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Comment Page for Request for Information (RFI): Proposed Policy for Sharing of Data obtained in NIH supported or conducted Genome-Wide Association Studies (GWAS) 

The RFI appears in the NIH Guide for Grants and Contracts at http://grants.nih.gov/grants/guide/notice-files/NOT-OD-06-094.html

Deadline for Comments: October 31, 2006 

The NIH is seeking your comments on specific issues related to the draft policy for GWAS. A genome-wide association study is currently defined as any study of genetic variation across the entire human genome. The goal of GWAS is to identify genetic associations with observable traits (such as blood pressure or weight), or the presence or absence of a disease or condition. This webpage will be used to collect comments associated with the NIH Request for Information that appears in the NIH Guide at http://grants.nih.gov/grants/guide/notice-files/NOT-OD-06-094.html. The information you provide will be analyzed and used to inform the development of the NIH policy for GWAS. 

We invite you to respond to individual questions raised within the RFI (section B below), and you may also comment on any other aspects of the draft policy in section C. The information you provide will be analyzed and may appear in reports. 

Responses to all questions are optional. 

A. Feedback on Overall Policy

1. Do you support broad access to phenotypic and genotypic data to advance medical research? 
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2. Do you support the proposed policy to provide broad access to phenotypic and genotypic data from NIH-support Genome-Wide Association Studies (GWAS)?    
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Please explain. (Limit 4000 characters) [current text, 3, 978 characters]
The current GWAS proposal attempts to balance the acknowledged need for rapid and broad access to combined genotype and phenotype datasets with appropriate protections for the privacy of individual data. The proposed policy states that personal identifying information will be removed before data is accepted into GWAS, and that all data will be handled in a manner that preserves the privacy and confidentiality of individuals that participated in the original genetic association studies. 

To achieve these goals, the proposed policy allows submission to the GWAS data repository only by using a random, unique code, and only after all identifiable information had been removed from the data. Furthermore, the policy requires that all investigators accessing the data complete a Data Use Certification stipulating, inter alia, that data confidentiality will be protected. By assiduously guarding the integrity of the database, anonymizing genetic information, and decoupling it at all points from personal identifying genetic information, GWAS aims to protect the genetic privacy of all participants, including those whose well-being might be compromised by the re-identification with their genetic information. 

Though it does not unambiguously guarantee the confidentiality of participants’ data, the proposed GWAS policy, along with other public materials including the GWAS Fact Sheet and Press Release posted at http://grants.nih.gov/grants/gwas/index.htm, purports to “ensure” the privacy and confidentiality of the data, and suggests that the risk of re-identification is a vanishingly small one; a suggestion upon which some data contributors and members of the public are certain to rely. Unfortunately, increasing evidence provided by specialists from the field of bioinformatics, as well as disclosure incidents inside and outside the field of genetics, strongly suggests that this implicit promise of confidentiality is not one that medical and scientific researchers or database curators can deliver upon. Indeed, as early as 1996 the American Society of Human Genetics warned researchers against creating an overly robust privacy expectation, suggesting that “investigators should indicate to the subject that they cannot guarantee absolute confidentiality.” To the extent that the informed consent of participants in underlying genetic association studies depends on an assurance, or even an unchallenged expectation of complete genetic confidentiality, inclusion in the GWAS database may violate that consent. 

Balanced against these concerns is a body of ever more convincing evidence, acknowledged by the GWAS proposal, which suggests that the availability of large and correlated sets of genetic data is imperative to our understanding and management of human health and disease. It is imperative that such comprehensive identifying genetic information be gathered, and that it be made available to the scientific research community. But this must be done without violating basic moral, legal, and ethical principles or harming the individuals and the communities whose continuing participation is vital to the long-term success of human genetic research. 

In weighing these competing concerns, it is our conclusion that the proposed GWAS policy overstates the ability to ensure genetic data confidentiality. In so doing, the proposed policy risks violating underlying informed consent agreements, infringing upon basic ELSI principles related to genetic research participation, and compromising the public trust with respect to genetic privacy. The GWAS policy must be revised in a way that openly and straightforwardly acknowledges the possibility of re-identification between participants and their genetic and phenotypic data, and that makes a good faith effort to provide effective notice of this risk to investigators using the database, researchers submitting original and confidential data, and participants whose data is incorporated into the database.
B. RFI Questions


2. In addition to removing personal identifying information, what protections are needed to minimize risks to research participants whose phenotypic and genotypic data are included in a centralized NIH data repository and shared with qualified investigators for research purposes? (Limit 2000 characters) [current text, 909 characters]
While substantial attempts to remove personal identifying information are clearly appropriate in this context, it is equally important that the incomplete effectiveness of such privacy protections is openly acknowledged by the GWAS policy. Even as every effort is made to ensure that participants’ genetic information is not accidentally disclosed or otherwise subject to re-identification, this possibility should be discussed.

The GWAS policy should make a good faith effort, in particular in its communications with the public and with investigators, to disclose the risk of re-identification with genetic or phenotypic information. Disclosing and discussing this risk in advance will more fully enable researchers to honor underlying informed consent agreements, to respect basic ELSI principles related to genetic research participation, and to safeguard the public trust with respect to genetic privacy. 


D. Contact Information

To enhance the analysis of your comments, we request that you provide the following additional information about you and your organization. Questions in section D are optional, but are included here for self-identification purposes under 5 CFR 1320.3 (h)(4). 

	1. First Name:
	George

	    Last Name:
	Church

	2. E-mail address:
	http://arep.med.harvard.edu/gmc/

	3. Position/title:
	Professor of Genetics at Harvard Medical School, Director of NHGRI CEGS and Personal Genome Project

	4. Affiliation name:
	Harvard Medical School.

	5. My comments represent:
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