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DNA Extraction, NPL

Specimen Blood MCR

Specimen ID 1034622 MCR

Order Date 13 Sep 2010 08:58 MCR

Comment MCR

Genomic DNA has been extracted.
Reviewed By Joshua A Gorman MCR

Release Date 13 Sep 2010 08:59 MCR

ENG and ACVRL1, Large Del/Dup

ENG-ACVRL1, Large 

Del/Dup Result

MCR

A mutation was NOT detected in ENG or ACVRL1.

ENG-ACVRL1, Large 

Del/Dup Interp

MCR

This result does not rule out the diagnosis of hereditary
hemorrhagic telangiectasia (HHT).  Some individuals who
have a diagnosis of HHT and involvement of the ENG or
ACVRL1 gene may have mutations that are not identified by
the described testing methodology. Furthermore, mutations
in genes other than ENG or ACVRL1 may be involved in the
HHT phenotype.
If sequence analysis has not already been performed for
the ENG and ACVRL1 genes, it is suggested, since
sequencing is expected to identify mutations in 60-80% of
clinically affected individuals.  For future reference,
sequencing and MLPA are also available in a panel
(89392, "ENG and ACVRL1, Full Gene Analysis").
Since reason for referral (RFR) was not provided, we are
unable to provide a more detailed interpretation. If RFR
information becomes available, please contact the
laboratory at 1-800-533-1710 for a revised report.
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ENG-ACVRL1, Large 

Del/Dup Rev by

Linnea M. Baudhuin, 

Ph.D.

MCR

This test was developed and its performance characteristics
determined by Laboratory Medicine and Pathology, Mayo
Clinic, Rochester MN. It has not been cleared or approved
by the U.S. Food and Drug Administration.
Multiplex-ligation dependent probe amplification (MLPA)
was used to test for the presence of large genomic
alterations in the ENG and ACVRL1 genes. This PCR-based
method utilizes probes for all 15 exons of the ENG gene,
and all 10 exons of the ACVRL1 gene.
A genetic consultation may be of benefit.
CAUTIONS:
Rare polymorphisms exist that could lead to false
negative or positive results. If results obtained do not
match the clinical findings, additional testing should be
considered.
Test results should be interpreted in the context of
clinical findings, family history, and other laboratory
data. Misinterpretation of results may occur if the
information provided is inaccurate or incomplete.
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