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Executive Summary 

Teenagers face many changes and challenges as they transition into adulthood and aspire to the 

future. Teenagers living with rare chronic and complex health problems face additional challenges as 

they also transition from paediatric to adult health services. Transition is much more than just a 

simple transfer of care from the paediatric team to the adult team. It is a process during which 

young people often require support. 

We know little about the transition journey as experienced by young people and families living with 

rare chronic diseases or medical conditions1. 

The Transition Forum, held on the 23rd of February 2013 at Sydney University, gave voice to young 

people and their families and enabled them to discuss their experiences, the issues they face, and 

their needs. Most importantly young people and families were able to identify health service gaps 

and to provide insightful ideas about how to address these gaps in order to smooth the transition 

journey. The forum also provided an opportunity to discuss many other issues that youths and 

families are dealing with during this transition period including access to education and employment 

and changing relationships with parents, siblings and partners.  

The forum comprised a vibrant group of 15 young people and 15 parents or carers who participated 

in four focus groups; two groups for youth and two for parents or carers. While recognising that 

health services cannot be provided for each single rare disease as there are thousands of such 

diseases, the participants suggested a number of improvements: 

Å Better preparation for transition to adult health services involving the family and allowing 

adequate time for preparation 

Å Timing of transition according to readiness to take on a more independent role in their own 

health care rather than chronological age alone 

Å Joint consultation involving the paediatric team and the adult team and willingness of adult 

specialists to involve the family in consultations after transition 

Å Better integration and coordination in the way adult health services are delivered 

Å General practice clinics that have a special role in co-ordinating the care of people with 

chronic complex rare diseases 

Å A register of general practitioners willing to take on complex and chronic cases 

Å Better recognition among specialists that the problems people with rare diseases face 

common challenges regardless of their specific diagnosis 

Å More resources to coordinate the transition process including moving between health 

services, access to education and employment, access to benefits, peer support and 

psychological support. 
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Rare Diseases ς why are they important? 

There are at least 8,000 different rare diseases which affect an estimated 6-10% of the population. 

¢ƘŀǘΩǎ ŀōƻǳǘ пллΣллл !ǳǎǘǊŀƭƛŀƴ ŎƘƛƭŘǊŜƴΦ Although each rare disease is by definition infrequent, rare 

diseases share common features:  

Å Onset in childhood  

Å Difficult to diagnose leading to delays to starting relevant treatments  

Å Most have no cure; are chronic leading to lifelong health problems and disability 

Å Complex, chronic, requiring multidisciplinary services 

Å As a group they  have significant impact on health and community resources 

Å Have significant psychosocial consequences for patients and families including isolation and 

stigmatisation 

Å Research about the needs faced by  the rare disease community is lacking2,3 

 

Why a forum on transition? 

Improvements in clinical care for children diagnosed with rare diseases or conditions have led to 

improved survival rates into adulthood. Consequently the need for transition services from 

paediatrics to adult services is growing. Despite this, we know very little about the transition journey 

travelled by young people living with rare diseases. Every February the world celebrates Rare 

Disease Day (http://www.rarediseaseday.org/ ); a day of action and awareness rising on behalf of all 

people living with rare diseases. Our Forum contributed to Rare Disease Day activities in Australia. 

The aim of the transition forum was to hear from young people and their parents or carers about 

the issues they faced while transitioning from paediatric to adult health services, any perceived 

gaps, needs and potential solutions.  

 

 

 

http://www.rarediseaseday.org/
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The forum ς 23rd February 2013 

The forum was organised by the Australian Paediatric Surveillance Unit in collaboration with The 

Agency for Clinical Innovation Transition Network, Rare Voices Australia and The Smile Foundation, 

and the TRAPEZE Transition Program. 

Opportunities for formal and informal interactions among participants were encouraged through the 

sharing of stories and opinions in small groups in a supportive non-judgemental environment.  

Participants were prompted to discuss the following: 

 Their transition journey through health services, identifying good and bad aspects, barriers 

and gaps and potential solutions 

 The challenges of study or work, career development, and access to financial support 

 Need for psychological support and peer support during the transition journey 

 Changing relationships and developing new relationships.  

