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The descriptor “usual care” refers to standard or routine care. Yet, no formal definition exists. The 

need to define what constitutes usual care arises in clinical research. Often one arm in a trial 

represents usual care in comparison to a novel intervention. Accordingly, usual care in genetic 

counseling research appears predominantly in randomized controlled trials. Recent standards for 

reporting genetic counseling research call for standardization, but do not address usual care. We 

(1) inventoried all seven studies in the Clinical Sequencing Evidence-Generating Consortium 

(CSER) about how genetic counseling was conceptualized, conducted, and whether a usual care 

arm was involved; (2) conducted a review of published randomized control trials in genetic 

counseling, comparing how researchers describe usual care groups; (3) and reviewed existing 

professionally endorsed definitions and practice descriptions of genetic counseling. We found 

wide variation in the content and delivery of usual care. Descriptions frequently detailed the 

content of usual care, most often noting assessment of genetic risk factors, collecting family 

histories and offering testing. A minority included addressing psychological concerns or the risks 

versus benefits of testing. Descriptions of how care was delivered were vague except for mode and 

type of clinician, which varied. This significant variation, beyond differences expected among 

subspecialties, reduces the validity and generalizability of genetic counseling research. Ideally, 

research reflects clinical practice so that evidence generated can be used to improve clinical 

outcomes. To address this objective, we propose a definition of usual care in genetic counseling 

research that merges common elements from the National Society of Genetic Counselors’ practice 

definition, the Reciprocal Engagement Model, and the Accreditation Council for Genetic 

Counselors’ practice-based competencies. Promoting consistent execution of usual care in the 

design of genetic counseling trials can lead to more consistency in representing clinical care and 

facilitate the generation of evidence to improve it.
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1. Introduction

Research in genetic counseling includes process studies that examine communication 

approaches and content (e.g. Roter, 2006; Joseph, 2017 and 2019), and studies of genetic 

counseling outcomes that assess independent variables for their role in achieving targeted 

outcomes such as pursuit of follow up health care recommendations. Outcomes research also 

assesses the value of genetic counseling to end users (McAllister, 2011; Hippman, 2016; 

Ison, 2019), and compares alternative service delivery models that may be more efficient 

while also being effective (Schwartz, 2014 and 2018). Often such studies are conducted 

using a randomized controlled trial (RCT) design involving a control group to compare 

existing conditions to interventions, frequently using the descriptor “usual care” to refer to 

the standard care offered in such a control group. Yet, there exists no guidance on what 

constitutes usual care in genetic counseling research. Although Hooker and colleagues 

recently outlined standards for reporting genetic counseling research in the peer-reviewed 

literature (Hooker, 2017), defining usual care was notably absent from that effort, leaving an 

opportunity to address this shortfall.
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While there have been many debates surrounding the selection of and the quality of usual 

care groups in behavioral research (Freedland, 2011; van der Graaf, 2009; Au, 2007), little 

has been published that seeks to describe or standardize usual care in clinical research, and 

none in the field of genetic counseling. Recent examples in clinical research include Young 

et. al (2020) who outlined the challenges of defining and measuring usual care in type 2 

diabetes interventions with a focus on how usual care variability has implications for study 

quality, noting that the reproducibility of a study can be negatively impacted by omissions in 

descriptions of usual care. Similarly, Arch and Stanton (2019) reviewed the historical shifts 

in usual care within psychosocial oncology clinical trials, highlighting the difficulty of 

defining and interpreting usual care, and offering recommendations for psychosocial 

oncology research. The lack of precision in descriptions of usual care has also been noted in 

the context of type 1 diabetes interventions (Ayling, 2015), psychiatry (Gold, 2017; Mohr, 

2014) and primary care (Smelt, 2010). In all these settings, minimal description of usual care 

arms made it hard to discern the essence of the differences between a proposed intervention 

and usual care. In response to these findings, Smelt et al. called for a systematic description 

of control groups or usual care arms (i.e., an extended CONSORT guideline), and Ayling et 

al. developed a checklist to code standard of care approaches. These research efforts 

demonstrate the cross disciplinary importance of addressing usual care and further 

encouraged our efforts to address the issue in genetic counseling research.

