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  We believe that a remedy for this problem is a process 
of systematic knowledge synthesis followed by evidence-
based recommendations by an independent group. The 
Centers for Disease Control and Prevention (CDC) has 
explored the feasibility and methods for such a process by 
2 synergistic initiatives. The first initiative, the Evalua-
tion of Genomic Applications in Practice and Prevention 
(EGAPP) project was launched in 2004  [2] . The main goal 
of EGAPP is to establish a rigorous, systematic, evidence-
based process for evaluating genetic tests that are in tran-
sition from research to clinical and public health practice. 
An independent, non-federal EGAPP working group
developed methods for reviewing evidence on emerging 
complex genetic tests by modifying existing approaches 
used by professional organizations, advisory committees, 
independent task forces (e.g., U.S. Preventive Services 
Task Force and CDC’s Task Force on Community Pre-
ventive Services) and international health technology as-
sessment groups. The EGAPP working group also devel-
oped processes for identifying, prioritizing and selecting 
topics, performing evidence reviews, and developing rec-
ommendations for practice based on the evidence. As of 
July 2009, EGAPP has published their methods  [3] , 5 ev-
idence reports and 4 recommendations, with others still 
in the pipeline  [4] .

  The second initiative is the Genomic Applications in 
Practice and Prevention Network (GAPPNet), launched 
in 2009  [5] . GAPPNet is a stakeholder-driven enterprise 

   Javitt et al.  [1]  propose a blueprint for a mandated ge-
netic test registry to support informed health care deci-
sion making. According to the authors, the core aim of 
the registry is ‘to promote transparency, which includes 
disclosure of both what is known and what is not known.’ 
They propose that for each test, the registry should in-
clude not only a description of the test and its intended 
use, but also information about its analytic and clinical 
validity, clinical utility, and proficiency testing.

  We agree that reporting data on validity and utility is 
an essential element of quality assurance in genetic test-
ing. Nevertheless, whether reporting to a genetic test reg-
istry is mandated or not, there is a fundamental challenge 
in implementation of such a registry, particularly with 
regard to the sources, standards and quality of submitted 
data and their systematic evaluation. As acknowledged 
by the authors, laboratories performing genetic tests may 
have only some of the data needed to evaluate validity and 
utility of tests. In particular, information on clinical va-
lidity and utility will have to be brought together from 
multiple sources, including basic research, clinical trials, 
and epidemiological and clinical studies. The available 
information is frequently fragmented, sometimes contra-
dictory, or simply not available. Thus, a comprehensive 
assessment of clinical validity and utility requires knowl-
edge synthesis in the form of systematic evidence reviews 
from multiple sources. Most laboratories are currently 
not equipped to conduct such analyses.
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with representation from academia, government, health 
care, public health, industry, and the community. The 
network aims to promote systematic review of research 
findings, support for translation research, and diffusion 
of high quality information on genomic applications in 
practice and prevention. One of GAPPNet’s goals is the 
development of an online knowledge base on the clinical 
validity and utility of genomic applications  [6] . When 
systematic reviews have been conducted by EGAPP or 
other health technology assessment groups, the knowl-
edge base will provide links to these reviews. For selected 
genomic applications lacking comprehensive reviews, 
brief systematic summaries of available evidence will be 
provided. When no information is available, this will also 
be noted, which will stimulate research to fill these
knowledge gaps. The GAPPNet knowledge base is ex-
pected to provide an initial point of reference for what we 

know and what we don’t know, as well as a source for up-
dated information as it is compiled by GAPPNet mem-
bers from published and unpublished applied research.

  Clearly, establishing a genetic test registry is a worth-
while goal; however, the blueprint by Javitt et al. describes 
a structure without the necessary utilities: that is, the 
connections to a growing grid of translational research 
and evidence-based knowledge syntheses that will pro-
vide the essential multifaceted data on validity and util-
ity. Creating a registry with credible information requires 
more than mandating submission of data by laboratories. 
The methods and products of EGAPP, together with the 
goals and upcoming activities of GAPPNet, could easily 
be integrated into the implementation of the genetic test 
registry to enhance the utility of the registry to providers, 
consumers, researchers, and policy makers. 
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