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Data mining for rare diseases 



An example of real big data 

30 petabytes every year 
 

~3 
PETABYTES 

Every 18 months 

3 
PETABY TES  

Total 
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Let’s create standards! 





Interoperability is a myth 



Interoperability  Portability 













Patient needs 



Scientific advice and protocol assistance 



Dravet Syndrome Drugs 
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Data from 274 patients in just one week 



 



Paradigm shift 
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Why PROMs? 

 They are the reflection of patient-centeredness in clinical research; 

 

 Patient Reported Outcomes are measurements based on data provided by patients 
regarding their health condition without amendment or interpretation of the patient’s 
response by a clinician or anyone else; 

 

 Such as the other types of Patient Relevant Outcome Measures, they have to be 
convincing to satisfy the requirements of both regulators and HTA during the 
assessment of a product. 

 

 However, appropriate and validated outcome measures of disease activity, or disease 
progression, still do not exist for the vast majority of rare diseases, even diseases for 
which medicines are already approved, or for which therapies are under 
development.  

 

 



Data platform 

Personal data Clinical data Drugs 

Genotype Phenotype 

Sleep 
Tracking 

Video 
Tracking 

Pharma- 
economics 

Cognitive 
module 

EEG 
Module 



Data platform 

Personal data Clinical data Drugs 

Genotype Phenotype 

Sleep 
Tracking 

Video 
Tracking 

Pharma- 
economi

cs 

Cognitive 
module 

EEG 
Module 



Our vision 
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Registry 
Clinical treatment 
 
Clinical trial 
Significant benefit 
Efficacy 
Safety 
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Potential uses 
 Electronic patient record system for clinical trials 

 Compasionate use data capture 

 Post-marketing studies. Capture real world evidences 

 

Data privacy 
 ISO 27001, HIPAA, FedRAMP, SOC 1 and SOC 2 

 Australia IRAP , UK G-Cloud, Singapore MTCS 

 EU Standard Contractual Clauses / EU’s Article 29 Working Party for contractual 
commitments 



Working on a federated mode 





Thank you 

julian.isla@dravetfoundation.eu 
@julianig 
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