We are largely genetic counselors providing clinical care and, in some cases, interventions, 

in the Clinical Sequencing Evidence-Generating Research Consortium (CSER) studies 

(Amendola, 2018). Studies within the consortium are investigating the effectiveness of 

integrating genomic sequencing into the clinical care of diverse and medically underserved 

individuals at various clinical settings. This prompted our further exploration of how usual 

care is conducted across genetic counseling research more broadly. To achieve this, we (1) 

inventoried all seven CSER studies regarding how genetic counseling was conducted and 

whether a usual care arm was involved; (2) conducted a review of published RCTs in genetic 

counseling, comparing how investigators described the usual care groups, noting similarities 

and differences; and (3) reviewed existing professionally endorsed definitions and practice 

descriptions of genetic counseling. These efforts verified the current lack of standardization 

and led us to develop a definition of usual care in genetic counseling research to improve 

consistency in how usual care is conducted and described in research.

2. METHODS

2.1 Review of Consortium studies

Fifteen genetic counselors representing each of the seven CSER Consortium studies 

completed a set of open-ended questions that captured the scope and nature of the genetic 

counseling research being conducted. The responses were put in a table that displayed how 

usual care was defined in each RCT of a genetic counseling intervention. The responses 

were checked for completeness and any follow up questions were directed towards the 

genetic counselors. All CSER study responses were then collated into a larger table.
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2.2 Review of published randomized genetic counseling clinical trials

To identify existing descriptions of genetic counseling usual care in the peer-reviewed 

literature, we reviewed U.S.-based studies from the most recent and comprehensive 

systematic review of genetic counseling RCTs (Athens et al., 2017) and eight U.S. RCTs 

published subsequently. The systematic review included English-language publications in 

peer-reviewed journals from 1990 to 2015 presenting findings from RCTs with at least one 

primary study aim referencing an outcome of genetic counseling. Two authors read the 

source manuscripts to abstract information on study design and methodology. We focused on 

the descriptions of usual care using two constructs: content and delivery. Content was 

defined as the main elements that made up the counseling aspect of usual care (e.g., genetic 

risk assessments; the benefits and risks of genetic testing). Delivery was defined as how 

participants received usual care (e.g., by phone vs. in-person) and by whom (e.g., a formally 

trained genetic counselor vs. another provider). Where needed, we supplemented our 

abstraction with protocol papers or previously published articles on the trials that were 

referred to in the papers’ methods sections.

2.3 Developing a definition of usual care in genetic counseling

To create a definition of usual care to promote standardization, we collated genetic 

counseling practice elements from the National Society of Genetic Counselors’ Definition of 

Genetic Counseling (National Society of Genetic Counselors’ Definition Task Force: Resta, 

2006), the Reciprocal Engagement Model (Veach, 2007), the Central Tenets of Practice 

(Biesecker, 2020) and the Accreditation Council for Genetic Counseling (ACGC) Practice-

Based Competencies for board certification (Accreditation Council for Genetic Counseling, 

2019). These four competencies were chosen as most directly related to care delivery. 

Fifteen genetic counselors representing all seven CSER studies independently reviewed the 

competencies for those most relevant to our practice and most likely to be universal across 

subspecialties. In addition, we consulted guidelines for genetic counseling from related 

professional societies, including the American College of Medical Genetics and Genomics 

(https://www.acmg.net/), the American College of Obstetricians and Gynecologists (https://

www.acog.org/), American Society of Clinical Oncology (https://www.asco.org/), National 

Comprehensive Cancer Network (https://www.nccn.org) and the American Society of 

Human Genetics (https://www.ashg.org). We limited our sources of genetic counseling 

practice elements to U.S. sources. It was sufficiently challenging to consider variation in 

care across subspecialties in the U.S., and we were initially skeptical we would arrive at a 

definition. What provided the opportunity was the consistency in the descriptions by the 

U.S. professional bodies. Further, there is significant variation in how genetic counseling is 

defined across international professional bodies and the training of counselors (Abacan, 

2019). U.S. practices appear to be most similar to those in the United Kingdom and 

Australia, and divergent from European countries such as Italy and the Netherlands where 

physicians provide genetic counseling.
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3. RESULTS

