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National Institute for Health and Care Excellence
Quality Standards Advisory Committee meeting
Date: Thursday 20 November 2025
Rare diseases 
Minutes: DRAFT
Quoracy: The meeting was quorate. 
Attendees
Quality Standards Advisory Committee standing members:
Rebecca Payne [Chair], Anica Alvarez Nishio [Vice chair], Louis Savage [LS], Murugesan Raja [MR], Ruth Studley [RS], Devina Maru [DM], Mariana Gaspar Fonseca [MGF], Kashif Siddiqui [KS], Umesh Chauhan [UC], Kultar Singh Garcha [KSG], Keith Lowe [KL], Shorai Dzirambe [SD], Priscilla McGuire [PMcG]
Specialist committee members:
Kimberley Stewart Beasley [KSB], Sue Farrington [SF], Graham Shortland [GS], Zoe Morrison [ZM], Helen Ross [HR], Valentina Garcia [VG]
NICE staff
Mark Minchin [MM], Victoria Fitton [VF], Craig Grime [CG], Emma Connelly [EC], Christina Barnes [Minutes], Sana Issa, [Facilitator]

NICE observers
None in attendance.
Apologies
QSAC standing members: Nadim Fazlani, Peter Hoskin, Jane Dalton, Saran Evans, Esabel Chabata, Steve Hajioff.

1. Welcome, introductions objectives of the meeting

[bookmark: _Hlk161054548]The Chair welcomed the attendees, and the quality standards advisory committee (QSAC) members introduced themselves. The Chair informed the committee of the apologies and outlined the objectives of the meeting.  
RP noted that this is the last meeting for Nadim Fazlani and Steve Hajioff who are not in attendance today. They have both come to the end of their term with QSAC.  RP thanked the members for their contribution to the QSAC over the years.  
1. Confirmation of matter under discussion and declarations of interest

The Chair confirmed that, for the purpose of managing conflicts of interest, the matter under discussion was rare diseases specifically:

· Diagnosis, treatment or management of rare diseases
[bookmark: _Hlk161054430]
The Chair asked standing QSAC members and specialist committee members to declare any interests additional to those that were circulated, or any interests specifically related to the matters under discussion. 
· RP declared she had received a referral payment from the locum agency Dedicare for finding them a locum doctor for the Falkland Islands.
· LS declared that he has recently been appointed as a guideline committee chair at NICE. 
· MM declared that he was a member of rare diseases quality standard steering group. 
· MGF declared she was a junior member of European society of immunodeficiency.   
· GS declared he is the Vice Chair and Paediatric Specialist Member of the UK National Screening Committee.

1. Rare diseases quality standard 
MM gave some background and context around the new collaborative approach that has been used to develop this quality standard in the absence of a NICE, rare disease guideline.  
CG advised that in September 2023, NICE agreed to support development of a quality standard by the rare disease community itself. The development by external parties is not expected to be the norm but may be an option to help reduce duplication of effort in the health and care system.  It is hoped that the quality standard could publish to align with Rare Disease Day in February 2026. 
CG asked the committee to consider whether they were satisfied that the proposed quality standard:  
· focuses on high-priority areas for quality improvement  
· is measurable  
· is underpinned by high quality evidence sources 
· included lay members in development 
· was adapted following stakeholder comments provided through consultation
· considers equalities and health inequalities

MM advised the committee that as the quality standard is expected to cover over 8,000 rare diseases NICE has proposed that 7 to 8 statements are prioritised for consultation. 

SF presented some background into how the rare disease quality standard was development, and outlined the activities that have taken place so far, which includes: 
· January 2024 – Project plan development and recruitment of steering group
· March 2024 – Development of project protocol and initial steering group meeting
· April 2024 – Scoping review on quality statements begins
· October to December 2024 - Survey Round 1 open
· March to April 2025 - Survey Round 2 open
· July 2025 – Consensus workshop 
· September 2025 - Final set of statement decided by the steering group
· November 2025 – Presentation to NICE
KSB shared her perspective on the importance of raising awareness of rare diseases and her role as a patient representative on the quality standards steering group. She emphasized the need to shorten the common “diagnostic odyssey” by creating pathways that provide clarity, support, and effective management. Without a quality standard, symptoms risk being normalized, which can undermine compassionate care and the universal right to consistent, high-quality treatment. KSB expressed appreciation for the opportunity to work with the steering group and described the experience as highly rewarding.
ZM echoed this perspective, sharing her first-hand experience of the lack of quality standards in rare disease care. She highlighted the challenges faced by undiagnosed populations, noting that the absence of clear standards can lead to increased physical and mental distress and risks a growing mistrust in the medical profession.  
HR provided an overview of the timeline and development process for the quality standard. 
GS emphasized the case for the quality standard, noting the complexity of managing over 8,000 rare conditions and the anticipated growth in extremely rare diseases. He highlighted the timeliness of this work and the need for improved data collection to support patients with rare diseases. GS stressed that these efforts provide a broader context for development and will help drive meaningful improvements for patient groups.
PMcG asked whether survey respondents’ data had been collected against protected characteristics, and could the data be narrowed down further? It was confirmed that data has been collected and can be broken down further by ethnicity and age.  
KL asked whether rare disease groups and ultra-rare disease groups should be treated differently. The committee agreed that both population groups would be covered by the quality standard.


