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The current human reference fails to faithfully represent a single individual genome 
much less the genomes of a global population. 

RP11 hap1 

UGT2817 

RP11 hap2 

Xue et al, 2008 

- UGT2B17present 

- UGT2817 deleted 

• The human reference genome is a

foundational resource in human genetics and

like most technology-driven resources, is

overdue for an upgrade.

• The current structure is a linear monoploid

representation containing mixed 

haplotypes with too many gaps and 

errors. Additionally, the underlying 

sequence is predominately from a single 

individual. 

• Mapping limitations of short reads and

inherent reference biases means we have 

missed more than 70% of structural variants 

in traditional whole-genome sequencing 

studies 
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