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What we will cover

• Physiology of puberty & how having severe types of EB can effect this
• Key publications on EB transition
• How we plan for transition & some useful resources to use
• A video showing 1 young person with EB who has now transferred her 

care to the adult services with their insightful & powerful feedback
• Questions and Answers 
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Causes of endocrine & growth disturbance in severe EB
Multifactorial
• nutritional deficiencies
• drugs: steroids mostly but we rarely use in EB

Chronic inflammation
Wounds & tissue damage or infection triggers nucleated cells to produce cytokines

Most important cytokines are:
interleukin 6 (IL-6)
interleukin 1 (IL-1)
tumour necrosis factor alpha (TNFα)
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Affects of cytokines on body pathways

Hypothalamic-pit-gonadal axis pubertal delay

GH/IGF-1 axis growth delay

Bone regulatory pathway                osteoporosis & fractures

Iron metabolism                                  anaemia
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Hypothalamic-pituitary- gonadal axis

Secondary
hypogonadotropic 
hypogonadism

IL-6

IL-6
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Definition of pubertal delay

Girls
- No breast development by 13 years 
or no menarche by 16 yrs

Boys
- Testicular volume <4mls over 14 yrs
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How common is pubertal delay in EB?

Retrospective review Jan 2010-Sept 2022

total of 186 individuals with different types of EB

98 with RDEB

33% pubertal delay

29% low BMD by age 10 years 

In the other subtypes pubertal delay was inconclusive

21 patients- mean age 16.2+/- 2.5 years

12 RDEB/ 3 DDEB

2 EBS

3 JEB

1 kindler EB

Results

Pubertal delay 7/21 -33% ( 6 RDEB & 1 JEB)

Low BMD in RDEB 50%
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Expect pubertal delay in severe types of EB up to third of individuals

• Need to address both medical & psychological aspect of pubertal delay
• 40 % bone mass accrued during puberty so enormous impact on bone health
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Pubertal attainment crucial

Endocrinologist
Psychologist
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The important of Sexual Health

Promoting sexual health & wellbeing 
• Address sexual health care as for general population 
• Specific to the needs of individuals with EB
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Transition in EB literature- 5 articles
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Puberty and EB 
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The purposeful planned movement from child-centred care to an 
adult-oriented health care system 

• To improve the ability of young adults to manage their own 
health care needs transfering to adult health care services

Transition  Process
Transfer     Final event of handing over care 

Definitions



• Literature review – transition

• Only 36 papers relevant

• Start early between 12-14 years of age

• Need an maintain the multidisciplinary 

team approach and build up de-novo 

relationships

• Transitioning lead 

• Psychology support 
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Challenges with EB Transition
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Health and 
Social Care 
extremely 
complex

Parental 
expectations

Fear of change Organisational 
Differences



Safe and Successful Transition
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Child and 
young 

person’s 
development 

Involvement 
and shared 

decision 
making

Power and 
influence

Working with 
difference

Capacity

Consent



Transition planning Processes 
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Joint 
Transition 

Clinics

Planning
Joint 

Home 
Visits

Shared 
Centre 
Visits



Ready Steady Go 
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Ready Steady Go - TIER Network

https://www.readysteadygo.net/rsg.html


Growing Up and Gaining independence
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Resources 
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Podcasts available of Spotify  

Healthcare Transition | Great Ormond Street Hospital (gosh.nhs.uk)

https://www.gosh.nhs.uk/your-hospital-visit/transition-to-adolescent-and-adult-services/
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