Thirty people attended the event; 15 young people (age range 15 - 23 years), 13 parents one sibling 

and one partner. Most were from NSW, including rural centres, two were from Victoria, one from 

Western Australia. Among the participants were parents of young people who had rare, chronic and 

disabling diseases, which prevented the young person from attending. A wide variety of rare 

diseases were represented: Ehlers-Danlos syndrome, Klippel-Trenaunay syndrome, narcolepsy, 

cataplexy, Phelan McDermid syndrome, Duchenne Muscular Dystrophy, alopecia, wŀǎƳǳǎǎŜƴΩǎ 

encephalitis, congenital panhypopituitarism, hypochondroplasia and other skeletal dysplasias. As 

one participant was profoundly deaf, an AusLan interpreter was provided. 
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Setting the Scene 

The first session included presentations about the common challenges that people with rare 

diseases face, transition services that are currently available in NSW including the Transition Care 

Network, Agency for Clinical Innovation which facilitates hospital to hospital transition, and the 

newly established Trapeze Transition Programme which facilitates transition through primary health 

and community health services (Appendix 1: Transition Forum Program).  

Our invited speaker, Catherine Gasparini provided a unique and inspiring talk about her own 

transition journey as a young person living with cystic fibrosis. Catherine commented on good and 

bad aspects of her own experience of transition, as she experienced it back in 2005.  

The BAD 

 Inappropriate accommodation when admitted to adult hospital - sharing with older patients 
(including men) who have lung diseases and pose a risk of infection 

 Older patients in the same ward using bed pans and overnight nebulisers ς confronting, 
noisy and hard to sleep 

 Pathology collection ς have to wait in pathology (>1 hour) rather than having samples taken 
in clinic; larger needles (ouch!), no band aids 

 Increased costsς have to pay for own parking, food, prescriptions, time off work (standard 
sick leave allocation is often exhausted as multiple clinic visits and admissions are needed). 

 /ŀƴΩǘ ǎŜŜ ŀƭƭ ǎǇŜŎƛŀƭƛǎǘǎ ƛƴ ǘƘŜ ƻƴŜ ŎƭƛƴƛŎ, unlike in the paediatric service 

 Finding the right GP, someone who knew about CF and was willing to liaise with respiratory 
specialists took a long time 

 Difficult to make decisions about how much to disclose to potential education providers, 
employers, friends, partners 

 Helping education providers and employers to understand the condition 

 Difficulties in social interactions; no entertainment; facilities are not age appropriate 

 

The GOOD 

 More independence in managing own health ς but also more responsibility 

 Seeing the doctors solo; finding a really good GP 

 Organising own prescriptions 

 Being more organised ς record keeping of all tests, appointments, admissions, procedures 

 Seeking psychosocial support beyond the clinic and family unit ς making new friends ς 
including on-line 

 Starting romantic relationships 
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Focus Group Sessions 

Participants were divided into 4 focus groups: 2 youth and 2 parent/carer groups. The partner of one 

of the young women attending and the one sibling attending joined the parent/carer group. Each 

group had 2 facilitators/scribes. Participants and facilitators were briefed on the topics for discussion 

and general rules of engagement. These included keeping sensitive information confidential, one 

person speaking at a time, showing rŜǎǇŜŎǘ ŦƻǊ ŜŀŎƘ ƻǘƘŜǊΩǎ ƻǇƛƴƛƻƴǎΣ ƴƻƴ-judgemental approach, 

ŀǾƻƛŘ ŘŜǎŎŜƴŘƛƴƎ ƛƴǘƻ ŀ άŎƻƳǇƭŀƛƴǘ ǎŜǎǎƛƻƴέ ōǳǘ ǊŀǘƘŜǊΣ ƭƻƻƪ ŦƻǊ ǎƻƭǳǘƛƻƴǎΦ Groups were directed to 

address the issue of navigating the adult health care system as a priority with other suggested topics 

or completely new topics if the group felt these were important.  

All four groups reported back to the whole forum. 

Youth Group Topics Parent/Carer Group Topics 

 Navigating the adult health system ς getting 

the care you need  

 Need for transition coaches or mentors ς do 

they exist? Are they needed?  

 Challenges of study or work  

 Changing relationships: 

 Your relationship with parents/carers 

 New relationships with friends/partners 

 Relationships with siblings 

 Other agreed topics 

 

 Navigating the adult health system - What gaps 

exist in current health services?  

 What services do parents need? Improvements to 

existing services? 

 Ψ[ŜǘǘƛƴƎ ƎƻΩΣ ŘŜŀƭƛƴƎ ǿƛǘƘ ƛƴŎǊŜŀǎŜŘ ƛƴŘŜǇŜƴŘŜƴŎŜ ƻŦ 

your child 

 Changing relationships: 

 Your relationship with your child  

 Your childΩǎ ƴŜǿ ǊŜƭŀǘƛƻƴǎƘƛǇǎ ǿƛǘƘ ŦǊƛŜƴŘǎ κ 

partners 

 Relationships with siblings 

 Other topics 
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Focus Group Findings 
While the participants had a variety of rare diseases and medical needs and different levels of 

disability, many participants were facing similar issues.  

