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While a consensus is emerging around the key elements of an appropriate service response to the issue of customary consanguineous marriage and genetic risk, interventions are in their infancy in the UK and important questions remain regarding how such a response can be operationalised effectively, and cost effectively, in practice. We identified four localities in England where significant initiatives were underway Birmingham, Bradford, Walsall and Blackburn with Darwen - and undertook a pragmatic, formative review drawing on documentation, face-to-face consultations with key service staff and observation. A prominent driver for action in all four localities was elevated infant mortality rates, with the burden of life-long disability to families, communities and the state, and the need to tackle health inequalities more generally, being additional factors encouraging work in this area. The mix of interventions across the four sites varied; only one showed sustained activity across all three recommended areas: (1) family-centred genetics services for at risk individuals and families; (2) enhancement of competence of health professionals, and (3) community level genetic literacy. Three sites had successfully developed a family-centred genetic service intervention focused on ‘at risk’ consanguineous families using a model of retrospective case review to identify individuals who might benefit from an enhanced offer, supplemented by establishment of prospective referral mechanisms. Key challenges related to recruiting suitable staff with both genetics counselling and cultural competence skills and achieving cascade counselling and testing of extended family members. Service users largely seem to have high levels of satisfaction, though formal evaluation has so far been limited. Interventions at community level to enhance genetic literacy took a variety of forms. Issues of persistent mistrust among community members and uncertainty about whether and how to engage with religious leaders were prominent. There is a need for greater consensus on what the objectives of intervention at this level should be, particularly in the context of scarce resources. Efforts to engage and equip the wider healthcare workforce on this agenda had primarily consisted of voluntary face-to-face training events. Though largely wellreceived, these were not always linked to other aspects of service provision and lacked clear messages regarding whether and how practitioners' behaviours should change. Engagement of GPs was felt to be important but had not been successful to date, indicating the need for new engagement strategies. Potential synergies between the three strands of recommended intervention were recognised, but there are conflicting views regarding the appropriateness of some elements of intervention. Cross-cutting challenges included: how to identify appropriate outcome indicators and measure success; how to ensure interventions are sustainable when the numbers of staff involved are very small and resources are vulnerable; how to develop a Community of Practice and avoid duplication of effort in different places; how to embed formal evaluation into future initiatives; and how to gain community involvement and trust.
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1. Background Consanguineous marriage - the practice of marrying close blood relatives, commonly cousins - is customary in many cultures, offering significant social and economic benefits. In the UK, cousin marriage is found occasionally among the majority White British population, but is more common and often preferred among a number of minority ethnic populations; the largest being those who identify as 'Pakistani' or 'British Pakistani'. However, this practice increases the risk of inherited disorders caused by recessive genes. Most people carry one or two gene mutations that do not affect their own health but that can potentially cause a recessive disorder (Vogel and Motulsky, 1996). When both partners happen to carry the same recessive mutation, each child has a one in four chance of inheriting it from both parents and therefore having the recessive disorder. Partners who are closely related are more likely to carry the same gene mutations than unrelated people and therefore face an increased risk that their offspring will be affected by recessive disorders. Accurate estimates of the increased genetic risk associated with consanguinity are hampered by poor data availability. However, the Birmingham Birth Study (Bundey and Aslam, 1993) is widely cited as the best evidence we have of the size of the effect in a UK population. This prospective study reported that among a sample of over 2,000 North European babies the birth prevalence of all congenital disorders was 4.3% (with 0.28% being identified as possible recessive disorders), compared to 7.9% (with around 3% being recessives) among the 956 British Pakistani babies in the study. At a population level, this increased risk translates into higher levels of both infant and child mortality and severe, life-long disability. It is estimated that of around 2,300 children born annually in the UK with a severe recessive disorder at least 630 (30%) are from parents of Pakistani origin (who contribute just 3.4% of all births) (Darr, 2010). Clearly, for the families concerned such conditions can have devastating consequences. Nevertheless, harmful recessive gene mutations tend to cluster within extended family groups, and it is estimated that only around 20% of UK Pakistani cousin couples are at risk of having a child affected by a recessive genetic disorder (Modell and Darr, 2002). When both parents carry the same abnormal recessive gene, the chance of each pregnancy being affected by that condition is 1 in 4. Therefore, most babies born to cousin couples are healthy. Research suggests that most people in the UK at risk of recessive conditions linked to consanguinity have little information on which to make informed decisions and commonly have little or no contact with genetics services (Darr, 1999; Khan et al. 2010). Though research evidence is limited, language barriers, poor understanding, fear and stigma appear to act as barriers to uptake of standard genetics services among many Pakistani families even when risk of serious conditions has been identified (Khan et al., 2010). Recent years have seen growing recognition among health and social care practitioners, service commissioners, as well as patients and the public, of the need to address this gap in service provision. At a national level, policy aimed at reducing levels of infant mortality have explicitly recognised the importance of genetic counselling and screening services in general, as well as the particular need to address the increased risk of genetic disorders 3



