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ABSTRACT

Whole-genome sequencing (WGS) has rapidly transitioned from specialized research laboratories to the direct-to-
consumer (DTC) genetic testing marketplace due to declining costs and advances in high-throughput sequencing
technologies. While these services expand access to genomic information and offer potential benefits for disease
prediction, ancestry tracing, and personalized health insights, they also raise significant ethical, legal, and social
concerns. This paper examines the implications of WGS within DTC contexts, focusing on issues of informed
consent, privacy and data security, governance and regulatory oversight, accountability of service providers, and
the broader social consequences of commercialization. It highlights how indefinite data storage, third-party data
sharing, and risks of re-identification challenge traditional frameworks of confidentiality and consumer protection.
The analysis further reviews national and international regulatory approaches, emphasizing disparities between
jurisdictions and the absence of binding global standards. Additionally, the study explores challenges relating to
public trust, transparency, equity of access, and methodological limitations in research using consumer genomic
data. The paper concludes that while DTC WGS holds transformative potential for healthcare and research,
stronger regulatory frameworks, transparent consent processes, and robust privacy safeguards are essential to
ensure responsible innovation and protect consumer rights.
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INTRODUCTION
Owing to the rapid decline in cost and increase in speed associated with high-throughput sequencing technologies,
the scope and scale of genetic testing have dramatically shifted from research laboratories to direct-to-consumer
(DTC) genetic tests marketed directly to the general population [17]. A decade ago, predictions suggested that
routine access by individuals to genetic information, predictive tests for “common” conditions, and widespread use
of carrier testing before conception would have been commonplace. At that time, commercial and consumer
interests appeared to offer the best hope for a more proactive development of an integrated and informed
predictive landscape [27]. The ethical and policy implications needed to accommodate such developments required
examination by those involved in genetics and law. Today, however, genome analysis provides modest comfort
through a focus on less complex and easily understood variants within the human genome. Although patients with
a documented medical genetic condition, such as cancer or cardiomyopathy, now expect discussions with
healthcare providers about genetic testing, these discussions remain exceedingly complex and the landscape often
shifting [37. A significant proportion of genetic testing is still conducted without any documented review of the
broader implications. It is imperative for healthcare professionals engaged in genetic testing to have an
understanding of the theoretical and ethical foundational principles underlying general and clinical genetics
capable of guiding practice and supporting patients in navigating the associated multifaceted medical,
psychosocial, and ethical issues. Key among these principles for the DTC market are de facto expectations relating
to [4] the nature, form, timing, and follow-up of the return of results (which may occur via electronic mail) and
[5] the extent to which privacy and confidentiality are assured [17]. Consumer genome sequencing holds the
prospect of enhancing DTC services by expanding genome analyses to links between physiology, disease, and

63


https://doi.org/10.59298/RIJBAS/2026/616367

https://rijournals.com/biological-and-applied-science/

regulation/communication networks, but concerns remain regarding broad-spectrum data use and sample
retention with LGC [27]. Whole genome and whole exome sequencing now form part of the competitive DTC
genomics service environment [67]. DTC companies may store returned data indefinitely, with transfers to third
parties possible, even when limited to research purposes, whereas LGC might retain consumer samples and run
uninterrupted tests on proprietary molecules before disposal according to record-keeping policy. Consumer
requests to delete data may not guarantee removal of copies [67]. While some companies maintain sweat and nail
samples without customer feedback, others disregard these types altogether. Privacy safeguards differ across all
aspects. The potential for re-identification via publication or notice requests remains undeclared by companies in
the public domain, many of which neglect to clarify the unexamined research and commercial implications
consequent upon sample and data-sharing contracts explicitly [7].

Conceptual Framework: Whole-Genome Sequencing in Direct-to-Consumer Contexts
Whole-genome sequencing (WGS) in direct-to-consumer (DTC) contexts encompasses a range of services that
produce and interpret genomic data and provide consumers with raw sequence information and/or health-related
interpretations [27]. The advent of consumer genome sequencing has been facilitated by major reductions in the
cost of sequencing. While it was estimated that the first human genome took over a decade and USD 3 billion to
build, companies now market WGS for individual customers for around USD 1000 and offer whole-exome
sequencing for even less[57]. Numerous DTC companies have entered this burgeoning field, promising a variety of
interpretive services extending from ancestry information to medically actionable disease risk predictions [27].