3.1 Usual care in the CSER Consortium

All seven CSER Consortium studies provided genetic counseling, but only four tested a 

genetic counseling intervention against a usual care arm in a randomized trial: Cancer 

Health Assessments Reaching Many (CHARM), NYCKidSeq, NCGENES, and SouthSeq 

(See Table 1). Usual care in each of these studies was meant to reflect clinical practice and 

was not standardized. The practice of usual care in genetic counseling varied in accordance 

with clinical practice at participating clinics, the aims of the specific CSER study, and the 

study design. In these four CSER studies, participants were recruited from multiple sites and 

clinics, with varied clinical practices. Thus, usual care reflected the varied clinical practice 

across the multiple clinical sites and genetic counselors within each CSER study. For 

example, in CHARM, counselors in both arms did not have access to medical records per 

study protocol, and, where appropriate, referred participants to follow-up clinical genetics 

visits rather than providing ongoing care themselves. In NYCKidSeq, the usual care arm is 

consistent with current pediatric genetic counseling practice at the two study institutions, 

apart from study counselors being unaccompanied by other genetics providers during 

counseling sessions. Study counselors also provide referrals to clinical pediatric genetics for 

appropriate follow-up care.

3.2 Usual care descriptions identified in published systematic review

We initially reviewed all genetic counseling RCTs in the 58 manuscripts presented in the 

systematic review (Athens, 2017) and summarized the descriptions of usual care. Most 

studies were conducted in the United States (n = 38), with International studies occurring 

most often in the United Kingdom (n = 6) and the Netherlands (n = 6). Given our domestic 

focus for sources of usual care practice, we excluded studies conducted outside the U.S (See 

full descriptions in Supplementary Table 1). The additional eight RCTs were all U.S.-based, 

for a total of 46 RCTs to review. Overall, the majority of the U.S.-based RCTs were in the 

cancer genetics context and focused on either a comparison of modes of genetic counseling 

delivery or a comparison of genetic counseling content. Almost all papers included at least 

some description of the usual care or, if they did not, provided a citation to a protocol article 

that more fully described the usual care arm. We found variation in descriptions of both 

content and delivery of usual care. Table 2 provides examples of the ways that usual care 

was presented among the RCTs. Our selected examples are trials in the cancer genetics 

setting that compared a single genetic counseling intervention to usual care and provided 

significant detail to illustrate the differences. These differences highlight the variability in 

how researchers describe usual care and underscore the importance of a consistent 

definition.

Content of Usual Care.—The descriptions of usual care frequently detailed the content 

of usual care, most often noting assessment of genetic risk factors, taking family histories, 

and/or offering testing. A minority included addressing psychological concerns or the risks 

versus benefits of testing. This element of usual care was typically found in a shared 

decision-making model of care.

Biesecker et al. Page 5

J Genet Couns. Author manuscript; available in PMC 2022 February 01.

A
uthor M

anuscript
A

uthor M
anuscript

A
uthor M

anuscript
A

uthor M
anuscript



Delivery of Usual Care.—The greatest variation in usual care descriptions was regarding 

care delivery. Aside from mode (phone/in-person) and type of clinician, descriptions were 

general and vague with regard to how the provider engaged with the patient/family (see 

Supplementary Table 1.) Although usual care was typically delivered in person, details such 

as how the GC approached the patient and how long counseling sessions lasted were sparse. 

There was wide variation in how usual care was described with no apparent effort to ensure 

standardization. This significant variation in usual care, beyond differences among 

subspecialties, threatens the validity and generalizability of genetic counseling research.

3.3 Development of Usual Care in Genetic Counseling Research Definition

While there were minor discrepancies among the core competencies we independently 

nominated as key to usual care in genetic counseling, there was unanimity in putting forth 

the items in the ACGC Domains I-III (Accreditation Council for Genetic Counseling, 2019). 

Domains I-III are topics of expertise needed: genetics expertise and analysis; interpersonal, 

psychosocial and counseling skills; and education abilities. We then compared the items in 

these domains to the NSGC Practice Definition (Resta, 2006) and found that the tasks listed 

in the definition were accounted for in the core competency items we identified. We next 

considered the Reciprocal Engagement Model (REM) as a practice model in which the 

relationship between the client and the genetic counselor is at the core and central practice 

tenets are described (Veach, 2007). The REM served as a framework to embody the tasks 

from the ACGC core competencies and NSGC definition. We also reviewed expanded 

practice tenets to ensure that they would be included in our definition (Biesecker, 2020). 

