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This annotated bibliography with an introductory essay was first published in the Kennedy 

Institute of Ethics Journal, Vol. 3, No. 3, pp. 333-354, September, 1993.  It has been updated by 

Bioethics Research Library at Georgetown staff on a periodic basis through July 2011.  These 

citations provide a representative sample of the literature on genetic screening and testing as an 

aid for students and researchers who are beginning to explore the topic.  Search strategies for 

numerous databases are supplied at the end of this bibliography to support comprehensive 

research. 



Background Essay  

 

In 1983, a report on genetic screening by the U.S. President's Commission for the Study of 

Ethical Problems in Medicine and Biomedical and Behavioral Research predicted that before the 

end of the century genetic testing and counseling would become major components of both 

public health and individual medical care (I. United States. President‘s Commission 1983).  Ten 

years after celebrating the sequencing of the human genome, this grand prediction has not yet 

come to pass (I. Varmus 2010).  Improvements in ―genetic medicine‖ — using knowledge about 

single genes to improve treatment of single-gene disorders — have paved the way for advances 

in ―genomic medicine,‖ attempts to understand the interactions between genomic and 

nongenomic factors for the development of ―…new diagnostic and therapeutic approaches to 

common multifactorial conditions‖ (I. Feero et al. 2010).  While significant advances have been 

made in several areas, including drug development for cancer and macular degeneration, the 

consequences for clinical medicine ―…have thus far been modest‖ (I. Collins 2010).  Still, the 

question of whether or not to undergo genetic testing has become a matter of common concern, 

and raises questions concerning the complexity of  risk and concepts of a ―good life‖ (VI. 

Boenink and van der Burg 2010).   

 

Genetic Testing 

 

The purpose of genetic testing is to determine if there are alterations in a person‘s genes or in the 

structure of a gene‘s proteins.  There are three types of genetic tests: gene tests involving short 

lengths of DNA or RNA, chromosomal tests in which whole chromosomes or very long lengths 

of DNA are tested, and biochemical tests in which protein levels and/or enzyme activities are 

tested (I. NHGRI 2011). 

Areas of focus in genetic testing include: 1) prenatal diagnosis; 2) newborn testing; 3) carrier 

testing; 4) forensic DNA testing; and 5) direct-to-consumer tests.  

1) Prenatal diagnosis testing determines whether a fetus is at risk for various identifiable 

genetic diseases or traits. Since prenatal screening began in 1966 (I. U.S. President's Commission 

1983), the number of metabolic defects and genetic disorders that can be screened for or 

diagnosed prenatally has expanded greatly.  Prenatal diagnosis is made using amniotic fluid, fetal 

cells, and fetal or maternal blood cells obtained during amniocentesis. Other methods of prenatal 

screening or diagnosis include: alpha fetoprotein assays, chorionic villus sampling, and 

ultrasound tomography, which creates fetal images on a screen. Another method, known as 

fetoscopy, uses a camera on a needle inserted in the uterus to view the fetus (V. Wieacker and 

Steinhard 2010).  In preimplantation genetic diagnosis (PGD), an embryo biopsy is performed to 

test a single cell for genetic disease (V. Bredenoord et al. 2008).  Non-invasive prenatal testing 

(NIPD) using a maternal blood sample for cell-free fetal DNA/RNA (cffDNA/RNA) as early as 

four weeks into gestation is currently being tested and may become possible within the next few 

years (V. DeJong 2010).  While testing for PKU and other conditions has been generally 

successful, cystic fibrosis has proved difficult to diagnose definitively since it can be caused by 

many different mutations (V. Goetzinger and Cahill 2010).   

 

http://bioethics.georgetown.edu/pcbe/reports/past_commissions/geneticscreening.pdf


2) Newborn testing involves the analysis of blood or tissue samples taken in early infancy in 

order to detect genetic diseases for which early intervention can avert serious health problems or 

death. Newborn genetic testing first came into use in the early 1960s with the ability to test 

newborns for a rare metabolic disease, phenylketonuria (PKU), which causes mental retardation 

and can be prevented by following a special diet. Two other examples of newborn screening, in 

place since the 1970s, are the testing of African-American infants for sickle cell anemia and 

Ashkenazi Jews for Tay-Sachs disease (V. Fernhoff 2009). Current ethical issues in neonatal 

testing include the lack of sufficient information provided to parents before obtaining informed 

consent for testing, and resource allocation decisions regarding societal and individual costs. (V. 

Levy 2010).  

3) Carrier testing is performed to determine if an individual has a genetic mutation for a 

disorder inherited in an autosomal recessive or X-linked recessive manner.  Carriers themselves 

do not have symptomatic disease. Individuals are tested if they have family members with a 

genetic condition, or if they belong to ethnic or racial groups known to have a higher carrier rate 

for a genetic disease than the general population (I. GeneTests 2011).   

4) Forensic testing, the use of DNA evidence in legal cases, has captured the public 

imagination. Generally, DNA evidence is accepted as reliable, and is admitted as evidence in 

court.  However, the accuracy of DNA fingerprinting is controversial given that ―… the result 

will always be in the form of a probability value‖ (III. Varsha 2006).  The ―CSI effect‖— an 

uncritical acceptance of forensic DNA as consistently correct— has been fostered by popular 

television shows and reinforced by a cultural fascination with technology generally (III. Shelton 

et al. 2009).  The myth that DNA evidence is foolproof undercuts concerns about the potential 

problems in storing DNA profiles in national police databanks (III. Thompson 2008, Van Camp 

2008).  ―Familial DNA identification‖ —utilizing a partial match obtained from a DNA database 

to apprehend criminals—is a new investigative technique that raises serious questions about 

privacy (III. Dresser 2011). Another new development is molecular autopsy in which an 

examination of tissue is done post-mortem, particularly to diagnose sudden cardiac death caused 

by arrhythmia (III. Elger 2010). 

5) Direct-to-Consumer (DTC) genetic testing is an increasingly important issue. A 

proliferation of companies now market whole genome testing kits to the general public. The 

results of these tests may not be reviewed with a healthcare provider or genetic counselor (VII. 

Annes 2010). The Institute of Medicine and the National Research Council held a workshop in 

2009 to develop models for regulating DTC companies and for educating the public about the 

disadvantages of these tests (VII. Fraker and Mazza 2010). 

 

Disease-Specific Genetic Testing 

 

In 1990, the BRCA1 gene mutation was identified as a gene linked to breast cancer by 

researchers in Berkeley, California. While half of all monogenically determined carcinomas of 

the breast and ovary are due to a BRCA1 (or BRCA2) mutation (VI. Meindl et al. 2011), the 

National Cancer Institute reports that monogenic inheritance is ―…estimated to account for no 

more than 5% to 10% of breast and ovarian cancer cases overall‖ (VI. National Cancer Institute 

2011).  While genetic testing for BRCA mutations has been available commercially since 1996, 

the results of an evaluation done by the Centers for Disease Control and Prevention (CDC) 

http://www.nap.edu/catalog.php?record_id=13021
http://www.cdc.gov/mmwr/preview/mmwrhtml/mm5327a1.htm


indicated that population-based screening "...is not recommended because of the complexity of 

test interpretation and limited data on clinical validity and utility." (VII. CDC 2004)  In 2005, the 

United States Preventive Services Task Force concurred with the CDC and recommended that 

only women with a family history of breast and ovarian cancers be referred for BRCA mutation 

testing (VII. United States Preventive Services Task Force 2005). Educational materials about 

gene tests and international directories of clinics and laboratories providing genetic testing 

services can be found on the Web site GeneTests sponsored by the U.S. National Institutes of 

Health‘s National Center for Biotechnology Information, as well as on MedlinePlus: Genetic 

Testing located on the U.S. National Library of Medicine's Web site. 

As a greater proportion of the U.S. population lives beyond 85 years of age, interest in genetic 

testing for end-of-life conditions such as Alzheimer Disease (AD) continues to grow.  Practice 

guidelines for assessing genetic risk for AD, a genetically complex disorder, have been 

developed by the America College of Medical Genetics and the National Society of Genetic 

Counselors (IV. Goldman et al. 2011).  Building on the results of the REVEAL Study, the first 

randomized control trial to investigate the effect of receiving a "risk curve" on adult children of 

persons with AD (VI. Roberts et al. 2005), these guidelines aid clinicians with assessing their 

patients‘ risk for developing AD and with counseling them appropriately. 

The interpretation of genetic testing results is a complex process. A person‘s genotype (complete 

genomic sequence), acting in concert with environmental influences, creates the phenotype (the 

observable physical and/or biochemical characteristics).  Complex traits are influenced by many 

genes.  If a difference in a gene is found, it could be a disease-causing mutation, or a 

polymorphism (a natural variation in a gene that has no adverse effect), or an unknown entity 

that has not yet been reported (I. Feero et al. 2010). 

 

Oversight of Genetic Testing 

 

General guidelines for genetic testing were issued by the NIH Task Force on Genetic Testing in 

1997 (I. NIH Task Force 1997). In response to a further recommendation of the Task Force, the 

Secretary's Advisory Committee on Genetic Testing (SACGT) (1998-2002) was established in 

June, 1998, by the Department of Health and Human Services to provide oversight of all aspects 

of genetic testing. SACGT's report on oversight issues was published in July, 2000 (I. SACGT 

2000).  In 2002, the Secretary‘s Advisory Committee on Genetics, Health and Society 

(SACGHS) was established and was charged with, among other things, (1) providing a forum for 

expert discussion, deliberation, advice, and recommendations on the medical, ethical, legal and 

social issues raised by new technological developments in human genetics; and (2) assisting the 

Department of Health and Human Services with exploring issues raised by the development and 

application of genetic technologies.  In 2008, the committee published the U.S. System of 

Oversight of Genetic Testing: A Response to the Charge of the Secretary of Health and Human 

Services, which identified gaps and critical action steps to be taken in the regulation, oversight, 

and transparency of clinical laboratory quality and validity of genetic tests.  In addition, 

SACGHS made recommendations that would increase the level of current knowledge and 

interpretation about the clinical usefulness of genetic tests and their results for both health 

professionals and their patients. The charter for SACGHS expired on February 28, 2011.  

 

http://www.annals.org/cgi/reprint/143/5/I-47.pdf
http://www.genetests.org/
http://www.nlm.nih.gov/medlineplus/genetictesting.html
http://www.nlm.nih.gov/medlineplus/genetictesting.html
http://journals.lww.com/geneticsinmedicine/Fulltext/2011/06000/Genetic_counseling_and_testing_for_Alzheimer.16.aspx?WT.mc_id=HPxADx20100319xMP
http://journals.lww.com/geneticsinmedicine/Fulltext/2011/06000/Genetic_counseling_and_testing_for_Alzheimer.16.aspx?WT.mc_id=HPxADx20100319xMP
http://128.197.26.3/alzresearch/team/faculty/documents/RobertsetalJGPN2005.pdf
http://ghr.nlm.nih.gov/glossary=genotype
http://ghr.nlm.nih.gov/glossary=phenotype
http://www.genome.gov/10001733
http://oba.od.nih.gov/SACGHS/sacgt_info.html
http://oba.od.nih.gov/oba/sacgt/reports/oversight_report.pdf
http://oba.od.nih.gov/oba/SACGHS/reports/SACGHS_oversight_report.pdf
http://oba.od.nih.gov/oba/SACGHS/reports/SACGHS_oversight_report.pdf
http://oba.od.nih.gov/oba/SACGHS/reports/SACGHS_oversight_report.pdf


After thirteen years of debate in the United States Congress, the Genetic Information 

Nondiscrimination Act (GINA)  was passed and signed into law on May 21, 2008. The law 

prohibits health insurers or employers from denying coverage or employment on the basis of 

genetic information.  While many states already had laws protecting against genetic 

discrimination, GINA provides all Americans with a baseline level of protection. The Coalition 

for Genetic Fairness provides a survey of what GINA does, and more importantly, does not do 

(VIII. Coalition  2008).   One major criticism of GINA is that it protects only asymptomatic 

individuals – those who have tested positive for a genetic mutation but have not developed the 

condition.  Under GINA, insurance companies would be able to deny coverage once an 

individual became ill (VIII. Rothstein  2009).   The health care reform provisions in the 

Affordable Care Act preventing denial of claims for pre-existing conditions will complement 

GINA when they go into effect in 2014 (VIII. Steck  2011). 

 

 

This annotated bibliography is organized as follows: 

I.   Overviews 

II. Privacy/Discrimination  

III. Forensics 

IV. Counseling 

V. Prenatal Diagnosis/Minors 

VI. Predisposition 

VII. Direct-to-Consumer Genetic Testing 

VIII. GINA: Genetic Information Nondiscrimination Act 

IX. Search Strategies for Genetic Testing 

 

I. Overviews   top 

 

American Association for the Advancement of Science. The Genome, Ethics and the Law: 

Issues in Genetic Testing. A Report of a Conference on the Ethical and Legal Implications of 

Genetic Testing sponsored by the AAAS-ABA National Conference of Lawyers and Scientists 

and the AAAS Committee on Scientific Freedom and Responsibility, Coolfont Conference 

Center, Berkeley Springs, West Virginia, June 14-16, 1991. Washington: American Association 

for the Advancement of Science, 1992. 124 p.  

A dual scientific and legal program, this book provides an overview of the conference 

proceedings along with three papers commissioned for the conference: ―The Scientific 

Basis of the `Genetic Revolution': A Selective Review,‖ by Paul R. Billings; ―The 

Human Genome Project and Genetic Testing: Ethical Implications,‖ by Thomas H. 

Murray; and ―Legal Issues in Genetic Testing,‖ by John A. Robertson.  

 

http://www.eeoc.gov/laws/statutes/gina.cfm
http://www.eeoc.gov/laws/statutes/gina.cfm


Andrews, Lori B. Future Perfect: Confronting Decisions about Genetics. New York, Columbia 

University Press, 2001. 264 p.  

Noting the wide impact of genetic testing, Andrews discusses patient self-concept, 

reproduction decisions, confidentiality, discrimination in health insurance and 

employment, the need for competent counseling, and the regulations she deems important 

to help solve dilemmas arising from the ramifications of genetic testing. She delineates 

the advantages and disadvantages of the three models utilized when discussing genetic 

testing: the medical model with physician gatekeepers, the public health model with 

educational and economic benefits, and a fundamental rights model with an emphasis on 

individual decision-making.  

 

Asch, Adrienne; and Geller, Gail. Feminism, Bioethics, and Genetics. In: Feminism & 

Bioethics: Beyond Reproduction. Susan M. Wolf, ed. New York: Oxford University Press, 

1996, pp. 318-350.  

Saying that women are particularly affected by the proliferation of genetic information, 

Asch and Geller cover three areas: the history of genetics research; a feminist analysis of  

autonomy, biological determinism, community, and women's moral reasoning in regard 

to genetic testing; and specific discussions of pre-symptomatic breast cancer testing, 

prenatal diagnosis and provider-patient relations.  

 

Burgess, Michael. Beyond Consent: Ethical and Social Issues in Genetic Testing. Nature 

Reviews – Genetics February 2, 2001: 147-151. 

Burgess, from the Centre for Applied Ethics and Department of Medical Genetics, 

University of British Columbia, argues that genetic testing raises issues beyond those 

usually associated with informed consent. He discusses the ―indeterminate nature of risk‖ 

as well as effects on ―non-consenting persons.‖ 

 

Burke, Wylie, and Psaty. Bruce M. Personalized Medicine in the Era of Genomics. JAMA 

298(14): 1682-1684, October 10, 2007. doi:10.1001/jama.298.14.1682 

Burke and Psaty contend that "…genetic risk information can prevent disease only if it 

improves the use of behavioral or medical interventions." They argue that true 

"personalized medicine" begins with a clinician‘s intimate knowledge of an individual 

patient over time.  