The scale of data obtained through WGS far exceeds that of traditional laboratory profiles. Detailed analysis of
nearly a hundred anonymised WGS reports from two service providers disclosed, respectively, 175 and 1783
actionable risks across a range of disease and trait types. Analysis of a different WGS service revealed that an
individual’s sequenced genome could be reidentified among the Human Genome Diversity Project dataset with
99.9% certainty by knowing just four single-nucleotide polymorphisms [17].

Informed Consent in Direct-to-Consumer Genomics
Much of the ethical scrutiny around direct-to-consumer (DTC) genomic sequencing is concentrated on the
question of informed consent, particularly with regard to the storage and sharing of samples and sequencing data
[27]. In the wake of the recent transition to more expansive DTC genomic sequencing, the ethical debate
surrounding the issue has become more pronounced [17. Tightened regulatory oversight and monitoring of
consent practices for DTC genomic sequencing were among the recommendations arising from a 2022 World
Health Organization—established expert consultation [87]. Nevertheless, elements of DTC genomic sequencing
still receive insufficient consideration when it comes to informed consent, problematic content remains visible on
the websites of leading labs, and the distinctions between direct-to-consumer and clinical consent processes remain
a source of confusion [57.

Governance and Regulatory Oversight

The emergence of direct-to-consumer (DTC) genetic testing and sequencing services raises important ethical,
legal, and social questions about governance and regulatory oversight [67]. The capacity to participate actively in
genetic research or sequencing services has created new modes of accessing information about genomes and new
relationships with researchers [27]. Yet governance systems have not kept pace with these changes. Genetic
sequencing or genetic research services can store and use samples and data provided by consumers. Participation
in genome sequencing research can lead to multiple forms of genetic information [87]. Companies often retain
consumers’ samples and data indefinitely, potentially forwarding such materials to third parties without further
explicit consent 2. Regulatory frameworks are also evolving for DTC genetic testing in the United States and
Europe. One trend involves closer oversight of laboratory-developed tests (LDTs), a regulatory category that
encompasses many DTC tests [17]. Some recent developments are examined next [47]. Certain DTC genetic-
testing companies store consumers’ samples and results indefinitely, use samples and data for unspecified research,
and share or sell samples, data, and results with multiple third parties[7]. Because the adequacy of informed
consent depends on the explicitness of the intended uses of samples and results, many consumers’ consent may be
invalid. Although companies state that they implement privacy safeguards, information about potential re-
identification risks is often lacking [37]. Proprietary claims or commercialization policies defined in the terms of
service may not be understood or anticipated by many consumers, suggesting a lack of awareness on their part
[27]. Such ambiguities call attention to whether transparency, explicit consent, or both need to be improved for the
retention and use of consumers’ samples and data in connection with genome-sequencing services [37].

