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Figure 3. Clinical applications requiring the sharing of genomic data.

(Clinical assessment)
Next-generation
sequencing of a
patient sample

Sections 1,2,

and or 3 of the clinical-grade variant template can be combined and shared as
applicable to specific clinical applications. This selected combination is proposed to
inform the content of an HL7 message.
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Figures 1. This template is proposed to support systems interoperabi
a set of data fields described in three sections:

Section 1 - General Information
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Figure 4. Use case example. The cli nt template is proposed
to inform the development of the HL7 message. Structured data capture
prolocols are useful for normalizing data among varied practice settings.
data to a

example provides a model for communicating genol
relatlves medical setting at a distant location from the index patient,
deposition of genomic data into a medical database or disease registry, and
extraction of genomic data from a medical database to inform a clinical
assessment.

= = 1. jards for data repr 1 are required to minimize ambiguity in
Variant File the description of sequencing findings generated from clinical next-generation

(e.g., VCF) sequencing.
Messagi . . . . . .
Format 2. The clinical-grade variant template identifies a constrained genomic dataset that
r-““' — describes the sequence generated from NGS before and after analysis for clinical

relevance

) 3
g Clinical B Test I Test
Assessment Results Re| 3. The apy of d conv requires that certain laboratory methods

be adopted, such as alignment against a versioned reference assembly.

*Additional genomic information (i.e. genotype, base call

quality, read depth, etc.)

Alignment Alignment File

Variant
Calling /
sequence

Clinically
Annotated
nt file

Flgure 2. Sequence alignment and variant calling are steps during the informatics analysis that

n to assure consistent position assignments and descriptions of sequences
generated during NGS analysis. The same applies to cl al annotation and assessment but
these topics were not addressed by this workgroup.

4. The clinical-grade variant K was developed to inform approaches for
genomic data integration into health IT systems using standard messaging
conventions (e.g., HL7). These will support sy interoperability that
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