Family Route Maps - a patient driven project to develop a tool to help access information and services for families with six genetic conditions
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Together with Patient Support Groups and their members representing six rare genetic disorders, the charity Genetic Interest Group explored information and services currently available to families in the UK as the first stage in the development of Family Route Maps designed to signpost information and guide patients, families and carers through the available appropriate healthcare and other services. In addition to providing future practical guidance to people with the six specific disorders, the project will produce a generic Route Map template which can be used for other genetic conditions. Focus Groups and supplemental interviews with patients belonging to Support Groups as well as interviews with health professionals who specialise in these conditions were used to gain their views and experiences. An online patient questionnaire was also available to widen patient participation. Common themes were identified and seven categories emerged: Information; Communication; Education of Healthcare professionals; Diagnosis of rare genetic disorders; Empowering patients and parents/carers; Ethical, Legal and Social issues; and Treatment & Surveillance of patients and families with rare genetic disorders. 
Findings suggest that patients with rare genetic disorders are not given sufficient information about their condition, services are considered ‘patchy’ and some families are still not aware of, or accessing, NHS Clinical Genetic Services. Additionally, many feel they receive sub-optimal treatment/surveillance for their condition and would prefer to have a Centre of Excellence responsible for their care with one lead Clinician acting in a co-ordinating role. Awareness amongst clinicians of the necessity for clear care pathways to help patients living with rare and sometimes life-threatening conditions, with the aim of a protocol for support, monitoring and treatment is required to ensure all health and care personnel have the necessary information to care for these patients and families. Could European Networks of Expertise fulfil this urgently needed role?
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