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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 raréonic and complex health problems face additional challerage
they alsotransitionfrom paediatricto adult health servicesransition is much more than just a
simple transfer of care from the paediatric team to the adult team. It is a process duhict

young people often require support.

We know little aboutthe transitionjourney as experienced kypung people and familidsszing with

rare chronic diseases or medical conditibns

The Transition Forurrheld on the 2% of February 2013 at Sydney Mersity,gave voice toyoung
people and their familieand enabled them to discuss their experiences,ifiseieghey face, and

their needs. Most importantly young people and families were able to identify health service gaps
and to provide insightfuldeasabout how to address these gaps in order to smooth the transition
journey.The forumalso providedan opportunity to discuss many other issues that youths and
families are dealing with during this transition period includiegess ta@ducationandemployment

andchangingelationshipswith 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 atweb for parents or carers. While recogimg that

health services cannot be provided for each single rare disease as there are thousands of such
diseases, the participansiggested a number of improvements

A Betterpreparation for transition to adult health servicgs/olving the family and alleing
adequate time for preparation

Timing of transition according to readiness to take on a more indeperénintheir own
health care rather thachronologicahge alone

Joint consultation involving the paediatric team and the adult teamaitithgnessof adult
specialists to involve the family in consultations after siion

Better integrationand coordinatiorin the wayadult health serviceare delivered
General practice clinics thaave a special role in erdinating the care of peoplwith
chronic complex rare diseases

A register ofgeneral practitioners willing to take on complex and chronic cases

Better recognition among specialists that the problems people with rare diseases face
common challengeregardless of thie specific diagasis

More resaurces to coordinate the transition procesgludingmoving between health
services, access to education and employment, access to benefits, peer support and
psychological support.

To To o To P e

To

! Zurynski Y & Elliot EOhallenges of transition to aduiealth services for patients with rare diseaséigdical Journal ofAustalia 4
2013; 198 (11): 57576.
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Rare Diseaseswhy arethey important?

There are at least 8,00flfferent rare diseasewhich affect an estimate@-10% of the population
¢ KIGQa | 062dzi nnn X Athoughleattirarédiséakelisyby defibitioh RINEUyaer
diseases share common features:

A Onset in childhood
Difficult to diagnosdeading to delay$o starting relevant treatments
Most have no cure; are chronic leading to lifelong health problems and disability
Complexchronic,requiringmultidisciplinary services

As a group the have significantmpact on health and community resources

p ST ST SE S

Have significanpsychosocial consequencis patients andamiliesincluding isolation and
stigmatisation

A Research about the needs faced by the rare disease community is fécking

Why a forum on transition?

Improvements in clinical carfer children diagnosed with rardiseases or conditiorfsave 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 dheitansition journey
travelled byyoung peote living with rare diseaseEvery February the world celebrates Rare

Disease Dafhttp://www.rarediseaseday.org); a day of action and awarenedsing on behalf of all

people living with rare disease®urForum contributed to Rare Disease Day activities in Australia.

The aim of the transition forum was to hear from young people and their pareotsarersabout
the issueghey faced while transitioning from paediatric to adult health serviceanyperceived

gaps, needs and potential solutions.

Rare Disease Day

2Zurynski Y, Frith K, Leonard H & Elliott EJ. Rare childhood diseases: how should we respond? Archives of Disease.in Childgood
2008; 93:10711074

%Jaffe A, Zurynski Y, Beville L, ElliotCll.for a national plan for rare diseases. Journal of Paediatrics and Child Health.

2010; 46: 24


http://www.rarediseaseday.org/
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The forumg 23° February 2013

The forum wasrganised by the Australian Paediatric Suraaitk Unit in collaboration witfihe
Agency for Clinicahnovation Transition NetworkRare Voices Australia and The Smile Foundation
and the TRAPEZE Transition Program.

Opportunitiesfor formal and informal interactions among participamiere encouraged througthe
sharing of storieand opiniondn small groups im supporive norjudgemental environment

Participants were prompted to discuss the following:

e Their transition journeyhrough health servicesdentifying good and bad aspegtbarriers
and gaps and potential solutions

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

¢ Need for psychological support and peer support during the transition journey

¢ (hanging relationships and developingw relatonships

Thirty people attended the event; 15 young people (age rangeZdyears), 13parentsone sibling

and one partnerMost were from NSW, including rural centres, two were from Victoria, cora f
Western AustraliaAmong theparticipantswere parents ofyoung people who had rare, chronic and
disablirg diseases, which prevented the young person from attendiwgde variety of rare

diseases wereepresented: Ehler®anlossyndrome, Klippellrenaunaysyndrome, narcolepsy,
cataplexy, Phelan McDmid syndrome, Duchenne Muscular Dystrophippeciaw I & Ydzid a Sy Qa
encephalitis, congenital panhypopituitarism, hypochondroplasia and other skeletal dyspiesias.

