PXE International Accelerates Research:

Advocacy Organizations are an Essential Component of the Research Enterprise
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Challenges

Limited Research Funding
Incomplete data

Extreme Phenotype
Natural History
Epidemiology

Difficult Sample Acquisition

Patient Confidentiality
Services and Funding

LOGIC: Data Collection + Data Integration + Time/Serendipity + Knowledge
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Systems Strategy for PXE Research
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Manage integrated database of:
3000 affected individuals
1000 pedigrees
2000 DNA & tissue samples
650 epidemiological study participants

Initiate and/or fund research projects
Basic Science
Animal model
Protein and functional assays
Genetic
Mutation Analysis
Comparative genomics
Non-coding regions
Molecular
Cellular studies
Clinical
Natural history
Phenotype/genotype

Ethical participant management
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Registry Growth

Worldwide Scientific Collaboration

Australia Italy
Belgium Japan
Canada The Netherlands
France South Africa
Germany United Kingdom
Hungary United States
India

Diagram of the Protein

in a gene encoding an ABC transp!

Methods

Integrated samples and clinical data - BioBank

Web portal for registry functions and education

International fundraising and research grants

Annotated bibliography of relevant research

Laboratory consortium management

International collaboration

Global benefit sharing - IP

MTAs and MOUs

Respect for various cultures: research, clinical,
patient and cultural
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Industrialized Process Product Focused

Technology
Platforms

Sequencing Proteomics Pharmacology.
Automation Combi-Chem

Target Assay Pre-
Validation Experiments Clinical
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Therapeutic
Intervention

Biology Chemistry
Computation

Pathology.
Informatics Imaging

SNPs/Chips
Medicine

Elect. Record Computing Modeling Patient Mngmnt.

MicroChips Comparative Clinical Trials

From Gene |dentification to Therapeutics

RESULTS

Advocate viable research projects
PXE Research Consortium

orter cause

utations in ABCC6 cause pseudoxanthoma elasticum

[ Co-Authored Two Back-to-Back Papers |

Sponsored international meetings
Multidisciplinary collaborations
Focused agenda accelerates research
New paradigm for partnerships

Long term strategic planning

International Patient Registry
Albanla Egypt Malaysla Singapore
Arab Emerites Finland Malta South Africa
Argentina France Mauritius South Korea
Aruba Gabon Mexico Spain
Australla Germany Morocco Sweden
Austria Grooco New Zealand Switzerland
Bahamas Guam Nigerla Talwan

North Korea Tanzanla

Basque Country Hungary Norway Thalland
Belglum Icoland Oman The Netherlands
Brazil Indla Paklistan Trinldad
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Ecuador Lebanon Saudl Arabla Yemen




