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Table 2. HiFi calling accuracy. Comparison of
reference CYP2D6 calls (GeT-RM and/or short-read) to
calls made with HiFi reads and the PacBio caller.
Magenta calls indicate HiFi corrections or improvements
over purple reference calls. Target enrichment was not
able to resolve a double tandem hybrid in NA18540.
Bolded samples are displayed in figures 2—4.
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Figure 3. Efficient and comprehensive for panels.
Efficiently capture and call CYP2D6 as part of a targeted
pharmacogenomics panel. (A) Typical sample without SV,
HGO002 (*2/°4). (B) Positive evidence for whole-gene
deletion and hybrids, HG01190 (*5/*68+"4).
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Conclusion

- Generalized software designed for long,
highly accurate PacBio HiFi data

R - Multi-mode star-allele calling for all HiFi
S sequencing data types

- Comprehensive CYP2D6 diplotyping from a
single assay

- Fully phased and labeled reads for easy
validation

- Find and characterize novel genotypes
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Gray reads/consensus are unlabeled.

accurate CYP2D6 genotyping using whole-genome
sequencing data. Pharmacogenomics J. 2021,
21(2): 251-261.

https://www.pacb.com/wp-

content/uploads/Application-Brief-HiFi-Target-
Enrichment-Best-Practices.pdf

Diplotype 4. https://www.cdc.gov/labquality/get-rm/index.html

5. https://www.pacb.com/wp-
content/uploads/Application-note-HiFi-amplicon-
sequencing-for-pharmacogenetics-CYP2D6.pdf

https://github.com/PacificBiosciences/pbAA

variants + sort

parent

Figure 1. Typing workflow. HiFi reads are sorted into

structural variant (SV) subclasses and phased where 6
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Code availability:
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