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CPIC Term Standardization Project:  Results 

https://www.pharmgkb.org/page/cpicTermProject 
https://cpicpgx.org/resources/ 

Next step:  LOINC codes 
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Comment Informative DSTU Normative 



HL7 Genetic Variation Model 

• Genetic tests:  LOINC 

• Interpretation code:  LOINC 

• Associated disease:  SNOMED-CT 

• Drug:  RxNorm 

• Gene:  HGNC 

• Variant(s):  HGVS, dbSNP, COSMIC 

• Reference sequence(s):  NCBI RefSeq, LRG 
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Simplified HL7 Message Structure 
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Test (Ordered) 

Observation A Name => Value 1 
Observation B Name => Value 2 
Observation C Name => Value 3 



Simplified HL7 Message Structure 
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Local test name/code 

CPIC Term 
Standardization CPIC 

Informatics 

Test (Ordered) 

Observation A Name => Value 1 

Observation B Name => Value 2 
Observation C Name => Value 3 

Local test name/code 

TPMT Gene Product 
Metabolic Activity 

Interpretation 
12345-6 

Normal 
metabolizer 

98765-4 



Gene List for Current & Upcoming CPIC Guidelines 

Drug Metab'g Enzymes 

• CYP2C19 
• CYP2D6 
• CYP2C9 
• CYP3A5 
• UGT1A1 
• TPMT 
• DPYD 
• CYP2B6† 

• CYP4F2† 

Transporters & non-DMEs 

• SLCO1B1 

† Upcoming guideline 

Carrier Status 

• HLA alleles 
• HLA-B*15:02 
• HLA-B*57:01 
• HLA-B*58:01 
• HLA-A*31:01† 



LOINC Observation Names 
Overall Gene Phenotypic Interpretation  
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e.g., "TPMT Gene Product 
Metabolic Activity Interpretation" 

e.g., "SLCO1B1 Gene Product 
Functional Interpretation" 

e.g., "HLA-B*57:01 [Presence]" 



LOINC Observation Names 
Overall Gene Phenotypic Interpretation  

Drug Metab'g Enzymes 
• CYP2C19 Gene Product Metabolic Activity Interpretation 
• CYP2D6 Gene Product Metabolic Activity Interpretation 
• CYP2C9 Gene Product Metabolic Activity Interpretation 
• CYP3A5 Gene Product Metabolic Activity Interpretation 
• UGT1A1 Gene Product Metabolic Activity Interpretation 
• TPMT Gene Product Metabolic Activity Interpretation 
• DPYD Gene Product Metabolic Activity Interpretation 
• CYP2B6 Gene Product Metabolic Activity Interpretation 

• CYP4F2 Gene Product Metabolic Activity Interpretation 
• NAT2 Gene Product Metabolic Activity Interpretation 

Transporters & non-DMEs 
• SLCO1B1 Gene Product Functional Interpretation 

Carrier Status 
• HLA-B*15:02 [Presence] 
• HLA-B*57:01 [Presence] 
• HLA-B*58:01 [Presence] 
• HLA-A*31:01 [Presence] 



PGx LOINC Codes 
LOINC  LOINC Component 
50956-2 HLA-B*57:01 
57979-7 HLA-B*15:02 
79711-8 HLA-B*58:01 
79712-6 HLA-A*31:01 

79713-4 TPMT gene product metabolic activity 
interpretation 

79714-2 CYP2C19 gene product metabolic activity 
interpretation 

79715-9 CYP2D6 gene product metabolic activity 
interpretation 

79716-7 CYP2C9 gene product metabolic activity 
interpretation 

79717-5 CYP3A5 gene product metabolic activity 
interpretation 

79718-3 UGT1A1 gene product metabolic activity 
interpretation 

79719-1 DPYD gene product metabolic activity 
interpretation 

79720-9 CYP2B6 gene product metabolic activity 
interpretation 

79721-7 CYP4F2 gene product metabolic activity 
interpretation 

79722-5 SLCO1B1 gene product functional 
interpretation 
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Answer ID Answer (CPIC Phenotype Term) 
LA6576-8 Positive 
LA6577-6 Negative 

LA10315-2 Ultrarapid metabolizer 
LA25390-8 Rapid metabolizer 
LA25391-6 Normal metabolizer 
LA10317-8 Intermediate metabolizer 
LA9657-3 Poor metabolizer 

LA25392-4 Increased function 
LA25393-2 Normal function 
LA25395-7 Decreased function 
LA25394-0 Poor function 



LOINC Release 

• CPIC PGx terms will be in the next release of LOINC! 

 

• Public laboratory LOINC meeting 
• Dec 2-3, 2015 
• Beta release available 

 

• Public release of LOINC 
• ~Mid-Dec 2015 
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IOM DIGITizE AC Implementation Guide 
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IOM DIGITizE AC Implementation Guide 
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IOM DIGITizE AC Implementation Guide 

©2015 MFMER  |  slide-14 


	CPIC Term Standardization:�LOINC Codes
	CPIC Term Standardization Project:  Results
	Slide Number 3
	HL7 Genetic Variation Model
	Simplified HL7 Message Structure
	Simplified HL7 Message Structure
	Gene List for Current & Upcoming CPIC Guidelines
	LOINC Observation Names�Overall Gene Phenotypic Interpretation 
	LOINC Observation Names�Overall Gene Phenotypic Interpretation 
	PGx LOINC Codes
	LOINC Release
	IOM DIGITizE AC Implementation Guide
	IOM DIGITizE AC Implementation Guide
	IOM DIGITizE AC Implementation Guide