associated with consanguinity (DH, 2007; 2010). Furthermore, as genetic technologies are developing quickly, there is a growing potential to offer carrier testing and pre-natal diagnosis for an increasing number of recessive disorders. However, the combination of (1) a highly valued social practice affecting communities that are frequently poorly served by health services and marginalised within wider society, (2) complex patterns of individual and population level risk, and (3) low levels of understanding and awareness among professionals, make this a complex and contentious area of work. International and national expert groups (Modell, 1991; Alwan and Modell, 1997; Modell and Darr, 2002) agree that simplistic attempts to discourage consanguineous marriage at a population level are inappropriate, undesirable and likely to be ineffective. Instead, the currently recommended response focuses on identifying individuals at increased risk and improving their access to genetics services. The recommended approach is multiprofessional, combining three complementary strands of work: 1. Family-centred genetics services for at risk individuals and families (including identification of index affected child(ren), family tracing and proactive offer of counselling and testing). 2. Training to enhance competence and confidence of health professionals, particularly in primary care (to provide information and make appropriate referrals to genetics services). 3. Activities at community level to raise genetic literacy and encourage uptake of services. However, while a consensus is emerging around the key elements of a service response to this issue, interventions are in their infancy in the UK and important questions remain regarding how such a response can be operationalised effectively, and cost effectively, in practice. To-date there has been just one formal evaluation of an intervention in the UK. Khan et al. (2010) described a pilot initiative funded by a service development grant under the DH Genetics White Paper (2003) in which a multi-lingual Asian health visitor was trained and employed to proactively offer an enhanced genetics counselling and testing service, with the aim of cascading information through extended families and empowering individuals to make informed decisions about managing their own genetic risk. This intervention was largely judged to be successful, with a high proportion of index cases and extended family members taking up the offer of genetic counselling, and some going on to have testing. Feedback from service users revealed that the increased access to information was greatly appreciated. However, outstanding issues related to: whether and how this intensive intervention could be sustained beyond the pilot period; how barriers to the sharing of genetic information within families could be addressed; and how effective, prospective referral mechanisms for at risk individuals could be established; issues that clearly relate to strands two and three of an integrated service response identified above. While aspects of service development have also been described in a small number of other papers (Nirantharakumar et al., 2010; Qureshi et al. 2003), many questions remain unanswered regarding how to operationalise effective interventions in this area.
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The present report presents findings from a pragmatic, formative review that was undertaken as part of a series of review and scoping activities intended to inform new service development in Sheffield and Rotherham. The work was funded by CLAHRC (SY) and undertaken by a team including two public health researchers, a PCT-based public health practitioner and a third sector community development worker. The rationale for our approach, and for documenting its findings in this report, is that in the absence of rigorous evaluation evidence, a systematic, reflective review of current practice aimed at extracting the lessons learned and insights gained from those who are at the heart of new developments, can be very informative. For healthcare commissioners faced with the need to make decisions in areas of emergent practice, this will often be the best available information. Furthermore, when the interventions in question are complex and sociallyembedded, a formative approach, looking carefully at process, is likely to yield useful insight that can help shape new initiatives in contrasting contexts. Unfortunately, such review work is rarely documented clearly or shared, so that the same process is undertaken over-and-again by commissioners in different organisations. This report aims to give such individuals a useful head start as they embark on work in their local areas, as well as raise awareness among the wider healthcare community that successful intervention in this area requires increased understanding and cooperation across a wide spectrum of professionals. Our intention was not to produce a simplistic pronouncement on whether or not interventions have been successful, but rather to identify key factors that are important to consider in beginning to tackle this area of service development, as well to highlight outstanding issues that require further debate and development.



2. Methods In consultation with national experts, we first identified four localities in England where significant initiatives were underway to develop a service response to this issue: Birmingham, Bradford, Walsall and Blackburn with Darwen. We then made contact with the individuals involved in these initiatives and requested the opportunity to learn more about their work, its successes and challenges. In each site, our data generation methods included both informal face-to-face and telephone interviews with staff involved in commissioning or delivering the services (n=12) and a review of relevant documentation including business cases, service specifications, service descriptions and internal evaluation reports. In addition, we conducted participant observation at relevant events (n=5) and engaged in ongoing email discussion with key actors in the four sites over a six month period. Data analysis involved the development of a simple thematic framework (Ritchie and Spencer, 1994) and the extraction of relevant information from both the interview/observation notes and documentary analysis into this framework. We then looked both across and within the sites to identify commonalities, differences and cross-cutting themes. A draft write-up was circulated to respondents from all sites for their comments and corrections (a helpful process of 'respondent validation'). It 5



should be noted that the report authors are closely involved in related service development initiatives and the analysis is therefore also necessarily informed and influenced by our wider engagement with this agenda. Our data generation methods were aimed at addressing the following questions: - What have been the drivers for initiating service intervention in this area? - How have the objectives of the service interventions been framed? - Which partners and stakeholders have been engaged in the interventions and in what ways? - What do the components of the interventions look like? - How successful have the interventions been and how has this been assessed? - What challenges have been faced? What issues have arisen? - What lessons can be learned for other parts of the country that are embarking on similar service responses?



3. Findings Summary Table 1 provides an overview of the interventions across the four sites. In the text that follows we have, however, largely omitted to name the individual sites so as to avoid inadvertently suggesting better or worse practice in different areas. Therefore, while it would be impractical to try to present the information in a completely anonymous way, we have nevertheless aimed to draw out learning across the four sites rather than assess their 'success' against each other. The latter approach would be both untenable and unhelpful in what remains a small and highly diverse area of practice. We first describe the drivers behind the interventions and then turn to consider the three areas of intervention in turn: family-centred genetics services; raising awareness at community level; and engaging and equipping the wider healthcare workforce. In each section, we briefly describe the approaches that have been taken across the sites, highlight areas of commonality and difference, present information on degree of success, and identify salient issues that have arisen. Finally, we draw out a number of important cross-cutting challenges for this area of practice.



3.1 Drivers and focus A prominent driver for action in all four localities was elevated infant mortality rates. Indeed, all four areas had received focused input from the former National Support Team established to support delivery against the 2001 national infant mortality target. The rationale for action on consanguinity-related genetic risk was also explained in project 6



documentation and by respondents in terms of reducing the burden of life-long disability to families, communities and the state. A further line of justification related to the health inequalities agenda more generally, with respondents highlighting the fact that individuals at risk were generally poorly served by available services. Interventions had been driven by the NHS across the board, with social care commissioners and local authorities playing little or no part in the development of these services to-date. There had been varying degrees of provider versus commissioner initiative in the past, but at the time of the review, public health commissioners based within Primary Care Trusts were playing a prominent role in sustaining the interventions. Though interventions were in principle aimed at anyone at heightened genetic risk due to consanguineous marriage, in practice there had been a predominant focus on individuals and families of Pakistani origin. The interventions were reported to be at various stages of development, from just a year to several years old. However, it is important to recognise that in some areas there was also a history of prior intervention, which in most cases was perceived by the respondents to have been unsuccessful.



