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ABSTRACT 26 

The concept of severity in healthcare is multidimensional and subjective. It is a 27 

primary consideration in reproductive genetic carrier screening design where the 28 

focus is providing reproductive couples with information about the chance of severe 29 

genetic conditions in their offspring.  When offering this screening, it is important to 30 

understand how condition severity is perceived and incorporated into reproductive 31 

decision-making. We analysed data from forty-one semi-structured interviews with 32 

people who received a screening result indicating an increased chance for having 33 

children with a genetic condition. Thematic analysis revealed a desire for 34 

comprehensive information about the condition including clinical features, prognosis, 35 

impact on quality of life, and treatment/management options. Participants integrated 36 

this information with their personal circumstances, beliefs/values, and lived 37 

experience to form a perception of the severity of the condition. For rare and 38 

reduced-penetrance conditions where clinical information was limited or ambiguous, 39 

decision-making was more complex and greater anxiety was experienced. For 40 

conditions with a severity spectrum, reproductive decisions were based on the 41 

‘worst-case’ clinical presentation. Where the impact of the condition was perceived 42 

as significant, the imperative to avoid that condition in future children appeared to be 43 

greatest. Participants reported feeling that knowing their increased reproductive 44 

chance of the condition conferred a responsibility to avoid the condition, to prevent 45 

suffering and/or reduced quality of life for their children and future generations. 46 

These findings offer critical insight into how severity is perceived and the role it plays 47 

in reproductive decision-making and justifies a carefully considered approach to 48 

screening panel design. 49 

 50 
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 52 

INTRODUCTION 53 

Reproductive genetic carrier screening (RGCS) offers information to prospective 54 

parents about the chance of having children with an autosomal recessive or X-linked 55 

genetic condition (1). Due to the nature of recessive inheritance, carrier couples 56 

often have no family history or knowledge of the condition until the birth of an 57 

affected child. Following this diagnosis, parents can experience significant grief and 58 

loss facing their child’s severe disability, suffering or, in some cases, premature 59 

death. Awareness and availability of RGCS is increasing and many professional 60 

societies  now recommend it is offered to people planning a pregnancy or early in 61 

pregnancy (1,2). There is general consensus that screening should focus on severe 62 

conditions. However, the concept of severity is difficult to define due to its subjective 63 

and context-dependent nature (3). An understanding of genetic risk enables 64 

reproductive couples to make informed decisions which may include using 65 

reproductive interventions to avoid having children with the condition. For example, 66 

opting for in vitro fertilisation (IVF) with preimplantation genetic diagnosis (PGT-M) or 67 

prenatal diagnostic testing (PND) with selective termination. 68 

 69 

Severity has been defined as the degree of suffering caused by the condition or the 70 

effect on quality of life (4). Severity, therefore, carries with it an element of how the 71 

condition is experienced, both by the affected individual, and their family. Perceptions 72 

of severity are inherently complex with various dimensions and not all who have a 73 

particular genetic condition experience or conceptualise their condition in the same 74 

way (5). Many interconnecting medical, temporal and socioeconomic factors 75 
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contribute to one’s view - for example, family situation, access to quality healthcare 76 

services and availability of effective treatment options (6). Quantifying or 77 

standardising the concept of severity has proven to be challenging, particularly for 78 

conditions with variable presentation or penetrance (3). Several attempts have been 79 

made to develop algorithms stratifying conditions based on their severity (7,8). 80 

These algorithmic approaches typically prioritise clinician opinion and biomedical 81 

data. Research or engagement with people and families living with genetic 82 

conditions has been limited. However, there appear to be differences in how 83 

conditions are defined and categorised under these algorithms compared to the 84 

reality of those experiencing them (5).  85 

 86 

The Australian Reproductive Genetic Carrier Screening study (known as 87 

“Mackenzie’s Mission”) investigated how best to provide an accessible, nationwide 88 

government-funded RGCS (9). A panel of ~1300 genes associated with over 700 89 

genetic conditions was developed, the ‘severity’ or ‘seriousness’ of the condition 90 

being one of the primary considerations for gene inclusion (10). Gene inclusion was 91 

based on conditions that a multidisciplinary committee assessed as being severe 92 

enough that people may choose to access reproductive intervention to avoid having 93 

children with the condition (9,10). Recognising that any assessment of severity is 94 

subjective, the study incorporated methods to explore the reproductive choices made 95 

by people who received “increased chance” results to inform future program design. 96 