 

Collins, Francis.  Has the Revolution Arrived? Nature 464(7289): 674-675, April 1, 2010. 

doi:10.1038/464674a 

Collins, current director of the U.S. National Institutes of Health (NIH) and former 

director of NIH‘s National Human Genome Research Institute (1993 – 2008), reviews the 

scientific accomplishments in genomic medicine since the completion of the Human 

Genome Project.  While genome-wide association studies (GWAS) have discovered a 

number of common DNA variations important to understanding the development of 

http://www.nature.com/nrg/journal/v2/n2/abs/nrg0201_147a.html
http://jama.ama-assn.org/content/298/14/1682.short
http://dx.doi.org/10.1001/jama.298.14.1682
http://www.nature.com/nature/journal/v464/n7289/full/464674a.html


common diseases such as heart disease, diabetes, and cancer, Collins reports that ―…the 

consequences for clinical medicine …have thus far been modest.‖  Advances in clinical 

medicine include the development of new cancer drugs, breast cancer chemotherapy 

protocols, macular degeneration treatments, and drug responses for over a dozen drugs.  

Notwithstanding these accomplishments, ―…the Human Genome Project has not yet 

directly affected the health care of most individuals.‖ 

 

Council of Europe. Additional Protocol to the Convention on Human Rights and 

Biomedicine, Concerning Genetic Testing for Health Purposes. European Journal of Health 

Law 15(4): 441-450, December 2008.  

The Council of Europe updated its protocol on genetic testing to include provisions on 

informed consent, disclosure of results to family members, the right to know and the right 

not to know, molecular autopsy, and public health genetic screening programs. 

 

Council of Europe. Working Party on Genetic Testing and Screening. Recommendation No. 

R(92)3 of the Committee of Ministers to Member States on Genetic Testing and Screening 

for Health Care Purposes [adopted 10 February 1992]. Journal International de 

Bioethique/International Journal of Bioethics 3(4): 255-257, December 1992. 

The Council of Europe‘s Working Party delineated 13 principles to guide policies on 

genetic testing covering: 1) informing the public; 2) quality of genetic services; 3) 

counselling and support; 4) equality of access/nondiscrimination; 5) self-determination; 

6) non-compulsory nature of tests; 7) insurance; 8) data protection; 9) professional 

secrecy; 10) separate storage of genetic information; 11) unexpected findings; 12) 

supervision; and 13) handling of data. 

 

Danish Council of Ethics. Genetic Investigation of Healthy Subjects: Report on 

Presympotomatic Genetic Testing. Copenhagen: Danish Council of Ethics, 2001. 123 p.  

This report reviews the ethical issues involved in expanding genetic testing from 

questions of predisposition to rare disorders to risk for chronic diseases in the general 

population. 

 

European Commission. Ethical, Legal and Social Aspects of Genetic Testing: Research, 

Development and Clinical Applications. Eryl McNally (chair) and Anne Carnbon-Thomsen 

(coordinator). Brussels: The Commission, 2004. 127 p.  

Based on 25 recommendations made by an expert panel convened by the European 

Commission, this report covers such topics as "genetic exceptionalism", counseling for 

genetic conditions, biobanks and confidentiality, and population screening. A conference 

for citizens and stakeholders was held in Brussels on May 6-7, 2004 to discuss the 

implementation of the recommendations contained in the report.  
 

 

http://conventions.coe.int/Treaty/en/Treaties/html/203.htm
http://conventions.coe.int/Treaty/en/Treaties/html/203.htm
https://wcd.coe.int/wcd/ViewDoc.jsp?id=611957&Site=CM
https://wcd.coe.int/wcd/ViewDoc.jsp?id=611957&Site=CM
https://wcd.coe.int/wcd/ViewDoc.jsp?id=611957&Site=CM
http://etiskraad.synkron.com/graphics/03_udgivelser/engelske_publikationer/genetic_engineering/genetic_investigation/INDEX.HTM
http://etiskraad.synkron.com/graphics/03_udgivelser/engelske_publikationer/genetic_engineering/genetic_investigation/INDEX.HTM
http://ec.europa.eu/research/conferences/2004/genetic/pdf/report_en.pdf
http://ec.europa.eu/research/conferences/2004/genetic/pdf/report_en.pdf


Feero, W. Gregory; Guttmacher, Alan E.; and Collins, Francis S. Genomic Medicine—an 

Updated Primer. New England Journal of Medicine 362(21): 2001-11, May 27, 2010.  

To illustrate the current ―state of the art‖ for applying genetic advances to clinical 

medicine, the authors present the case study of a woman who develops breast cancer even 

though she has tested negative for BRCA1 and BRCA2 mutations.  Genetic-expression 

profiling of the tumor indicates a high risk of recurrence so the patient is prescribed 

tamoxifen and is cancer-free after five years. This is an example of going beyond 

―genetic medicine‖—the use of single genes to improve the diagnosis and treatment of 

single-gene disorders—to ‗genomic medicine‘ in which  understanding the interactions 

between the entire genome and nongenomic factors results in new diagnostic and 

therapeutic approaches to multifactorial conditions such as cancer.  The authors conclude 

with an overview of genetic concepts such as gene regulation and genomic variation. 

 

Gaylin, Willard. Genetic Screening: The Ethics of Knowing. New England Journal of 

Medicine 286(25): 1361-1362, June 22, 1972. doi:10.1056/NEJM197206222862512 

In this classic article by Hastings Center scholar Gaylin, the author deplores the 

paternalism used to justify withholding information from those choosing to undergo 

genetic testing.  

 

GeneTests. Carrier Testing [Web site]. Accessed online July 25, 2011. 

Sponsored by the U.S. National Institutes of Health‘s National Center for Biotechnology 

Information (NCBI) this web site provides a definition of carrier testing along with case 

studies of clinical quandaries that arise such as: 1) whether or not DNA testing is the 

primary method for determining carrier status; 2) does carrier identification enable or 

inhibit reproductive choices; 3) when should molecular genetic testing to determine 

disease-causing mutations be recommended; and 4) when should risk assessment for 

members of racial and ethnic groups known to be carriers for certain conditions be 

suggested. 

 

Grosse, Scott; Khoury, Muin J. What Is the Clinical Utility of Genetic Testing? Genetics in 

Medicine 8(7): 448-450, July 2006. doi:10.1097/01.gim.0000227935.26763.c6 

Grosse and Khoury discuss the clinical utility of genetic testing as "the balance of 

benefits to risks." Four levels of impact are identified: diagnostic thinking, therapeutic 

choice, patient outcome, and societal impacts. In addition to clinical utility, the authors 

posit that the concept of social utility be promoted.  

 

Hubbard, Ruth, and Wald, Elijah. Exploding the Gene Myth: How Genetic Information Is 

Produced and Manipulated by Scientists, Physicians, Employers, Insurance Companies, 

Educators, and Law Enforcers. Boston: Beacon Press, 1993. 206 p.  

The authors hold that genetic research creates the concept of ―genetic determinism‖ 

which in turn serves a conservative policy agenda that blames ill health on individuals 

http://www.nejm.org/doi/full/10.1056/NEJMra0907175
http://www.nejm.org/doi/full/10.1056/NEJMra0907175
http://dx.doi.org/10.1056/NEJM197206222862512
http://www.ncbi.nlm.nih.gov/projects/GeneTests/static/concepts/primer/primerusesof.shtml#carrier
http://journals.lww.com/geneticsinmedicine/Citation/2006/07000/What_is_the_clinical_utility_of_genetic_testing_.8.aspx
http://dx.doi.org/10.1097/01.gim.0000227935.26763.c6


rather than on environmental and/or social conditions. They stress the threat to privacy 

and civil liberty that can result from simplistic forms of genetic prediction.  

 

Institute of Medicine. Assessing Genetic Risks: Implications for Health and Social Policy. 

Washington, DC: National Academy Press, 1994. 338 p.  

This report contains recommendations about "acquiring and using genetic information in 

health care in a manner that respects the autonomy of individuals." The committee notes 

the legal ramifications of rights to genetic information and that this report "should not be 

interpreted as creating a set of legal guidelines." The committee recommends a 

"significant increase in genetics education " for both health personnel and the public, and 

"centralized oversight to ensure that new genetic tests are accurate and effective, that they 

are performed and interpreted with close to `zero-error' tolerance, and that the results of 

genetic testing are not used to discriminate against individuals in employment or health 

insurance."  

 

Knoppers, Bartha Maria. Human Dignity and Genetic Heritage. Study Paper Prepared for the 

Law Reform Commission of Canada in the Protection of Life Series. Ottawa: Law Reform 

Commission of Canada, 1991. 93 p.  (Also in French, 103 p.)  

Divided into six chapters, the first two provide an overview of genetics, the genome, and 

the gene pool. The next two discuss human dignity and genetics from an international 

viewpoint and from that of the Canadian Charter of Rights and Freedoms. The final 

chapters present material on genetic determinism and naturalism, genetic discrimination 

(including workplace, insurance, and reproductive testing), genetic justice, and ethical 

considerations and principles. The document contains a glossary as well as tables of 

Canadian and American cases, statutes, treaties, and international agreements.  

 

March of Dimes Birth Defects Foundation. Genetic Testing and Gene Therapy: National 

Survey Findings. White Plains, NY: March of Dimes, September 1992. 18 p.  

The Foundation commissioned Louis Harris and Associates to poll the public to learn 

more about its knowledge of genetic testing. It found that significant minorities of 

Americans are opposed to taking genetic tests and express a measure of fear, but that the 

majority of those polled would undergo genetic testing. Interestingly, 41 percent said that 

they or their family have some form of genetic or inherited health problem.  

 

Marteau, Theresa M.; van Duijn, Monica; and Ellis, Ian. Effects of Genetic Screening on 

Perceptions of Health: A Pilot Study. Journal of Medical Genetics 29(1): 24-26, January 1992. 

doi:10.1136/jmg.29.1.24 

The authors studied three groups: the first was screened and found to be carriers of the 

Tay-Sachs gene; the second was screened and did not have the Tay-Sachs gene; and the 

third was a control group, which was not screened. All viewed their present and past 

health in the same manner, but the carrier group was less optimistic about the future. The 

http://www.nap.edu/catalog.php?record_id=2057
http://jmg.bmj.com/content/29/1/24.full.pdf
http://jmg.bmj.com/content/29/1/24.full.pdf
http://dx.doi.org/10.1136/jmg.29.1.24


authors urge study of people's screening experience before undertaking any mass genetic 

screening programs.  

 

Murray, Thomas H. Assessing Genetic Technologies: Two Ethical Issues. International 

Journal of Technology Assessment in Health Care 10(4): 573-582, Fall 1994. 

doi:10.1017/S0266462300008175 

The author discusses ten factors that characterize the social context of contemporary 

genetics, considering "two presumptions that usually are unquestioned: first, that more 

choice is always better; second, that what can be improved should be improved." Saying 

that genetic screening and testing can be an ambiguous good as prenatal genetic testing 

grows longer, he says the tests offer "no way to distinguish between significant disease 

and parental whim...Genetic technologies increasingly will challenge the troubled 

distinction between therapy and enhancement."  

 

National Academy of Sciences and National Research Council. Genetic Screening: Programs, 

Principles and Research. Washington: National Academy of Sciences, 1975. 388 p.  

This early classic in the field of genetic screening provides an ongoing framework to 

study the prospects, history, and development of principles, legislation, and program 

guidelines applicable to genetic testing aims, methodology, and education. Ethical 

aspects are presented from the view of a "perfect'' screener, who would have all relevant 

facts to provide both error-free testing and effective counseling; possess a strong sense of 

the thoughts and emotions of those screened; be as free as possible from self-interest and 

inappropriate emotionalism; and apply principles consistently.  

 

National Institutes of Health (United States) [NIH]. National Human Genome Research Institute 

[NHGRI]. What is Genetic Testing? [Online] Accessed: http://www.genome.gov/19516567 

[July 21 2011]  

This web page describes the scientific basis for various forms of genetic testing, the 

information provided by each test, as well as its purpose.  Information on direct-to-

consumer genetic testing also is included. 

 

National Institutes of Health (United States) [NIH] - U.S. Department of Energy [DOE]. 

Working Group on Ethical, Legal, and Social Implications of Human Genome Research. [ELSI] 

Task Force on Genetic Testing (Neil A. Holtzman, chair) Promoting Safe and Effective Genetic 

Testing in the United States: Principles and Recommendations. September 1997.  

The Task Force reviewed both the operational and ethical issues raised by the 

commercial availability of genetic testing. Its final report includes discussions of genetic 

testing validity, of informed consent for genetic counseling, and of the relationship 

between evidence-based medicine and genetic screening. It contains the Task Force's 

recommendations on quality assurance measures for laboratories performing genetic tests 

and on the need for a national body with the authority to review genetic testing practices.  

 

http://dx.doi.org/10.1017/S0266462300008175
http://www.genome.gov/19516567
http://www.genome.gov/19516567
http://www.genome.gov/10001733
http://www.genome.gov/10001733


Nuffield Council on Bioethics. Genetic Screening: Ethical Issues. London: Nuffield Council on 

Bioethics, December 1993. 115 p.  

In his preface to the report, chairman Sir Patrick Nairne says that genetic research differs 

from many medical advances because of the speed of its development; its effect on 

individuals, families and the general society; and also the "…fear it arouses that it may be 

interfering with the basis of life itself." He highlights features included in the report: the 

difficulty assessing individual health risks exposed by screening, affecting both insurance 

and employment; the complexity of maintaining professional patient confidentiality; the 

demands on resources and quality; and need to "safeguard against potential eugenic 

abuse." The comprehensive report discusses genetic counseling, informed consent, 

disclosure to individuals and family members, confidentiality, employment, insurance, 

public policy and ways to implement programs in place in the United Kingdom.  

 

Nuffield Council on Bioethics. Genetic Screening: A Supplement to the 1993 Report by the 

Nuffield Council on Bioethics. London: The Council. July 2006. 79 p.  

The purpose of this supplement to the 1993 Report of the Nuffield Council on Genetic 

Screening is to bring the original report up to date. Contents include: advances in genetic 

technologies; whole population genetic screening programs; access to genetic screening 

services; consent; confidentiality; and implications of genetic screening for employment 

and insurance. The Council recommends that "genetic counseling should be concentrated 

on those conditions that threaten life or have a serious impact on the ability to live life 

fully."  

 

Reilly, Philip R. Advantages of Genetic Testing Outweigh Arguments Against Widespread 

Screening. Scientist 5(2): 9, 11, January 21, 1991.  

This classic article describes the first experience in carrier testing in the United States.   

Testing programs for the sickle cell trait in the early 1970s were governed by poorly 

conceived state laws. A federal law corrected the problems and offered funding to state 

programs that respected privacy, provided counseling, and were voluntary. A better 

1970s community screening program was devised to identify the Tay-Sachs disease gene. 

Today about 25,000 Ashkenazi Jews in the United States are tested each year, and the 

number of children born with this disease is about one-tenth that of the pretesting time. 

Reilly recommends pilot testing and counseling projects be put in place for cystic 

fibrosis.  

 

Singapore. Bioethics Advisory Committee [BAC]. Genetic Testing and Genetic Research. 

Singapore: The Bioethics Advisory Committee, November 25, 2005. 61 p.  

Based on an extensive public consultation process involving the general public, health 

care professionals, and religious leaders, Singapore's BAC issued recommendations 

covering both clinical genetic testing and genetic research. Special attention is given to 

preimplantation testing and counseling of vulnerable populations.  
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Sommerville, Ann, and English, Veronica. Genetic Privacy: Orthodoxy or Oxymoron? 