3.2 Family-centred genetic counselling and testing services Approaches: Three of the four sites had introduced some form of enhanced family-centred genetics service and in all cases this involved the recruitment of a specialist worker based within the Regional Genetics Service. There was consensus among respondents in these three sites that having a dedicated member of the genetics team to work in this area was essential to tackling inequity in standard service uptake. One Consultant Geneticist told us that she had been offering services to extended family members from Pakistani families for over 20 years as part of the standard service but that people simply did not take up the offer. She noted the sharp contrast with White British families and suggested that a lack of understanding and trust contributed to this unequal access to services. Importantly, however, in the site where there had been no formal enhancement of the core Regional Genetics Service offer to address this issue, the pre-existing service already employed genetic counsellors who were of Pakistani ethnicity and spoke Urdu/Punjabi and there was evidence that at least some elements of a family-centred approach were in operation (though without clear link-up to other strands of the strategy in that location). In all cases where an enhanced service had been developed, a retrospective review of case notes within the genetics service and/or other hospital departments had formed the starting point for identifying index children with recessive disorders linked to consanguinity whose parents (and extended family members) might benefit from a proactive offer of counselling. Difficulties in accessing relevant information was common as hospital records did not consistently record consanguinity and even where this information was recorded it was generally paper-based and not computerised. Data protection issues were also encountered making it difficult to offer the new service to individuals not already known to the genetics service. 7



All three sites were in the process of establishing and formalising prospective referral mechanisms, with the intention that health professionals across the board should be aware of the enhanced offer and make timely and appropriate referrals into the service. Midwifery and relevant paediatric clinics had received particular attention. The specialist workers were all hospital-based, receiving significant support from the wider team of geneticists and genetic counsellors, but all also worked out of community-based facilities and also made home visits. Home visits were felt to be important for a number of reasons: reducing the perceived barriers to engagement for family members; providing the opportunity to interact with several family members at once thereby prompting family conversations; and upsetting the traditional power imbalance of the clinical setting so that people are more willing to question and seek out the information they really want. That said, the high cost of home visits was recognised and one site was exploring whether a shift towards a more clinic-based model could be effective now that the worker had established strong community connections and high levels of trust. Identified couples are invited to have a consultation with the specialist worker during which detailed information and options for testing are discussed. It was usual for couples to receive at least two consultations initially, with support from a Consultant Geneticist and further follow up, as required. All sites reported that they offer the service to all individuals that are identified as carriers of recessive conditions, rather than restricting the offer to certain conditions or to only those for which a test is readily available. Respondents noted that most recessive disorders are sufficiently serious as to impact on morbidity and mortality, and that it was important to include conditions that might be amenable to prompt treatment in the post-natal period. All respondents commented on the rapid developments in genetic testing meaning that over time clinical diagnosis and carrier testing is becoming available for an increasing proportion of suspected autosomal recessive conditions. One site has invested in developing new tests for conditions (so far for around 30) found among its local population. All sites reported that cascade counselling is generally offered to siblings in the first instance but that this may be extended to wider members of the family, including grandparents, and that the approach to cascading is very flexible given that there is a need to 'tread carefully' and not to compromise the confidentiality of the index patient. Sites reported that they do offer pre-marital counselling and testing for both immediate family members and proposed spouses where this is requested. Cascading the service to the wider family has been approached in one site by giving the index couple a ‘Relative Letter’ that they can pass on inviting other family members to receive counselling and testing if desired. Other sites reported trying a number of approaches to facilitate cascade testing. It was noted, however, that decisions about whether to extend the service to wider family members tends to be made on a case-by-case basis depending on the condition, whether there is a firm diagnosis, whether testing is available and the nature of the family structure.
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Progress and issues arising: Success in all three sites was largely judged in terms of whether the proactive offer of counselling was being taken up by individuals, and particularly whether there was take-up among extended family members beyond the index couple. Respondents in all sites reported on the significant challenge of cascading the offer of counselling and testing to extended family members posed by the need to gain the consent of index cases before contacting other people who might be affected. An important observation was that while index couples expressed the desire for an understanding of genetic risk and consanguinity to inform the marriage and reproductive decisions of the next generation, there were unresolved issues relating to how the testing of children should be approached by the service. Respondents from one site informed us that they do not advocate the testing of children below the age of consent. In another site testing of children was offered, but respondents reported that parents are often reluctant to consent to the testing of children, prefering this to be delayed until they are old enough to make this decision for themselves. Respondents highlighted the need to establish systems for longer-term follow-up/recall to ensure that these children are aware of their risk and receive appropriate advice in the future. Respondents also felt that index couples were commonly reluctant to discuss the issue with their siblings; the very people of the current childbearing generation who could benefit more immediately from the information. This unwillingness was felt to relate to the stigma and isolation experienced by some families living with disabling conditions and a fear that engaging with services could contribute to family labelling. One respondent noted that even when the referral comes from within the same family, 'we need to recognise that not everyone will welcome this intervention; some people will object to being contacted proactively.' Furthermore, respondents felt that community members are unaware of the options available or the type of understanding that can be imparted through engaging with the service; assuming instead that the only offer is a simple message about avoidance of cousin marriage. Respondents generally felt that while there had been some success in working with the parents of children affected by a disorder, engaging the wider family had been much more difficult and may often require the parents themselves to lead this difficult family conversation. One site reported that they are currently developing a resource called ‘Discussing genetic risk with your family’, designed to help people in this position.



