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Background

In 2005 the American College of Medical
Genetics (ACMG) recommended a
national uniform newborn screening
(NBS) panel'. Many states have adopted
these recommendations, resulting in an
Increased need by healthcare

accessible from public information
resources. Based on recommendations
from the CDC- hosted “Quality, Access,
and Sustainability of Biochemical Genetic
Testing Working Meeting” in October
2006, we assessed the current

Availability and accessibility of NBS
Information Is an increasing public health
need. Using the information compiled the
Genetic Testing Electronic Quality
Information Portal, or GeT-EQuIP was
developed to provide a vehicle for

streamlined, user-friendly information
search. This website is available through
the CDC's website at -
http://wwwn.cdc.gov/dls/genetics/getequip
/portal.aspx (figures 1-3).

Information resources for NBS diseases
and related genetic testing and explored
ways to develop a common information

portal for general practitioners, specialists,
laboratories, and the general public.
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professionals and the public for
information regarding diagnosis,
Intervention, and management of the
disorders. However, the desired
iInformation may not always be easily
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Genetic Testing Electronic Quality Information Portal (Ge T-EQuIP)

Purpose: Pravide a user-friendly, easy-to-access resource’ to facilitate information search about
genetic diseases detected through newborn screening. currently available genetic tests and testing
services, test perdformance, and recognized testing algorithms.

Intended Users: Health professionals, patients, families. general puklic
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Methods

Twenty commonly used websites

(Table 1.) were assessed for availability of
basic information, genetic testing
Information, laboratories, testing
algorithm, sensitivity/ specificity of genetic
tests, interpretation of test results, and

disease management for the 84 diseases
on the ACMG NBS panel. Websites
selected for the information portal
contained “stand alone” information, or did
not provide information from outside
sources.

Results

Thirteen websites were included In the
iInformation portal. Two of these websites
contained restricted-access content areas.
Seven websites were excluded because
they provided information from external

sources and/or lacked relevant
Information. Many websites lacked
Information on test algorithms,
sensitivity/specificity, interpretation, and
disease management.
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Figure 3. Search results page
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