National and International Regulatory Approaches
A variety of national and international regulatory agencies have been called upon to issue guidance concerning
personal genomics [5]. The United States remains particularly engaged in the discussion of direct-to-consumer
(DTC) testing regulations, yet no formal regulatory framework has been established. Conversely, Germany has
enacted a near-total ban on DTC services, which serves as a point of comparison for other nations [37. Unlike the
German approach, the United States continues to pursue indirect regulation that focuses on the technologies
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rather than the services. This section outlines representative regulatory activities from direct-to-consumer genetic
testing, focusing on the state of the law in the United States and Germany [47]. Commercial direct-to-consumer
genetic testing companies now offer whole genome and exome sequencing. These services raise ethical concerns
regarding the informed and voluntary nature of consumer participation [67]. Many companies stipulate broad,
perpetual rights to store and use consumer data and samples for unspecified research while also retaining the right
to transfer these data to third parties. Internal policies governing these practices remain insufficiently
communicated to the consumer, which undermines the legitimacy of the initial consent [27]. Regulatory evolutions
will significantly influence the future of the DTC market. In the United States, the FDA has intensified oversight
efforts, sending warning letters to companies and discussing the regulation of laboratory-developed tests. Until
now, most LDTs have been unreviewed for clinical validity, but this situation may change [7]. In Europe, the
UK’s Human Genetics Commission has proposed a set of principles that promote self-regulation and the provision
of guidance to protect consumers while enabling industry growth. Some critics maintain that the guidelines are
too weak [57]. The European Society of Human Genetics has underlined the need to address test quality, pretest
information, and the availability of counseling [57]. The European Commission is revising a set of directives to
answer the demand for better regulation of DTC genetic tests, with a view to requiring scientific validity, clinical
utility, and medical supervision. Some nations, including Germany, Switzerland, and France, already prohibit DTC
genetic testing [37].
Standards for Data Privacy and Security
Privacy and security underpin the entirety of direct-to-consumer genetic testing services, as order placement
requires individuals to provide sensitive samples and personal data that can be uniquely linked back to them and
shared with third parties, including law enforcement [57. Concerns about privacy and security have grown since
the introduction of direct-to-consumer genome testing in 2007. Companies typically pledge effective safeguards,
but few describe their specific practices or provide clear descriptions of risks such as re-identification [27]. Genetic
and personal data often overlap and are regularly processed and stored in multiple countries, yet national
regulations typically address them separately [77]. While a hypothetical global regulatory body could establish
international standards, companies operating within the European Union are expected to adhere to its stringent
Data Protection Framework, which remains under revision [57].
Accountability Mechanisms for Direct-to-Consumer Providers
The commercialization of genetic testing raises significant ethical concerns pertaining to both the protection of
human rights and the regulation of clinical research [57]. To oversee emerging technologies and their applications,
appropriate accountability mechanisms must be put in place. In most jurisdictions, genetic testing is subject to
conventional oversight [37]. However, direct-to-consumer (DTC) companies are exempt since offerings typically
involve nonclinical services such as recreational ancestry and consumer behaviour. Nevertheless, oversight
remains pertinent to the interpretation and anticipated use of the genomic information and its viability as a
surrogate for genetic testing [27]. DTC genomic testing could have serious repercussions on health and social
obligations. DTC providers must comply with national legal frameworks. Genetic testing used in clinical
environments is subject to regulation in more than 30 countries and various international instruments. Many
jurisdictions maintain a regulatory void concerning DTC genetic testing [87. Moreover, when DTC testing is
permitted, no legally binding international standard governs the provision and dissemination of interpretation and
information that might substantially affect life orientation, such as the emergence of costly diseases [67].
According to the International Federation of Human Genetics Societies’ 2009 guidelines, medical genetic services
should not be unprofessionally marketed [27. In many countries, including Australia, marketers of DTC genomic
testing are obliged to abide by laws that regulate deceptive or misleading conduct. Yet genetic information
emanating from a nonclinical DTC service could still influence healthcare decisions or nonclinical pursuits.
Irrespective of the clinical dimension, DTC genomic testing may yield interpretative outcomes that could be
conditioned upon by local laws [57].
Trust, Transparency, and Public Engagement
The essence of trust is to allow behaviour to follow interest and project a credible commitment to comply with
another’s expectation [17. Trust leads to non-transactional prevalence. Synthesizing multiple precursors of trust
[1, 7, 27, Niemiec and Carmen Howard classify factors essential to long-term engagement: knowledge,
competence, motive, integrity, intimacy, and responsibility [47]. The authors note that trust grows in time and
demands engagement. In the last decade, trust-related concerns began to surface. In the DTCG context, trust-
related concerns often arise first and overwhelm issue presentation [87]. Engaging the public through widely
trusted two-way dialogues and participatory frameworks with multiple stakeholders helps build trust. Deploying
public dialogue in developing DTCG tests illustrates this process [87]. Fostering a better understanding of