Notwithstanding the common difficulty across sites in generating cascade counselling and testing opportunities, the degree of success identified in the three sites in terms of service uptake was variable, raising questions as to the factors that might influence such success. While contextual differences are likely to play a part and are discussed more below, respondents felt that success of intervention is heavily dependent upon having a specialist worker who can effectively engage with and win the trust of the local community. Respondents in one site felt that progress had been severely hampered by the lack of a consistent worker to engage at community level and several respondents identified the significant difficulty in recruiting suitably qualified staff with the requisite skills and 9



experience. There were, however, mixed opinions among our respondents as to what constitute the essential attributes and skills of someone employed to deliver genetic counselling focused on this issue. While some regarded ability to speak the patients’ language as essential, others felt that interpreters are readily available and generic skills of rapport-building and sensitivity were more important. Similarly, some of our respondents emphasised the importance of religio-ethnic congruence, while others felt that achieving cultural competence is not necessarily linked to ethnic or religious identity. The complexity of insider-outsider dynamics was also highlighted, since there can be a trade off between service users viewing the specialist worker on the one hand positively as someone who is able to understand their socio-cultural context and on the other hand as someone who is too close to their community, with consequent perceived risks to confidentiality. Respondents felt that recruiting to future posts in other parts of the country would be a challenge, and suggested that one approach would be to recruit individuals with the required community understanding and cultural competence and provide training opportunities to ensure their genetics knowledge. Respondents did, however, note that it is difficult to ascertain the strength of these crucial softer skills through recruitment processes. To-date all staff who have been engaged in these roles have been women, though their ethnic and religious identities have been varied. Considering patient satisfaction among those individuals who had taken up the enhanced service offer, all sites reported generally very positive feedback. This was the case even where no genetic test was immediately available for the condition in question. Nevertheless, respondents reported on the challenges of communicating complex genetic risk information to patients who often had limited formal education. The specialist workers in the three sites were not routinely using any formal materials developed specifically for this area of work, and did not have any materials that were produced in languages other than English (aside from simple leaflets produced for community level work, discussed below) . There was therefore a heavy reliance on verbal explanations and respondents told us about the ways in which the workers had developed their own techniques for communicating information on patterns of inheritance and risk using a mixture of community languages, English technical terms and culturally-resonant metaphors. All respondents felt that the core goal of the enhanced genetics offer was to improve understanding and empower people to make informed decisions about their reproductive behaviour. Just one of the sites appeared to be collecting information from patients before and after their receipt of services to ascertain levels of knowledge, attitudes and reproductive intentions, though this was planned in future in another. Further, while one respondent felt that it was important to be able to demonstrate that family plans have changed in some way as a result of the intervention, others acknowledged that greater informed choice might not necessarily mean a change in behaviour. A further issue raised by respondents was that the establishment and maintenance of referral mechanisms from other service areas was found to take time and perseverance. Respondents noted that clinicians in other specialisms did not always make referrals to the genetics service, sometimes opting instead to provide genetic information to their patients themselves, thereby precluding the possibility of cascade work. A 'swim lane' pathway 10



diagram had proven helpful in one site to enhance clarity on the service offer and patient flows across professional groups. The specialist workers reported that they nevertheless needed to be proactive in seeking referrals from paediatricians, midwives and other specialists to ensure that they could then contact those patients who might benefit from the enhanced offer. Holding a clinic co-located with antenatal care was found to be helpful in ensuring quick referrals. Finally, respondents raised the complexity of dispersed, and particularly transnational, families making the task of mapping family trees and proactively offering counselling and testing to extended family members difficult in some cases.



3.3 Raising awareness and enhancing genetic literacy at community level Approaches: Three of the four sites had invested in initiatives aimed at raising awareness and enhancing genetic literacy among members of the public; though one site reported that little had been done in this area recently. Respondents from the fourth site reported that they had been rather wary of undertaking work at community level, feeling that such intervention could be potentially counter-productive, but that future work in this area was under consideration. There was a good deal of variety in the approaches that had been adopted, with differences apparent in: who had been tasked with delivering the messages/information; the content of these messages; and the context within which information had been delivered. In one site, Children's Centres and community organisations had been involved and preexisting community development workers had been trained to deliver awareness-raising sessions to fellow staff members, as well as to members of the community via established family support groups and one-to-one sessions for interested individuals. In contrast, in another site bespoke community events were held in community venues facilitated by an external expert and a public service announcement was run in GP surgeries via the Live Channel. More recently, this site had opted for integrating community awareness raising into the role of their genetic counsellor, who was running ad hoc group sessions at GP practices and local venues. The third site had recruited an in-house Community Genetics Educator whose role it was to raise genetic literacy awareness levels within the community. This strand of work has been guided by the establishment of a Community Advisory Group consisting of local community leaders and parents of affected children. In terms of materials and messages, there was again great diversity. One site had opted to use materials developed by a specialist private organisation; a glossy, spiral-bound communication tool for professionals and families in booklet format combining simple English text and colour images. The tool is designed as a joint resource for professionals, individuals and families to help them to understand the relationship between cousin marriage and inherited disorders and explain it to other people, including family members. The tool has been used by trained community development workers with individuals and 11



small groups, who are then free to take copies away with them with the intention of enabling dialogue within families. These booklets included basic information on genes and inherited disorders, recessive inheritance, carrier status and frequency within families, consanguineous communities and wider society, testing and support. This site had also integrated generic messages about being 'genetics aware' within their general leaflets promoting healthy pregnancy. Another site had developed a much shorter leaflet and DVD in both English and Urdu with input from community members to its design. These materials included general information on genes, inheritance and genetic disorders, but no explicit mention of cousin marriage or risk within extended, consanguineous families. The rationale given for this less detailed approach to materials was that more complex information should be conveyed face-to-face and is normally reserved for patients rather than the general population. Nevertheless, this site reported that a further leaflet intended for community-level use that deals with consanguineous marriage was in preparation at the time of our review. In the final site, standard materials on recessive inheritance (not specific with respect to consanguinity) plus verbal communication were currently being used to convey information at community level.



