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Technical Laboratory Bulletin
Topic:
Cystic Fibrosis Carrier Screening and Genotyping
	Test Name
	Cystic Fibrosis 

	Test Code
	CFTR

	Method
	PCR and signal amplification 

	Changes
	Effective Jan 2009 testing for Cystic Fibrosis Carrier Screening and Genotyping will be performed using the Hologic invader platform expanded mutation panel.

	Specimen
	1-3 mL of EDTA blood

	Test Schedule
	Monday


Change:  Testing for Cystic Fibrosis Carrier Screening and Genotyping will be performed using the Hologic invader platform.  This assay detects 46 mutations and polymorphisms in the CFTR gene, including the 23 mutations on the ACMG recommended panel plus 23 additional variants.  
Required Documentation:  A completed copy of the NorDx “Cystic Fibrosis Informed Consent” form is required with each specimen.  This form can be found on the NorDx web site (nordx.org) under the test catalog tab in the technical bulletins folder.  
Purpose:  CF testing is generally used for screening individuals with a suspected diagnosis of CF, for couples who are pregnant or who are planning a pregnancy , with a family history of CF, for reproductive partners of individuals who have CF,  for ideopathic pancreatitis, and for congenital bilateral absence of the vas deferens (CBAVD).
Principle:  The CFTR gene has been reported to have more than a thousand known mutations.  Many of these mutations are found only in a single family.  Mutations in the CFTR gene are recessive.  Individuals with mutations in both copies of their CFTR genes are expected to display some level of the phenotypic effects of Cystic Fibrosis.  Phenotypic expression is highly variable depending on the mutations present.  Prediction of the course of the disease based solely on the genotypic data is not entirely reliable.
Carriers of one mutation in the CFTR gene are not expected to display the phenotypic effects of Cystic Fibrosis.  However, due to the large number of mutations and the less than 100% detection rate some patients with only one reported mutation will have phenotypic features of CF.

Ethnicity is a vital factor in the interpretation of an individual’s results after testing negative for the ACOG recommended panel.  The detection rates using this panel are variable for different ethnic groups.  

The CFTR InPlex Expanded Panel kit detects the 23 mutations recommended by the American College of Medical Genetics and the American College of Obstetricians and Gynecologists plus 23 additional mutations and polymorphisms for a total of 46 genetic markers.

Result Reporting:  Homozygous (Positive for two CF mutations),  Heterozygous (carrier of one CF mutation), or negative.  For negative CF mutation screening results an estimate of the patient's residual risk of being a carrier of a Cystic Fibrosis mutation is stated. 
References:  Watson MS, et al.  Cystic fibrosis population carrier screening: 2004 revision of American College of Medical Genetics mutation panel. Genet Med 6:387-91 (2004). 
Preconception and Prenatal Carrier Screening for Cystic Fibrosis:  Clinical and Laboratory Guidlines.  2001.  The American College of Obstetricians and Gynecologists (ACOG) and the American College of Medical Genetics (ACMG).
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Additional Information:  Contact Hayley Webber, Ph.D., Assistant Technical Director, NorDx, (207) 885-7809 or Email at webbeh@mmc.org