 

Youth Perspective 

 Inadequate preparation for transition at the paediatric site 

 Need for better άjoining-upέ of paediatric and adult services 

 Adult specialists need to be more open to including parents in consultations initially 

 Difficulties finding appropriate adult health services 

 Inadequate integration and coordination among adult specialists 

 Unwillingness of general practitioners (GPs) to take-on chronic and or complex cases 

 Inadequate resources for the coordination/mentoring during the transition process  

 Lack of psychological support 

 

Parent Perspective 
 Navigating the adult health system difficult, need for more integrated models 

 Finding the right GP difficult ς need for specialist GP clinics to oversee many complex rare 

diseases 

 Parents need to adjust to their new role in decision-making after transition: need to make 

hard choices about the balance between allowing child to self-advocate or staying involved  

 Administrative issues ς transfer of medical records, medicare, access to benefits difficult 

 Finding appropriate psychological support difficult, counselling almost never offered 
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Themes identified by the Focus Groups 

Preparation to Transition 

Participants described a lack of preparation for transitioning from paediatric health services to adult 

health services. While there is currently no consensus in the literature as to the most appropriate 

age to begin transition, all participants agreed that preparation was the key for a successful 

transition and having appropriate information available early on, well before transition actually 

occurs, was paramount. Most participants felt that meeting the new medical team in the adult 

health service before the transition actually occurred was very important to enable young patients 

to become familiar with the new health setting and to meet their new health providers.  

 

 άΧƴƻ ƻƴŜ ƛƴŦƻǊƳŜŘ ƳŜ ǘƘŀǘ L ƴŜŜŘŜŘ ǘƻ ǘǊŀƴǎƛǘƛƻƴ ǳƴǘƛƭ ŀ ƳƻƴǘƘ ōŜŦƻǊŜ L ǘǳǊƴŜŘ муΣ ǎƻ ŜǎǎŜƴǘƛŀƭƭȅ ƛǘ 

ǿŀǎ ǘƘǊƻǿƴ ŀǘ ƳŜ ŀƴŘ LΩǾŜ ōŜŜƴ ƛƴ ƭƛƳōƻ ŜǾŜǊ ǎƛƴŎŜΦέ A young woman with Klippel-Trenaunal 

Syndrome. 

 

Focus group participants suggested that ŀ ΨǘǊŀƴǎƛǘƛƻƴ ǇŀŎƪΩ containing relevant documents, fact 

sheets, tips and advice written in language easily understood by a lay person be made available at 

paediatric health services prior to transition and at adult health services after transition, as well as 

on hospital websites.  Although the NSW Agency for Clinical innovation, Transition Care Program, 

provides similar packs, these had not been made available to clinicians involved in transitioning the 

young patients participating in the forum. Wider distribution and awareness raising about existing 

transition services and resources was identified as a priority.
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Accessing General Practitioners 

Finding a suitable General practitioner was a common issue raised by both parents and youth focus 

groups. Participants commented that many GPs were unwilling to take on such complex cases, with 

many GPs not having the knowledge or confidence to deal with rare diseases/ conditions.  

άL ǎŜŜ ǎŜǾŜǊŀƭ Dtǎ ōǳǘ ŜŀŎƘ ƪƴƻǿs ǎƻƳŜǘƘƛƴƎ ōǳǘ ƴƻƴŜ ƪƴƻǿǎ ŜǾŜǊȅǘƘƛƴƎέΦ 

άL ǘǊƛŜŘ ŦƛƴŘƛƴƎ ŀ ƎƻƻŘ DtΦ L ǎŀǿ мм ƻŦ ǘƘŜƳΧ ŀƴŘ ǘƘŜƴ ƎŀǾŜ ǳǇΦέ 

Many of the forum participants had been to see many different DtΩǎΦ  Participants told us that many 

required double bookings with their GPs to enable sufficient contact time which added to costs as 

most GPs now charge an additional fee for service in addition to medicare rebates, for consultations. 