The decisions around condition inclusion/exclusion ultimately shapes what results 97 

are returned to couples. Offers of RGCS need to integrate the clinical understanding 98 

of condition severity with the perspectives of those who are undertaking screening in 99 

order to provide information that is relevant to prospective parents for their 100 
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reproductive decision-making. Therefore, we conducted a sub-study within 101 

Mackenzie’s Mission which aimed to explore how participants who received 102 

increased chance RGCS results perceived the severity of the identified genetic 103 

condition and how these perceptions influenced their subsequent reproductive 104 

decisions. 105 

 106 

METHODS 107 

Study setting 108 

This study used a qualitative approach to explore experiences and perceptions, with 109 

respect to condition severity, of people who received increased chance results 110 

through RGCS offered in Mackenzie’s Mission. The Mackenzie’s Mission research 111 

protocol is published elsewhere (9). In brief, participants were reproductive couples 112 

over 18 years old, either planning a pregnancy or in early pregnancy (<10 weeks’ 113 

gestation). Couples were recruited by their healthcare provider. Couples accessed 114 

pre-test information and provided consent, via an online portal. Consenting couples 115 

then provided saliva samples for testing. Increased chance couples received genetic 116 

counselling and had access to funded PND or one funded cycle of IVF with PGT-M.  117 

Post-result interviews 118 

Each individual who received an increased chance result was invited to take part in a 119 

one-on-one interview three months post-result. The invitation email was sent 120 

separately to both members of the reproductive couple followed by a reminder email 121 

if no response was received. We purposively sampled to include perspectives from 122 

participants carrying a diverse range of genetic conditions as well as those pregnant 123 

at time of enrolment. Interviews were conducted via telephone (by ET, ADA, and BM) 124 

between June 2021 and November 2022. Verbal consent was obtained at the start of 125 
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each interview. The semi-structured interview guide was developed by the 126 

Mackenzie’s Mission psychosocial and epidemiology sub-committee, including a 127 

broad scope of suggested topics, open exploratory questions, and conversation 128 

prompts. All interviews were audio‐recorded and transcribed verbatim. Transcription 129 

was completed by a professional transcription service or a student researcher and 130 

checked against recording for accuracy. Names/identifiers were removed and 131 

replaced with pseudonyms and a unique study code.  132 

Severity sub-study 133 

To explore perceptions of severity and their role in reproductive decision-making, 134 

transcripts from all three-month post-result interviews were analysed (by ES) with a 135 

specific focus on severity. Discourse relevant to severity was identified through close 136 

reading of the transcripts looking for specific instances where severity was 137 

discussed, referred to, or where it appeared to have influenced decision-making. 138 

This was followed by reflexive thematic analysis of the relevant content using a six-139 

stage analytical framework (11,12). This involved familiarisation with the raw 140 

interview data with first impressions documented, then systematically free-coding 141 

each anonymised transcript, inductively developing a coding system. Related codes 142 

were then grouped, identifying candidate themes which were then refined, 143 

categorised, and named. To establish consensus and enhance reliability, 10 of the 144 

interview transcripts were co-coded (by ET). Coding and establishment of themes 145 

was an iterative and collaborative processes. ES maintained a reflexive journal 146 

throughout the study regularly documenting thoughts, emotional responses, biases 147 

and assumptions held that may influence the interpretation of data. These reflections 148 

were used to critically evaluate positionality in the research, enhancing the 149 

transparency and rigor of analysis. 150 
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 151 

RESULTS 152 

Participant characteristics  153 

In the Mackenzie’s Mission three-month post-result interviews, a total of 41 154 

participants (26 female, 15 male) representing 33 reproductive couples took part 155 

(Table 1). Interviews ranged from 20 to 93 minutes. In two couples, one member of 156 

the couple had a dominantly inherited genetic condition not screened in Mackenzie’s 157 

Mission. Four participants from independent couples already had a child with a 158 

genetic condition before taking part in Mackenzie’s Mission.  159 

 160 

When the 41 interview transcripts were assessed for this sub-study to identify 161 

discourse around condition severity, 35 participants had considered condition 162 

severity a significant factor in their decision-making. Observation of the 6 transcripts 163 

in which severity was not described as contributing to decision-making showed 164 

characteristics including: already going through IVF, having made a decision (after 165 

receiving their results) to not have more children, a decisive (less contemplative) 166 

approach to decision-making or lack of engagement/misunderstanding of interview 167 

question.  168 

 169 

THEMES 170 

1) Defining severity: understanding the impact of the condition 171 

Upon receiving the result, all participants recalled seeking as much information about 172 

