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Bloom Syndrome Registry

Long term natural history study of Bloom syndrome

Demographic, clinical and laboratory testing information

Over 1,000 samples from about 163 individuals and family members

Collaborations initiated with national and international clinicians and 
researchers
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BSR Registrants

294 registrants

137 known deceased

96 lost to follow up (no 
contact in the last 5 years)
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How to join the BSR

Provide consent (including assent for those under age 17) 

Complete an intake form and discuss it with Dr. Cunniff or Kucine if necessary

Data is entered into a confidential database at WCMC

Provide annual updates electronically

Future direction – annual DNA collection via saliva or other tissue
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Gene changes (variants) that cause 

Bloom syndrome

74 variants identified in 181 people in 
the BSR

Common variants include founder 
variants in several population groups

Most variants cause no protein to be 
made

No known correlation of variants 
with outcomes



Tumor Whole Genome Sequencing

DNA collected from 10 tumors

DNA from blood or saliva 
collected from each person

Compare WGS results from 
tumor and blood/saliva

Analyzing samples for clues to 
tumor cause and treatment
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Collaborations

Dr. Vivian Chang, University of California Los Angeles

Dr. Nathan Ellis, University of Arizona

Englander Institute for Precision Medicine, Weill 
Cornell Medical College

Dr. Frank Chan at the Max Planck Institute in 
Tubingen, Germany





Future Directions

Longitudinal sample analysis

Exosome analysis

Cell free DNA

New methods of tumor study
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