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We're excited to announce that our del/dup menu
has doubled. We now offer deletion/duplication
testing for over 1500 genes via custom, gene-centric
aCGH. Even more exciting is a reduction in the cost
of these tests. With our continued exceptional
quality and a reduced cost, the value equation of our
del/dup testing just got a lot better.

Our new pricing structure is listed below, for more
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Interpretation of sequence variants is certainly one
of the greatest current challenges in clinical
genetics. Despite the impressive new ACMG
interpretation guidelines (Richards et al. 2015 Genet
Med 17:405-424), variant interpretation is still a
highly subjective exercise. Two highly experienced
and skilled geneticists each examining exactly the
same evidence will often come up with different
interpretations. In an effort to make interpretation
more objective, we have been working at
PreventionGenetics to develop several simple,
quantitative measures of pathogenicity. Our results
have been presented at the ACMG and ICHG
meetings earlier this year, and will be presented at
the ASHG meeting in Vancouver this fall. In this
article, I provide rationale and introduction to our
approaches. In the second part of this series, I will
provide a more detailed description of the two
quantitative approaches we have developed along
with some of the supporting evidence.

At least in North America, and perhaps gradually
throughout the world, sequence variants (defined as
differences between patient sequences and
reference sequences) are now classified into five
groups: Pathogenic, Likely Pathogenic, Uncertain,
Likely Benign and Benign. Objective interpretation
must begin with quantitative definitions of these
group labels. Much more discussion needs to take
place before even national consensus about
quantitative definitions is reached, but the values
currently used at PreventionGenetics are shown in
the accompanying Table. These values are the
probabilities that the interpretation assignments are
incorrect; for example a variant that is classified as
Likely Pathogenic should have no more than a 5%
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