate Rickettsiosis Lethality 
in High-Vulnerability Enclaves of Tijuana, Mexico: A Quasi-Experimental Study

Rosendo Andres Rojas Alvarado, Autonomous University of Baja California, Mexico

Title: Children Exposed to or Living with HIV Diagnosed with ASD in the State of  
Sergipe

Jôse Noemia Baltar de Ponzzes Calasans, Secretaria de Estado da Saúde, Brazil
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E-POSTER PRESENTATIONS
Title: The Prevalence of Multidrug-Resistant Pathogens in Hospitalized Pediatric 
Patients in a Tertiary Teaching Hospital in Romania, 2020-2023

Andreea Loredana Golli, University of Medicine And Pharmacy Craiova, Romania

Title: Association of Florida County-Level Socioeconomic Factors and Prostate 
Cancer Incidence and Mortality: An Ecological Study
Thomas King, Florida International University Herbert Wertheim College of Medicine, 
USA
Title: Beyond Diagnosis: Cardiometabolic Risk and Care Patterns in Adults with Type 
2 Diabetes in Albania

Sabina Tosuni, University of Elbasan, Albania
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Euro Rare 
Diseases

Don't miss out on this unique opportunity to network, 
learn, and innovate. Secure your seat today and be part 
of the exchange of ideas that shapes the future. We look 

forward to welcoming you.

EURO RARE DISEASES

Questions? Contact
Phone: +1-864-920-0042 | WhatsApp: +1-678-469-3564 

E-mail: rarediseases@c2presearch.com