Progress and issues arising: Clearly, there is currently no blue-print for this community-level work, with variation evident in the tone and content of messages as well as in the format of materials and the avenues used for their communication. The general conclusion - derived from the internal process monitoring that has to-date been undertaken - was that individuals who have engaged in awareness raising activities have welcomed these opportunities and largely gone away feeling better informed, often with misconceptions having been usefully clarified. At the same time, however, the reach of the interventions seems to have been limited. In particular, respondents’ reports and monitoring data indicate that the involvement of men and younger people has been low. There appear to be both pros and cons associated with the use of more generalist or more specialist staff to deliver the information. Extending the remit of established community workers has attractions since they are likely to be already well-integrated and trusted and the messages they convey may therefore be seen as less stigmatising. On the other hand, experience indicates that they need ongoing support since the issues at hand are complex and the focus may get lost in the midst of other competing agendas. While using fewer, more specialist staff ensures a more consistent message, their reach is obviously more limited and there is the danger that they are less well integrated into communities. On balance, integrating information exchange into pre-existing community-level health and development initiatives seems to be more acceptable and effective in reaching people than putting on special events which are often poorly attended unless there is significant preparatory work. Familiar faces and repeated contact seem most likely to positively inform community conversations.



12



This finding clearly relates to the persistent mistrust by community members of professionals who raise this agenda, an issue highlighted by a majority of our respondents (and confirmed by research evidence, see for example Shaw, 2009; 2011). Some sites were dealing with the legacy of past media damage or unhelpful intervention and reported that local Pakistani people commonly assume that the only message to be delivered will demonise and discourage cousin marriage. One respondent said: "They were shocked when I said that I had come to talk about the service gap." Establishing community steering or advisory groups with representation from respected local leaders was felt to be a useful approach, but it had not been easy to find people who were willing to align themselves with this agenda, even if they themselves had personal experience. A further issue raised was that Pakistani families already affected by debilitating conditions commonly feel underserved by social services and that their main concerns are about caring for their affected family members. One site reported running support groups for families with particular genetic conditions, and this may ensure that services are seen to be responding to local needs. Linked to the above issue, there appears to be uncertainty over whether and how to engage with religious leaders on this issue. While one site reported 'fantastic' responses from Imams and had used mosque venues for awareness sessions, and another had established referral links to religious leaders for people with particular queries, respondents in another reported that they had decided not to engage religious leaders at all. It is clear, however, that local Pakistani people do commonly raise religious questions when presented with new information about cousin marriage and genetic risk and that a range of divergent views and advice can be forthcoming from local religious leaders. There is therefore a need for community level awareness interventions to include referral to religious scholars who themselves are adequately informed and have given some careful thought to the issues. Complementary awareness sessions for religious leaders may well be beneficial. A further issue raised by respondents was the potentially dangerous blurring of the line between general awareness raising and genetic counselling related to individual circumstances. Differing opinions as to what information should be delivered at community level are reflected in the materials in use, with significant variation in the level of detail provided in the resources. Clearly this also links to the need for clear professional boundaries to be maintained by the various levels of staff involved in delivering information, as well as clarity in terms of whether materials are freely distributed or only provided as part of a package with verbal face-to-face exchange. All sites confirmed that their primary message to anyone concerned that they or family members might be at risk was to seek professional advice, either from their GP or, where available, from the specialist counsellor within the Regional Genetics Service. The inconsistency in message detail also seems to signal a need for greater consensus on what the objectives of intervention at this level should be, particularly in the context of scarce resources. Indeed, one of our respondents questioned what was being offered to people at community level if there is no diagnosed condition in the family and felt that it was an ‘ambitious task’ to raise general public understanding of these complex genetics 13



issues. Clearly, for a large proportion of people the information received at community level will have no direct bearing on their personal situation or choices. Nevertheless, some respondents articulated the importance of community level work in terms of reducing stigma and normalising engagement with genetics services. These aspects were thought to support a family-centred approach, increasing the likelihood that both index cases and extended family members would respond positively to an offer of counselling following the identification of an affected child; though this has not been assessed to-date. Where a family-centred approach had yet to be established, respondents nevertheless felt that a bottom-up approach could encourage people to consider their situation, recognise their potential risk and proactively seek support. To-date, however, there is little evidence from any of the sites that community members are self-referring in this way (or what type of reception they get from primary care) though it is of course early days. A further line of argument put forward by some respondents in favour of community-level work related to notions of ‘empowering the community to take ownership of the issues’. It was clear, however, that there are mixed opinions among stakeholders as to whether consanguineous marriage and genetic risk should be framed as a ‘community issue’, and contrasting approaches at community level. For instance, efforts to recruit local champions appeal to a sense of collective responsibility to become informed and engage with services, while small-scale information sessions may focus on individual and family level risk without straying into discussions of religio-ethnic identity or community norms. Such contrasting views and actions clearly also reflect the overarching need to clarify what the objectives behind intervention in this area should be, to which we return below. A variety of other questions and issues were raised in relation to community-level communication approaches and materials including: high costs of some available materials; text-based information being inaccessible to some community members whether in English or Urdu; images carrying the potential for misinterpretation if not accompanied by verbal explanation; and a general lack of evaluation. Furthermore, recognising the diversity within and between Pakistani communities, respondents felt there was a need for more differentiated approaches and a degree of caution in replicating approaches across areas. Web-based materials were under development by one site and the potential for interventions in schools or colleges was raised, though not so far initiated in these sites. Such issues are clearly also pertinent if interventions are to reach beyond British Pakistanis to other individuals and families who may face similar risks.