Journal of Medical Ethics 25(2): 144-150, April 1999. doi:10.1136/jme.25.2.144 

While noting that all patient decisions should take into account responsibilities to family 

members and to the community, the authors discuss the ways in which genetic testing 

highlights issues of autonomy and patient choice. Sommerville and English conclude by 

asking the question "Can genetic information be exclusively owned?" 

 

Stone, David H.; and Stewart Susie. Screening and the New Genetics: A Public Health 

Perspective on the Ethical Debate. Journal of Public Health Medicine 18(1): 3-5, March 1996.  

Noting that the two most frequently cited objectives of genetic screening for recessive 

carrier state genes are to reduce prevalence and to inform individuals or couples at risk, 

the authors say that this "represents a paradigm shift in the philosophy of screening in 

that no preventive principle is involved." Information is regarded as worthwhile 

regardless of the outcome, and the authors draw "attention to the danger that a 

combination of technical capability, professional zeal, and consumer demand will 

override currently acceptable screening principles. In this event, future efforts to subject 

screening programs to rational evaluation could be undermined."  

 

Takala, Tuija. The Right to Genetic Ignorance Confirmed. Bioethics 13(3-4): 288-293, July 

1999. doi:10.1111/1467-8519.00157 

The author rebuts the argument that "...genetic information about oneself is also 

information about one's relatives," and asserts that individuals have the right to refuse to 

know the results genetic testing even when the request for testing is made for a pedigree 

study.  

 

United States. Congress. Office of Technology Assessment (OTA). New Developments In 

Biotechnology: Background Paper--Public Perceptions of Biotechnology. Washington: 

Government Printing Office, 1987. (OTA-BR-BA-45, S/N 052-003-01068-2.) 127 p.  

The paper reports the results of a nationwide survey of public knowledge and opinion 

about issues in science and genetics, particularly risk, gene therapy, and the future of 

such technology.  

 

United States. Department of Health and Human Services. National Institutes of Health. 

Secretary's Advisory Committee on Genetic Testing (SACGT). Enhancing the Oversight of 

Genetic Tests: Recommendations of the SACGT. Bethesda, MD: National Institutes of Health, 

2000. 32 p.  

 

Commissioned by Surgeon General David Satcher, the SACGT focused on risks and 

benefits of genetic tests in the following areas: criteria for assessment, determining 

categories of tests, data collection issues, options for oversight, and level of oversight for 

each category of genetic test. 
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United States. President's Commission for the Study of Ethical Problems in Medicine and 

Biomedical and Behavioral Research. Screening and Counseling for Genetic Conditions: A 

Report on the Ethical, Social, and Legal Implications of Genetic Screening, Counseling and 
Education. Washington: Government Printing Office, 1983. 122 p.  

The President's Commission cautions about the "subtle interplay of social norms and 

individual choices required as genetic screening and counseling become increasingly 

important.'' The Commission's basic conclusion is that genetic screening is a valuable 

service when established with concrete goals and procedural guidelines founded on 

ethical and legal principles.  

 

Varmus, Harold. Ten Years on—The Human Genome and Medicine. New England Journal of 

Medicine 362(21):2028-9, May 27, 2010. doi: 10.1056/NEJMe0911933 

 

Varmus, writing as the director of the National Cancer Institute, holds that genomics 

remains aligned with modern science instead of with modern medicine a decade after the 

sequencing of the human genome.  He supports the use of the term ―personalized 

medicine‖ because it ―…wards off claims that an overreliance on genotypes in medical 

practice is deterministic‖ and thus allows for integrating insights from genomic medicine 

with environmental, social and behavioral factors in the treatment of patients. 

 

Veatch, Robert M. Ethical Issues in Genetics. In Progress in Medical Genetics, Volume X, 

edited by Arthur G. Steinberg and Alexander G. Bearn. New York: Grune & Stratton, 1974, pp. 

223-264. 

Looking at the emerging fields of genetic testing and counseling from the viewpoint of 

different ethical theories, Veatch discusses the impact of personal values on the concept 

of moral obligations to future generations. 

 

Zallen, Doris Teichler. To Test or Not to Test: A Guide to Genetic Screening and Risk. New 

Brunswick, NJ: Rutgers University Press, 2008. 198 p.  

Geared toward consumers, this book provides information to aid in the decision-making 

process concerning genetic screening. Specific questions, such as, "Am I at high risk for a 

disorder?" and cases are provided. The book contains a glossary of genetic terms and a 

brief introduction to genetics.  

 

Zimmern, R. L. Genetic Testing: A Conceptual Exploration. Journal of Medical Ethics 25(2): 

151-156, April 1999. doi:10.1136/jme.25.2.151 

Positing that there is nothing essentially different about genetic information that requires 

special regulation, Zimmern acknowledges that "...fear and mistrust of DNA technology 

by the public requires that society act to regulate the technology itself."  
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II. Privacy/Discrimination top 

Al-Ubaydli, Mohammad; and Navarro, Rob. Commentary: Genomic Electronic Health 

Records: Opportunities and Challenges. Genome Medicine 1: 73, 2009. 

The authors decry the use of a universal electronic medical records owned by 

practitioners because of the risk for abuse. Furthermore, the authors assert that data-

sharing begins with the participant and should be controlled by the participant who is the 

owner of the health record. 

 

American Society of Human Genetics. Social Issues Subcommittee on Familial Disclosure. 

Professional Disclosure of Familial Genetic Information. American Journal of Human 

Genetics 62(2): 474-483, February 1998. doi:10.1086/301707  

The ASHG statement outlines points to consider: the general rule of confidentiality, 

exceptional circumstances that permit disclosure, and the ethical duty to inform patients 

about familial implications. Background discussion includes: ethical frameworks for 

disclosure of otherwise confidential information, the duty to warn under law, and 

international trends and positions.  

 

Annas, George J. Genetic Prophecy and Genetic Privacy--Can We Prevent the Dream from 

Becoming a Nightmare? [Editorial]. American Journal of Public Health 85(9): 1196-1197, 

September 1995. doi:10.2105/AJPH.85.9.1196  

The author holds that the new genetics "raises virtually every major health care policy 

question as well as unique legal and ethical problems." Annas thinks that genetic 

information is "uniquely private and personal" for three reasons "it can predict an 

individual's likely medical future; it divulges personal information about one's parents, 

siblings, and children; and it has a history of being used to stigmatize and victimize 

individuals." Urging federal legislation to protect privacy, he offers a draft genetic 

privacy act "the core of which prohibits individuals from analyzing DNA samples unless 

they have verified that written authorization for the analysis has been given by the 

individual or his or her representative." 

 

Billings, Paul R.; Kohn, Mel A.; deCuevas, Margaret; Beckwith, Jonathan; Alper, Joseph S.; and 

Natowicz, Marvin R. Discrimination as a Consequence of Genetic Testing. American Journal 

of Human Genetics 50(3): 476-482, March 1992.  

The authors say that genetic discrimination is based on a variation from the "normal'' 

human genotype and that such discrimination already exists in the health and life 

insurance industries, citing denial of services or entitlements to persons found to be 

asymptomatic or to those who may never be impaired. They fear a new "social 

underclass'' based on genetic discrimination and recommend changes in social attitudes, 

legal protection, and the health care system to prevent genetic discrimination from 

growing.  
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Billings, Paul; Rothstein, Mark A.; and Lippman, Abby. But Is He Genetically Diseased? A 

Case Study. Hastings Center Report 22(4): S18-S20, July-August 1992. doi:10.2307/3563018 , 

doi:10.2307/3563034 

A young alcoholic asks his physician to determine whether his drinking is genetic. The 

authors comment on the case and its consequences for employment and health insurance. 

 

Canada. Privacy Commissioner of Canada. Genetic Testing and Privacy. Ottawa: Minister of 

Supply and Services, 1995. 111 p. (Also in French, 116 p.).  

The report examines how to "benefit from the potential of genetic technology without 

undermining our autonomy'' and "spawning another nightmare in our surveillance 

society.'' Part I provides a description of the scientific fundamentals of genetic testing 

with present applications; Part II discusses privacy principles relevant to both the public 

and private sectors; Part III examines the Privacy Act's regulation of genetic testing; Part 

IV considers regulation of private sector genetic testing; and Part V draws conclusions. 

The appendix contains a summary of positions on genetic testing and privacy taken by 

other countries and rational organizations. Twenty-two recommendations are presented.  

 

Cook, E. David. Genetics and the British Insurance Industry. Journal of Medical Ethics 

25(2): 157-162, April 1999. doi:10.1136/jme.25.2.157 

After contrasting the British and U.S. insurance industries, the authors describe the 

Association of British Insurers' voluntary moratorium on mandatory genetic testing and 

on weighted rate schedules based on genetic information.  

 

Couser, G. Thomas. Genome and Genre. In his Vulnerable Subjects: Ethics and Life Writing. 

London and Ithaca, NY: Cornell University Press, 2004, pp. 165 - 197.  

Referring to Mapping Fate, Alice Wexler's account of her mother's diagnosis and death 

from Huntington's disease, Couser recommends personal narratives as ..."a reality check 

on the 'genohype' that has surrounded the Human Genome Project."  Noting that our 

"...knowledge of genetics outstrips [our] understanding of it," the author posits that 

Wexler's book counters "the stigma associated with genetic disease...by demystifying her 

mother's illness and recuperating her as a subject with some agency, rather than a passive 

victim of a rogue gene."  

 

Halldenius, Lena. Genetic Discrimination In: Häyry, Matti; Chadwick, Ruth; Arnason, 

Vilhjálmur; and Arnason, Gardar, eds. The Ethics and Governance of Human Genetic 

Databases. Cambridge, New York; Cambridge University Press, 2007, pp. 170-180.  

Halldenius concludes that the regulation of genetic discrimination can be done in one of 

two ways: "through the provision of public health insurance or through restrictions on 

private health insurance." She also argues that genetic information is not exceptional in 

comparison to other sensitive non-genetic information such as HIV positivity.  

 

Harper, Peter S. Huntington Disease and the Abuse of Genetics. American Journal of Human 

Genetics 50(3): 460-464, March 1992.  
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Harper recounts the long history of the genetic study of Huntington's disease, including 

compulsory sterilization laws and the eugenic policies practiced in Nazi Germany. He 

thinks that serious abuse may evolve from computerized genetic registers or 

inappropriate testing and urges preparation to avoid future dangers. 

 

Jonsen, Albert R. Genetic Testing, Individual Rights, and the Common Good. In: Duties to 

Others, Volume 4, Theology and Medicine Series. Courtney S. Campbell and B. Andrew 

Lustig, eds. Dordrecht, The Netherlands, Kluwer Academic Publishers, 1994, pp. 279-291.  

Jonsen says that modern genetics points out the genetic commonalities that make all 

persons more alike than different and goes on to discuss confidentiality versus the 

obligation to reveal genetic information, and privacy and personhood versus the family's 

ownership of such information. Calling four features relevant, he describes the clinical 

transaction that generates information, the severity of the condition, the burden the 

patient is likely to experience, and the implications from having this diagnosis.  

 

Kious, Brent M. Genetic Nondiscrimination and Health Care as an Entitlement. Journal of 

Medicine and Philosophy. 35(2): 86-100 April 2010. 

Philosopher Kious argues that if a person‘s interest in obtaining health insurance is more 

important than an insurance company‘s interest in actuarial pricing, then it follows that 

health care is viewed as an entitlement. 

Lapham, E. Virginia; Kozma, Chahira; and Weiss, Joan O. Genetic Discrimination: 

Perspectives of Consumers. Science 274(5287): 621-624, October 25, 1996. 

doi:10.1126/science.274.5287.621 

As part of the Human Genome Education Model (HuGEM) Project of the Georgetown 

University Child Development Center and Alliance of Genetic Support Groups, 332 

individuals were surveyed about their experiences with health insurance, life insurance, 

and employment. Of the respondents, 43% reported that they or members of their family 

have experienced genetic discrimination in one or more of the three areas. Since self-

selection bias could apply, the authors suggest that a follow-up study be conducted using 

a random sampling of respondents from a clinic population. 

Markel, Howard. The Stigma of Disease: Implications of Genetic Screening. American 

Journal of Medicine 93(2): 209-215, August 1992. doi:10.1016/0002-9343(92)90052-D 

Markel says that stigmatization and ostracism of those who are found to have 

"undesirable'' traits after genetic screening could increase. He compares screening to 

quarantine, saying that healthy society separated itself from the "ill,'' and addresses two 

episodes when genetics were applied to American social policy: the early 20th century 

eugenics movement and the 1970s screening programs for sickle cell anemia.  

 

McEwen, Jean E, and Reilly, Philip R. State Legislative Efforts to Regulate Use and Potential 

Misuse of Genetic Information. American Journal of Human Genetics 51: 637-647, 1992.  

Saying that few laws explicitly regulate the treatment of genetic information, McEwen 

and Reilly indicate that the nation's legislatures have many such acts under consideration, 
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reflecting "a growing societal awareness that the uncontrolled dissemination and use of 

genetic data entails significant risks.'' Their broad 50-state survey provides information 

about law at the time and includes: statutes that call for informed consent and that protect 

the confidentiality of various types of genetic information; law that prohibits both 

insurers and employers from requiring or administering a genetic test; law that regulates 

or prohibits information reaching insurance companies; and law that prohibits genetic 

discrimination by life and disability insurers. The article includes specific citations to 

state laws.  

 

Natowicz, Marvin R.; Alper, Jane K.; and Alper, Joseph S. Genetic Discrimination and the 

Law. American Journal of Human Genetics 50(3): 465-475, March 1992.  

The authors describe possible discriminatory uses of genetic tests by employers and 

insurance companies, and they note that instances have been reported. Federal and state 

statutes and court decisions that can be used for protection against such discrimination 

are cited. The authors predict that genetic discrimination will become more prevalent as 

genetic testing becomes more common. They think that current legislation adequately 

covers genetic discrimination in employment but that it does not prohibit discrimination  

by insurance companies.  

 

Rothstein, Mark, ed. Genetics and Life Insurance: Medical Underwriting and Social Policy. 

Cambridge, MA: MIT Press, 2004. 293 p.  

Noting that "...from a policy standpoint, we have yet to decide the degree to which 

genetic information of relevance in medical settings should be available for use in other 

settings", this comprehensive overview of genetics and life insurance contains a 

comparison of international policies on DNA and underwriting, a discussion of justice 

and genetic prediction, and an analysis of antitrust law as it applies to insurers' rate 

setting. A survey questionnaire on genetic testing and life insurance is included as an 

appendix. 

 

United States. Congress. Office of Technology Assessment (OTA). Genetic Monitoring and 

Screening in the Workplace. Washington: U.S. Government Printing Office, 1990. (OTA-BA-

455, S/N 052-003-01217-1.) 262 p.  

The Office of Technology Assessment (OTA) surveyed 1500 companies and unions and 

evaluated the use of genetic monitoring and screening in the workplace. The report 

examines the technologies utilized, analyzes the legal aspects, assesses the ethical issues, 

discusses the role of genetic counseling, and evaluates current and future uses. The main 

concern of employees and applicants is protection of their privacy, especially if results of 

genetic testing could be used to deprive them of a job, health insurance, or other benefits. 

 

United States. Congress. Office of Technology Assessment (OTA). Genetic Tests and Health 

Insurance: Results of a Survey--Background Paper. Washington: U.S. Government Printing 

Office, October 1992. (OTA-BP-BA-98, S/N 052-003-01310-0.) 78 p.  