The group suggested that GPs should hŀǾŜ ƛƴŎŜƴǘƛǾŜǎ ǎǳŎƘ ŀǎ ŀ άGP management plan for rare 

complex diseaseέ allowing GPs to spend more time with patients living with a rare complex disease 

or condition. !ƭǘƘƻǳƎƘ Dtǎ ƘŀǾŜ ŀŎŎŜǎǎ ǘƻ άŎƘǊƻƴƛŎ ŎŀǊŜ Ǉƭŀƴǎέ ŦƻǊ ǘƘŜƛǊ ǇŀǘƛŜƴǘǎ ǘƘŜǎŜ Ǉƭŀƴǎ ŀǊŜ 

designed mainly for older adults with more common and well known chronic conditions such as 

diabetes, heart disease, chronic obstructive pulmonary disease etc.  

Forum participants acknowledged that it is impossible for GPs to know about all of the rare diseases 

as there are simply too many. However, they wanted GPs to have adequate time to access education 

and available resources about rare diseases and to learn about rare diseases when such patients 

present to them. They also called for specialist rare disease GP networks of clinics staffed by GPs 

who are willing to coordinate care and to refer appropriately. 

The newly established Trapeze Transition Service in NSW aims to smooth the transition journey 

through primary care by providing case coordination and sourcing appropriate services in the 

community. Trapeze has enormous potential to address the difficulties that patients with rare 

diseases face when attempting to use primary care, however, for the moment Trapeze services are 

limited to supporting young patients with diabetes and respiratory conditions. 
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Experiences of Adult health services 

 

Need for integration and coordination 

Many of the participants commented that there were limited links between paediatric and adult 

services.  The overall perception from the groups was that the adult health system is disjointed and 

uncoordinated, made up of ΨǎǇŜŎƛŀƭƛǎŜŘ ǎƛƭƻǎΩ. Participants called for a more multidisciplinary 

approach to providing healthcare for chronic and complex diseases. 

ά¢ƘŜ ǊŜǎǇƛǊŀǘƻǊȅ ǎǇŜŎƛŀƭƛǎǘ will only deŀƭ ǿƛǘƘ ƭǳƴƎǎ ŀƴŘ ƴƻǘƘƛƴƎ ŜƭǎŜΦέ  

ά¢ƘŜ adult speciaƭƛǎǘǎ ŘƻƴΩǘ ǘŀƭƪ ǘƻ ŜŀŎƘ ƻǘƘŜǊ.έ 

ά²Ŝ ƘŀǾŜ ǘƻ ǊŜǇŜŀǘ ƻǳǊ ƳŜŘƛŎŀƭ ƘƛǎǘƻǊȅ ǘƻ ŜǾŜǊȅ ǎƛƴƎƭŜ ŘƻŎǘƻǊ we see.έ 

Participants also raised the issues of long waiting times for specialist appointments, for some this 

was six months or more.  

ά²Ƙŀǘ ŀƳ L ǎǳǇǇƻǎŜŘ ǘƻ Řƻ ǿƘŜƴ LΩƳ ǿƻǊǊƛŜŘ ŀōƻǳǘ Ƴȅ ƘŜŀƭǘƘ ƴƻǿΚέ  

Some participants had tried seeing specialists in the private sector which enabled them to be seen 

more quickly, though the financial costs were prohibitive. Most participants indicated that they 

ǿƻǳƭŘƴΩǘ ōŜ ŀōƭŜ ǘƻ ŀŦŦƻǊŘ ŦŜŜǎ ŎƘŀǊƎŜŘ ōȅ ŘƻŎǘƻǊǎ ǿƻǊƪƛƴƎ ƛƴ ǘƘŜ ǇǊƛǾŀǘŜ ǎŜŎǘƻǊΦ 

ά9ǾŜƴ ǘƘƻǳƎƘ ǿŜ ƘŀǾŜ ŀ ǇǎȅŎƘƛŀǘǊƛǎǘ ƛƴ ƻǳǊ ώǊŜƎƛƻƴŀƭ Ŏƛǘȅϐ ƘŜ Ƙŀǎ ŀ ǾŜǊȅ ƭƻƴƎ ǿŀƛǘƛƴƎ ƭƛǎǘΦ IŜ ƛǎ ŀ 

private psychiatrist and the medications he prescribed are not covered by PBS. He is expensive as are 

ǘƘŜ ƳŜŘƛŎŀǘƛƻƴǎΦέ Mother of a young woman with Phelan Mcdermid syndrome. 