3.4 Engaging and equipping the wider healthcare workforce Approaches: All four sites had invested in some activity aimed at engaging and equipping the wider healthcare workforce to support this agenda. Activity to-date had primarily consisted of face-to-face training events, in recognition of the low levels of understanding among healthcare professionals (confirmed in some cases by an initial audit). Two of the three sites had called on external input to provide the training, while the other two had used 14



internal staff - in one case the specialist Genetics Counsellor and in the other a dedicated Clinical Genetics Educator - to deliver training. The course delivered by the external consultant provided information on the link between inherited disorders and consanguineous marriage as well as genetic services. It also included an empowerment agenda for professionals, seeking to unravel the complex social and health services context in which the consanguinity and disability debate occurs. The aim was to promote understanding of social prejudice, working with diverse communities and professional boundaries in the emerging community genetics infrastructure. The content of the in-house educational sessions run by one of the other sites was devised on the basis of a formative evaluation, and has been evaluated positively by participants. The sessions aim to include information that is both interesting and clinically relevant for healthcare practitioners, and include four main areas: patterns of inheritance; public health issues and inequalities; rare diseases and the importance of signposting, and consanguinity and cultural awareness, with a cross-cutting theme of genetic risk. Other activities aimed at involving the wider healthcare workforce have included efforts to establish referral mechanisms and opportunities for community awareness raising within health service settings. General Practice has been a particular focus for these efforts, being seen as a crucial element in establishing a comprehensive approach to the issue. Respondents noted that GPs are potentially aware of families that would not necessarily come to light through genetics or paediatric services, such as families with multiple infant deaths or still births linked to consanguinity, or where there are adult members living with recessive conditions who have not yet started childbearing but might usefully be invited for counselling and carrier testing. GPs are also intended to be the first port-of-call for individuals in areas without enhanced genetics services, and it is therefore important that they provide a consistent and supportive message. A number of respondents also highlighted the importance of engaging with the longerestablished haemoglobinopathy services, particularly the specialist nurses, who have been engaging with individuals, families and other healthcare professionals to raise understanding of recessive inheritance for some time. It was noted, however, that there was a need to establish a common set of messages around consanguineous marriage and genetic risk, since there had been some reluctance to engage with this issue among some practitioners working on the more common conditions of sickle cell disease and thalassaemia for fear of confusion.



Progress and issues arising: Though training was not mandatory in any of the sites, take up was good in all locations. Respondents felt that the recent Department of Health initiative on raising the profile of rare diseases had had the effect of increasing health professionals' interest in this area of training. There were, nevertheless, concerns among some of the people we spoke to that those practitioners who chose not to attend might be particularly poorly informed and may 15



continue to convey unhelpful information to patients and the public. There was mixed success in engaging GPs in these training initiatives, despite recognition that they are a key audience. Feedback from participants in such training events was generally found to be very positive, but there has been no evaluation of the impact on practice. One respondent stated that the original intention of identifying a champion for the issue among each cadre of staff (health visitors, midwives and so on) had proved difficult to sustain; noting that "people move on and it is difficult to keep the focus in the midst of other agendas and priorities". This suggests that a more sustainable approach may be to find ways of embedding the core messages, perhaps with website back-up information, into other training that is mandatory and refreshed on a regular basis. There has been some success in relation to educators/counsellors working out of GP practices and using practice premises for awareness raising events. However, respondents reported that to-date there has been no success in getting GPs to actively play a role in referring patients for genetic counselling linked to consanguinity, even where an explicit payment system has been established. Indeed, some respondents reported worrying responses from GPs to individuals who had sought such referrals, indicating that there is work to be done to find ways of effectively engaging GPs and primary care in this agenda. Some structural issues were also identified, such as the limited involvement of GPs in antenatal care and the lack of information flow to GPs from midwifery services.



3.5 Cross-cutting challenges Having described the interventions that have been introduced across the four sites and the progress to-date, we turn now to highlight a number of cross-cutting challenges that were highlighted by the review. Clarifying objectives and securing sustained investment: In three sites, the funding for the interventions currently being delivered had been secured from public health budgets; in the fourth the initial resource had come from the main commissioning budget but would transfer to the public health budget in the near future. Most had not received the full resource that public health commissioners had originally felt was needed to develop an appropriate response; in part explaining why the package of interventions varied across the four sites (Table 1). Furthermore, all respondents identified the challenges of ensuring sustained investment in this area of work in the current economic climate. Those involved in commissioning the services felt under pressure to demonstrate results but were struggling to identify appropriate and convincing outcome measures. Commissioners had also been challenged by colleagues on whether additional investment in the tertiary genetics service was really warranted and found that they had to argue hard to convince decision-makers of the need to invest resources to tackle inequity in service provision at this level. These challenges relate fundamentally to the tensions between an individual empowerment agenda that foregrounds the moral obligation to ensure 'at risk' individuals 16



have equitable access to information on which to make considered decisions, and the population health agenda that aims to reduce overall mortality and morbidity, linked to national infant mortality targets and demands for cost-savings in health and social care. Thus, while an intervention could be deemed successful from the point of view of informed choice without any shift in reproductive behaviour, this would clearly not tick the box for those who frame the rationale for such intervention in terms of population-level reductions in mortality and disability. Furthermore, there are significant challenges in defining and evidencing success on either frame of reference. While the experience documented above suggests that it is possible to identify families who are at risk and to provide a service aimed at enhancing understanding that is taken up by at least some individuals, it is nevertheless extremely difficult to measure its impact on informed choice. What proportion of people opting to be tested would illustrate good service outcomes? Similarly, what proportion of pregnancy terminations for particular conditions would assure us that patients are being empowered to make considered decisions? These difficult questions are, of course, an enduring problem of genetics counselling and testing services in general, not just those related to this area of practice. It should also be recognised that reductions in infant mortality and childhood disability at population level will not be easily evidenced in the short to medium term. In terms of infant mortality, the numbers involved at local commissioning level are very small, so that random variations would mask any effect of intervention. Evidencing an impact on the incidence of births with life-long debilitating conditions will also be difficult. Even if individuals identified as currently at risk receive high quality services and choose to modify their reproductive behaviour, measuring the number of potential pregnancies that were not conceived as a result of intervention is clearly challenging. Furthermore, the inevitable manifestation of 'new' debilitating conditions among other consanguineous families within the population and a growing at risk population, will mean that affected children continue to be born. As one of our respondents noted, "You can't stop the first child being born [with the condition] but once that child is identified then you can intervene with those high risk families". A noticeable impact on population mortality and morbidity levels will therefore be unlikely unless there are wider shifts away from consanguineous marriage; a trend which may well happen over time as knowledge and confidence to address this issue increases. The argument that current levels of investment (which remain modest) will be more than compensated by the cost savings linked to some affected births being averted seems plausible. Furthermore, early identification of affected children will in some cases mean the possibility of prompt therapeutic intervention leading to better health outcomes and lower service costs. Nevertheless, if investments in interventions are won entirely on the basis of business cases that argue in terms of reductions in infant mortality and childhood disability and the associated cost savings, they seem likely to be vulnerable. There needs to be an understanding that this is a long-term process and that the primary rationale must be one of tackling inequality and empowering individuals with information on which to make informed reproductive choices. 17



A further issue raised by respondents that relates to sustainability is the patchy nature of current intervention and the challenges faced in getting neighbouring commissioners (currently PCTs) to work together to provide services. Currently, different members of an extended family could well find that they have different services on offer to them if they live in different localities, even if they are geographically quite close.