There was notable overlap in the concepts among these professional sources, such that they 

facilitated the drafting of a usual care definition of genetic counseling for research. Our 

review of genetic counseling descriptions from the American College of Medical Genetics 

and Genomics, the American College of Obstetricians and Gynecologists, the American 

Society of Clinical Oncology, the National Comprehensive Cancer Network and the 

American Society of Human Genetics addressed content to be discussed with patients, but 

not how it should be delivered within a relationship between the provider and patient. 

Importantly, the content was redundant with that identified in the NSGC practice definition 

and in the ACGC practice domains, and therefore did not further the usual care definition.

Proposed Definition—Our objective was to fill the need for a definition of usual care for 

genetic counseling research. We did this by developing a definition of usual care based on 

existing professionally endorsed resources and augmented by existing descriptors and 

definitions of clinical practice. The significant overlap across key practice elements led to 

the generation of a concise proposed definition of usual care for genetic counseling research:

Usual care in genetic counseling relies on a client-centered relationship that is 

respectful, culturally informed, and empathetic. Personal and family health 

information is obtained to determine genetic risks while understanding of genomic 

information is assessed to tailor education. Discussion of recommendations or 

options for testing and management provides guidance for follow-up. Facilitation of 

client-centered, value-based decision-making leads to informed choice and 
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identification of coping resources to promote adaptation and psychological well-

being.

4. DISCUSSION

Genetic counseling care models are evolving. The limited number of genetic counselors 

concurrent with the expansion of genomic medicine applications and increased access to 

genetics services has demanded creativity and experimentation in the development of new 

and adaptive delivery models of genetic counseling (Biesecker, 2018; Stoll, 2018; 

Schmidlen, 2019). The diversity of patients accessing clinical genetics care and the 

integration of genetics/genomics into a wide range of medical disciplines has implications 

for the variability of what may be considered usual care in genetic counseling.

Genetic counseling research, while going on for decades, remains limited. While 

randomized clinical trials exist, they have yielded insufficient evidence to adequately inform 

development of successful novel service delivery models to achieve expanded access and to 

meet the needs of a more diverse range of clients. The recent call for reporting standards in 

genetic counseling research represents an important advance for the profession (Hooker, 

2017). One of the limitations has been a lack of consensus and reporting on what constitutes 

usual care in genetic counseling research. As studies expand to represent a wider range of 

research, consistency in what we mean by usual care will help to interpret the evidence and 

its implications for clinical practice. As is clear from our review, usual care clinical practice 

is varied, as is usual care as defined in clinical trials of genetic counseling interventions. 

This variance limits our ability to compare study outcomes and to gather sufficient 

consistent evidence that specific service delivery models are clearly more effective and 

efficient than others. Without more consistency in research questions, outcomes assessed 

(Athens, 2017), and in the definition of usual care in randomized control trials of genetic 

counseling interventions, the generation of useful evidence will lag.

The proposed usual care definition complements the NSGC practice definition. They differ 

in that the usual care definition is relationship-based (per the REM), while the NSGC 

definition emphasizes the main tasks of genetic counseling (Resta, 2006). Further, the usual 

care definition characterizes how the tasks in the NSGC definition are implemented. 

Similarities in the definitions are key if usual care in genetic counseling research is to 

represent clinical practice.

