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• Set Scene/Background
• National Lab Network
• Review of National needs
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UK Background – Genetics Agenda

• Specialised services definition 
– Includes lab biochemical genetics

• Genetics White paper monies 2001
– huge development monies
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UK Background in the Labs
– lab services for IMD under  pressure

• increasing workload
• demands for new tests, screening developments
• robustness of rare, v rare tests

– no manpower or training plan
– part of general clinical biochemistry

(retirements & succession planning,specialisation)

– lack or awareness of issues by 
others/DH
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Stakeholders Metabolic Biochemistry Labs in 
UK
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DH Genetics  Project 

• Form a network of stakeholder laboratories across 
UK
– Communication
– Sharing of information
– Common practices

• Address key issues
– Manpower plan
– Training strategy
– Testing for rare disorders ( service provision)
– Assay directory
– Develop guidelines
– Quality initiatives
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Genetics Development Project

• DH  project
– Oct 2002 - Oct 2004
(extended to April 2006)

• Hosted – Birmingham Children’s 
Hospital

• Lead Scientist
– 0.4 wte
– A/C support
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Training Strategy
• Paediatric Metabolic Biochemistry 

– recognised sub modality (HPC)
• Lead Trainer ( DH funded)

– Dr Mick Henderson – June 2004
• Local Trainers ( DH funded)

– London 
– Sheffield 
– Birmingham 

• HSTs

– 8 new posts from DH Genetics 
– (3 posts funded WDDs)
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View Stakeholder Details
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Training and Education
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Training and Education - Documents
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Training and Education - Presentations
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Metabolic Assay Directory
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Metabolic Assay Directory - Search
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Outcomes
• Training
• Web site

• Workshops
2 – 2003/4
3 – 2004/5
4 – 2005/6
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Outcomes

• Web site
• Training 
• Workshops

• Best Practice Guidelines
• 5 completed
• 11 in preparation
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Best Practice Guidelines
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Outcomes
• Web site
• Manpower & Training 
• Workshops
• Best Practice Guidelines
• Quality

• Oversee QA  ( annual meeting)
• CPA recognition as Paediatric Metabolic Biochemistry
• EQAS summary
• Audit initiatives
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Outcomes
• Web site
• Manpower & Training 
• Workshops
• Best Practice Guidelines
• Quality
• Service Provision ( Questionnaire)

• Training/staffing – special skills
• Equipment needs
• Rationalisation/development rare  tests
• Out of hours needs



National Metabolic 
Biochemistry Network 

Service assessment
• Questionnaire

– October – Dec 2003
– 100% return

• Lab size
• Core test provision
• Specialist test provision
• Equipment
• Turnaround times
• Staffing
• Training
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Stakeholder Laboratories(n=16)
Lab size/ Populations served
Size of Population

• 4 million or greater       5
• 3 - 3.9 million 2
• 2 - 2.9 million 6
• 1 - 1.9 million          3

• CPA Accreditation
– 15/16 accredited
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Manpower 2004/5

Clinical Scientists 
Grade

Number ( wte)

Consultant
(scientist & medical)

22 (13.6)

Principal 24 (19.85)

Senior 25 (21.7)
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Manpower
• Manpower plan

• Input to national workforce planning
• Annual Q-update 
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Acyl Carnitine workload (requests p.a.)
vs population served( millions)
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Organic  Acids workload (requests pa) 
vs population served( millions)
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Urine amino acid workload (requests pa) 
vs population served( millions)
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Main laboratory findings
• Vulnerability of some tests
• Compromised turn around times
• No formal out of hours service
• Accommodation increasingly 

inadequate
• Urgent need for new and 

replacement equipment (AA, GCMS)
• Need recruitment of 49 new trainee 

clinical scientist and 46 biomedical 
scientists over next 5 years

• Continuing support for laboratory 
network



National Metabolic 
Biochemistry Network 

What Next
• Dissemination  of Guidelines

• Assay Directory
– Link to disorders

– Link to molecular

• Manpower planning & training

• Service issues
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Review of National Needs
for IMD – whole service

• BIMDG 
• Metabolic Biochemistry  Network 

• Joint Committee in Medical Genetics
– Adult services

• National review with DH support
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Main areas of investigation
• Epidemiology

• Outcomes

• Review of laboratory services

• Review of clinical services

• The nursing role

• The specialist dietitian role

• Roles and view of the voluntary sector

• Specialist commissioning
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How many new cases per year?
From literature
• About 900 per year

New epidemiological research
• From UK laboratory diagnoses

– 500-600 per year

• From new diagnoses in West Midlands over a 5 year 
period
– About 1 in 800 live births
– About 800 per year in UK
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Clinical teams are very patchy

Medical

Nursing

Dietitians

Whole time equivalents
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Ten-fold regional variation in total clinical 
workforce per million population

Total clinical workforce (wte) per million population
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Comparisons of regional rates of out-
patient provision

Average weekly out-patient sessions per million population
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Critical mass: implications for clinical 
governance

Number of patients attending the service



National Metabolic 
Biochemistry Network 

10-fold geographic variation in patients 
per 100,000 population

Paediatric patients per100,000 Adult patients per100,000
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Estimates of shortfall for patients in 
specialist care

 Children Adults 

Estimated number for UK* 12103 6827 

Totals reported 6547 3499 

 Shortfall                                                            5556 3328 

 

*Based on Northwest rates
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Summary of recommendations
• Strategic advisory group
• Explicit commissioning
• Clinical networks
• Strengthen laboratory and 

clinical services
• Developing shared care 

arrangements
• Manpower planning and 

education
• Close work with voluntary 

groups
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Laboratory recommendations

• Continue and develop as integral part of MDT

• Increase workforce resources

• Capital investment

• Investment in education and training

• Review of accommodation

• Develop database for IMD diagnoses

• Detailed planning for very specialised tests
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The End
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