relevant aspects is vital for effective engagement. Sketching a comprehensive picture of direct-to-consumer genetic
testing enables actors to spot gaps, inconsistencies, and exaggerations underlying public fears, creating informed
responses [27].
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Equity, Access, and Social Implications
The drop in cost of whole-genome sequencing (WGS) has opened new avenues for research and a burgeoning
direct-to-consumer (DTC) market, extending beyond ancestry testing to comprehensive analyses of genetic risks
for common diseases, drug reactions, and information for personal health and diet [77]. Such rapid development
poses a series of ethical, legal, and social challenges, triggering questions of informed consent for clinical and non-
clinical use [37. Consumer genetics via direct-to-consumer (DTC) testing companies represents a powerful sector
of the consumer genetic marketplace. Companies offering genomic testing as consumer products have surged, and
a variety of consumers report buying products or services of companies involved in DTC genetic testing. The field
is developing rapidly, but major issues remain [67]. Commercial DTC genomic testing service providers generally
are not required to meet health-related regulations applied to laboratories that offer clinical assessments of
genomic variants [27]. Such laboratories must comply with regulatory mandates concerning chain of custody for
samples and documentation of informed consent; each test performed must undergo clinical validity and clinical
utility evaluations; clients must be notified of analytical validity and potential disclosure, confidentiality,
stewardship, and data-sharing concerns; records of all tests performed must be maintained; and allowable claims
concerning test processes and results are restricted [87]. Thus, although DTC products potentially are valuable,
the lack of such oversight and requirements promotes considerable concern [17].
Methodological Challenges in Direct-to-Consumer Genomic Research
With the development of affordable whole-genome sequencing (WGS), commercial firms now offer consumer-
oriented genetic analyses that provide individual genome information directly to non-professional users over the
internet [67]. For a fee, consumers submit saliva samples for the extraction of deoxyribonucleic acid (DNA) and
receive sequencing files, analyses of single-nucleotide polymorphisms (SNPs), and personal ancestry reports, often
including health-related risk estimates. As this genome information and the accompanying interpretations become
publicly accessible, researchers can extract data for a wide range of studies [57]. Challenges for researchers seeking
samples taken in the context of direct-to-consumer (DTC) commercial genomics remain formidable, despite the
wealth of publicly available genomic databases and data-sharing protocols such as the Global Alliance for
Genomics and Health [67]. Many DTC firms produce consumer genomes that are not uploaded to public
repositories, and those that do generally restrict free access to the original data files [47]. Additional difficulty
arises because numerous analytical approaches are possible based on the same DTC DNA or consumer genome,
yet the DTC firms have each developed proprietary algorithms and modelling with which they claim full
ownership of the resulting analytic outputs[57]. Thus, the ease with which many published genomic research
studies can be conducted based on the irrefutably DTC-source individual genomics of a consumer especially
challenges regulatory systems to keep pace with the ethical, legal, and social limitations on reproduction of direct-
to-consumer consumer-requested genomic analyses established across jurisdictions [1, 6, 2.
Future Directions: Innovation, Oversight, and Responsible Deployment
Although technological advancement holds immense promise for healthcare and society, the legacy of failed or
misdirected applications serves as a reminder that caution must accompany optimism regarding new developments
[5]. Future directions for consumer WGS hinge on translating scientific vision to a successful enterprise without
neglecting health and social responsibilities [67]. The market requires oversight mechanisms to inspire confidence,
responsibility, and integrity among entrepreneurs, scientists, and consumers [ 7. Reforming the legal framework
governing DTC genetic testing will be essential for stimulating innovation in health and wellness. Furthermore,
public dialogue over value and societal interpretive frameworks should shape entrepreneurship and support trust
and confidence. Achieving vigilance at both governmental and societal levels promises to raise enterprise potential
without sacrificing common goals for public health, human relations, and welfare [8-117.
CONCLUSION
Whole-genome sequencing in the direct-to-consumer genetic testing market represents a significant technological
and commercial advancement with the potential to transform healthcare, research, and individual engagement
with personal health data. However, this expansion has outpaced the development of comprehensive ethical, legal,
and regulatory safeguards. Persistent concerns surrounding informed consent, indefinite data retention, third-
party data sharing, privacy risks, and the possibility of genetic re-identification highlight the vulnerability of
consumers within the current framework. Variations in national regulatory approaches and the absence of
harmonized international standards further complicate oversight and enforcement. To ensure that the benefits of
consumer genomic sequencing are realized without compromising human rights and public trust, stronger
accountability mechanisms, clearer transparency requirements, and improved consumer education are necessary.
Regulatory bodies must strike a balance between encouraging innovation and safeguarding individuals from
misuse of sensitive genomic information. Ultimately, the responsible deployment of DTC WGS will depend on
integrating robust legal protections, ethical governance, and sustained public engagement to foster trust, equity,
and long-term societal benefit.
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