The process of standardizing delivery of usual care in genetic counseling research may be 

challenging given the variation in individual styles of genetic counselors, and care priorities 

that vary across clinical settings (i.e., cancer, prenatal, cardiac, pediatrics). Yet, genetic 

counseling process studies have suggested there is consistency across genetic counselors and 

contexts in terms of the proportion of time spent on education/provision of genetic 

information over psychological counseling, and the relatively high literacy level at which 

counseling is provided (e.g. Roter, 2006; Joseph, 2017, Ellington, 2011, 2006, and 2005; 

Meiser, 2008). Procedures to monitor and ensure fidelity to both the intervention and usual 

care genetic counseling arms of a randomized study could help to demystify usual care 

practices, and reporting on the processes as well as outcomes (e.g. using mixed methods 
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study designs) could improve overall understanding of the scope of genetic counseling 

practice, how it is conducted, and its outcomes. Strategies used to provide consistency 

within each study arm (e.g. fidelity checklists, review of audio recordings etc.) could also 

provide more evidence on what researchers intend by usual care; however, caution is 

warranted. We do not want to suggest a scripted interaction that is likely to fail to address 

the individual client’s needs; however, implementing a minimum checklist could be 

valuable. Our usual care definition lends itself to a minimal checklist, shown in Figure 1. 

The National Institutes of Health’s 2021 commitment to fund extramural research in genetic 

counseling (see RFA-HG-20-048, ‘Investigator-Initiated Research on Genetic Counseling 

Processes and Practices’) confirmed that the time is right to design studies with attention to 

what counts as usual care in order to enhance how we evaluate new interventions.

4.1 Limitations

Our review is based on the RCTs in the CSER consortium, those previously identified by 

Athens et al. (2017) and eight subsequent RCTs. It was within the CSER consortium that the 

authors came to appreciate that what was referenced as ‘usual care’ differed significantly 

among our studies. This offered a contemporary example among genomic sequencing 

studies of evidence that usual care in genetic counseling research differed remarkably. We 

then searched the literature and found no definition of what constituted usual care in genetic 

counseling, identifying a research gap we aimed to address. The systematic literature review 

covering 25 years of RCTs provided further examples of the variation in usual care. This 

supported our observation among the CSER studies. We did not further investigate genomic 

consortia studies as we had a remarkable degree of variation between the CSER studies and 

the published RCTs. We anticipate that the definition will evolve over time as further 

research is needed to provide evidence of what is, or ought to be, most consistently 

actualized in usual care arms of genetic counseling. Although there have been more recent 

RCTs since the publication of the systematic review, using Athens et al. as our source 

allowed us to take a broad view of the literature. In order to address this limitation, we 

identified eight U.S.-based RCTs that have been published after the Athens review. These 

more recent RCTs followed the pattern of the RCTs identified previously; namely, variation 

in the descriptions of both content and delivery of usual care, highlighting the importance of 

a consistent definition (see Supplementary Table 1b for these additions). Additionally, we 

acknowledge that the rigor of the usual care descriptions found in published RCTs may have 

been constrained artificially by manuscript word limits.

4.2 Research Recommendations

As investigators from a variety of professional backgrounds design and conduct studies in 

genetic counseling, assumptions are made about what constitutes usual care that may or may 

not reflect clinical practice. Genetic counselors knowledgeable about practice elements are 

well-equipped to define usual care to inform genetic counseling research. With researchers 

turning their attention to interventions, using the proposed definition of usual care in genetic 

counseling research to inform the design of studies will help to ensure that practice elements 

in the study do not introduce threats to validity. Consistent use of usual care in the design of 

trials will further help genetic counseling research to more accurately represent clinical care 
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and will facilitate the generation of evidence to improve this research, and ultimately the 

care of patients accessing genetics counseling services.

4.3 Practice Implications

This review identifies inconsistency in how usual care in genetic counseling is actualized in 

research. Since genetic counseling research is used to inform practice, care needs to be taken 

when incorporating interventions from research involving usual care. Our proposed 

definition of usual care in genetic counseling research will help to yield more consistency in 

the design of studies aimed at generating evidence to improve clinical care.

Supplementary Material

Refer to Web version on PubMed Central for supplementary material.
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What is known about this topic?

Despite recent standards for reporting genetic counseling research in the peer-reviewed 

literature, there exists no guidance on what constitutes usual care in genetic counseling 

research.

What this paper adds to the topic:

We propose a definition of usual care in genetic counseling research. This definition is 

supported by our review of Clinical Sequencing Evidence-Generating Consortium studies 

and the published literature of randomized control trials in genetic counseling, and of 

existing professionally endorsed definitions and practice descriptions of genetic 

counseling.
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Figure 1. 
Minimal Checklist for Usual Care
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