 

Many participants raised issues of equitable access to appropriate health services stating:  

άYou have to get lucky to get the right doctorέ 

ά¸ƻǳ ƘŀǾŜ ǘƻ CLDI¢ ŦƻǊ ǘƘŜ ŎŀǊŜ ȅƻǳ ƴŜŜŘ ŀƴŘ ŘŜǎŜǊǾŜέ  

άLǘ ǎƘƻǳƭŘƴΩǘ ōŜ ƭƛƪŜ ǘƘƛǎ ς ŀŎŎŜǎǎ ǘƻ ŀǇǇǊƻǇǊƛŀǘŜ ƘŜŀƭǘƘ ŎŀǊŜ ƛǎ ŀ ōŀǎƛŎ ƘǳƳŀƴ ǊƛƎƘǘέ 

 

 

 

 

 



Transition 
 

 

Transition Forum for Young People Living with Rare Diseases 

13 

Nowhere to go: The need for appropriate services in the 

adult health sector 

There is an imperative for paediatric services to transition young patients to adult services by the 

time they are 18 years old.  Some participants indicated that there were simply no adult services 

available for them to transition to.  

άIŜΩǎ ōŜŜƴ ǿŀƛǘƛƴƎ ŦƻǊ ǘǊŀƴǎƛǘƛƻƴ ōǳǘ ǘƘŜȅ ŘƻƴΩǘ ƪƴƻǿ ǿƘŜǊŜ ǘƻ ǎƘƛŦǘ ƘƛƳΦ IŜ ƛǎ ǘƻƻ ƻƭŘ ŦƻǊ ǇŀŜŘƛŀǘǊƛŎǎΦ 

.ǳǘ ǿƘŜǊŜ Ŏŀƴ ƘŜ Ǝƻ ǿƘŜƴ ƘŜΩǎ ǇǊŜǘǘȅ ƳǳŎƘ ƭƛǾŜŘ ƛƴ ŀ ǇŀŜŘƛŀǘǊƛŎ ƘƻǎǇƛǘŀƭ ŀƭƭ ƻŦ Ƙƛǎ ƭƛŦŜΦέ 

άLΨƳ ŀ Ƙƻǘ ǇƻǘŀǘƻΦέ 

άLΩƳ ǘƻƻ ƻƭŘ ŦƻǊ paediatrics, but too difficult a case for adult services to treat in this country. I am so 

thankful to all the people who are helping me with this journey.  I cannot fault them at all for how 

ǘƘŜȅΩǾŜ ǘǊƛŜŘ ǘƻ ƎŜǘ ƳŜ ƛƴǘƻ ŀŘǳƭǘ ǎŜǊǾƛŎŜǎΦ L ǿƛǎƘ ƛǘ ǿŀǎ ŜŀǎƛŜǊ ŦƻǊ ǘƘŜƳΦέ  

 

Participants also brought up problems with the healthcare workforce including: 

Highly mobile health workforce where highly skilled allied health and nursing staff move away from 

direct patient care.  

άJust as you find someone who knows about your rare disease they move on! They go to 

administration where they seem to get paid more.έ  

Participants felt that much of the care provided by clinicians who are expert in rare diseases was 

initiated by the rare disease expert and not well supported by the health system. As rare diseases 

are rare, and so are the experts in rare diseases. These experts are difficult to replace.  

ά/ƻƴǘƛƴǳƛǘȅ ǿƛǘƘ ŘƻŎǘƻǊǎ ŀƴŘ ǎǇŜŎƛŀƭƛǎǘǎ ƛǎ ƻŦǘŜƴ ǊŜŀƭƭȅ ƘŀǊŘ ōŜŎŀǳǎŜ ǘƘŜȅ ƳƻǾŜ ƻƴ ŀƴŘ ƻŦǘŜƴ ƳƻƴǘƘǎ 

ƻǊ ȅŜŀǊǎ ƻŦ ǿƻǊƪ ƛǎ ǳƴŘƻƴŜΦέ 

 

For some, being placed in wards with elderly patients had been distressing. 

ά!ǎ L ƎŜǘ ŀŘƳƛǘǘŜŘ ǘƻ ǘƘŜ bŜǳǊƻƭƻƎȅ ǿŀǊŘΣ ƛǘ Ƙŀǎ ōŜŜƴ ŘƛǎǘǊŜǎǎƛƴƎ ǘƻ ōŜ ŜȄǇƻǎŜŘ ǘƻ ǾŜǊȅ ŜƭŘŜǊƭȅ ǎǘǊƻƪŜ 

