
Defining a disease entity: 
Using MonDO in ClinGencurations.



Defining a disease entity: Lumping and 
splitting.





Why is defining a disease entity 
important?
• Understanding the disease entity guides the curation, and helps 

groups to establish which evidence can/should be included/ scored, 
or excluded, based on the specific information known about 
therelationship between the gene and disease entity(ies).

• The chosen disease entity is what appears on the classifications, 
interpretations, reports, etc on the ClinGen website.

• Currently Gene, Variant, and Actionability curations associate a 
Monarch Disease Ontology  (MonDO) ID to final published reports.



• Precuration of evidence within your EP.



Current Gene Curation Workflow
1. Perform 

Precuration (obtain 
MonDO ID)

2. Enter required precuration data in the 
Gene Tracker

3. Begin curation in 
the GCI

• The Precuration process facilitates EPs reviewing MonDO and choosing 
currently available disease entities (established), refining available disease 
entities, or defining new entities.

• ULTIMATELY, a MonDO ID is required to start a curation record in the GCI, to 
interpret the pathogenicity of a variant in the VCI. The ACI (Actionability 
Curation Interface) also supports MonDO IDs.
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Lumping and Splitting guidance

We are currently working on guidance for disease nomenclature, for questions on naming diseases, 
please contact the Lumping and splitting Working Group through email to 
courtney_thaxton@med.unc.edu.