OTA surveyed commercial insurers (Blue Cross/Blue Shield plans and health 

maintenance organizations) to assess their views and practices toward reimbursement for 

genetic tests and their policies in using test results in underwriting 
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United States. Department of Health and Human Services National Institutes of Health  and 

United States  Department of Energy [NIH-DOE] Working Group on the Ethical Legal and 

Social Implications (ELSI) of Human Genome Research. Genetic Information and Health 

Insurance: Report of the Task Force on Genetic Information and Insurance. [Bethesda, MD]: 

NIH-DOE Program on ELSI, [1993]. 30 p.  

The task force recommends that health status information should not be used to deny 

health care coverage or services to anyone. They think that genetic services should be 

comparable to other health services and would include testing, counseling, and treatment. 

Health insurers should "consider a moratorium on the use of genetic tests in underwriting 

 

Wachbroit, Robert. The Question Not Asked: The Challenge of Pleiotropic Genetic Tests. 

Kennedy Institute of Ethics Journal 8(2): 131-144, June 1998. doi:10.1353/ken.1998.0013 

Moving on from single-gene disorders, the author is concerned with complex genetic 

mutations where testing may indicate that more than one disease could develop. He asks 

whether patients being tested for one condition should be informed if another possible 

condition is found, and concludes that all information should be disclosed.  

 

Wertz, Dorothy C.; and Fletcher, John C. Privacy and Disclosure in Medical Genetics 

Examined in an Ethics of Care. Bioethics 5(3): 212-232, July 1991. doi:10.1111/j.1467-

8519.1991.tb00161.x  

The authors' list of privacy and disclosure problems from genetic knowledge includes: six 

cases arising from genetic tests that disclosed false paternity to an unsuspecting husband; 

disclosure of a person's genetic make-up to a spouse; disclosure, against a patient's 

wishes, to relatives at risk; ambiguous test results; disclosure of unexpected nonmedical 

information such as fetal sex; and disclosure of genetic information to institutions, e.g. 

employers and insurers. The authors write about an ethics of responsibility to care for 

persons, and they develop such an approach in their case studies.  

 

Wilkinson, Ruth. When Is My Genetic Information Your Business? Biological, Emotional, 

and Financial Claims to Knowledge. Cambridge Quarterly of Healthcare Ethics 19(1): 110-

117, Winter 2010. doi:10.1017/S0963180109990296 

Wilkinson is a British writer who argues that specific groups should be considered when 

the decision to obtain a genetic test is being made. Those groups include persons with 

biological, emotional and financial claims. The proximity of those claims is also to be 

considered.  

 

Wolf, Susan M. Beyond "Genetic Discrimination": Toward the Broader Harm of 

Geneticism. Journal of Law, Medicine & Ethics 23(4): 345-353, Winter 1995. 

doi:10.1111/j.1748-720X.1995.tb01376.x   

Wolf holds that the real potential harm with genetic testing is that people will be seen as 

their genes and that their genetic medical records will be perceived as "hidden truth." She 

calls this more insidious discrimination "geneticism," which uses genetic testing and 
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information to "create and reinforce power relationships in which some dominate and 

others are subordinated."  

 

 

III. Forensics  top 

 

Dresser, Rebecca. Families and Forensic DNA Profiles. Hastings Center Report 41(3): 11-12, 

May-June 2011.  doi: 10.1353/hcr.2011.0061 

Dresser relates the story of the ―Grim Sleeper,‖ a serial killer who eluded capture for over 

twenty years but was finally apprehended through the use of a partial DNA match known 

as ―familial DNA identification.‖  While removing a criminal from society is a major 

benefit of partial DNA matches, the author reviews the potential harms inherent in 

familial identification. 

 

Elger, Bernice S.; Michaud, Katarzyna; Fellmann, Florence; and Mangin, Patrice. Sudden 

Death: Ethical and Legal Problems of Post-Mortem Forensic Genetic Testing for 

Hereditary Cardiac Diseases. Clinical Genetics 77(3): 287-292, March 2010. doi: 

10.1111/j.1399-0004.2009.01293.x 

This article from Swiss researchers discusses molecular autopsy. Molecular autopsy is 

post-mortem genetic testing in the event of sudden unexpected death, particularly in a 

young person. Hereditary non-structural diseases such as long QT syndrome (a cardiac 

arrhythmia) can be diagnosed using this method. If testing is positive, relatives are at risk 

of also carrying the mutation. The authors discuss three options for notifying and 

counseling relatives. 

 

Hoeffel, Janet C. The Dark Side of DNA Profiling: Unreliable Scientific Evidence Meets the 

Criminal Defendant. Stanford Law Review 42(2): 465-538, January 1990. doi:10.2307/1228965 

In a discussion of the use of DNA material in court cases, Hoeffel says that juries often 

weigh statistical evidence differently and come to different conclusions depending upon 

presentation. She thinks that the government could easily move from databanks with 

criminal DNA profiles to larger databanks with DNA profiles of all citizens. She 

imagines that DNA profiles could be accessible not only to law officials but to insurance 

companies, employers, schools, adoption agencies, and other organizations. 

 

National Research Council. Commission on DNA Forensic Science. The Evaluation of Forensic 

DNA Evidence. Washington, DC: National Academy Press, 1996. 254 p. 

An update to DNA Technology in Forensic Science (National Research Council 1992), 

this report proposes quality assurance standards for DNA fingerprinting laboratories, and 

criteria for insuring that the forensic use of DNA does not reaffirm racial and cultural 

stereotypes. 

http://muse.jhu.edu/journals/hastings_center_report/v041/41.3.dresser.html
http://onlinelibrary.wiley.com/doi/10.1111/j.1399-0004.2009.01293.x/full
http://onlinelibrary.wiley.com/doi/10.1111/j.1399-0004.2009.01293.x/full
http://onlinelibrary.wiley.com/doi/10.1111/j.1399-0004.2009.01293.x/full
http://dx.doi.org/10.2307/1228965
http://www.nap.edu/catalog.php?record_id=5141
http://www.nap.edu/catalog.php?record_id=5141
http://www.nap.edu/catalog.php?record_id=1866


Patyn, Annemie; and Dierickx, Kris. Forensic DNA Databases: Genetic Testing as a Societal 

Choice. Journal of Medical Ethics 36(5): 319-320, May 2010.  doi:10.1136/jme.2009.033829 

The authors argue that forensic DNA databases are not subject to individual concerns 

about privacy, but rather societal concerns for security. 

 

Shelton, Donald E.; Kim, Young S.; and Barak, Gregg. An Indirect-Effects Model of Mediated 

Adjudication: The CSI Myth, the Tech Effect, and Metropolitan Jurors’ Expectations for 

Scientific Evidence. Vanderbilt Journal of Entertainment and Technology Law 12(1): 1-43, 

2009. 

The authors define the ―CSI effect‖ wherein the public (and especially jury members) 

have an unrealistic concept of DNA forensic evidence as infallible.  While they find that 

studies have not validated this popular concept, they posit that rapid technological 

advances in general (the ―tech effect‖) work together with media portrayals of forensic 

science to create an uncritical attitude toward DNA evidence. 

 

Thompson, William C. The Potential for Error in Forensic DNA Testing (and How That 

Complicates the Use of DNA Databases for Criminal Identification)  In: Forensic DNA 

Databases and Race: Issues, Abuses and Actions [Conference Proceedings]. Council of 

Responsible Genetics, June 19-20, 2008. 49 p. 

Thompson challenges the notion of DNA evidence as a ―gold standard‖ because ―[e]rrors 

in DNA testing occur regularly.‖  He explains the genetic composition of a ―DNA 

profile,‖ and enumerates the ways in which this profile can be compromised. 

 

United States. Congress. Office of Technology Assessment (OTA). Genetic Witness: Forensic 

Uses of DNA Tests. Washington: U.S. Government Printing Office, July 1990. (OTA-BA-438, 

S/N 052-003-01203-1.) 196 p.  

The OTA found that a Florida criminal conviction based on DNA typing greatly raised 

interest in using such tests and, at the same time, raised concerns about infringement of 

civil liberties. Linkage of information in public and private sources is seen as equivalent 

to creating a national database, raising issues of informational privacy. Questions of data 

security, quality, and reliability are discussed. 

 

Varsha [Centre for DNA Fingerprinting and Diagnostics].  DNA Fingerprinting in the 

Criminal Justice System: An Overview. DNA and Cell Biology. 25(3): 181-188, March 2006. 

doi:10.1089/dna.2006.25.181 

This overview contains a brief history of DNA fingerprinting technology and use. The 

term DNA fingerprinting is in fact a misnomer—the variable number of tandem repeats 

(VNTR) number obtained in the DNA analysis actually gives the probability of a match. 

A list of problems with DNA fingerprinting is included along with a list of cases solved 

by the technology. 
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Van Camp, Nathan, and Dierickx, Kris. The Retention of Forensic DNA Samples: A 

Socioethical Evaluation of Current Practices in the EU. Journal of Medical Ethics. 34(8): 

606-610, August 2008. doi:10.1136/jme.2007.022012 

The authors discuss the retention policies of forensic DNA samples in the member states 

of the European Union. The policies range from immediate destruction of samples to an 

unlimited time of retention. The authors argue for a uniform legislative framework in the 

European Union. They also raise concerns about genetic privacy for people whose DNA 

samples are retained. 

 

Weiss, Marcia J. Beware! Uncle Sam Has Your DNA: Legal Fallout from Its Use and 

Misuse in the U.S. Ethics and Information Technology 6(1): 55-63, 2004. 

Legal scholar Weiss discusses the competing interests of privacy versus law enforcement 

in the use of DNA databases.  She predicts that DNA evidence could eventually be 

protected as a form of health information.  

 

IV. Counseling  top  

 

Alderson, Priscilla. Prenatal Counselling and Images of Disability. In: Ethical Issues in 

Maternal-Fetal Medicine, edited by Donna Dickenson. Cambridge: Cambridge University 

Press, 2002,  pp. 195-212. 

This chapter reviews the advantages and disadvantages of prenatal counseling.  Of 

particular interest is a qualitative survey conducted with persons with disabilities such as 

Thalassemia, Cystic Fibrosis, Sickle Cell Disease, Spina Bifida, and Down  Syndrome.  

Those surveyed indicated that the prejudice of and rejection by society were more 

debilitating than their medical condition.  The author also discusses the role images play 

in ―narratives of disability.‖ Alderson observes that extreme denial is a part of disability 

activists‘ portrayal of themselves, while medical/scientific authorities only bring up 

images of severe disability during prenatal counseling. 

Belmont, John; McGuire, Amy L. Commentary: The Futility of Genomic Counseling: 

Essential Role of Electronic Health Records. Genome Medicine 1(5): 48, May 8, 2009.  

The authors argue that in order for genomic research to be meaningful, uniform electronic 

health records must be used, ones that retain "large, complex genetic results.‖ Most 

genome-wide association studies use one of two time-consuming and costly methods: 

extensive collection at the beginning of the study ("deep phenotyping") or recontacting 

individual research participants ("targeted phenotyping"). Other methods protect privacy 

through closely controlled database access and informed consent, where the participant 

agrees to share information up front or can later withdraw from the study. Because 

Belmont and McGuire believe that the "vast majority of the individual genetic data will 

be latent,‖ they think that combining data on individual risk with evolving clinical 

practice guidelines will enhance the usefulness of genomic counseling. 
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Farrell, Philip M.; Rosenstein, Beryl J.; White, Terry B.; Accurso, Frank J.; Castellani, Carlo; 

Cutting, Garry R. et al. Guidelines for Diagnosis of Cystic Fibrosis in Newborns through 

Older Adults: Cystic Fibrosis Foundation Consensus Report.  Journal of Pediatrics. 

153(2):S4-S14, August 2008. 

The authors state that cystic fibrosis (CF) remains a clinical diagnosis based on sweat 

chloride determination. More than 1500 mutations have been associated with the CF  

transmembrane conductance regulator (CFTR) gene, ―not all of which result in CF.‖ 

Mutations in the gene can present as a spectrum of illness from sinusitis in adulthood to 

life-threatening lung disease in infancy. 

 

Fletcher, John C.; Berg, Kare; and Tranoy, Knut Erik. Ethical Aspects of Medical Genetics: A 

Proposal for Guidelines in Genetic Counseling, Prenatal Diagnosis and Screening. Clinical 

Genetics 27(2): 199-205, February 1985.  

The authors propose guidelines for different aspects of genetic screening: mandatory 

screening (except for newborns with treatable disorders) is objectionable; test values 

should be demonstrated; children should not be screened although adolescent screening 

may confer benefits in reproductive choices and planning; screening information should 

be given to third parties only with the consent of the screened; and genetic information 

contained in public and private databases should be protected by state-of-the-art security.  

 

Goldman, Jill S.; Hahn, Susan E.; Catania, Jennifer W.; LaRusse-Eckert, Susan; Butson, Melissa 

B.; Rumbaugh Malia; Strecker, Michelle N.; Roberts, J. Scott; Burke, Wylie; Mayeux, Richard; 

Bird, Thomas; American College of Medical Genetics, and the National Society of Genetic 

Counselors. Genetic Counseling and Testing for Alzheimer Disease: Joint Practice 

Guidelines of the American College of Medical Genetics and the National Society of 

Genetic Counselors. Genetics in Medicine 13(6): 597-605, June 2011. doi: 

10.1097/GIM.0b013e31821d69b8 

Given the increasing interest in genetic testing for Alzheimer Disease (AD), the 

American College of Medical Genetics and the National Society of Genetic Counselors 

developed this practice guideline to enable health care providers to assess a patient‘s need 

for genetic testing, and to provide them with the essential information needed to 

understand the results. This article also provides a concise review of the genetics of AD, 

and discusses the results of the Risk Evaluation and Education for Alzheimer‘s Disease 

(REVEAL) study of the genetic risk assessment of adult children of people with AD. 

 

Suthers, G.K.; Armstrong, J.; McCormack, J.; and Trott, D. Letting the Family Know: 

Balancing Ethics and Effectiveness When Notifying Relatives about Genetic Testing for a 

Familial Disorder. Journal of Medical Genetics 43(8): 665-670, August 2006. 

doi:10.1136/jmg.2005.039172 

The authors (members of the Familial Cancer Unit, South Australian Clinical Genetics 

Service) describe a study of kindreds with autosomal dominant adult onset familial 

cancer syndromes. Included are familial breast/ovarian cancer, colorectal cancer, and 

Cowden Syndrome. Letters informing family members at risk for familial cancer were 
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sent beginning in 2001. Genetic status determination for this group was compared with 

that prior to 2001. In the baseline group, 23% of the relatives had their genetic status 

determined. After letters (a sample for which is included) were written to all possible 

affected persons, 40% of the relatives‘ status was determined.  The authors conclude with 

a discussion of autonomy and privacy in genetic counseling.  

 

U.S. Congress. Office of Technology Assessment (OTA). Cystic Fibrosis and DNA Tests: 

Implications of Carrier Screening. Washington: U.S. Government Printing Office, August 

1992. (OTA-BA-532, S/N 052-003-01291-0.) 301 p. Genetic Counseling and Cystic Fibrosis 

Carrier Screening: Results of a Survey--Background Paper. Washington: U.S. Government 

Printing Office, September 1992. (OTA-BP-BA-97, S/N 052-003-01291-0.) 49 p. (See also, 

JAMA Journal of the American Medical Association 269 (15): 1921, April 21, 1993.)  

Containing statistics on genetic testing for cystic fibrosis, OTA reports that present 

testing misses 5 to 15 percent of the carriers. A survey of commercial insurers indicated 

that 90 percent of respondents would accept an applicant with a family history of cystic 

fibrosis at standard rates. OTA concludes that the value of the CF carrier test is the 

information it provides but that it cannot estimate what it means to individuals to know. 

