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Disease X = isovaleric acidemia

Disease X = biotinidase deficiency

Disease X = propionic acidemia

Disease X = VLCAD

Disease X = MCAD

Disease X = homocystinuria

Disease X = MSUD

Disease X = methylmalonic acidemia
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• Literature review
• Statistical analyses
• Experts
• Patient registries?

Scarce 
evidence

Low 
quality

Lack of 
methods

Risk of 
bias
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to access



9 Background

Posing the research 
question

1
Defining (and 
validating) the 

conceptual model

2
Collecting and 

synthesizing evidence

3

Implementation

4

Validation

5

Running 
experiments and 
collecting results Analyzing results, 

discussion and 
recommendations

7

6



10 Background



11 Background

Transferability!
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Extension of 
standards for the 

web…

… to make 
Internet data 
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Ontologies!

Standardization

Interoperability

Extensibility

Inference
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RareDisease

Manifestation

hasManifestations

hasName
hasDescription
hasPrevalence
hasIncidence
…

hasName
hasDescription
hasType
hasOnsetAge
hasRisk
…

Utility

hasUtility

isDisutility
hasValue
hasSource
hasCalculationMethod
…
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Rare
Disease
Ontology for
Simulation
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Inference!
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Why only rare diseases?

RaDiOS
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New features

Automated transformation of parameters

Events 
(1 month)

Proportion
Instantaneous 

rate

Probability 
(1 year)

Events 
(1 year)
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New features

Automated transformation of parameters

Average cost 
and SD

Gamma 
parameters
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New features

Automated 
extraction of 

parameters from 
text

Infer the best 
modelling 
approach

Identify missing 
key parameters

…
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And how does it fit with 
generative AIs?

Only in the best journals
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Thank you for your attention…

… and join the future of HTA!