the condition as possible, particularly with respect to clinical presentation, 173 

prognosis/life expectancy, impact on quality of life, impact on daily life of future 174 

children and treatment/management options (Table 2, Quote 1). These aspects 175 
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framed how severity was defined by participants. The information was desired at the 176 

point of result disclosure and acquired through the study genetic counsellor/specialist 177 

as well as via subsequent web-based searches. Some participants recalled feeling 178 

that the inclusion of the condition on the screening panel implied that it was deemed 179 

severe enough to justify screening for it (Table 2, Quote 2). 180 

 181 

Participants who perceived that they had received comprehensive information about 182 

the condition appeared to find it easier to assess condition severity and to make 183 

reproductive decisions. For very rare conditions, the lack of available research and 184 

information appeared to limit these participants’ ability to develop a perception of 185 

severity (Table 2, Quote 3). Such unknowns and gaps in information appeared to 186 

cause anxiety and stress among participants (Table 2, Quote 4). 187 

 188 

Conditions with variable clinical presentation or penetrance meant that information 189 

provided about these conditions was perceived as ambiguous, contributing to 190 

difficulty in decision- and meaning-making (Table 2, Quote 5). Participants appeared 191 

to find using this information for decision-making challenging and ultimately tended 192 

to focus on most the severe manifestation of the variable condition in developing a 193 

perception of severity (Table 2, Quote 6).  Considering these ‘worst’ scenarios 194 

elicited emotional responses that drove decision-making. 195 

 196 

2) Perceiving Severity: contextualising clinical information 197 

While there were a range of external factors influencing how the severity of the 198 

condition was defined by participants, there also seemed to be a process by which 199 

people acquired that information, processed it, and integrated it with their own 200 
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personal values, beliefs, perceptions, and lived experience. This pathway of 201 

meaning-making contextualised the objective clinical information. Participants 202 

applied this information to their own personal situation and circumstances and 203 

ultimately developed their own perception of the severity of the condition.  204 

 205 

Previous knowledge or awareness of genetic conditions seemed to influence this 206 

meaning-making process. Participants with no family history or lived experience of 207 

genetic conditions expected a healthy child and any deviation from this outcome 208 

appeared difficult to reconcile (Table 2, Quote 7). The increased chance result was 209 

described as a shock and the unfamiliarity of the condition often led to the participant 210 

perceiving it as severe and to be avoided through reproductive choices (Table 2, 211 

Quote 8).  212 

 213 

Participants with previous knowledge or awareness of genetic conditions showed 214 

characteristics that demonstrated greater preparedness for the possibility of an 215 

increased chance result. The effect of these previous experiences was influenced by 216 

whether their experience had been viewed positively or negatively and if they had a 217 

role in caregiving or supporting the person with the condition. Positive interactions 218 

involved people affected by a genetic condition that the participant perceived to have 219 

good quality of life whereas negative interactions involved a low perceived quality of 220 

life. 221 

 222 

Positive previous experiences provided context for the condition identified through 223 

RGCS. In this circumstance, participants tended to have a more holistic view of the 224 

condition and disability more generally. They seemed to also consider the person 225 
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behind the condition. For these participants, there was a perception that genetic 226 

conditions can be managed and people with genetic conditions have positive 227 

aspects to their lives and thus the condition may not necessarily need to be avoided 228 

through reproductive decisions (Table 2, Quote 9).  229 

 230 

Negative previous experiences of a genetic condition highlighted the possible 231 

challenges faced by people with genetic conditions, their families and the wider 232 

community. Such experiences included more severe presentations of the condition, 233 

or instances where a condition was poorly managed, so it significantly impacted 234 

quality of life. Witnessing hardships or daily struggles first-hand gave insight into the 235 

reality of living with a genetic condition. For example, Amina’s first child passed away 236 

from a genetic condition and, through Mackenzie’s Mission, she learnt that she and 237 

her partner also had an increased chance for another condition. The experiences of 238 

Amina and other participants seemed to facilitate a more comprehensive 239 

understanding of genetic conditions and disability and elicit a stronger desire to avoid 240 

having children with the condition for which they received an increased chance result 241 

(Table 2, Quote 10). Previous experiences of a serious genetic condition also 242 

seemed to increase awareness and anxiety about the possibility of genetic 243 

conditions (Table 2, Quote 11). 244 

   245 

The two participants with a genetic condition themselves expressed reluctance to 246 

have a child with their condition. They compared their condition with the condition 247 

identified through RGCS, using their own condition as scaffolding for assessing the 248 

severity of the condition for which they received an increased chance result (Table 2, 249 

