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hey Features of Al in Rare
Disease Diagnostics

Big Data Analysis Clinical Decision Support Systems
(CDSS)

Al algorithms can analyze vast datasets, Al-powered CDSS tools integrate patient
including genomic, phenotypic, and clinical ‘:_ data with medical literature to suggest
data, to uncover patterns and correlations qg\— 1 potential diagnoses.
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\\ Natural Language Processing ’ | Facial Recognition and Imaging \%
> (NLP) Some rare diseases have distinct \\\
NLP tools can extract relevant W facial or physical features. Al-
information from unstructured () driven imaging tools can analyze
clinical notes, research articles, I photographs or radiology scans
and patient-reported data. | to identify characteristic
E—/ anomalies, aiding in early

\ ,’, diagnosis.
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Advantages of Al in Rare
Disease Diagnosis

J Speed N J Precision

Higher accuracy in identifying subtle
patterns indicative of rare conditions.

Reducing diagnostic timelines from
years to days or even hours.



Challenges and Ethical
Considerations
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Conclusion

The Path Forward

Al-driven tools represent a
revolutionary step in rare disease
identification, offering hope for
millions of patients and families
worldwide. By leveraging
technology, the vision of timely,
accurate diagnoses is becoming
a reality, transforming the
landscape of rare disease care.
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Achievements of

IndoUSrare
IndoUSrare, a pioneering

organization in the rare disease
ecosystem, has made significant
strides in leveraging artificial
intelligence (Al) to address the
challenges of rare disease
diagnosis.




