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L., Skarzyński, H., and Ploski, R. (2007). M34T and V37I muta-

tions in GJB2 associated hearing impairment: evidence for

pathogenicity and reduced penetrance. Am. J. Med. Genet. A.

14, 2534–2543.

4. Bicego, M., Beltramello, M., Melchionda, S., Carella, M., Pi-

azza, V., Zelante, L., Bukauskas, F.F., Arslan, E., Cama, E.,

Pantano, S., et al. (2006). Pathogenetic role of the deaf-

ness-related M34T mutation of Cx26. Hum. Mol. Genet.

15, 2569–2587.

5. Yu, W., Qiang, L., Solowska, J.M., Karabay, A., Korulu, S., and

Baas, P.W. (2008). The microtubule-severing proteins spastin

and katanin participate differently in the formation of axonal

branches. Mol. Biol. Cell 19, 1485–1498.

6. Hanein, S., Martin, E., Boukhris, A., Byrne, P., Goizet, C., Hamri,

A., Benomar, A., Lossos, A., Denora, P., Fernandez, J., et al.

(2008). Identification of the SPG15 gene, encoding spastizin,

as a frequent cause of complicated autosomal-recessive spastic

paraplegia, including Kjellin syndrome. Am. J. Hum. Genet.

82, 992–1002.

DOI 10.1016/j.ajhg.2008.05.018. ª2008 by The American Society of

Human Genetics. All rights reserved.

brought to you by COREView metadata, citation and similar papers at core.ac.uk

provided by Elsevier - Publisher Connector 
Personalized Genetics:
A Responsible Approach

To the Editor: A recent paper1 in The Journal aptly

described the challenges inherent in using genomic pro-

files to predict risk for common diseases and to develop

personalized risk-prevention advice. Companies or other

organizations that take a responsible approach to these

challenges can potentially offer new opportunities for

disease prevention, early detection, and treatment.

The authors took a sample of the loci covered by the tests

of seven companies in the field and have shown that most

of these loci do not pass simple quality criteria. The chal-

lenge with the authors’ analysis is that it analyzes the

pool of loci used by all seven companies, instead of break-

ing the analysis down by company or organization; hence,

the approach does not distinguish between organizations

that take a rigorous and responsible approach to the eval-

uation of risk and organizations that base the risk assess-

ment on unreliable scientific information.

We share the authors’ concerns about companies that

report genetic risk based on a single association study or

on studies with methodological weaknesses. However, we

strongly believe that customers can benefit from a person-

alized report of those genetic associations found in ge-

nome-wide-association studies that were replicated in mul-

tiple populations with sound epidemiological, statistical,

and laboratory practices. Many examples of reliable, repli-

cated associations have been reported, including between

transcription factor TCF7L2 (MIM 602228) and diabetes

and between NOD2 (MIM 605956) and Crohn’s disease.2

Taking a responsible approach means that companies

utilize only high-quality association studies to bring cus-

tomers accurate genetic risk predictions, as well as effective

strategies for reducing risk for those genetic conditions to

which they are predisposed. In addition to using rigorous

and transparent scientific standards for inclusion in the
130 The American Journal of Human Genetics 83, 127–147, July 200
testing panel, a responsible approach is to provide cus-

tomers and their doctors with resources such as genetic

counselors, physician expertise, and epidemiologists. By

taking a responsible approach, the personalized genomics

community can work together with individuals and their

medical providers to enable people to live longer, healthier

lives.
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Web Resources

The URL for data presented herein is as follows:

Online Mendelian Inheritance in Man (OMIM), http://

www.ncbi.nlm.nih.gov/Omim/
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