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

The first session included presentations abtihie common challenges that people with rare
diseases facdransition services thadre currently available in NSW including the Transition Care
Network, Agency for Clinical Innovatiaich facilitateshospital to hospital transitiorandthe

newly established Trapeze Transitiolm@ammewhich facilitategransition through primary health
and community health servicggppendixl: Transition ForuniProgram)

Ourinvited speakerCatherine Gasparini provided a unique and inspiring talk aboubvvar
transitionjourneyas a young person living witystic fibrosisCatherinecommented orgoodand
bad aspects of her own experience of transitias she experienced it back in 2005.

The BAD

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

e Older patients in the same ward using bed pans and overnight nebutisersfronting,
noisy and hard to sleep

e Pathology collectiolg have to wait in pathology (>1 hour) rather than having samples taken
in clinig larger needles (ouch!), no band aids

e Increased ostg; have to pay for own parking, food, prescriptions, tioféwork (standard
sick leave allocation is often exhausted as multiple clinic visits and admissions are needed).

e /IyQil aSS It &aLludikelinfthe paédiatridsgoeli KS 2y S Of AyA O

¢ Finding the right GBomeonevho knew about CF and was willing to liaise with respiratory
specialists took a long time

o Difficult to make dedons about how much to disclose to potent&ucation provides,
employers, friends, partners

e Helping educatin provides and employers to understand the condition

o Difficulties in social interactions; no entertainmefdcilities are not age appropriate

The GOOD

e More independence in managing own heattbut also more responsibility

e Seeing the doctors solo; fimd) a really good GP

e Organising own prescriptions

e Being more organisedrecord keeping of all tests, appointments, admissions, procedures

e Seeking psychosocial support beyond the clinic and familycuméking new friendsg
including online

e Starting romantic relationships
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Focus Group Sessions

Participants were divided intd focus grops: 2 youth and 2 pareiitarergroups.The partner of one

of the young women attending and the one sibling attending joittedparentftarer groupEach

group had? 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, showirg & LIS OG0 ¥ 2 NJ S| OK -judlgeriiebthlBmproa2H,JA Y A 2 y & X
I d2AR RSAaO0OSYRAYy3I Ayid2 I aO2YLX IGoypsiweddvecdt@ vV ¢ 0 dzi
address the issue of navigating the adult health care systew priority with other suggestddpics

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

e Navigating the adult health system getting ¢ Navigating the adult health systera What gaps

the care you need exist in current health services?
¢ Need for transition coaches or mentogglo e What services do parents need? Improvements to

they exist? Are they needed? existing services?
e Challenges of study or work e W[ SGHlAYy3a 32Q> RSIftAY3
e Changing relationships: your child

e Your relationship with parents/carers e Changing relationships:

o New relationships with friends/partners e Your relationship wittyour child

¢ Relationships with siblings e YourchildQd yS¢ NBfFliA2ya
e Other agreed topics partners

e Relationships with siblings
e Other topics
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Focus Groupindings

While the participants had variety ofrare diseaseand medicalneedsand diffeent levels of

disability, manyparticipants werdgacing similar issues

Youth Perspective

Inadequate preparatioffor transitionat the paediatricsite

Need for bettergjoining-upe of paediatric and adult services

Adult specialistsieedto be more open to including parents in consultations initially
Difficulties finding appropriate adult health services

Inadequateintegration andcoordination among adult specialists

Unwillingness of general practitioners (GPs)aketon chronic and ocomplex cases
Inadequate resources for the coordinatiomentoring duringthe transition process
Lack of psychological support

ParentPerspective

Navigating theadult health systendlifficult, needfor moreintegratedmodels

Findingthe right GRlifficult ¢ need for specialisGPclinicsto oversee many complex rare
diseases

