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NEGATIVE

Result

No deletions or duplications within the alpha globin gene
cluster were identified.

Interpretation

This result reduces the likelihood but does not rule out a
diagnosis of or positive carrier status for alpha thalassemia.

This assay does NOT detect non-deletion types of mutations
such as point mutations other than the alphaT Saudi and Hb
Constant Spring. Therefore, this result should be interpreted in
the context of clinical presentation and results of other laboratory
tests [e.g. hemoglobin electrophoresis and mean corpuscular
volume (MCV)].

A genetic consultation may be of benefit.

Specimen
WB Whole Blood

Method

Dosage analysis (PCR and MLPA) was used to detect deletion
and duplication-type mutations. This method uses multiple
probes that hybridize throughout the alpha-gene locus on
chromosome 16 from the HS-40 regulatory region through the 3'
hypervariable region (3'HVR).

Laboratory Notes

An online research opportunity called GenomeConnect
(genomeconnect.org), a project of ClinGen, is available for the
recipient of this genetic test. This patient registry collects de-
identified genetic and health information to advance the
knowledge of genetic variants. Mayo Clinic is a collaborator of
ClinGen. This may not be applicable for all tests.

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.

Rare polymorphisms exist that could lead to false-negative or
false-positive results. If results obtained do not match the clinical
findings, additional testing should be considered.

Bone Marrow transplants from allogenic donors will interfere with
testing. Call Mayo Clinic Laboratories for instructions for testing
patients who have received a bone marrow transplant.

One or more in silico tools were used to assist in the
interpretation of these results. These tools are updated regularly
and predictions for a given variant may change. Additionally, the
predictability of these tools for the determination of pathogenicity
is currently unvalidated.
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