Evaluating interventions and learning from practice: A common theme across all the sites was the limited amount of evaluation work that had been undertaken to-date in relation to any of the intervention components. While interventions in Birmingham are being subject to a rigorous evaluation, the findings from this have yet to be published. Elsewhere, practitioners involved in the interventions are undertaking some monitoring of activity, and, as illustrated by the insights reported above, are engaged in careful reflection, but this has not so far been matched by investment in careful evaluation work. Given the comments above regarding the challenges in identifying objectives and measures of success, it seems likely that pluralistic evaluation approaches that seek to combine qualitative and quantitative approaches and to incorporate attention to the potentially conflicting perspectives of different stakeholders, will be helpful. Understanding the role of context will also be important. Available evidence suggests that the appropriateness and effectiveness of any particular approach will depend on a number of local contextual factors including: the educational and demographic profile of the local at risk population; the availability of local partner organisations that are well-trusted by the community and willing to support this agenda; prior investment in community level workers who might be suitable conduits for information; degree of residential clustering of extended families; involvement of GPs in other public health and community-focused initiatives; and whether there is a history of past, unhelpful intervention. Future evaluations should be designed in such a way that adequate insight into context and process can be achieved as well as clear outcome measures.



Co-ordinating action across all three strands of intervention: Our review has highlighted the variation across sites in the intervention packages that have been introduced, but tends to suggest the importance of coordinated action across all three recommended areas. A focus on enhanced family-centred services without complementary work to raise community genetic literacy is likely to run into challenges in engaging extended family members. On the other hand, work at community level without complementary investments in enhancing the genetics offer may fail to generate uptake of services that remain socio-culturally and physically distant from potential users. Equipping and engaging the wider health and social care workforce also seems to be important to ensure consistent messages and effective referral mechanisms. However, the training provided to health practitioners needs to link clearly to other areas of intervention work so that these professionals are clear on what is expected of them and how their role relates to 18



other elements of the service offer. Greater involvement of GPs and their practice staff is an ongoing challenge in the context of multiple agendas competing for the attention of primary care. In the absence of GP buy in, there is a danger that individuals who seek advice may not receive an appropriate response or a timely referral, particularly in the face of the wider cost saving agenda that discourages GPs from making referrals to specialist services. Structural factors that distance GPs from midwifery and other services and block to flow of information will also need to be identified and addressed. Clearly, a multiprofessional approach is needed if service responses are to be efficient, and the establishment of cross-organisation working groups that bring local authorities, primary, secondary and tertiary providers, commissioners and third sector organisations together to create solutions will likely be necessary.



Nurturing a Community of Practice: Our review highlighted a number of areas in need of further development and evaluation, as well as the potential for much greater sharing of insight and approaches across the sites. While there has been some investment in initiatives to bring practitioners working in this area together - such as a regional conference in 2008 and another in 2012 - there is a need for greater nurturing of a Community of Practice. This would not only reduce the isolation felt by individuals working in this very challenging area of practice, but also facilitate the development of evidence-based solutions to common problems and reduce the risk of lost expertise which is high for individual interventions that commonly consist of just one or two workers. The most obvious example of the need for this type of sharing from our review work related to communication tools. We found several examples of local initiatives to develop more effective ways of communicating information to patients and community members that might helpfully be pooled. Other examples of initiatives that might usefully be shared included: database designs for recording patient information and outcomes; referral pathways and procedures; business cases; and training materials. There was also a concern among respondents that NHS structures did not encourage organisations to share materials, tests and other developments freely with others working on the same issue, and that high costs prohibited the use of some materials that had been developed previously. A stronger Community of Practice could also usefully create a forum for debate and discussion, since our review work revealed that a variety of perspectives co-exist and that there can be obstacles to open and healthy discussion around the ethical and practical issues arising. The importance of engaging a wider set of stakeholders, including Local Authority commissioners and community representatives, was also highlighted. Bringing commissioners and practitioners together regionally and nationally might also help to overcome the 'postcode lottery' that can arise when members of the same extended family have differential access to services depending on the response that their commissioning organisation has taken to this issue. Given the small number of people across the country who are currently actively involved in this work, and the limited budgets available, it is challenging to find the resource to promote this type of much-needed exchange. 19



Respondents felt that national bodies, such as the National Genetics Education and Development Centre, could do more to develop this particular area of practice.