The test sensitivity is in the 85 to 90 percent range; almost half of those surveyed thought 

that 95 percent sensitivity should be required before widespread CF carrier screening is 

offered.  

 

United States. National Institutes of Health. Genetic Testing for Cystic Fibrosis. NIH 

Consensus Statement Online 15(4): 1-37. April 14-16, 1997. 

Recommendations for genetic testing for Cystic Fibrosis are provided in this document. 

They include: adults with a positive family history of CF, partners of persons with CF, 

couples planning a pregnancy, and couples who seek prenatal testing. It is not 

recommended for the general public. Disclaimer on webpage: This statement is more 

than five years old and is provided solely for historical purposes 

 

Wertz, Dorothy C.; and Fletcher, John C., eds. Ethics and Human Genetics: A Cross-cultural 

Perspective. Berlin and New York: Springer-Verlag, 1989. 536 p.  

Wertz and Fletcher report and discuss "a cross-cultural study of the approaches of 

medical geneticists to ethical problems in genetic counseling, prenatal diagnosis and 

screening.'' The authors surveyed 682 genetics professionals from 19 countries to obtain 

the widest possible views, and they note that all contacted "stressed the need to protect 

the privacy of tested people from institutional third parties, especially insurance 

companies and employers.'' Fourteen clinical cases about five different ethical situations 

were circulated to obtain views about full disclosure of sensitive information, access of 

family members and others to genetic information, prenatal diagnosis, fair access to 

genetic services, workplace disease susceptibility, access of information in the 

workplace, screening for cystic fibrosis, and presymptomatic testing for Huntington's 

disease. Fletcher reviews the survey in a final chapter on ethics and human genetics. 

Nations represented in the survey include: Australia, Brazil, Canada, Denmark, Federal 
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Republic of Germany, France, German Democratic Republic, Greece, Hungary, India, 

Israel, Italy, Japan, Norway, Sweden, Switzerland, Turkey, United Kingdom, and United 

States.  

 

V. Prenatal Diagnosis/Minors  top 

 

American Academy of Pediatrics [AAP]. Committee on Bioethics. Ethical Issues with Genetic 

Testing in Pediatrics [Recommendations]. Pediatrics 2001 June; 107(6): 1451-1455 [ A 

statement of the reaffirmation of this policy was published on May 1, 2005; also reaffirmed May 

1, 2009] doi:10.1136/jmg.2005.039172 

1) The American Academy of Pediatrics makes the following recommendations regarding 

genetic testing:  Newborn screening protocols should be periodically reviewed for 

modification purposes 

2) Newborn screening requires informed parental consent. Informed refusals are to be 

monitored. 

3) The AAP does not recommend carrier screening or genetic screening for children 

4) Testing for adult-onset conditions is not recommended in childhood. 

5) Pediatricians need to counsel their patients on the limits of genetic knowledge. Geneticists 

and genetic counselors may be needed. 

6) Practicing physicians, residents and medical students should receive additional education 

concerning human genetics. 

 

American College of Medical Genetics. Newborn Screening Expert Group. Newborn 

Screening: Toward a Uniform Screening Panel and System [Report for Public Comment]. 

Rockville, MD: U.S. Maternal and Child Health Bureau, March 2005. 329 p. 

In response to a 1999 request from the American Academy of Pediatrics for national 

newborn screening standards and policies, the U. S. Maternal and Child Health Bureau 

(MCHB) conducted a comprehensive review of the medical literature and surveyed 

experts in the field to develop recommendations. This analysis was used to delineate a 

minimum set of standards for state newborn screening programs, a resource allocation 

decision tree for testing options, and model policies and procedures for state MCHB 

offices to follow.  

 

American Medical Association. Council on Ethical and Judicial Affairs. Prenatal Screening. In 

its Code of Medical Ethics: Reports of the Council 4(1): Report No. 44: 81-97, January 1993. 

[Also Ethical Issues Related to Prenatal Genetic Testing. Archives of Family Medicine 3(7): 

633-642, July 1994.] doi:10.1001/archfami.3.7.633 

The report discusses the "…physician's role in promoting informed reproductive 

decisions and physician involvement in genetic selection and manipulation. In general, it 

would be ethically permissible to participate in genetic selection (abortion or embryo 

discard) or genetic manipulation to prevent, cure, or treat genetic disease. It would not be 

ethical to engage in selection on the basis of benign characteristics."  
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Asch, Adrienne and David Wasserman. Informed Consent and Prenatal Testing: The 

Kennedy-Brownback Act. Virtual Mentor 11(9): 721-724, September 2009. [Accessed June 6, 

2011] 

This article from Virtual Mentor (the online ethics journal of the American Medical 

Association) describes the Prenatally and Postnatally Diagnosed Conditions Awareness 

Act [known as the Kennedy-Brownback Act, 2008]. The federal act requires the 

distribution of current information on the ―the range of outcomes for individuals living 

with conditions‖ diagnosed by genetic testing performed either before or after birth.  

The authors, from the Center for Ethics at Yeshiva University, argue that the act has 

limitations. It mandates the provision of better patient education materials to women who 

have been tested and received positive results, but exclude the distribution of these 

materials to women who are considering having genetic testing.  They argue that prenatal 

testing is often presented to women during pregnancy as ―just another blood test.‖  

Women should receive clear information and give informed consent prior to prenatal 

testing. 

 

Baily, Mary Ann; and Murray, Thomas H . Ethics, Evidence, and Cost in Newborn Screening. 

Hastings Center Report 38(3): 23-31, May-June 2008. doi:10.1353/hcr.0.0009 

Baily and Murray argue for the evaluation of voluntary genetic screening of newborns 

with parental informed consent. They argue that the cost-benefit analysis of mandatory 

testing shows that it is not effective, and thus should not be performed since rising health 

care costs are an ethical issue. 

 

Baruch, Susannah A.; Javitt, Gail H.; Scott, Joan; and Hudson, Kathy. Reproductive Genetic 

Testing: Issues and Options for Policymakers. Washington, D.C.: Genetics and Public Policy 

Center, 2004. 61 p.  

This report focuses on the ethical, legal and social issues involved in prenatal testing and 

preimplantation genetic diagnosis (PGD).  The social meaning of genetic difference 

affects parental decision-making, and ―…the distinction between what is a ‗normal‘ 

genetic variation and what constitutes a ‗disease‘ is often not clear or agreed upon by 

society.‖ 

 

Borry, Pascal; Fryns, Jean-Pierre; Schotsmans, Paul; and Dierickx, Kris. Carrier Testing in 

Minors: A Systematic Review of Guideline and Position Papers. European Journal of Human 

Genetics 14(2): 133-138, February 2006. doi:10.1038/sj.ejhg.5201509 

The authors review fourteen guidelines on carrier testing in minors from U.S. and 

international organizations such as the Institute of Medicine, American Medical 

Association, European Society of Human Genetics, and Canadian College of Medical 

Geneticists. All guidelines are in agreement regarding: 1) carrier testing should not be 

performed in children, and 2) testing should be deferred until the child can give proper 
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informed consent to be tested. There were three areas in which there were variations in 

opinion: 1) exceptions to the general rule; 2) the communication of accidentally 

discovered carrier status; and 3) the role of genetic services in informing children of their 

carrier status when they are older. 

 

Botkin, Jeffrey R. Fetal Privacy and Confidentiality. Hastings Center Report 25(5): 32-39, 

September-October 1995. doi:10.2307/3562793 

Botkin argues for "legal and ethical limitations on the application of prenatal testing and 

screening technology," saying that for "some medical conditions, respect for the privacy 

and confidentiality of the fetus outweigh parental rights to information about the fetus." 

 

Bredenoord, Annelien; Dondorp, Wybo; Pennings, Guido; de Die-Smulders, Christine; Smeets, 

Bert; and de Wert, Guido. Preimplantation Genetic Diagnosis for Mitochondrial DNA 

Disorders: Ethical Guidance for Clinical Practice. European Journal of Human Genetics 

17(12): 1550-9, December 2009. doi:10.1038/ejhg.2009.88 

The authors discuss the specific information that must been given to parents when 

obtaining informed consent for preimplantation genetic diagnosis (PGD) for 

mitochondrial DNA (mtDNA) disorders.  In addition to discussing the difficulty in 

interpreting the results, the parents must understand that it is an experimental procedure.  

 

Bredenoord, Annelien L.; Pennings, Guido; Smeets, Hubert J.; and de Wert, Guido.  Dealing 

with Uncertainties: Ethics of Prenatal Diagnosis and Preimplantation Genetic Diagnosis to 

Prevent Mitochondrial Disorders. Human Reproduction Update 14(1): 83-94, January-

February 2008. doi: 10.1093/humupd/dmm037 

Preimplantation genetic diagnosis of mitochondrial disorders is a complex procedure due 

to the heteroplasmy (mixture of more than one type of mitochondrial genome) in an 

individual‘s cells.  The inherent uncertainty of this procedure intensifies discussions of 

the ethical issues involved such as personal autonomy, selective abortion, the use of 

embryos in research, the lack of ideal genetic testing options, and the acceptance of a 

pregnancy when the outcome is unknown. 

 

Brooks, M. Alison and Beth A. Tarini. Genetic Testing and Youth Sports. JAMA 305(10): 

1033-1034, March 9, 2011. doi: 10.1001/jama.2011.286 

 

In this Commentary, the authors discuss the α-actinin-3 (ACTN3) gene which is 

marketed as the "speed gene."  It has been suggested that being homozygous for this gene 

is advantageous for activities involving sprinting. The evidence is far from clear, 

however, and total lack of ACTN3 has not been shown to "preclude elite performance."  

Both Australian and American companies provide direct-to-consumer testing for the 

gene. "Marketing of these genetic tests has outpaced understanding about the complex 

genetic underpinnings of athletic performance." The authors provide action points for 

physicians addressing this topic with parents and youth. 

 

http://dx.doi.org/10.2307/3562793
http://www.ncbi.nlm.nih.gov/pmc/articles/PMC2987024
http://www.ncbi.nlm.nih.gov/pmc/articles/PMC2987024
http://humupd.oxfordjournals.org/content/14/1/83.full
http://humupd.oxfordjournals.org/content/14/1/83.full
http://humupd.oxfordjournals.org/content/14/1/83.full
http://jama.ama-assn.org/content/305/10/1033.short


Clarke, Angus, and the Working Party of the Clinical Genetics Society (UK). The Genetic 

Testing of Children. Journal of Medical Genetics 31(10): 785-797, October 1994. 

doi:10.1136/jmg.31.10.785 

The working party recommends predictive genetic testing of children when the condition 

occurs in childhood or when treatment can be offered. For adult onset disease, it advises 

against testing when the child is healthy and no medical intervention is useful although 

the family could discuss it and children could choose testing when they are "autonomous 

adults." The party urges further research when "there is insufficient evidence to know 

whether a diagnosis in childhood is helpful in the medical management of the possibly 

(not yet) affected child." Saying that testing children is for carrier status is more complex, 

the working party would make a presumption against testing except in certain specific 

circumstances. Adoptive situations also are discussed.  

 

Clayton, Ellen Wright. Genetic Testing in Children. Journal of Medicine and Philosophy 

22(3): 233-251, June 1997. doi: 10.1093/jmp/22.3.233 

Clayton argues that there is room for substantial disagreement between parents and 

physicians about the appropriateness of genetic testing for children. She provides a series 

of cases, and concludes that there is room "to give increasing deference to the views of 

the child as the child grows older."  

 

Cohen, Cynthia B. Wrestling With the Future: Should We Test Children for Adult-onset 

Genetic Conditions? Kennedy Institute of Ethics Journal 8(2): 111-130, June 1998. 

doi:10.1353/ken.1998.0014 

In this special issue about genetic testing and genetic counseling, guest editor Cohen 

examines the reluctance of genetics professionals to recommend genetic testing for 

children since the psychosocial harm may be greater than any benefits.  The author lists a 

number of factors that should be considered in the decision-making process for when the 

child is mature enough to give consent along with her/his parents. 

 

DeJong, Antina; Dondorp, Wybo J.; de Die-Smulders, Christine E.M.; Frints, Suzanne G. Mm.; 

and De Wert, Guido M.W.R. Non-invasive Prenatal Testing: Ethical Issues Explored. 

European Journal of Human Genetics 18(3): 272-277, March 2010. doi:10.1038/ejhg.2009.203 

The authors express concern about informed consent for prenatal testing and possible 

‗normalization‘ of selective abortion. A review of prenatal testing methods is provided. 

 

Dresser, Rebecca. Prenatal Testing and Disability: A Truce in the Culture Wars? Hastings 

Center Report. 39(3): 7-8, May-June 2009. doi: 10.1353/hcr.0.0137 

Washington University (St. Louis) Law professor, Rebecca Dresser, discusses the 2008 

Prenatally and Postnatally Diagnosed Conditions Awareness Act (Brownback-Kennedy). 

Pro-choice, pro-life and disability advocates all supported this Act. The Act specifically 

names Down Syndrome as a genetic condition for which pregnant women and new 

parents need ―…up-to date [and] evidence-based information.‖ Dresser finds that 

Brownback-Kennedy ―…situates women‘s choices about pregnancy within the standard 
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informed consent framework.‖ The author concludes that it may be possible for diverse 

groups to collaborate on policies that both preserve choice and promote nondiscriminatory 

perspectives on life with disability. 

 

Fernhoff, Paul M. Newborn Screening for Genetic Disorders. Pediatric Clinics of North 

America 56(3): 505-13, June 2009. doi:10.1016/j.pcl.2009.03.002 

This review article on newborn screening provides a history of its development; an 

analysis of its implementation as a public health program; a long-term assessment of this 

program‘s effectiveness; a vision for the future of newborn screening programs; and an 

overview of the ethical issues with newborn screening. 

 

Goetzinger, K.R.; and Cahill. A.G. An Update on Cystic Fibrosis Screening. Clinics in 

Laboratory Medicine 30(3): 533-543, September 2010. doi:10.1016/j.cll.2010.04.005 

The authors provide a current look at cystic fibrosis screening. Cystic fibrosis is a 

monogenic, autosomal recessive disorder. It has proved difficult to diagnose prenatally 

because disease can be caused by many mutations. 

 

Hiller, Elaine H.; Landenburger, Gretchen; and Natowicz, Marvin R. Public Participation in 

Medical Policy-Making and the Status of Consumer Autonomy: The Example of Newborn-

Screening Programs in the United States. American Journal of Public Health 87(8): 1280-

1288, August 1997. doi:10.2105/AJPH.87.8.1280 

Saying that state newborn-screening programs are the largest group of genetic tests in the 

country, the authors surveyed them to look at public and parental participation. They 

conclude that increased public participation would "result in more representative policy-

making and could enhance the quality of services provided by newborn-screening 

programs."  

 

Kerruish, N.J. and S. P. Robertson. Newborn Screening: New Developments, New Dilemmas. 

Journal of Medical Ethics 31(7): 393-398, July 2005. doi:  10.1136/jme.2004.008219 

The authors describe how screening programs are evaluated by the World Health 

Organization's Wilson-Jungner criteria. Screening for a single gene disorder like PKU is 

very different from screening for genetic susceptibility in a complex disorder such as type 

1 diabetes. Ethical analysis is given for both examples. 

 

Levy, Paul A. An Overview of Newborn Screening. Journal of Developmental & Behavioral 

Pediatrics 31(7): 622-631, September 2010. 

This review article on newborn screening describes the 29 core disorders and 25 

secondary disorders for which tests are performed. Current ethical issues include 

informed consent, mandatory participation, and individual and societal costs. 
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Malinowski, Michael J. Coming into Being: Law, Ethics, and the Practice of Prenatal 

Genetic Screening. Hastings Law Journal: 45(6): 1435-1526, August 1994.  