Diagnosis 
Draft statement 1: People with symptoms of a rare disease receive diagnosis and first definitive treatment within 18 weeks of referral to a consultant-led or interface service.
The committee highlighted the importance of reducing health inequalities and considered the feasibility of applying the NHS England 18-week standard to rare disease diagnosis, noting that current delays of up to 4–5 years for many patients. The committee raised concern about feasibility, given pre-referral periods, primary care flexibility, and genetic testing timelines. Despite challenges around measurability, members agreed that including a timescale is essential to drive improvement. Data sources such as patient surveys and rare disease dashboards were proposed to support measurement. The committee also stressed the importance of a clear referral pathway and agreed the statement should focus on system-level measures rather than GP-level. The statement will be reviewed in light of the committee’s discussion and progressed for consultation.
ACTION
· NICE team to review and progress this statement

Supporting undiagnosed patients 
Draft statement 2: People with a suspected undiagnosed rare disease are acknowledged as a distinct patient group by healthcare services and are on a pathway that will support diagnosis.
The committee acknowledged that suspected undiagnosed rare disease patients are a distinct population group. The committee debated terminology, measurability, and the use of SWAN (‘syndrome without a name’) as a potential flag in patient records. While some supported the statement for raising awareness and driving improvement, concerns were raised about defining the population, the risks of straying into service delivery, and challenges in measurement. It was suggested that refining language to tighten definitions would help avoid ambiguity. After discussion, the committee agreed to progress this statement for consultation.
ACTION
· NICE team to progress this statement

Information provision
Draft statement 3: People undergoing diagnosis and newly diagnosed with a rare disease and caregivers are provided with clear and accurate information and holistic support to aid self-management.
The committee reviewed the draft statement and agreed it is an important statement. They expressed concerns were raised about feasibility given the large number of rare diseases and the responsibility for keeping information up to date. The committee suggestions included leveraging digital resources such as rare care centres and disease-specific groups, ensuring quality and evidence-based information, and addressing misinformation through standards like those set by the Patient Information Forum. It was agreed that the population from Statement 2 should be incorporated into this statement, and proxy measures may be needed for evaluation. The statement will be taken forward for consultation.
ACTION
· NICE team to consider expanding this statement to include people without a diagnosis
· NICE team to progress this statement

Shared decision making 
Draft statement 4: People with rare diseases are supported in shared decision making throughout all stages of care and including through proactive provision of information.
The committee reviewed the draft statement and agreed it aligns with NICE guidance. It was suggested that an emphasis on treatment options such as clinical trials and cell therapies are reflected in the statement. While measurability was noted as challenging, the committee supported inclusion due to its importance and the strong evidence base. References to the Mental Capacity Act were considered unnecessary. The statement will be taken forward for consultation.
ACTION
· NICE team to consider expanding this statement to include people without a diagnosis
· NICE team to progress this statement

Lead contact health professional 
Draft statement 5: People with a rare disease, and their caregivers, experience coordinated care through provision of a named or lead contact health professional.
The committee reviewed the draft statement and agreed this is a high-priority area but raised concerns about feasibility, resource implications, and clarity of roles. The committee asked that the statement covers both diagnosed and undiagnosed populations, emphasizing equitable access, and reflecting the importance of multidisciplinary approaches. The committee discussed wording options, the inclusion of caregivers in measurement, and the need for practical definitions. While challenges were noted, members supported progressing the statement for consultation, with refinements to clarify scope and measurability.
ACTION
· NICE team to consider expanding this statement to include people without a diagnosis 
· NICE team to take forward for consultation