Quotes 12 & 13). 250 
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 251 

Often participants reflected on their own childhood and identified aspects of their life 252 

they valued or felt were fundamental in their development. If the condition impacted 253 

these aspects of life, then the condition or those particular features were perceived 254 

as more severe. Some participants described a greater sense of loss in opportunity 255 

and quality of life when considering having children who might not experience life the 256 

way the participant had (Table 2, Quote 14). 257 

 258 

3) Applying Severity: influence of perceptions on reproductive decisions 259 

How participants viewed the condition and perceived its severity appeared to 260 

strongly influence whether they wanted to actively avoid it through their reproductive 261 

decisions. For conditions that were perceived by the participant as mild, there tended 262 

to be less need or urgency to take steps to avoid having children with the condition 263 

(Table 2, Quote 15). Unmistakably, across all participants, as the perceived severity 264 

increased, so did the desire to avoid that condition in pregnancy (Table 2, Quotes 16 265 

& 17). Among all participants, both IVF with PGT-M and PND with pregnancy 266 

termination were ubiquitously viewed as challenging pathways. In some instances, 267 

participants described considering the condition severity with respect to the hardship 268 

of reproductive interventions (Table 2, Quotes 18 & 19). Female participants facing 269 

the physical experience of pregnancy and potential termination appeared more risk 270 

averse, while male participants tended to view the statistics optimistically and were 271 

more pragmatic in their approach to termination. 272 

 273 

Many participants described a parental instinct to protect their unborn child. They 274 

wanted to prevent the child from suffering or experiencing the social/medical 275 
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challenges associated with severe genetic conditions. Multiple participants 276 

articulated that they would prefer to go through the challenges of reproductive 277 

intervention now to avoid future challenges associated with having children affected 278 

by a severe genetic condition (Table 2, Quote 20). Participants shared concerns 279 

about the impact on them as parents of a child with a severe genetic condition. 280 

Some doubted their ability to provide the necessary care and support to a child with 281 

significant health issues/disability. (Table 2, Quote 21). Female participants often 282 

reflected on the emotional and caregiving challenges while male participants tended 283 

towards logistical and financial implications. Participants also considered the impact 284 

of the genetic condition on their family unit and reported feeling it was ethically 285 

problematic to bring a child into the world with a severe condition considering the 286 

medical and/or social challenges they would face (Table 2, Quote 22). This perceived 287 

ethical obligation to avoid having children born with a severe condition also included 288 

consideration of future generations. For some participants, a decision made now 289 

could prevent transmission to offspring and they expressed an interest in minimising 290 

the impact of the condition in the population. 291 

  292 

4) Needing support in conceptualising severity: desiring clear and direct 293 

communication from healthcare providers 294 

When reflecting on their experience of receiving their increased chance result, some 295 

participants emphasised that their expectations of healthcare providers were to 296 

provide information about the condition and its impacts (Table 2, Quotes 23 & 24). 297 

There was a recognition that this information was crucial to inform reproductive 298 

decisions (Table 2, Quote 25). Participants described how the information shared by 299 

healthcare providers was central in forming understanding of the condition and its 300 
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severity. Furthermore, how the condition was presented appeared to shape initial 301 

perceptions of the condition (Table 2, Quotes 26 & 27). 302 

 303 

Many participants looked to their healthcare providers for guidance as to what 304 

reproductive decisions they should make. Some appeared to lack the confidence 305 

and framework to make the decisions themselves and thus desired more 306 

involvement from their healthcare provider during reproductive decision-making 307 

(Table 2, Quote 28). 308 

 309 

DISCUSSION:  310 

Our study provides important insight into how perceptions of condition severity are 311 

formed and influence reproductive decision-making following an increased chance 312 

RGCS result. Conditions were understood through information seeking, drawing on 313 

healthcare provider descriptions of the condition and web-based information. This 314 

information was then scaffolded on personal experiential knowledge of genetic 315 

conditions, health concerns and disability to create a perception of the severity of 316 

that condition. The belief that a condition is severe served as justification for choices 317 

regarding use of reproductive interventions to avoid the individual, familial and 318 

societal impacts of having children with the condition. When facing reproductive 319 

decisions, perceived severity of the condition played a central role in decision-320 

making. Where there was limited or ambiguous information about the condition (or 321 

variant/s), reproductive decision-making became more complex. Couples receiving 322 

increased chance results looked to their healthcare providers for clear and 323 

comprehensive information about the condition, and guidance and support around 324 

reproductive decision-making. This novel study illuminates the process of making 325 
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meaning of condition severity in the context of increased chance results following 326 