Malinowski's objectives are to present an "accurate portrayal of the practice of prenatal 

genetic screening; to analyze the opportunities it presents in the context of, and in 

contrast with, procreative liberty and abortion law; and to propose suggestions to ensure 

that the technology is welcomed, but with caution." He thinks that prenatal genetic 

screening is about "offering prospective parents difficult choices regarding the sacrifices 

they are willing to make to be parents...."  

 

National Institutes of Health [NIH] (United States). Consensus Development Conference. 

Genetic Testing for Cystic Fibrosis. Bethesda, MD.  April 14-16, 1997. 

The Consensus Development Conference concluded that genetic testing for Cystic 

Fibrosis (CF) should be offered those with a family history of CF, partners of CF persons, 

couples planning a pregnancy and couples seeking prenatal care, but not to the general 

population or newborns. It urged further research and education, noting the need to 

protect privacy and to prevent discrimination or stigmatization.  

 

President's Council on Bioethics [PCBe] (United States). The Changing Moral Focus of 

Newborn Screening: An Ethical Analysis by The President's Council on Bioethics. 
Washington, DC: President's Council on Bioethics, December 2008. 152 p.   

The Council concludes that potential harms exceed potential benefits in mandatory 

newborn screening for diseases for which there is no current treatment. The Council 

recommends that mandated newborn screening be done only for diseases for which there 

is a current treatment. Pilot studies by the states for other genetic diseases are 

encouraged. Informed consent by the parents of each infant should be obtained for these 

pilot studies.  

 

Rothenberg, Karen H.; and Thomson, Elizabeth J., eds. Women & Prenatal Testing: Facing the 

Challenges of Genetic Technology. Columbus, OH: Ohio State University Press, 1994. 304 p.  

The collection examines issues in reproductive genetic testing, particularly the 

psychological, sociocultural, ethical, legal and political applications. The editors point out 

that "Potentially, the major risk associated with reproductive genetic testing may come in 

not knowing how to cope with the information obtained from these procedures, rather 

than with the procedures themselves." Sixteen authors discuss testing from various 

perspectives such as choice, consent, justice, the parent-child relationship, accountability, 

law, and care.  

 

Rothman, Barbara Katz. Not All That Glitters Is Gold. Hastings Center Report 22(4): S11-S15, 

July-August 1992. doi:10.2307/3563032 

Imagining a level of quality control in procreation that could make baby farms possible, 

Rothman warns of the dangers of preimplantation genetic diagnosis and the high 

physical, psychological, and social costs to the prospective mother.  
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Tercyak, Kenneth P.; Alford, Sharon H.; Emmons, Karen M.; Lipkus, Isaac M.; Wilfond, 

Benjamin S.; and McBride, Coleen M. Parents' Attitudes Toward Pediatric Genetic Testing 

for Common Disease Risk. Pediatrics 127(5): e1288-e1295, May 2011. doi:10.1542/peds.2010-

0938 

Two hundred nineteen parents were surveyed concerning their attitudes to pediatric 

genetic testing. They viewed the benefits of such testing to outweigh the risks of testing 

for common adult-onset diseases. 

 

Wertz, Dorothy, D.; Fanos, Joanna H.; and Reilly, Philip R. Genetic Testing for Children and 

Adolescents: Who Decides? JAMA Journal of the American Medical Association 272(11): 875-

881, 21 September 1994. doi: 10.1001/jama.1994.0352011005502 

The authors write that ―…genetic testing may offer medical or psychological benefits, but 

harm parent-child bonds or the child's self-concept." They review the legal status of 

minors as patients; their ability to make their own choices to assent; informed consent; 

ethical and legal requirements for competence and disclosure of genetic information; and 

guidelines for genetic testing of children.  

 

Wieacker, Peter, and Steinhard, Johannas. The Prenatal Diagnosis of Genetic Diseases. 

Deutsches Ärzteblatt International 107(48):857-862, December 2010. doi: 

10.3238/arztebl.2010.0857 

The authors review the literature on prenatal diagnosis, and provide an overview of 

procedures, guidelines and recommendations.  They discuss the applications and 

limitations of the various techniques used to assess the embryonal/fetal chromosome set.  

 

VI. Predisposition   top 

 

American Society of Human Genetics. Statement of The American Society of Human 

Genetics on Genetic Testing for Breast and Ovarian Cancer Predisposition. American 

Journal of Human Genetics 55(5): i-iv, November 1994. 

Saying that BRCA1 may be responsible for about 5% of breast cancer cases, the Society 

says direct and reliable testing could be offered to members of families with strong 

breast-ovarian histories. Further research is recommended to determine optimal 

monitoring and prevention and public and professional education is needed to gain a 

"responsible approach to genetic testing." The Society notes that it is premature to offer 

population screening. 

 

American Society of Human Genetics. Statement on Cystic Fibrosis Screening. American 

Journal of Human Genetics 51(6): 1443-1444, December 1992.  

Given the degree of accuracy of genetic testing for cystic fibrosis (CF), the Society 

recommends that carrier testing be offered to individuals with a family history of CF or 

with a blood relative who has been identified as a CF carrier. Screening of the general 
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population, on the other hand, should not be considered as the standard of care until 

quality assurance measures for laboratories are enforced and appropriate education and 

counseling options are developed. 

 

Bekker, Hilary; Denniss, Gill; Modell, Michael; Bobrow, Martin; and Marteau, Theresa. The 

Impact of Population-Based Screening for Carriers of Cystic Fibrosis. Journal of Medical 

Genetics 31(5): 364-368, May 1994. doi:10.1136/jmg.31.5.364 

The authors studied 637 women and 329 men aged 18 to 45 who agreed to be tested for 

the cystic fibrosis gene. Positive results caused anxiety, but it almost disappeared within 

three months. They conclude that population screening's greatest problem is one of "false 

reassurance" rather than anxiety.  

 

Boenink, Marianne and van der Burg, Simone. Informed Decision Making about Predictive 

DNA Tests: Arguments for More Public Visibility of Personal Deliberations about the 

Good Life. Medicine, Health Care and Philosophy 13(2): 127-138, May 2010. 

The authors note that the motivation behind taking a predictive genetic test is often 

described as involving a ―risk-benefit analysis,‖ a dualism that rarely accounts for the 

complexity of the issues under consideration. They argue for an enriched ―environment 

of personal deliberation,‖ and provide several case studies of individuals whose decision-

making process included a wide variety of factors.    

 

Burke, Wylie. Taking Family History Seriously [Editorial]. Annals of Internal Medicine 

143(5): 388-389, September 6, 2005. 

Noting that the "...BRCA story illustrates the complexity inherent in the promise of 

genetically tailored health prevention,‖ Burke describes the "tradeoffs and uncertainties" 

resulting from the U.S. Preventive Services Task Force (USPSTF) recommendations for 

BRCA mutation testing.  

 

DeGrazia, David. The Ethical Justification for Minimal Paternalism in the Use of the 

Predictive Test for Huntington's Disease. Journal of Clinical Ethics 2(4): 219-228, Winter 

1991.  

The author agrees with certain hospital protocols that recommend that testing for 

Huntington's disease not be done if a patient is psychologically frail. Calling this view a 

principle of minimal paternalism, he provides ethical decision-making theory relevant to 

suicidal persons, alcoholics, schizophrenic or manic depressive persons, the extremely 

retarded, and autistic persons who might be excluded from genetic testing. 

 

Dickens, Bernard M.; Pei, Nancy; and Taylor, Kathryn M. Legal and Ethical Issues in Genetic 

Testing and Counselling for Susceptibility to Breast, Ovarian and Colon Cancer. CMAJ 

Canadian Medical Association Journal 154(6): 813-818, 15 March 1996.  
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The authors point out the legal distinction between breaking patient confidentiality and 

the "legitimate sharing of information in a patient's interest or to prevent harm to a third 

party," saying that health professionals have a duty to disclose sufficient information for 

informed decisions while safeguarding patient data.   

 

Faden, Ruth R.; Tambor, Ellen S.; Chase, Gary A.; Geller, Gail; Hofman, Karen J.; and 

Holtzman, Neil A. Attitudes of Physicians and Genetics Professionals Toward Cystic 

Fibrosis Carrier Screening. American Journal of Medical Genetics 50(1): 1-11, March 1994. 

doi:10.1002/ajmg.1320500102   

A total of 1,140 primary care physicians and psychiatrists, and 280 medical geneticists 

and genetic counselors responded to a questionnaire surveying the attitudes of these 

professionals to population-based carrier testing for the cystic fibrosis gene. Only 43.9% 

of this group believed that such a test should be offered routinely, although 92% 

indicated that a couple who asked could be tested with a test that detected 80% of 

carriers. Those involved in genetic services were most opposed to routine screening 

based on the consequences of the 80% detection rate.  

 

Guttmacher, Alan E.; Collins, Francis S.; and Carmona, Richard H. The Family History–More 

Important Than Ever. New England Journal of Medicine 351(22): 2333-6, November 25, 

2004. doi:10.1056/NEJMsb042979   

Celebrating the launch of a Web-based tool (http://www.hhs.gov/familyhistory/) designed 

to help people archive their medical records as part of the U.S. Surgeon General's Family 

History Initiative, the authors describe the Initiative as an advancement in "genetic 

literacy" that will work hand-in-hand with technical developments in genetic screening.  

 

Li, Frederick P.; Garber, Judy E.; Friend, Stephen H.; Strong, Louise C.; Patenaude, Andrea F.; 

Juengst, Eric T., et al. Recommendations on Predictive Testing for Germ Line p53 

Mutations Among Cancer-Prone Individuals. Journal of the National Cancer Institute 84(15): 

1156-1160, August 5, 1992. doi:10.1093/jnci/84.15.1156 

The authors assert that predictive testing for genetic mutations should be guided by the 

ethical principles of respect for autonomy, beneficence, confidentiality, and justice. All 

persons should be given "current relevant information on the test to make an informed 

voluntary decision.'' "The right to decide to undergo testing rests solely with the 

individual concerned,'' and information obtained should not be given to others without the 

consent of the person or the guardian. They say that testing should be provided regardless 

of finances; that participants should be able to withdraw at any time, but should be 

encouraged to follow-up after the test result is known; and that counseling and support 

services should be in place before testing begins. Compliance with these guidelines 

should minimize "psychological, social, economic, and other harm that might result from 

predictive p53 testing.'' Nonetheless, the authors conclude that the benefits of testing 

cannot be assumed.  
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Meindl, Alfons; Ditsch, Nina; Kast, Karin; Rhiem, Kerstin; and Schmutzler, Riat K. Hereditary 

Breast and Ovarian Cancer: New Genes, New Treatments, New Concepts. Deutsches 

Ärzteblatt International 108(19): 323-330, May 2011. 

After completing a PubMed literature review on breast and ovarian cancer through 

December, 2010, the authors discuss the experience of the German Consortium for 

Heredity Breast and Ovarian Cancer in treating women with BRCA1 and BRCA2  

mutations. Topics covered include prophylactic surgery, intensive risk-adjusted 

screening, and the development of associated carcinomas. 

 

National Cancer Institute. Genetics of Breast and Ovarian Cancer: Genetics Statement for 

Health Professionals. PDQ [Physician Data Query Database].  Accessed July 29, 2011.  

This summary provides descriptions of the major genes involved in breast and ovarian 

cancers, an overview of clinical management issues for BRCA mutation carriers, and a 

review of the psychosocial issues involved in predisposition to breast and ovarian 

cancers. 

 

Oliveira, João Ricardo Mendes. Offering Unproven Genetic Tests to the Public Is 

Irresponsible. Nature 456(7222): 570, December 4, 2008. doi: 10.1038/456570b 

Oliveira, a researcher who has spent over 15 years studying genetic risk factors for 

Alzheimer Disease (AD), reports that ―…laypeople are rarely well equipped to 

understand the often murky relationship between their genotype and phenotype.‖  The 

author opines that errors in understanding their testing results may lead individuals to 

―…make irresponsible lifestyle decisions or pursue unproven therapies‖ due to the 

inherent uncertainty of the test results. 

 

Patenaude, Andrea Farkas. Genetic Testing for Cancer: Psychological Approaches for Helping 

Patients and Families. Washington, DC: American Psychological Association, 2005. 305 p.  

Addressing the "emotional baggage" that accompanies decisions about genetic testing, 

Patenaude posits that "[t]herapists may help patients find deeper psychological 

acceptance of the realities and issues involved in genetic testing and may improve the 

likelihood that effective action will be taken and anxiety reduced." Chapters cover such 

topics as the clinical assessment of anxiety after disclosure of genetic testing results, 

prophylactic surgery for breast and ovarian cancers, family interactions and genetic 

testing, and a professional's duty to warn a client's family members if testing indicates the 

onset of a serious disease such as Huntington's.  

 

Post, Stephen G.; and Whitehouse, Peter J., eds. Genetic Testing for Alzheimer Disease: Ethical 

and Clinical Issues. Johns Hopkins University Press, 1998. 284 p.  

Divided into four parts, this collection provides an overview of genetic research on 

Alzheimer Disease (AD), describes the difficulties involved in genetic counseling for AD 

based on APOE alleles instead of single-gene mutations, examines social issues such as 
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genetic test patenting and actuarial policies for confidential data, and explores the public's 

perceptions and misperceptions about the nature and use of genetic testing.  

 

Rhodes, Rosamond. Genetic Links, Family Ties, and Social Bonds: Rights and 

Responsibilities in the Face of Genetic Knowledge. Journal of Medicine and Philosophy 

23(1): 10-30, February 1998. doi:10.1076/jmep.23.1.10.2594 

Using three cases to illustrate her point-of-view, Rhodes looks at an individual‘s 

responsibilities to others in regard to genetic testing, She concludes that no one has a 

moral right to genetic ignorance, and that moral responsibility "…depends on a variety of 

factors including blood ties, social relationships, the history of interaction, and particular 

features of the situation and the individuals involved."  

 

Roberts, J. Scott; Cupples, L. Adrienne; Relkin, Norman R.; Whitehouse, Peter J.; Green, Robert 

C., for the REVEAL (Risk Evaluation and Education for Alzheimer's Disease) Study Group. 

Genetic Risk Assessment for Adult Children of People with Alzheimer's Disease: The Risk 

Evaluation and Education for Alzheimer's Disease (REVEAL) Study. Journal of Geriatric 

Psychiatry and Neurology 18(4): 250-255, December 2005. doi: 10.1177/0891988705281883 

As the first randomized controlled trial (RCT) to study the impact of genetic testing for 

apolipoprotein E (APOE) on adults whose parents had Alzheimer Disease (AD), the 

REVEAL Study developed risk curves showing the trial participants‘ risk of developing 

AD compared with their relatives and the general population. The authors report on how 

this risk information affected the participants‘ health and wellness practices and 

insurance purchases, and on the psychological impact of receiving personalized risk 

curves. 

 

Sijmons, Rolf H.; van Langen, Irene M.; and Sijmons, Jaap G.  A Clinical Perspective on 

Ethical Issues in Genetic Testing. Accountability in Research 18(3): 148-162, May, 2011.    

doi: 10.1080/08989621.2011.575033 

The authors review the effect of whole genome (also known as exome sequencing) 

studies on informed consent and autonomy in the clinic. Instead of focusing on single 

mutations, this technique not only may reveal one‘s genetic predisposition to hundreds of 

diseases at a time, but also create more uncertainty about their role in disease. The duty of 

physicians to recontact patients when research pertinent to their conditions becomes 

available is significantly increased by these advanced sequencing techniques.  