Parentsneed to adjust to their newole in decisiormakingafter transition: need to make
hard choices abouhe balance betweemllowing child to seladvocateor staying involved
Administrative issues transfer of medical recordsnedicare, access to benefdsgficult
Finding appropriate psychological suppditficult, counsellingalmost never offered
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Themesddentified by the Focus Groups

Preparation to Transition

Participantsdescribed a lack gireparation for transitiomg from paediatric health services to adult
health serviceswhile there is currently no consensmsthe literatureas to the most approgpate

age to beginransition, all participants agreethat preparationwas the key for a successful

transition andhaving appropriate information available eadw, 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 nexalth providers.

aXy2 2yS AYyF2NNSR YS GKIG L ySSRSR G2 GNIYEAGA2)
gl a GKNRgyYy |G YS | yR ¢AYGUSgworBad vith Kligpdifehadmalz S OS NI & Ay

Syndrome

Focus group g@rticipants suggestethat I~ W{ NIy acantaihiggyfelevadnt Gdcunents, fact
sheets, tips and advice written language easily understood by a lay person be nadéable at
paediatric health services prior to transition and at adult health services after transition, as well as
on hospital websitesAlthough the NSW Agency for Clinical innovation, Transition Care Program,
provides similar packs, thebadnot beenmadeavailadle to clinicians involved in transitionitige
young patientgarticipating in the forum. Wider distribution and awareness raising about existing

transition services and resources was identified as a priority.

10
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Accessingseneral Practitioners

Finding a stiable General practitioner was a common issue raisetldii parensand youth focus
groups. Participants commented that many GPs were unwilling to take on such complexwthses

many GPs not having the knowledge or confidence to dealmaithdiseasestonditions.

GL 588 3S5OSNI saDYEIRAUNISODOK YI¥PES 1y265 SOSNBUKAY

L GNASR FTAYRAY3I || 3I22R Dtod L &l g mm 2F (GKSYX

Many of theforum participantshad beeno see many differenD t (Partitipantgold us that many
required double bookings with their GRsenable sufficient contact timehich added to costs as

most GPs now chargenadditionalfee for service in addition to medicare rebatdésr consultations.

The group suggested that GPs sholld®S A y O Sy (i /G& Bd@nagandet Klaok rare | G

complex diseaseallowing GPs to spend more time with patients living with a rare complex disease
orcondition! f 1 K2dzZAK Dt a KI @S | 00Saa (G2 GaOKNRYAO Ol NB
desigred mainly forolder adultswith more common and well known chronic conditions such as

diabetes, heart disease, chronic obstructive pulmonary disease etc.

Forum grticipants acknowledged that it is impossible for GPs to kabeaut all of the rare diseases
as there are simplioo many. However, they wante@Ps to have adequate time to accesication
andavailable resources about rare diseases and to learn about rare diseases when such patients
present to them. They also called for sjadist rare disease Bnetworls of clinics staffed bPs

who are willingo coordinate care and to refer appropriately.

The newly establishedrapezeTransition Service in NSW aims to smooth the transition journey
through primary care by providing case coordination awalrcing 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 qtients with diabetes and respiratory conditions.

11
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Experiences ofAdult health services

Need forintegration and coordination

Many of the participants commented that there were limited links between paediatric and adult
services. The overall perceptiaoin the groups wathat the adult health system is disjointed and
uncoordinated, made up ¥ & LJS O A | fParticipants called far & more multidisciplinary
approach to providing healthcare for chronic and complex diseases

G¢KS NBA&LA NwillogyNdR 3 IS GXKI fE daydBa FyR y20KAy3a St aSoé
G ¢ Mdbltspecid A aia R2yQd &ilFt1 G2 SFOK 20KSNJ
2SS KI@S 2 NBLISFG 2dzNJ YSReseEt KAaliz2NB (G2 SOSNE

Participants also raised the issues of long waiting times for specialist appointrfierégeme this
was six month or more

G2 KFG Y L adz2alll2aSR G2 R2 K3y LQY @2NNASR | 62 dz

Some participants had tried seeing specialists in the private sector which enabled them to be seen
more quickly though the financial costs were proftilke. Most participants indicated that they
g2dzZ RyQi oS FtoftS G2 FTFF2NR ¥SSa OKINHASR o6& R2007

G9@Sy (K2dAK ¢S KIFI@S | LAEGOKAFGNRAG Ay 2dzZNJ ONB I A
private psychiatrist and theedications he prescribed are not covered by PBS. He is expensive as are
0 KS Y SR AVothei df 2 ypungvioman with Phelan Mcdermid syndrome.