RGCS and highlights the need for comprehensive decision-making support as 327 

RGCS becomes more widespread.    328 

    329 

The vast majority of genetic conditions are rare and lack public awareness (6). When 330 

offering RGCS at population scale, most couples who receive an increased chance 331 

result will have no prior knowledge or lived experience of the condition, or disability 332 

more generally (13). Couples undertaking RGCS will need to make reproductive 333 

decisions without experiential knowledge of the condition. Understanding the 334 

increasingly complex clinical information required to make informed decisions about 335 

pregnancy is challenging for patients (14). Adequate health literacy is required to 336 

accurately assess the nature and severity of the condition (15). The need for clear 337 

and comprehensive information about the relevant condition highlights our 338 

participants’ desire to make well informed decisions.  339 

 340 

As prognostic information was reconciled, it appeared to be integrated with personal 341 

experience which framed the interpretation of condition severity. Experiential 342 

knowledge, that which is gained through lived experience, contributes significantly to 343 

one’s beliefs, perceptions and decision-making (16,17).  Among our participants, 344 

positive experiences or contact with people with genetic conditions created an 345 

optimistic view of managing life with health issues, whereas the more negative 346 

experiences reinforced the challenges faced by individuals and their families. 347 

Experiential knowledge can be valuable in helping a person understand what it might 348 

be like to have children with a genetic condition, but as experiences and perception 349 

of severity can vary, one person’s experience may not represent all experiences, 350 
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potentially leading to misconceptions about the condition. For participants in our 351 

study without any relevant experiential knowledge, facing reproductive choices was 352 

overwhelming with fear-based responses appearing to drive decision-making. For 353 

some, contact with patient/online support groups facilitated deeper conversations 354 

about the reality of life with an affected child. Exploring a person’s perception of the 355 

severity of a condition can provide a deeper understanding of how they are defining 356 

and understanding condition severity in the context of their lived experience, 357 

personal values and situation. An improved understanding of how perception of 358 

severity is developed and its influence on reproductive decisions may enable more 359 

effective genetic counselling. 360 

 361 

For some, the inclusion of the gene (and its associated condition) on the RGCS 362 

panel was seen as a confirmation that the condition was severe and an endorsement 363 

of screening for the condition.  Thus, the clinical categorising of a condition as 364 

‘severe’ has potential implications for how it is perceived (18). A condition included in 365 

the screen was presumed by participants in our study to be severe enough to justify 366 

screening for and, therefore, severe enough to justify taking steps to avoid in 367 

offspring. This finding has important implications for the aims and design of 368 

population-wide RGCS and supports a cautious approach to gene inclusion.  369 

 370 

The decision to actively avoid the condition through reproductive options appeared 371 

more straightforward for couples who had adequate information to assess the 372 

severity and perceived the condition as very severe. However, reproductive 373 

decisions were more convoluted when the information was ambiguous or limited. 374 

Less information is available describing the nature of very rare conditions and 375 
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protocols for treatment and management may not be clearly defined. As principles of 376 

screening (19,20) require the condition to be well understood, very rare conditions do 377 

not align with this population screening criterion. However, the infrequency with 378 

which they occur could continue to preclude inclusion in RGCS panels despite their 379 

potential severity and utility in reproductive decision-making. Advances in screening 380 

technology now mean these conditions can be included despite their rarity but the 381 

lack of information does make reproductive decision-making more complex. While 382 

acknowledging the challenges in making reproductive decisions based on limited 383 

clinical information about very rare conditions, participants in this study valued the 384 

results and expressed gratitude for the awareness of their risk.  385 

 386 

Greater decision-making complexity was also observed where the condition was 387 

highly variable and for conditions with reduced penetrance. In these situations, the 388 