 

Tabery, James. From a Genetic Predisposition to an Interactive Predisposition: Rethinking 

the Ethical Implications of Screening for Gene-Environment Interactions. Journal of 

Medicine and Philosophy 34(1): 27-48, February 2009. doi:10.1093/jmp/jhn039 

Tabery, a philosopher from the University of Utah, discusses gene-environment 

interaction in a gene controlling neuroenzymatic activity (Monoamine oxidase A) with 

exposure to childhood abuse and the development of antisocial personality disorder 

(ASPD). 
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Terrenoire, Gwen. Huntington's Disease and the Ethics of Genetic Prediction. Journal of 

Medical Ethics 18(2): 79-85, June 1992. doi:10.1136/jme.18.2.79 

The paper is based on a review of 119 articles and provides developmental background 

on genetic testing as well as an outline of the ethical problems identified (including 

objectives, selection of candidates, and the nature of the techniques involved) and 

solutions adopted in preclinical protocols.  

 

Wexler, Alice. Mapping Fate: A Memoir of Family, Risk, and Genetic Research. Berkeley: 

University of California Press, 1995. 321 p.  

An historian, Wexler intertwines the stories of her mother's struggle with Huntington's 

disease, the discovery of a genetic marker for it, and the hope for a cure generated by this 

discovery. After analyzing the psychosocial issues raised by a predisposition to 

Huntington's disease in an era of feminism and patient's rights, the author describes the 

"toxic knowledge" that can result from genetic testing for a disease that has no cure. 

 

Williamson, Jennifer; Goldman, Jill; and Marder, Karen S. Genetic Aspects of Alzheimer 

Disease. Neurologist 15(2): 80-86, March 2009. doi:10.1097/NRL.0b013e318187e76b 

The authors discuss mutations in three genes that lead to early-onset familial Alzheimer 

Disease (AD), and review specific polymorphisms in apolipoprotein E associated with 

the more common form of AD that develops after age 65.  They caution that this new 

research in the genetics of AD has not been replicated, and that genetic testing is only 

recommended for familial early-onset disease in symptomatic individuals and 

asymptomatic relatives. 

 

VII. Direct-to-Consumer Genetic Testing   top 

 

Annes, Justin P.; Giovanni, Monica A..; and Murray, Michael F. Risk of Presymptomatic 

Direct-to-Consumer Genetic Testing. New England Journal of Medicine 363(12): 1100-1101, 

September 16, 2010.  doi: 10.1056/NEJMp1006029 

The United States Food and Drug Administration requires that genetic testing be 

analytically valid, clinically valid, and have clinical utility. The authors describe potential 

harms with direct-to-consumer testing: lack of doctor-patient confidentiality, invalid or 

unusable results, and "…screening without consensus on interpretation and follow-up." 

 

Direct-to-Consumer Genetic Testing [Special Issue].  GeneWatch 23(4), August-September 

2010.  

This special issue contains ten articles on aspects of direct-to-consumer (DTC) genetic 

testing, including interviews with genetic counselors and with the owners of 23andMe, a 

company selling DTC test kits to the public. 
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Fraker, Mary; and Mazza, Anne-Marie. Direct-to-Consumer Genetic Testing: Summary of a 

Workshop.  Washington, DC: National Academies Press, 2010.  93p. 

A workshop was held August 31-September 1, 2009 to explore the issues raised by the 

proliferation of companies offering whole genome testing kits directly to consumers. 

Representatives from the Institute of Medicine, the National Cancer Policy Forum, and 

the National Research Council discussed models for a regulatory framework for such 

tests, and for educational programs for the public and the medical community. 

 

Genetic Testing Registry. Retrieved July 28, 2010 from http://www.ncbi.nlm.nih.gov/gtr/  

This website is the Genetic Testing Registry of the U.S. National Institutes of Health. The 

Registry has the following functions: 1) to encourage producers of genetic tests "to 

publicly share information about the availability and utility of their tests", 2) to provide a 

centralized "information resource" and 3) to facilitate data sharing. The program is 

voluntary. It is anticipated that the Registry will be operative in 2011.  

 

Geransar, Rose; and Einsiedel, Edna. Evaluating Online Direct-to-Consumer Marketing of 

Genetic Tests: Informed Choices or Buyers Beware?  Genetic Testing 12(1): 13-23, March 

2008. doi:10.1089/gte.2007.0024 

This empirical study of the marketing of direct-to-consumer genetic testing via the 

internet identifies three types of testing: diagnostic tests, risk assessment tests, and 

enhancement tests. Diagnostic tests and risk assessment tests are more likely to be 

mediated by a physician or to advise genetic counseling than are enhancement tests.  

 

Hogarth, Stuart; Javitt, Gail; and Melzer, David. The Current Landscape for Direct-to-

Consumer Genetic Testing: Legal, Ethical, and Policy Issues. Annual Review of Genomics 

and Human Genetics. 9: 161-182, 2008. doi:10.1146/annurev.genom.9.081307.164319 

This review article contains definitions of genetic testing and direct-to consumer genetic 

testing, as well as a table of companies and the tests which they offer to the public. 

American and European companies are included. The regulatory frameworks of direct-to-

consumer genetic tests in the United States and Europe are also given. There are gaps in 

regulations in both the U.S. and Europe. 

 

Holtzman, Neil A. The UK's Policy on Genetic Testing Services Supplied Direct to the 

Public-- Two Spheres and Two Tiers. Community Genetics 1(1): 49-52, 1998. 

doi:10.1159/000016135 

Holtzman reviews the decision of the United Kingdom's Advisory Committee on Genetic 

Testing to allow the public to obtain testing for inherited recessive disorders directly from 

suppliers or commercial laboratories. For other types of genetic testing a physician must 

be involved. Thus some tests are available to those who can pay for them; others must 

obtain testing through the National Health Service, which at present only covers the 
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testing of relatives for cystic fibrosis. The Code of Practice on Human Genetic Testing 

Services Supplied Direct to the Public is included as an appendix. 

 

Huang, Audrey, and Javitt, Gail. Genetics and Public Policy Center. FDA Regulation of 

Genetic Testing. Washington, D.C.: The Center, 2008; 2 p.  

This Brief discusses FDA regulation of IVDs ("in vitro diagnostic devices") sold as kits 

versus LDTs (laboratory-developed tests) which are much less regulated.  

 

Hudson, Kathy et al. American Society for Human Genetics (ASHG) Statement on Direct-to-

Consumer Genetic Testing in the United States. The American Journal of Human Genetics 81: 

635-637, September 2007. 

The American Society for Human Genetics recommends transparency regarding 

predictive value, strength of scientific evidence, risks, and CLIA (Clinical Laboratories 

Improvement Amendments), lab certification, provider education and high standards of 

test and laboratory quality.  

 

Human Genetics Commission [HGC] (Great Britain). A Common Framework of Principles for 

Direct-to-Consumer Genetic Testing Services. London: Human Genetics Commission, August, 

2010. 17.p. 

Developed by a working group comprised of representatives from genetic testing 

companies, patient advocacy groups, and the U.K. National Health Service, the principles 

cover all facets of genetic testing: marketing, counselling, consent, data protection, 

laboratory processes, interpretation and provision of test results, support groups and 

complaint procedures.  The principles were formulated to facilitate the development of 

codes of practice. 

 

Javitt, Gail; and Hudson, Kathy. Genetics and Public Policy Center. Public Health at Risk: 

Failures in Oversight of Genetic Testing Laboratories. Washington, D.C.: The Center, 2006; 

22 p.  

This report from the Genetics and Public Policy Center, Johns Hopkins University 

provides a review of the role of the U.S Congress and federal agencies in ensuring "the 

accuracy and reliability of genetic testing." The roles of the Clinical Laboratories 

Improvement Amendments of 1988 (CLIA) and the Centers for Medicare and Medicaid 

Services (CMS) are outlined.  

 

Javitt, Gail; Katsanis, Sara; Scott, Joan and Kathy Hudson. Developing the Blueprint for a 

Genetic Testing Registry. Public Health Genomics 13(2): 95-105, 2010. 

doi:10.1159/000226593 

The authors provide a decision tree for the inclusion of tests in a genetic testing registry. 

Proposed content for such a registry is outlined. The authors argue that the Registry 

should be mandatory. The legal basis for the Registry in the United States rests via the 

http://www.dnapolicy.org/images/issuebriefpdfs/FDA_Regulation_of_Genetic_Test_Issue_Brief.pdf
http://www.dnapolicy.org/images/issuebriefpdfs/FDA_Regulation_of_Genetic_Test_Issue_Brief.pdf
http://www.ashg.org/pdf/dtc_statement.pdf
http://www.ashg.org/pdf/dtc_statement.pdf
http://www.hgc.gov.uk/UploadDocs/DocPub/Document/HGC%20Principles%20for%20DTC%20genetic%20tests%20-%20final.pdf
http://www.hgc.gov.uk/UploadDocs/DocPub/Document/HGC%20Principles%20for%20DTC%20genetic%20tests%20-%20final.pdf
http://www.dnapolicy.org/images/reportpdfs/PublicHealthAtRiskFinalWithCover.pdf
http://www.dnapolicy.org/images/reportpdfs/PublicHealthAtRiskFinalWithCover.pdf
http://www.ncbi.nlm.nih.gov/pmc/articles/PMC2830737
http://www.ncbi.nlm.nih.gov/pmc/articles/PMC2830737
http://dx.doi.org/10.1159/000226593


Federal Food, Drug, and Cosmetics Act as well as the Clinical Laboratory Improvement 

Act (CLIA).  

 

Magnus, David; Cho, Mildred K.; and Cook-Deegan, Robert. Direct-to-Consumer Genetic 

Tests: Beyond Medical Regulation. Genome Medicine 1(17): February 2, 2009.  

In this brief article, the authors address the need for regulation of direct-to-consumer 

genetic testing. They cite California and New York as examples of states which do 

regulate these tests and also present the arguments that the genetic testing companies give 

against such regulation.  

 

Matloff, Ellen, and Caplan, Arthur. Direct to Confusion: Lessons Learned from Marketing 

BRCA Testing.  American Journal of Bioethics 8(6): 5-8, June 2008. 

doi:10.1080/15265160802248179 

Matloff and Caplan discuss Myriad Genetics, a company which holds the patent on 

testing for BRCA1 and BRCA2 The company launched a Direct-to-Consumer marketing 

campaign in the Northeast United States in 2007. The authors discuss ramifications of 

this campaign for patients and healthcare providers  

.  

Stein, Rob. Walgreens Won’t Sell Over-the-Counter Genetic Test after FDA Raises 

Questions. The Washington Post A2, May 13, 2010. 

Stein reports that the U.S. Food and Drug Administration questioned the mass marketing 

of genetic tests in Walgreens Drugstores without federal oversight. Subsequently, 

Walgreens withdrew the product from company stores. The reporter suggests that this 

action may indicate more close scrutiny of consumer genetic tests in the future.  

 

United Kingdom. Human Genetics Commission. A Common Framework of Principles for 

Direct-to-Consumer Genetic Testing Services. London July 2010, 17 p. 

This document from the U.K. Government advisory board on new developments in 

human genetics includes recommendations for purpose and scope of such tests, marketing 

and advertising, regulation, information for prospective consumers, counseling and 

support, consent, data protection, sample handling, laboratory processes and 

interpretation of test results. 

 

United States.  Department of Health and Human Services. Centers for Disease Control and 

Prevention (CDC). Genetic Testing for Breast and Ovarian Cancer Susceptibility: 

Evaluating Direct-to-Consumer Marketing--Atlanta, Denver, Raleigh-Durham, and 

Seattle, 2003. MMWR: Morbidity and Mortality Weekly Report 53(27): 603-6, July 16, 2004. 

After a U.S. provider of BRCA testing (Myriad Genetic Laboratories, Inc., Salt Lake 

City, Utah) conducted a pilot direct-to-consumer (DTC) marketing campaign in two cities 

(Atlanta, Georgia, and Denver, Colorado), the CDC surveyed consumers and providers in 

the pilot sites and two comparison cities (Raleigh-Durham, North Carolina, and Seattle, 

http://www.genomemedicine.com/content/pdf/gm17.pdf
http://www.genomemedicine.com/content/pdf/gm17.pdf
http://www.ingentaconnect.com/content/routledg/ajob/2008/00000008/00000006/art00005
http://www.ingentaconnect.com/content/routledg/ajob/2008/00000008/00000006/art00005
http://dx.doi.org/10.1080/15265160802248179
http://www.washingtonpost.com/wp-dyn/content/article/2010/05/12/AR2010051205156.html
http://www.washingtonpost.com/wp-dyn/content/article/2010/05/12/AR2010051205156.html
http://www.hgc.gov.uk/UploadDocs/Contents/Documents/HGC%20Principles%20for%20DTC%20genetic%20tests%20-%20final.pdf
http://www.hgc.gov.uk/UploadDocs/Contents/Documents/HGC%20Principles%20for%20DTC%20genetic%20tests%20-%20final.pdf
http://www.cdc.gov/mmwr/preview/mmwrhtml/mm5327a1.htm
http://www.cdc.gov/mmwr/preview/mmwrhtml/mm5327a1.htm
http://www.cdc.gov/mmwr/preview/mmwrhtml/mm5327a1.htm


Washington) to assess the impact of the campaign on consumer behaviors and health-care 

provider practices. The findings underscore the need for evidence-based 

recommendations for appropriate use of genetic tests and for the education of providers 

and the public to achieve maximum individual and public health benefit from genetic 

testing.  

 

United States. Department of Health and Human Services. National Institutes of Health. 

Secretary‘s Advisory Committee on Genetics, Health, and Society (SACGHS). U.S. System of 

Oversight of Genetic Testing: A Response to the Charge of the Secretary of Health and 

Human Services. Bethesda, MD: National Institutes of Health, 2008. 276 p.  

 

The Secretary‘s Advisory Committee on Genetics, Health, and Society, chartered in 2002 

by the U.S. Secretary of Health and Human Services, is a public forum for consideration 

of issues related to the development and use of genetic tests. Important issues include: 

analytical and clinical validity of the tests, proficiency testing and quality assurance, 

demonstration of clinical utility, education and guidance for clinicians, and ongoing 

public health surveillance 

 

United States Preventive Services Task Force. Genetic Risk Assessment and BRCA Mutation 

Testing for Breast and Ovarian Cancer Susceptibility: Recommendation Statement. Annals 

of Internal Medicine 143(5): 355-361, September 6, 2005.  

After a systematic review of the evidence relating to genetic screening for breast and 

ovarian cancer, the United States Preventive Services Task Force issued 

recommendations that only women with a family history of those cancers be referred for 

BRCA mutation testing. A one-page patient summary of these recommendations is 

available online at: http://www.annals.org/cgi/reprint/143/5/I-47.pdf  

 

Wasson, Katherine; Cook, E. David; and Helzsouer, Kathy. Direct-to-Consumer Online 

Genetic Testing and the Four Principles: An Analysis of the Ethical Issues. Ethics & 

Medicine 22(2): 83-91, Summer 2006.  

Direct-to-consumer genetic testing is evaluated using the principles of beneficence, non-

maleficence, justice, and autonomy. The authors argue that non-maleficence is the most 

germane principle; the tests are susceptible to inaccuracy and misinterpretation in the 

absence of the input of medical professionals.  

 

 

VIII. GINA – Genetic Information Nondiscrimination Act (2008)  top 

 

Appelbaum, Paul S. Genetic Discrimination in Mental Disorders: The Impact of the Genetic 

Information Nondiscrimination Act. Psychiatric Services. 61(4): 338-340, April 2010. 

