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New Evaluation Criteria for NSQAP’s Cystic Fibrosis 
Mutation Detection Proficiency Testing Program (starting 
July, 2013):

1.  Clinical Assessments include Screen Positive (1 or 2 
mutations) or Screen Negative (0 mutations).  Sample fail-
ure is no longer an option.

2.  A specimen is considered not-evaluated if both muta-
tions are not on the method panel used by a laboratory. 

Evaluations are based on both clinical assessment and the 
genotype reported.  If a laboratory misses one or both mu-
tations that are on their mutation detection panel, it will 
be considered a misclassification regardless of the clinical 
assessment.  To receive a 100% satisfactory evaluation, 
all 10 alleles for the 5 specimens and their corresponding 
clinical assessments must be correct based on the labora-
tory’s detection panel.  For example, if a specimen is certi-
fied as G542X / F508del compound heterozygote Screen 
Positive and a laboratory uses a method that detects both 
mutations yet only reports F508del and a clinical assess-
ment of Screen Positive, the evaluation is reduced by 10%.  
In the case of a laboratory that tests for F508del only and 
reports F508del and a clinical assessment of Screen Posi-
tive, the evaluation is considered 100% satisfactory.  When 
the clinical assessment is incorrect, it will be evaluated as 
incorrect regardless of the genotype.

Although not required for evaluation, we ask for your ex-
traction method (commercial, in-house lyses, etc.).  We are 
collecting this data because DNA extraction from dried-
blood spots is not standardized and can be a source of prob-
lems in the downstream assay.
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Expected Clinical 
Specimen Allele 1 Allele 2 Assessment 

F508del  
213C1 No mutations detected (p.Phe508del) 2 

213C2 No mutations detected No mutations detected 1 

213C3 No mutations detected No mutations detected 1 

213C4 W1282X (p.Trp1282X) W1282X (p.Trp1282X) 2 

F508del  
213C5 G542X (p.Gly542X) (p.Phe508del) 2 

1 = screen negative (normal) 
2 = 1 or 2 mutations detected 

 
Alleles were determined/confirmed by CDC and/or were included with the samples from the 
provider. 
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INCORRECT ASSESSMENTS AND SPECIMENS NOT EVALUATED 

 

Specimen Incorrect Not Evaluated* 

213C1 0 0 

213C2 0 3 

213C3 0 2 

213C4 0 10 

213C5 0 0 
 

*Includes sample failures, no reported clinical assessments, and 
when both mutations are not part of the laboratory’s mutation panel.  
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