Many participants raised issues of equitable access to@pjate health services stating:
aYyou have taget lucky to get the right doctér
G, 2dz KFgS G2 CLDI¢ F2NJ GKS OFNB &2dz ySSR I yR RS3

GLO aK2dzZ RFAIOSHAS fiA2] & LALBNRALINA I §S KSIFfGK OF NB Aa

12
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Nowhere to go Theneed forappropriate services in the
adult health sectw

There is an imperative for paediatric services to transition young patients to adult services by the
time they are 18 years oldSome participants indicated that there were simply no adult services
available for them to transition to.

Gl SQag loASISAYY 3 FT2NJ GNIF yaAldAz2y odzi GKSe R2y Qi 1y29
.dzi 6KSNB Oly KS 32 gKSYy KSQa LINBGGe YdzOK f AGSR
GUY K20 LRA4GF G2 o¢

GLQY (i paedidricgbut BE@d¥flcult a ase for adult services to treat in this country. | am so

thankful to all the people who are helping me with this journey. | cannot fault them at all for how
iKSeQ@S GNASR G2 3ISO YS Ayid2 | RdAZdG aSNBAOSad L ¢

Participants alsodought 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

aJust as gu find someone who knows about your rare disease they mdvEhey go to
administration where they seem et paid moret

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 sy#temare diseses
are rare,andso are the experts in rare diseasd&$iese expertare difficult to replace.

(daty

G/ 2yGAydaAaGte gA0K R200G2NA FyR aLISOAlFLtAada Aa 27Fd
2NJ 8SINE 2F 62N)] A& dzyR2ySoé

For some, being placed in wargvith elderly patients had been distressing

a!'a L 3ISG FTRYAGGSR (2 GKS bSdzNRf23e 6 NRZT Al KI 3
2N RSYSYGAl LI GASyida 6K2 (Stt e2dz 6KSe& 2dzaid 61 yi

One 20 year old young woman had been seeing a paediatric rheumatologist since she was three
years old and she simply said:

GL R2y Qtansiion;iy 4 OagiAydzS (2 KFE@S I LI SRAFGNAO NXSdzy

13
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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 theyRly Rdzl f A T & kR XoRagsisiancet forinfor@rddicial S NR |

assistance wernflexibleand failed to recognise people with rare chronic conditions:

Ggez2dz OF yQi GAO1 (KS oTheptotessitdaccefibancialbengfitsis T A 0 (0 KS
complex and difficultd ¢ KS LJ LISNJ 62 NJ A& o NHzil f dé

Participants suggested workshops to assist with navig#tiaglifferent financial schemes e.g.

Medicare,Centrdink, Disability Support Pasion.

Psychological Suppat$upport Groups

One of the theme that was raised by both parents and youth groups wasatle df psychological
support during the transition proces®articipants noted that it was a rare occurrence to be

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

Same participantsought support from peers where possible but mdwayl 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 supparoup via social media.

Other proposaldrom the forumparticipants consistedf forums and support groups that were age
and sexbased available 24/7promoted selfeducationand were generdor any rare disease rather

that for specifiadiseass.

428 FSSt AZ2039SRESHIAMI D BB UAS Ayi2 | O2ARE

GL KFR 2 lFal G2 3S0 KStLI FNRY | LlaeoOKz2f23Arads

14
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ChangingRelationships

Parents and Childrenq letting go

Many parents face the diffictly in Yétting gaQaduringtransitionand they indicad that it canbe hard

to find the right balance between allowing the child to satfvocate ando become more active in
their own health careor to stay involved where necessaryor some parents this can be more
difficult if the young person is unable to sealfivocate due tosignificant physicalor intellectual
disability. Parents felt that they were seendmmanding;one parent stated that shevaslabelled as
an®® @S ND S| NR s desgité tkeSad@thdt her son has multiple chronic and complex health
issuesstemming from avery premature birth:

L FSSt ftA1S LQY a2YS JAlyild 200RAIAKGINBRYEBKG DI KEP

Gt NByda I NB dzadz- ffe LzaKSR l¢gl& 6KSYy GKS (ARA
Many of the kids still nee@arental support and involvement. The system does not have all the
FyagSNBE IyR @OSNE FTS¢6 aSNBAOSa¢ o

Differences in gender rolesf parents were discussed in one group. The fathers felt that they
provided support to their children in a different way than thers. 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.