Appelbaum of the Department of  Psychiatry at Columbia University gives an overview 

of the two major sections of GINA: 1) Title I prohibits health insurance companies from 

requesting genetic information to make coverage decisions and 2) Title II prohibits 

http://oba.od.nih.gov/oba/SACGHS/reports/SACGHS_oversight_report.pdf
http://oba.od.nih.gov/oba/SACGHS/reports/SACGHS_oversight_report.pdf
http://oba.od.nih.gov/oba/SACGHS/reports/SACGHS_oversight_report.pdf
http://www.annals.org/cgi/reprint/143/5/355.pdf
http://www.annals.org/cgi/reprint/143/5/355.pdf
http://www.annals.org/cgi/reprint/143/5/I-47.pdf
http://findarticles.com/p/articles/mi_qa4004/is_200607/ai_n17172948/
http://findarticles.com/p/articles/mi_qa4004/is_200607/ai_n17172948/
http://www.psychservices.psychiatryonline.org/cgi/content/abstract/61/4/338
http://www.psychservices.psychiatryonline.org/cgi/content/abstract/61/4/338


employers from requiring that workers be tested for genetic tendency to an illness or to 

use such testing in employment decisions. 

He concludes that because the genetics of mental disorders appear at this time to be very 

complex and involve environmental influences, GINA may have less of an impact in 

psychiatry than in other branches of medicine. However, for family members of persons 

with mental disorders stigmatization may occur especially in the workplace. 

 

Coalition for Genetic Fairness. What Does GINA Mean? A Guide to the Genetic Information 

Nondiscrimination Act. GINA Genetic Information Nondiscrimination Act. Washington, 

DC: Coalition for Genetic Fairness [2008 October]. 21 p.  

This twenty-one page document from the Coalition for Genetic Fairness clearly 

delineates the scope and history of GINA. The prohibitions for health insurance and 

employment are given. Also, there are sections for each Title which outline ‗What does 

GINA not do?‘  

 

Epstein, Richard A. The Social Response to Genetic Conditions: Beware of the 

Antidiscrimination Law. Health Affairs 26(5): 1249-1252, September-October 2007. 

doi:10.1377/hlthaff.26.5.1249 

In critiquing the Genetic Information Nondiscrimination Act of 2007, Epstein argues that 

employers should not bear the responsibility of "providing parity between genetically 

high-risk and low-risk workers." He advocates the use of government subsidies to 

achieve this parity.  

 

Erwin, Cheryl. Legal Update: Living with the Genetic Information Nondiscrimination Act. 

Genetics in Medicine 10(12): 869-873, December 2008. doi:10.1097/GIM.0b013e31818ca4e7 

Erwin discusses the strengths and weaknesses of the Genetic Information 

Nondiscrimination Act, including the argument that genetic antidiscrimination legislation 

may increase stigmatization for consumers with genetic conditions.  

 

Roberts, Jessica L.  Preempting Discrimination:  Lessons from the Genetic Information 

Nondiscrimination Act.  Vanderbilt Law Review 63(2): 439-490, 2010. 

Roberts distinguishes the Genetic Information Nondiscrimination Act (GINA) from prior 

employment discrimination statutes—Title VII of the Civil Rights Act, the Age 

Discrimination in Employment Act, the Rehabilitation Act, and the Americans with 

Disabilities Act—which were based on past discrimination to justify protection in the 

present and in the future.  GINA is preemptive in that it anticipates a form of 

discrimination that may pose a risk in the future.  While examples of genetic 

discrimination do exist, both ―...advocates and adversaries agreed that scant evidence 

indicated a significant history of genetic-information discrimination.‖   In addition to 

discussing GINA as a model act, the author traces the evolution of GINA from its 

introduction in 1995 to its passage in May 2008, and explores the strengths and 

weaknesses of preemptive antidiscrimination legislation generally.  The author concludes 

that ―…the statute‘s preemptive qualities carry with them potentially serious hurdles 

regarding GINA‘s enforcement and effectiveness.‖ 

http://www.geneticfairness.org/ginapublication.pdf
http://www.geneticfairness.org/ginapublication.pdf
http://content.healthaffairs.org/content/26/5/1249.short
http://content.healthaffairs.org/content/26/5/1249.short
http://dx.doi.org/10.1377/hlthaff.26.5.1249
http://beck2.med.harvard.edu/week8/gina%20commentary%20erwin.pdf
http://www.vanderbiltlawreview.org/articles/2010/03/Roberts-Preempting-Discrimination-63-Vand.-L.-Rev.-439-2010.pdf
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Rothstein, Mark A.  GINA’s Beauty is Only Skin Deep. GeneWatch 21(6): 9-10, April-May 

2009. 

After declaring that GINA's main value is to provide protection against genetic 

discrimination for those who have individual health insurance policies in states without 

genetic antidiscrimination legislation, Rothstein identifies three major flaws with GINA: 

1) it's protections do not apply to life insurance, long-term care insurance, and credit 

applications; 2) GINA applies only to asymptomatic individuals and does not address 

insurance coverage should an individual develop a genetic disease; and 3) employers can 

still obtain genetic information regarding their employees because GINA‘s provisions on 

the protection of health information are too vague and cumbersome. 

 

Steck, Mary Beth; and Eggert, Julia A. The Need to Be Aware and Beware of the Genetic 

Information Nondiscrimination Act. Clinical Journal of Oncology Nursing. 15(3): E34-E41, 

June 2011.  

This article provides a legislative history, a list of provisions, and a description of 

protected and non- protected tests under the Genetic Information Nondiscrimination Act 

(GINA).  Since GINA does not prevent insurance companies from canceling or denying 

coverage once a person develops a condition to which she/he is genetically predisposed, 

The Affordable Care Act of 2009 supplements GINA by: 1) prohibiting health insurance 

companies from categorizing genetic predisposition as a preexisting medical condition; 

and 2) prohibiting the denial of claims based on such conditions.  

 

United States. Congress. An Act to Prohibit Discrimination on the Basis of Genetic 

Information with Respect to Health Insurance and Employment [Genetic Information 

Nondiscrimination Act of 2008] [GINA] Washington, DC: U.S. G.P.O., 2008. 42 p.: [2008 

November 5] (122 Statutes at Large 881) Codified as 42 United States Code 2000ff Public Law 

110-233, 110th Congress, [H.R. 493] approved May 21, 2008.  

The Genetic Information Nondiscrimination Act of 2008 (GINA) is landmark federal 

legislation enacted to prohibit genetic discrimination by health insurers and employers. 

Individuals cannot be denied health insurance or employment as a consequence of the 

results of a genetic test. It was signed into law on May 21, 2008 by President George W. 

Bush.  

 

 

IX. Search Strategies for Genetic Testing  

 

These search strategies reflect the status of the respective databases as of April 2011. 

 

Database:  Academic Search Premier (Private Database: EBSCO Industries, Inc.)  

http://www.councilforresponsiblegenetics.org/genewatch/GeneWatchPage.aspx?pageId=184&archive=yes
http://ons.metapress.com/content/78w9283g6j842657/fulltext.pdf
http://ons.metapress.com/content/78w9283g6j842657/fulltext.pdf
http://frwebgate.access.gpo.gov/cgi-bin/getdoc.cgi?dbname=110_cong_public_laws&docid=f:publ233.pdf
http://frwebgate.access.gpo.gov/cgi-bin/getdoc.cgi?dbname=110_cong_public_laws&docid=f:publ233.pdf
http://frwebgate.access.gpo.gov/cgi-bin/getdoc.cgi?dbname=110_cong_public_laws&docid=f:publ233.pdf
http://www.ebscohost.com/academic/academic-search-premier


Search Strategy:  

1
st
  query box:   genetic screening  [select Subject Terms from the right drop-down menu] 

2
nd

 query box:   AND    bioethics or ethics or ethical or legislation or privacy or 

confidentiality or policy or religion [retain Select a Field] 

 

Database:  ETHXWeb  (Public Database: Bioethics Research Library at Georgetown  

   University) 

Search Strategy:  (("*genetic discrimination" or "*genetic privacy" or "*dna fingerprinting") 

or (15.3[pc] and testing[ti]) or (15.2[pc] and counseling[ti])) 

 

Database:  Google Scholar  (Public Database: Google) 

Search Strategy: 

   exact phrase     genetic testing 

   at least one  legislation or privacy or confidentiality or discrimination or 

    policy or religion or ethics or ethical or bioethics or bioethical  

   

Database:  JSTOR  (Private Database: ITHAKA) 

1
st
  query box:   ―genetic screening‖ or ―genetic testing‖ [retain full-text]  

2
nd

 query box:   AND  (legislation or privacy or confidentiality or policy 

     or religion or bioethics or bioethical or ethical or ethics)  

    [retain full-text] 

 

Database:  LexisNexis Academic (Private Database: Reed Elsevier, Inc.) 

Search Strategy: 

  Combined Search genetic testing or genetic discrimination or genetic enhancement or 

genetic counseling or selective abortion [check Law Reviews] 

 

http://bioethics.georgetown.edu/
http://scholar.google.com/advanced_scholar_search?hl=en&as_sdt=0,9
http://www.jstor.org/action/showAdvancedSearch
http://www.lexisnexis.com/hottopics/lnacademic/


Database:  NLM Book Catalog  (Public Database: U.S. National Library of Medicine) 

Search Strategy:    (genetic testing/ethics [majr] OR genetic privacy [majr] OR dna 

fingerprinting/ethics [majr]) 

 

Database:  ProQuest  (Private Database: Cambridge Information Group) 

Search Strategy:  

1
st
  query box:   (genetic testing or genetic screening or dna fingerprinting)  [select Subject 

from the right drop-down menu] 

2
nd

 query box:   AND  (legislat* or privacy or confident* or policy or religion)    

    [select Subject from the drop-down menu] 

3
rd

 query box:    OR    (bioethic* or ethic*) [retain Citation and abstract] 

 

Database:  PubMed  (Public Database: U.S. National Library of Medicine) 

Search Strategy: (genetic testing/ethics [majr] OR genetic privacy [majr] OR dna 

fingerprinting/ethics [majr]) 

    

Database:  WorldCat  (Public Database: OCLC Online Computer Library Center) 

Search Strategy (for clinical genetic testing): 

1
st
  query box:   genetic testing  [select Subject from the left drop-down menu] 

2
nd

 query box:   ethic*    [select Keyword from the left drop-down menu] 

 

Search Strategy (for forensic genetic testing): 

1
st
  query box:   dna fingerprinting  [select Subject from the left drop-down menu] 

2
nd

 query box:   ethic*    [select Keyword from the left drop-down menu] 

 

The following chart provides search strategies for researchers who have access to the corporate 

versions of the legal databases LexisNexis and Westlaw. 

http://www.ncbi.nlm.nih.gov/nlmcatalog
http://proquest.umi.com/login
http://www.ncbi.nlm.nih.gov/pubmed/
http://www.worldcat.org/advancedsearch


PRIVACY AND LEGISLATION 

Issues include:  

 4
th

 Amendment and use of genetic information in criminal law 

 Genetic privacy related legislation prohibiting genetic discrimination by insurance 

companies 

 Informed consent and privacy issues in genetic research 

 

 Suggested search for criminal law  

WestlawNext advanced:(―DNA profiling‖ ―DNA fingerprinting‖ ―genetic 

fingerprinting‖) 

Westlaw ―DNA profiling‖ ―DNA fingerprinting‖ ―genetic fingerprinting‖ 

LexisNexis ―DNA profiling‖ OR ―DNA fingerprinting‖ OR ―genetic fingerprinting‖ 

 

 

 Suggested search--criminal law, specifically Fourth Amendment 

WestlawNext advanced:((―DNA profiling‖ ―DNA fingerprinting‖ ―genetic 

fingerprinting‖) AND ―Fourth Amendment‖) 

Westlaw (―DNA profiling‖ ―DNA fingerprinting‖ ―genetic fingerprinting‖) AND 

―Fourth Amendment‖ 

LexisNexis (―DNA profiling‖ OR ―DNA fingerprinting‖ OR ―genetic fingerprinting‖) 

―Fourth Amendment‖ 

 

 

 Other informed consent/privacy and legislation--simple search 

WestlawNext advanced:(―genetic discrimination‖ ―genetic privacy‖) 

Westlaw ―genetic discrimination‖ ―genetic privacy‖ 

LexisNexis ―genetic discrimination‖ OR ―genetic privacy‖ 

 



 

 Other informed consent/privacy and legislation--broader search 

WestlawNext (―genetic discrimination‖ ―genetic privacy‖) OR ((―genetic testing‖ 

―genetic research‖ ―genetic database‖ ―DNA testing‖ ―DNA database‖) 

/100 (insurance discrimination privacy advertising ―informed consent‖ 

confidentiality consent)) % paternity 

Westlaw (―genetic discrimination‖ ―genetic privacy‖) OR ((―genetic testing‖ 

―genetic research‖ ―genetic database‖ ―DNA testing‖ ―DNA database‖) 

/100 (insurance discrimination privacy advertising ―informed consent‖ 

confidentiality consent)) % paternity 

LexisNexis (―genetic discrimination‖ OR ―genetic privacy‖) OR ((―genetic testing‖ 

OR ―genetic research‖ OR ―genetic database‖ OR ―DNA testing‖ OR 

―DNA database‖) w/100 (insurance OR discrimination OR privacy OR 

advertising OR ―informed consent‖ OR confidentiality OR consent)) 

AND NOT paternity 

 

 

 Suggested search – genetic testing 

WestlawNext (abortion /p eugenic) OR (―genetic enhancement‖ ―genetic screening‖ 

―genetic counseling‖ ―selective abortion‖ ―prenatal diagnosis‖ 

―preimplantation diagnosis‖) 

Westlaw (abortion /p eugenic) OR (―genetic enhancement‖ ―genetic screening‖ 

―genetic counseling‖ ―selective abortion‖ ―prenatal diagnosis‖ 

―preimplantation diagnosis‖) 

LexisNexis (abortion w/p eugenic) OR (―genetic enhancement‖ OR ―genetic 

screening‖ OR ―genetic counseling‖ OR ―selective abortion‖ OR 

―prenatal diagnosis‖ OR ―preimplantation diagnosis‖) 

 

 

 

Genetic Testing and Genetic Screening was originally authored by Pat Milmoe McCarrick, 

M.L.S., a reference librarian at the Bioethics Research Library (BRL) and published in the 

Kennedy Institute of Ethics Journal, Vol. 3, No. 3, pp. 333-354, September, 1993.  This 

publication has been updated periodically by BRL staff members Martina Darragh, Harriet Gray, 



and Kathleen Schroeder. Maddalena Tilli Shiffert, Assistant Professor, Department of Biology, 

Georgetown University, was a scientific advisor on this project in 2011, when this bibliography 

was last updated. Also in 2011, Katherine L. Record and Melissa K. Bourne of the Georgetown 

University Law Center, developed search strategies to access the legal literature; these are 

incorporated into each Scope Note on genetics, along with strategies for other disciplines 

designed by BRL staff. 

The Bioethics Research Library at Georgetown University, directed by Doris Goldstein, has been 

supported in part by grant P41 HG01115 from the National Human Genome Research Institute, 

National Institutes of Health (NIH) and its predecessor, NIH‘s National Center for Human 

Genome Research. Grants awarded to LeRoy Walters, Principal Investigator and Kennedy 

Institute Senior Research Scholar, supported this work from 1994 to 2011. Margaret Little, 

Director of the Kennedy Institute, served as Principal Investigator for the 2010-2011 grant year, 

following Professor Walters‘ retirement. 

Scope Notes are posted on the BRL web site at http://bioethics.georgetown.edu and elsewhere to 

make them widely available to individual researchers. Any redistribution or commercial use of 

these copyrighted works requires written permission of the Institute. 

 
Last updated: July 2011 
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