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Rare diseases affect over 300 million people = Phenotype-Based Diagnosis: DeepRare achieved an average Recall@1 of 57.18%
worldwide. Patients with rare diseases often endure across 8 datasets, outperforming the next-best reasoning LLM by 23.79%.
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Leverage personal clinical memory and similar
cases.
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System Inputs: Free-text, HPO terms, & VCF files. Diagnostic Workflow: Begins with Information Collection (HPO standardization and multi-
source retrieval), followed by Self-Reflective Diagnosis to generate ranked predictions with
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I ONGOING WORK - DeepRare2

Shifting focus from differential diagnosis to precise Genomic Variant Interpretation.

= Advanced Pathogenicity: Integrating deep functional annotations & inheritance modeling.
= Upgraded Al Agents: More sophisticated design for deeper literature mining.
" Enhanced Trust: Improved attribution and traceability to shorten the diagnostic path.




