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Å Introduced 5 tier classification system: 
Pathogenic/Likely Pathogenic/VUS/Likely 
benign/Benign

Å Systematic classification system based on a 
standardised scoring system

Åά5ƻƳŀƛƴǎέ ŘŜŦƛƴŜŘ ǿƛǘƘ ŘƛŦŦŜǊƛƴƎ ǎǘǊŜƴƎǘƘǎ 
applicable

Å Generic guidance for all rare disease


