ƻǊ ŘŜƳŜƴǘƛŀ ǇŀǘƛŜƴǘǎ ǿƘƻ ǘŜƭƭ ȅƻǳ ǘƘŜȅ Ƨǳǎǘ ǿŀƴǘ ǘƻ ŘƛŜΦέ 

One 20 year old young woman had been seeing a paediatric rheumatologist since she was three 

years old and she simply said:  

άL ŘƻƴΩǘ ǿŀƴǘ ǘƻ transition; L ŎƻƴǘƛƴǳŜ ǘƻ ƘŀǾŜ ŀ ǇŀŜŘƛŀǘǊƛŎ ǊƘŜǳƳŀǘƻƭƻƎƛǎǘΦέ 
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Financial Impact  

The financial burdens for patients and their families were a significant issue with costs associated 

with numerous GP appointments, specialists, allied health professionals, hospital admissions and 

medication costs.   

Some participants told us that they diŘƴΩǘ ǉǳŀƭƛŦȅκ ŘƛŘƴΩǘ Ŧƛǘ ŎǊƛǘŜǊƛŀ for assistance; forms for financial 

assistance were inflexible and failed to recognise people with rare chronic conditions:  

άȅƻǳ ŎŀƴΩǘ ǘƛŎƪ ǘƘŜ ōƻȄŜǎ ƛŦ ȅƻǳ ŘƻƴΩǘ Ŧƛǘ ǘƘŜ ōƻȄŜǎέ. The process to access financial benefits is 

complex and difficult: ά¢ƘŜ ǇŀǇŜǊ ǿƻǊƪ ƛǎ ōǊǳǘŀƭΦέ 

Participants suggested workshops to assist with navigating the different financial schemes e.g. 

Medicare, Centrelink, Disability Support Pension.   

 

Psychological Support/Support Groups 

One of the themes that was raised by both parents and youth groups was the lack of psychological 

support during the transition process.  Participants noted that it was a rare occurrence to be 

referred for psychological support with many having to ask for this service.  

Some participants sought support from peers where possible but many had to look overseas to find 

support groups or use online forums/blogs.  One of the highlights from this meeting was that 

participants vowed to establish a support group via social media.  

Other proposals from the forum participants consisted of forums and support groups that were age 

and sex based, available 24/7, promoted self-education and were general for any rare disease rather 

that for specific diseases.  

 

ά²Ŝ ŦŜŜƭ ƛǎƻƭŀǘŜŘΣ ƭƛƪŜ ǿŜΩǾŜ ōŜŜƴ ǎǿŀƭƭƻǿŜŘ ǳǇ ƛƴǘƻ ŀ ǾƻƛŘέ 

 

άL ƘŀŘ ǘƻ ŀǎƪ ǘƻ ƎŜǘ ƘŜƭǇ ŦǊƻƳ ŀ ǇǎȅŎƘƻƭƻƎƛǎǘέ 
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Changing Relationships 

Parents and Children ς letting go 

Many parents face the difficultly in Ψletting goΩΣ during transition and they indicate that it can be hard 

to find the right balance between allowing the child to self-advocate and to become more active in 

their own health care or to stay involved where necessary. For some parents this can be more 

difficult if the young person is unable to self-advocate due to significant physical or intellectual 

disability. Parents felt that they were seen as demanding; one parent stated that she was labelled as 

an άƻǾŜǊōŜŀǊƛƴƎ ƳƻǘƘŜǊέΦ This despite the fact that her son has multiple chronic and complex health 

issues stemming from a very pre-mature birth:  

 

άL ŦŜŜƭ ƭƛƪŜ LΩƳ ǎƻƳŜ Ǝƛŀƴǘ ƻŎǘƻǇǳǎ ǘǊȅƛƴƎ ǘƻ ƘƻƭŘ ƻƴ ǘƻ ƳŀƪŜ ǎǳǊŜ ƘŜ ƎŜǘǎ ǘƘŜ ǊƛƎƘǘ ƘŜŀƭǘƘ ŎŀǊŜΦέ 

 

άtŀǊŜƴǘǎ ŀǊŜ ǳǎǳŀƭƭȅ ǇǳǎƘŜŘ ŀǿŀȅ ǿƘŜƴ ǘƘŜ ƪƛŘǎ ǊŜŀŎƘ му ōŜŎŀǳǎŜ ǘƘŜȅ ƘŀǾŜ ƭŜƎŀƭƭȅ ōŜŎƻƳŜ ŀŘǳƭǘǎΦ 

Many of the kids still need parental support and involvement. The system does not have all the 

ŀƴǎǿŜǊǎ ŀƴŘ ǾŜǊȅ ŦŜǿ ǎŜǊǾƛŎŜǎέΦ 

 

Differences in gender roles of parents were discussed in one group. The fathers felt that they 

provided support to their children in a different way than mothers. Fathers were more likely to 

support their child with a rare disease by providing diversions through, play, games and outings 

whereas mothers took on the more practical carer role by providing care and support needed for 

activities of daily living. 