“worst-case” presentation of the condition appeared to serve as a decision-making 389 

reference point. This is understandable but challenging for conditions where the 390 

most severe presentation is rare (e.g. alpha-1-antitrypsin deficiency). There is no 391 

consensus on how likely the most severe presentation should be for a gene to be 392 

included in an RGCS panel. Including highly variable and reduced penetrance 393 

conditions may lead to unnecessary reproductive interventions. Further 394 

consideration is needed to weigh this outcome against the potential to avoid severe 395 

cases. If such conditions are included in RGCS panels, it is imperative that 396 

reproductive couples have access to genetic counselling to support their decision-397 

making.  398 

 399 
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Participants in our study expressed a strong desire for a healthy child. Reproductive 400 

decision-making also appeared to be driven by a perceived moral or societal 401 

obligation to avoid having children with the condition, even, in cases of 402 

mild/moderate perceived severity for some. The pressure of this perceived parental 403 

responsibility could have the potential to impede reproductive autonomy (21). The 404 

“good-parent belief” is applied in medical decision-making of parents of seriously ill 405 

children (22). In sum, “The good parent makes informed, unselfish decisions in the 406 

child’s best interest” and “tries to prevent suffering and protect health” (23). This 407 

model can be translated to the RGCS setting, where the described child is a 408 

potential future child. Thus, prospective parents may perceive a strong imperative to 409 

make “good” decisions on behalf of future children, to protect them and, where 410 

possible, mitigate the challenges they may face.  411 

 412 

To optimise reproductive utility, it is important that reproductive decisions are 413 

sufficiently informed and align with participants’ values. Genetic counsellors promote 414 

reproductive autonomy by using a predominantly non-directive approach providing 415 

balanced information and supporting the patient reproductive decisions (24). 416 

However, our participants articulated desire for guidance and reassurance when 417 

choosing their reproductive path, challenging this non-directive model. An alternative 418 

approach to genetic counselling is a shared decision-making model where some 419 

guidance on the behalf of the healthcare professional is acceptable in the context of 420 

facilitating the decision-making process but not the outcome (24,25). Participants 421 

lacked the experiential knowledge of the condition and appeared to feel unqualified 422 

or ill-prepared to navigate reproductive decision-making. Thus, genetic counsellors 423 

could take an active role by engaging the patient in discussion about perceived 424 
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severity of the condition and how they are contextualising information within their 425 

own life experiences whilst gently challenging any assumptions and misinformation. 426 

In making informed reproductive choices, genetic counsellors can facilitate the 427 

process by providing a structured approach to working through the considerations. 428 

Other tools such as decision aids and interactive web-based information resources 429 

may also be useful and have been developed to support decision-making (26). Such 430 

tools could facilitate shared reproductive decision-making in line with the couple’s 431 

values and beliefs, presenting the information in a clear, accessible, and methodical 432 

way. 433 

 434 

LIMITATIONS 435 

This study, the first of its kind in which participants had been offered population level 436 

RGCS for a very large number of genes, included a wide range of perspectives in 437 

this qualitative dataset. Nonetheless, the sample, and the larger Mackenzie’s 438 

Mission study, has limited participation by people who are not actively engaged with 439 

the healthcare system as the program required enrolment following an appointment 440 

with a primary healthcare professional. Therefore, our participants may be more 441 

proactive or information-seeking when compared to the general public which could 442 

influence how they develop a perception of condition severity and make reproductive 443 

decisions. Generalizing these findings to population groups not included in this study 444 

may be problematic. This qualitative study did not aim to quantify or compare the 445 

different patient groups and their experiences and further research is required to 446 

comment on the frequency or correlation between differing views. 447 

     448 

CONCLUSION  449 
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Population-wide accessible RGCS has the capacity to shift the norms that influence 450 

what a society perceives as a severe condition, what is considered routine care, and 451 

what are acceptable interventions (27, 28). Thus, careful consideration is needed 452 

when deciding which genes are included in such screening panels. Our findings 453 

highlight the complex subjectivity behind perceptions of severity and the need for 454 

RGCS programs to be judicious when deciding what conditions to include, and how 455 

to provide information to those making decisions to undertake screening. 456 

Implementation of population-wide RGCS necessitates strong context-bound inquiry 457 

into the perception and experiences of the population for which RGCS is being 458 

designed and intended. While acknowledging the challenges in making reproductive 459 

decisions based on limited clinical information, participants in this study valued the 460 

results and expressed gratitude for the awareness of their genetic risk. Genetic 461 

counsellors have the requisite expertise to synthesise complex and potentially 462 

uncertain clinical information in a way that promotes understanding. Recognising a 463 

patient’s desire for more direct communication and guidance around decision-464 

making can help the healthcare professional support the couple through a shared 465 

decision-making model. Given the potential complex decision-making that can arise 466 

through RGCS, access to comprehensive support should be an essential part of any 467 

RGCS program.    468 
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