4. Conclusion The findings presented above provide a snapshot of recent activity in a rapidly evolving area of practice. They are not based on a rigorous evaluation and our conclusions must therefore necessarily be cautious. Nevertheless, it is essential that we seek to learn from ongoing service developments, since these are occurring whether or not hard evidence exists on their effectiveness. Furthermore, we would argue that the perspectives of those directly involved in developing and delivering these new interventions are an essential element in understanding how they operate and the impact that they can have. We have therefore sought to contribute here by sharing our own fact-finding mission for others who may be embarking on similar initiatives. A number of cautious conclusions can be drawn. First, a targeted offer of culturallycompetent genetic counselling and testing to consanguineous parents with a child affected by a recessive disorder does appear to address past inequities in access to such services. Experience to-date suggests that most individuals in this situation welcome the intervention and feel benefited by the new knowledge they gain. It is also clear that, contrary to common assumptions about the choices that Muslims would consider open to them, some individuals do opt for testing and do modify their reproductive behaviour, including the termination of pregnancy in some cases. Provision of genetic counselling and testing to the extended family members of an affected individual via a cascade approach appears to be more challenging. Our review suggested mixed success in this area and that there is scope for shared learning to develop more effective approaches. Community genetic literacy interventions are currently extremely varied and would benefit from more clearly articulated objectives, a firmer grounding in theory and evidence, and more rigorous evaluation. Though process evaluations suggest that such interventions are received positively by those they reach, their scale remains limited and their impact on knowledge and behaviour is uncertain. Gaining trust at community level remains a key concern for commissioners and practitioners engaged in this area of work. Engaging healthcare professionals, particularly GPs, is felt to be important but difficult to achieve. While there have been some successful training events, more needs to be done to link these clearly to explicit service models with designated practitioner roles and to ensure sustained levels of knowledge and confidence. While findings across the sites tended to support the wisdom of the recommended threestranded, multi-professional approach, it is also clear that varied views persist among stakeholders regarding the value and legitimacy of some elements of intervention. Not all people we interacted with during our review process appeared to accept the core principle of adopting an ‘at risk’ family-centred approach. Others expressed uncertainty regarding community-level genetics literacy work and what its objectives should be. It is also clear 20



that local contextual factors will importantly shape the feasibility and appropriateness of different approaches, but limited evidence makes it difficult to identify comprehensively the factors that need to be taken into consideration. More rigorous evaluation, and more opportunities for open discussion and debate, will be important to reach consensus and agreed standards on interventional approaches. Many of the issues we have identified here point to the need for a national strategy and greater inter-regional collaboration. Modell and Darr (2002) made similar recommendations 10 years ago, calling for: “multidisciplinary agreement on a socially and medically appropriate approach, a wellpublicized plan and clear definition of the respective roles of primary and maternity care, paediatrics, health promotion, community services, clinical genetics and clinical molecular genetics services” (p229) The growing volume of poorly coordinated interventions in different parts of the country makes this now an urgent priority. Without investment in evaluation and coordinated service development initiatives, there is a real danger that resources will be used inefficiently and benefits to individuals and families will not be maximised.
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Table 1: Overview of service responses across three strands of intervention in the four sites Location



Stated objective(s) / outcome



Bradford Contact: [email protected] [email protected] Estimated annual births to consanguineous Pakistani couples*: 2,201



Walsall



Contact: [email protected] Estimated annual births to consanguineous Pakistani couples:302 Heart of Birmingham



Contact: [email protected]



Estimated annual births to consanguineous Pakistani couples: 1,813



Families at greatest risk of inheriting complex disorders are more informed about their risks and are using the services available to them



To reduce infant and perinatal mortality among societies with a preference for cousin marriage which is linked to high prevalence of recessive genetic disorders. To offer improved reproductive choices by enhancing the awareness of and access to genetic services by black and ethnic minority groups, particularly the Pakistani Community.



Blackburn with Darwen Contact: [email protected] [email protected] Estimated annual births to consanguineous Pakistani couples: 389



To improve take up of genetics services by proactive targeting towards families affected by known autosomal recessive disorders



Enhanced family-centred genetics counselling and testing



Enhancing genetics literacy general population



No activity to date over and above that supplied within the Regional Genetics Service (which employs counsellors with Urdu/Punjabi language skills).



One year community engagement programme using a hub and spokes model. Community Development Workers trained and supported to deliver 1-to-1 and group sessions with service users and colleagues. Training booklets used and retained by service users to share with family. Signposting to GPs. Workshops at mosques to increase knowledge and to give credibility to the community programme; ongoing dialogue with Imams. Inclusion of messages on inheritance and anomalies within widely distributed Every Baby Matters infant mortality leaflet. Community events held in mosques and children's centres using external consultant. Live Channel broadcast in GP surgeries. Genetic counsellor runs awareness sessions at community venues.



Recruitment of a part-time Community Genetics Counsellor. Retrospective review of case notes from the genetics service to identify families initially. Prospective referral from other health professionals established. 1-to-1 counselling offered; home visits and sessions in general practice clinic. Cascading to extended family members. Recruitment of specialist Community Genetics Counsellor. Retrospective review of genetics patient records and re-contact to offer counselling and testing. Home visits offered as well as clinic. Cascading to extended family members. Establishment of support groups for patients and carers living with conditions. Development of new molecular tests for a range of locally found conditions.



Recruitment of part-time specialist Genetic Counsellor. Pilot intervention evaluated, Retrospective review of cases and subsequently prospective referral in. Home visits offered as well as clinic. Cascading to extended family members. Recent increase in resource to allow recruitment of additional team member to support counsellor and avoid reliance on one worker alone.



Community Educator appointed who uses a range of approaches to engage with local people e.g. via children's centres. A Genetics Community Advisory Group established for families and service users to provide feedback on the service. Educational leaflets and DVD developed in English and Urdu with community input to promote services. DVD posted on YouTube. Website ‘Talking Genetics’ created and operational. Further use of social media planned. No activity to date. Future activity planned.



Enhancing confidence and competence of health and other professionals One day training course delivered several times by external consultant. Around 100 staff trained in 2010. Ongoing programme.Voluntary.



Identification of 'core competencies' needed among health professionals and community workers. A series of two-day training events delivered by external consultant, Regional Genetics and National Genetic Education & Development Centre. Around 90 staff trained. Voluntary. Appointment of an Educator in Clinical Genetics to provide education for all health professionals wishing to enhance skills: seminars, workshops, resources, support in clinical practice etc. Aiming to increase knowledge, awareness and appropriate referrals.



Educational sessions run by the specialist Genetic Counsellor for a variety of health professionals. Including paediatricians, midwives, health visitors and GPs.



* Based on projections using the 2001 census data and estimates of index of consanguinity. Courtesy Bernadette Modell.
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