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Current Projects
1. Centralized resource with NF1 biobanks and 

biorepositories
2. Manuscript with proposed common data 

language/model for NF1 biomarker research



NF1 Biorepository Resource

• List of international biobanks/biorepositories with 
NF1/2 and SWN samples
• Tissue types, contact information

• List of NF Biomarker publications
----------------------------------------------------------------------
• Currently limited to NF1, will expand to NF2, SWN
• Currently .csv, will publish to REiNS website



Manuscript:

Establishment of a common data 
language (CDL) and common data 

model (CDM) for neurofibromatosis 
biomarker research



Multi-institutional collaborations required 
to study rare diseases



Multi-institutional collaborations required 
to study rare diseases



Challenge: Inter- (and intra-) institutional 
variation in sample collection and annotations 

complicate data harmonization





Common Data Model/Language 
Recommendations Manuscript

Review:
* Variations in practice
* Examples of CDM (OMOP, 
mCODE)

1
Provider Survey
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Part 2: Provider Survey

• Survey of NF1 Providers* covering:
• Awareness of 2016 guidelines
• Variation in current practice

• Standardized clinical data forms?

*Proposed audience: CTF members (discussed with Salvo and 
Patrice)







Part 2: Provider Survey

• Survey of NF Providers* covering:
• Awareness of 2016 guidelines
• Current practice

• Standardized clinical data forms?
• Sample types collected
• Sample frequency
• Imaging type collected
• Imaging Frequency

• General attitude regarding data sharing
• General attitudes regarding role of biomarkers in NF



Common Data Model/Language 
Recommendations Manuscript

Review:
* Variations in practice
* Examples of CDM (OMOP, 
mCODE)

1
Provider Survey

2
Recommend:
* Updated minimal clinical 
annotations
* Updated minimal sample 
collection
* NF and SWM specific CDM/L
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Future Directions:
Establishment of a virtual biobank



Thank you!
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Contact: Taylor.Sundby@NIH.gov
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