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	About the Measure

	Domain:
	Sickle Cell Disease Core: Tier 1

	Measure:
	Sickle Cell Disease Case Definitions

	Definition:
	Medical record abstraction for classifying sickle cell disease phenotypes.

	Purpose:
	This measure is used to uniformly classify cases of sickle cell disease (SCD) based on previously collected clinical phenotype data.  


	About the Protocol 

	Description of Protocol:
	This protocol includes the hemoglobinopathy case definition worksheets and classification tables from the Newborn Screening Technical Assistance and Evaluation Program (NewSTEPs) funded by the Health Resources and Services Administration (HRSA).  Investigators complete the case definition worksheets using family history of hemoglobin variants, hemoglobin newborn screening results, laboratory record of complete blood count (CBC) with mean corpuscular volume (MCV), hemoglobin electrophoresis, isoelectric focusing, high performance liquid chromatography, and DNA genotype. If clinical results are not available, the worksheets can be completed using patient-reported phenotype data (and annotated as “self-report” accordingly). Investigators then use the associated classification tables to interpret the results and make a diagnosis. The classification tables indicate the level of certainty (e.g., definite, probable, possible, or unlikely) of the diagnosis based on the type of clinical data available.
There are worksheets and tables included for various hemoglobinopathies, such as sickle cell (SS disease), sickle hemoglobin C disease (SC disease), and types of sickle beta thalassemia (S beta0 + thal, and S beta + thal). There are classification tables for sickle alpha thalassemia (SS alpha + thal), sickle cell trait in association with hereditary persistence of fetal hemoglobin (SHPFH), sickle cell hemoglobin O Arab disease (SOArab), sickle hemoglobin D (SD), and sickle hemoglobin E (SE). 

	Selection Rationale:
	The hemoglobinopathy case definition worksheets and classification tables from the Newborn Screening Technical assistance and Evaluation Program (NewSTEPs) funded by the Health Resources and Services Administration (HRSA) were developed by sickle cell disease and public health surveillance experts to uniformly classify cases, facilitate harmonization across programs, and allow direct comparison of data between U.S. states.

	Specific Instructions:
	Although the Newborn Screening Technical assistance and Evaluation Program NewSTEPs worksheets and tables were developed for use in newborn screening, the Sickle Cell Disease Research and Scientific Panel (SRSP) suggests that they can be used in adult populations by modifying the worksheets and tables by removing fetal hemoglobin if it is not the dominant hemoglobin (e.g., ”FS” becomes “S”, “FSC” becomes “SC”, “FSA” becomes “SA”, “FAS” becomes “AS” etc.).
Additionally, the SRSP recommends that the results of this measure need to be interpreted in the context of red blood cell transfusion in the past four months and use of hydroxyurea.
Note, the SRSP acknowledges that self-reported phenotype data can also be used if no other clinical data is available. In this case, it should be annotated that it was completed as “self-report.”

	Protocol Text:
	Newborn Screening Technical Assistance and Evaluation Program (NewSTEPs) Hemoglobinopathy Case Definition Worksheets and Classification Tables 

This protocol includes the hemoglobinopathy case definition worksheets and classification tables from the Newborn Screening Technical Assistance and Evaluation Program (NewSTEPs) funded by the Health Resources and Services Administration (HRSA).  There are worksheets and tables included for various hemoglobinopathies, such as sickle cell (SS disease), sickle hemoglobin C disease (SC disease), and types of sickle beta thalassemia (S beta0 + thal, and S beta + thal). There are classification tables for sickle alpha thalassemia (SS alpha + thal), sickle cell trait in association with hereditary persistence of fetal hemoglobin (SHPFH), sickle cell hemoglobin O Arab disease (SOArab), sickle hemoglobin D (SD), and sickle hemoglobin E (SE). 

Investigators complete the case definition worksheets based on available clinical data and then use the associated classification tables to interpret the results and make a diagnosis.  The classification tables also indicate the level of certainty (e.g., definite, probable, possible, or unlikely) of the diagnosis based on the available clinical data.
Case Definition Worksheets:

The case definition worksheets for hemoglobinopathies can be found on the Case Definitions page of the NewSTEPs website under the heading “HEMOGLOBINOPATHIES”: https://www.newsteps.org/quality-practice-resources/case-definitions 
Classification Tables:
The classification tables for hemoglobinopathies are available on the NewSTEPs website here: https://www.newsteps.org/sites/default/files/Case%20Definition%20Tables_0.pdf 


	Participant:
	Newborn children.  The Sickle Cell Disease Research and Scientific Panel (SRSP) suggests that the worksheets be used in adult populations by modifying the worksheets and by removing fetal hemoglobin if it is not the dominant hemoglobin (e.g., ””FS” becomes “S”, “FSC” becomes “SC”, “FSA” becomes “SA”, “FAS” becomes “AS” etc.).

	Source:
	Newborn Screening Technical assistance and Evaluation Program (NewSTEPs), Health Resources and Services Administration (HRSA).  Available from The Association of Public Health Laboratories website here: https://www.newsteps.org/ 

	Language of Source:
	English

	Personnel and Training Required: 
	Personnel who are trained in performing medical records review to determine hemoglobin phenotype using the Newborn Screening Technical assistance and Evaluation Program (NewSTEPs).

	Equipment Needs:
	None

	Protocol Type:
	Medical record abstraction

	Requirements:
	Requirements Category
Required (Yes/No):
Major equipment

No
Specialized training 

Yes
Specialized requirements for biospecimen collection 

No
Average time of greater than 15 minutes in an unaffected individual

Yes


	Common Data Elements:
	TBD by PhenX Staff 
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	Additional Information About the Measure

	Essential Data:
	Current Age, Medication Inventory, History of Transfusion

	Related PhenX Measures:
	Complete Blood Count 

	Derived Variables:
	None

	Keywords/Related Concepts: 
	Sickle Cell Disease, SCD, hemoglobinopathy, thalassemia, Newborn Screening Technical assistance and Evaluation Program, NewSTEPs, Health Resources and Services Administration, HRSA.
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