Multi-specialty teams
Statement 6: People diagnosed with or suspected of having a rare disease have ongoing access to a coordinated specialist multidisciplinary / multi-specialty teams with expertise in their condition area.
The committee reviewed the draft statement.  Committee members acknowledged the importance of improving coordination but raised concerns about feasibility, evidence gaps, and challenges in measurability. While some argued that lack of coordination negatively impacts patient experience, others noted that not all conditions require an MDT approach. Proxy measures such as specialist networks were suggested, but overall, the committee agreed that the statement overlapped with Statement 5 and would be difficult to operationalise. By majority vote, it was agreed to not progress this draft statement for consultation.
ACTION
· Draft statement not progressed for consultation

Psychological support 
Statement 7: People with a rare disease and their caregivers have their psychological and emotional support needs first assessed when the diagnostic process starts, and support is then accessible through both routine care and self-referral where possible.

The committee reviewed the draft statement, and members emphasized the importance of considering psychological trauma from long diagnostic journeys and fragmented care and ensuring that holistic support is also provided alongside physical care. The committee expressed concerns around measurability, the inclusion of caregivers, and applicability to children. It was suggested that referencing existing NICE guidance, using patient experience surveys, and exploring proxy measures could be considered. While challenges remain, the committee agreed the statement should be reframed to clarify expectations and taken forward for consultation
ACTION
· NICE team to consider expanding this statement to include people without a diagnosis
· NICE team to take forward for consultation

Access to treatment 
Statement 8: People with rare diseases have equitable access to new treatments, once approved by each nation’s health and care guidance body.
The committee reviewed the draft statement.  The committee agreed the statement is important and measurable, noting that systems such as BlueTeq in Wales could support monitoring. Discussions focused on ensuring uptake of medicines recommendations, addressing inequalities in access, and empowering patients to seek treatments they are entitled to. It was agreed to keep the statement as worded, with an addition to the rationale highlighting access to specialist services. The statement will be taken forward for consultation.
ACTION
· NICE team to take forward for consultation

Opportunities for research
Statement 9: People with a rare disease are offered the opportunity to participate in available diagnostic and therapeutic research if they are eligible.
The committee reviewed the draft statement.  The committee agreed this is an important area, noting potential cost savings and strong measurability through trial participation data. The committee suggested inclusion for improving information sharing for clinical trials and empowering patients to engage with research opportunities. The statement will be taken forward for consultation. 
The committee also discussed gaps in referral pathways from primary to specialist care, recognizing challenges in defining criteria and measuring improvements.
ACTION
· NICE team to take forward for consultation

1. Summary and next steps
MM informed the committee that in line the Health and Social Care Act the rare disease quality standard go for consultation in January 2026. We will work with the committee and aim to update the documents with the intention of publishing the NICE quality standard on Rare Disease Day in February 2026. 
The Chair thanked the committee members for their contribution to the discussions. 
SF thanked the NICE team and the committee for the opportunity to collaborate on the rare disease quality standard.  It has been a great experience.  
The rare disease specialist committee members left the meeting. 
1. Minutes from the last meeting

The committee reviewed the minutes of the last QSAC meeting held on Thursday 16 October 2025 and confirmed them as an accurate record.
1. AOB
Committee Dates 2026 
VF advised the committee that this meeting was the last QSAC meeting of the year. An email will be
sent out in due course to confirm the committee dates for the upcoming year.   

Committee Hub
EC gave an overview of the NICE committee hub, which is a central space to share agendas, papers and collaborate more effectively as committee.  EC advised that all committee members have been sent a link to access the QSAC space.  A few issues with access have been noted and will be picked up and addressed with the DIT team.  

UC, LS and PMcG asked for the committee hub access link to be resent to them. 

RS stated that her organisation has locked down access to this SharePoint site, but she would be happy to look at aways to work around this and collaborate in other ways. 

The committee asked if there would be a transition period to move to NICE committee hub and asked
whether papers will still be circulated via email. EC informed the committee that notification will be
sent once papers are available on the QSAC committee space and papers will be continued to be
emailed out in the same way until all the access issues have been addressed.  

ACTION
· EC to resend the committee hub access link to UC, LS and PMcG
· EC to liaise with DIT re committee member access issues

1. Next QSAC 
To be confirmed. 
ACTION 
· NICE team to confirm with standing members the QSAC dates for 2026. 

1. Close of the meeting
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