 

Young people also noted that it can be difficult seeing a GP/specialist on your own for the first time. 

άƛǘ Ŏŀƴ ōŜ ŀ ǎƘƻŎƪ ǿƘŜƴ ȅƻǳ ǎŜŜ ŀ ŘƻŎǘƻǊ ƻƴ ȅƻǳǊ ƻǿƴέ ; άȅƻǳ ƴŜŜŘ ǘƻ ōŜ ŎƻƴŦƛŘŜƴǘ ǘƻ Řƻ ǎƻέ.  

One of the solutions offered by the group was for parents to still be involved in GP and specialist 

visits άǎŜŜ ǘƘŜ ȅƻǳƴƎ ǇŜǊǎƻƴ ŦƛǊǎǘ ŀƴŘ ǘƘŜƴ ōǊƛƴƎ ǇŀǊŜƴǘǎ ŎŀǊŜǊǎ ƛƴέΦ  

 

Siblings 

The impacts on siblings of children and young people affected by chronic complex diseases are well 

recognised. Siblings often miss out on parental attention, on outings and resources as the family has 

to focus their care and attention on the affected child. Siblings often provide practical help in the 

care of their sibling; however, these relationships change as the affected child becomes a young 

person in their late teens and wants to assert their independence. It is difficult for siblings to adjust 

who may interpret this new independence as rejection. 

άaȅ ǎƛǎǘŜǊ ƛǎ ƻƭŘŜǊ ǘƘŀƴ ƳŜ ς ǎƘŜ ŘƻŜǎƴΩǘ ǿŀƴǘ Ƴȅ ƘŜƭǇέ 
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Employment 

Employment was a key theme that was raised by participants.  Participants discussed the idea of 

disclosure to employers regarding their rare disease/condition, issues regarding sick leave and long 

gaps in employment due to illness, the need for more transferable skills, difficulties in working and 

studying and still being able to cover medical costs. Many felt that there is no incentive for young 

people to work as the disability support pension is cut off as soon as the young person is employed. 

Often young people are worse off when employed as they lose rebates and their expenses for 

medications and services increase. Participants called for a health care card for all people with rare 

chronic and complex diseases and financial support to cover the frequent and complex medical care 

they require at least until they are earning an average wage. 

 

άaȅ Ǉƭŀƴ ƛǎ ǘƻ ƳŀǊǊȅ wL/IΦέ 

 

ά¢ƘŜǊŜΩǎ ƴƻ ƛƴŎŜƴǘƛǾŜ ǘƻ ǿƻǊƪΦ L Ŏŀƴ ƻƴƭȅ ǿƻǊƪ ǇŀǊǘ-time because of my condition. When I work I lose 

Ƴȅ ōŜƴŜŦƛǘǎΦ L ŎŀƴΩǘ ŀŦŦƻǊŘ ŀƭƭ ǘƘŜ ŘǊǳƎǎ ŀƴŘ ŀǇǇƻƛƴǘƳŜƴǘǎΦέ 

 

²Ŝ ƴŜŜŘ ǘƻ ŎƘŀƴƎŜ άǘƘŜ {¸{¢9aέ 
Although the focus groups concentrated mainly on transition through the health system, other 

relevant problems related to social, educational, employment and financial supports were also 

discussed. The main themes were: complexity, lack of coordination across sectors and lack of 

recognition of the needs of young people living with rare diseases. 

 

ά{ŎƘƻƻƭǎ Řƻ ƴƻǘ ŎŀǊŜ ŦƻǊ ƪƛŘǎ ǿƛǘƘ ǊŀǊŜ ŎƻƴŘƛǘƛƻƴǎΦ {ǘǳŘŜƴǘǎ ŦŀƳƛƭƛŜǎ ŀƴŘ ǘŜŀŎƘŜǊǎ ƴŜŜŘ ŀ ƭƻǘ ƳƻǊŜ 

ŜŘǳŎŀǘƛƻƴ ŀōƻǳǘ ǘƻƭŜǊŀƴŎŜΣ ŀŎŎŜǇǘŀƴŎŜ ŀƴŘ ŜǉǳŀƭƛǘȅΦέ  

 

Participants expressed frustration at the lack of integration between health, education services and 

social welfare services. They felt that the system was geared to support well-known chronic diseases 

and conditions such as heart disease, diabetes, COPD and cancer but young people with rare and 

less well known diseases fell between the cracks. 