GAG Oy 0S I aK20]l 6KSYy ;@2®&dz2a¥SSR R200ENIO2Yy T & R
One of the solutions offereddy the groupwas for parents to still be involved in GP and specialist

visitsé 8SS (GKS @2dzy3a LISNER2Y TFTAMBG YR GKSYy oNRyYy3 LI I

Siblings

The impacts on siblings of children and young people affected by chronic complex diseases are well
recognised. Sibiigs often miss out on parental attention, on outings and resources as the family has
to focus their care and attention on the affect child. Siblings often provide practical help in the

care of theirsibling;however, these relationships change as thesetféd 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.

Gaé aAaUSN RAKZIRBNAYAR yo vyt Yé KSE LE

15
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Employment

Employmentwas a key them that wasraised by participants.Participants discussed the idea of
disclosure to employarregarding their rare disease/conditi, issues regarding sick leave dadg

gaps in employment due to illness, theeed for more transdrable skillsdifficulties in working and
studyingand still being able to cover medical codany 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 youngpeople 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 freguehtomplex medical care

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

Gaé LY Aa G2 YIFNNE wL/ | ®¢

y2 AyOSy A @Stimé Becaase Mimspconditiod.When2 woika losg 2 NJ| |

A
STAGA® L dARY Q¥ RF FELRRR YIS yiim®sRNI

2 S YySSR G2 OKIFIy3aS aGKS {, {¢t9at
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.

G{OK22ta R2 y2i( OFNB FT2NJ 1ARE G6AGK NINB O2yRAGA
SRAZOI A2y 1 62dzi G(2fS8NIyOSs 00SLIiyOS FyR Sljdz £ A

Participants expressed frustration at the lack of integration betweertheaducation sendges and

social welfare services. They felt that the system was geared to supporkmeAn 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.

GClLYKE®Salz2 FAIAKG G2 3SG oFrairodo KSFIfGdKXZ SRdzOF A2y

The groups touched otie National Disability Insuranc&heme(NDIS) They welcomed NDIS which
they hoped would provide services and support to people according to theibitity 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 financiatisitu

Gb2dG ff R22Y |yR 3ft22Yd alyeée fA1SR GUKS AYyRSLISY
RNAGAYy3A:L NBflIGA2YyAaKALA FyR GNY@Stod b2G Fft Oy

Tl Tl
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Summary of recommendations Rarticipans

Young people need adult healdlervices to independently deal with various adult issues including
sexual health, fertility, drug and alcohol use, mental health;difge related disease, and issues
around disability, employment and education. For most of their lives, many of these ymrople

have been engaged in the paediatric farugntred 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 #hindividual rather than faity. Failed transition can lead to poor
engagement with health services and adverse healtttomes.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 witrare conditions.

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

disease they have:

¢ Inadequate preparation

o Difficulties finding appropriate adult health services

¢ Inadequate coordination among adult spaicsts

¢ Unwillingness of general practitioners (GPs) to takecomplex cases
¢ Inadequate resources for the coordination of the transition process

e Lack of psychological support

Where to from hereg Participant Recommendations

We need to improve transition services from child to adult health because there are thousands of
rare diseases, most childhoodthat are chronic, complex, often disabling and require frequent,
specialist care throughout the lifgpan. Better recognitioof rare diseases and increasing survival
rates have led to a greater demand for ad@érvices for this group.

Providing disease specific clinics for each rare disease is unrealistic. Rather, services should be
established for broad disease categorietfwgimilar health needs. The needs for access to
appropriately coordinated services able to deal with complex cases and disadmli®yss to

equipment and allied health services and need for psychosocial support are common to many rare
chronic diseases. ultidisciplinary service would simplifigeir care, increasefficiencyof service

deliveryand saveesources.
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Forum patrticipants called for:

e Comprehensive preparation involving the family and adult services
¢ Timing of transition according to developmtal stage and maturity, not age
o Flexibility in consultations with adult specialists allowing parents/carers to attend some of
the time
¢ Clinics thatan manage people with a rangetrdat rare chronic conditiongather than
special clinics for individlidiseases
e GPs or GRlinics that areconfident to coordinate care and refer appropriatelgnd willing
to learn about rare chronic conditions
e | ABGHEA K2 LE G KSNBE (NI yaA (akerabily Greesshlk snd coldd® 2 NRA Y |
provide information and resources for young people

e Online 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 theay.
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