 

άCŀƳƛƭƛŜǎ ƘŀǾŜ ǘƻ ŦƛƎƘǘ ǘƻ ƎŜǘ ōŀǎƛŎ ƘŜŀƭǘƘΣ ŜŘǳŎŀǘƛƻƴŀƭΣ ŜƳǇƭƻȅƳŜƴǘ ŀƴŘ ǎƻŎƛŀƭ ǎŜǊǾƛŎŜǎΦέ 

 

The groups touched on the National Disability Insurance Scheme (NDIS). They welcomed NDIS which 

they hoped would provide services and support to people according to their disability and needs and 

not according to a diagnostic label.  

 

Participants identified a general lack of recognition by the current systems of the impact of their rare 

condition on their health, psychosocial functioning and wellbeing and their financial situation.  

άbƻǘ ŀƭƭ ŘƻƻƳ ŀƴŘ ƎƭƻƻƳΦ aŀƴȅ ƭƛƪŜŘ ǘƘŜ ƛƴŘŜǇŜƴŘŜƴŎŜ ƻŦ ŀŘǳƭǘƘƻƻŘ ŀƴŘ ƘŀǾƛƴƎ ǘƘŜƛǊ ƻǿƴ ƳƻƴŜȅΣ 

ŘǊƛǾƛƴƎΣ ǊŜƭŀǘƛƻƴǎƘƛǇǎ ŀƴŘ ǘǊŀǾŜƭΦ bƻǘ ŀƭƭ Ŏŀƴ Řƻ ǘƘƛǎΣ ŜǾŜƴ ŀǎ ŀŘǳƭǘǎΦέ  

 



Transition 
 

 

Transition Forum for Young People Living with Rare Diseases 

17 

Summary of recommendations by Participants  

Young people need adult health services to independently deal with various adult issues including 

sexual health, fertility, drug and alcohol use, mental health, life-style related disease, and issues 

around disability, employment and education. For most of their lives, many of these young people 

have been engaged in the paediatric family-centred setting. Young people and their families need 

preparation and support to move into adult health services which are more specialised, less 

integrated, and centred on the individual rather than family. Failed transition can lead to poor 

engagement with health services and adverse health outcomes. Transition services need to be 

available to a wide age range, there should be no set age for transition due to issues with delays in 

diagnoses for many with rare conditions.  

Transition issues facing young people with complex, chronic disease are similar no matter which 

disease they have:  

 Inadequate preparation  

 Difficulties finding appropriate adult health services 

 Inadequate coordination among adult specialists 

 Unwillingness of general practitioners (GPs) to take-on complex cases 

 Inadequate resources for the coordination of the transition process 

 Lack of psychological support  

 

Where to from here ς Participant Recommendations 

We need to improve transition services from child to adult health because there are thousands of 

rare diseases, most in childhood, that are chronic, complex, often disabling and require frequent, 

specialist care throughout the life-span. Better recognition of rare diseases and increasing survival 

rates have led to a greater demand for adult services for this group.  

Providing disease specific clinics for each rare disease is unrealistic. Rather, services should be 

established for broad disease categories with similar health needs. The needs for access to 

appropriately coordinated services able to deal with complex cases and disability, access to 

equipment and allied health services and need for psychosocial support are common to many rare 

chronic diseases. A multidisciplinary service would simplify their care, increase efficiency of service 

delivery and save resources.  
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Forum participants called for: 

 Comprehensive preparation involving the family and adult services 

 Timing of transition according to developmental stage and maturity, not age  

 Flexibility in consultations with adult specialists allowing parents/carers to attend  some of 

the time 

 Clinics that can manage people with  a range of treat rare chronic conditions rather than 

special clinics for individual diseases 

 GPs or GP clinics that are confident to coordinate care and refer appropriately , and willing 

to learn about rare chronic conditions 

 ! άƻƴŜ-stop ςǎƘƻǇέ ǿƘŜǊŜ ǘǊŀƴǎƛǘƛƻƴ ŎƻŀŎƘŜǎκŎƻƻǊŘƛƴŀǘƻǊǎ are easily accessible and could 

provide information and resources for young people 

 On-line support group to provide peer support and share information  

 

 

 

We would like to thank all the participants at the forum  

for their valuable input and enthusiasm on the day. 
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