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Looking	at	the	impact	of	rare	diseases	from	a	public	
health	&	government	point	of	view	



What	is	the	local	impact	of	RD?		
	
In	rela>on	to	what	aspect	of	health	
and	social	care?		
	
Are	there	common	impacts	across	a	
range	of	areas?	

Are	services	and	interven>ons	
addressing	the	impact?	

What	can	be	done	about	the	
impact?	



Which perspective on impact? 

•  Individuals	
•  Families/carers	
•  Communi>es	
•  Health	system	



Assessing the impact – the diagnostic journey 

Molster	et	al.	2016	Survey	of	healthcare	experiences	of	Australian	adults	living	with	rare	diseases,	Orphanet	Journal	of	Rare	Diseases	



Assessing the impact – the diagnostic journey 

“Apart	from	the	financial	cost,	
the	Fme,	energy,	emoFonal	and	
psychological	resources	
required	to	persist	in	this	
process…are	unsustainable”.	
		



Assessing the impact – the diagnostic journey 

‘	.	.	.	we	spent	27	weeks	in	hospital,	we	
couldn't	access	any	support	at	all	.	.	.	we’re	
sat	there	going	“right,	you	can't	help	us	
but	you	can	help	the	family	across	the	
way…because	they've	got	a	diagnosis	.	.	.	
they	can	access	everything”	and	it’s	so	
frustra>ng.’	
[Parent]1	

1	GeneFc	Alliance	UK	2016	The	hidden	costs	of	rare	diseases	–	a	feasibility	study	

The	undiagnosed	



Information at time of diagnosis 
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“There	was	a	lot	I	wasn’t	
told.	The	diagnosis	was	
given	in	a	10-minute	
appointment	which	is	
insufficient	Fme	to	advise	
someone	about	diagnosis	
of	a	rare,	life-changing	
illness”.	

50%	didn’t	understand	all	
informa>on	given	



Assessing the impact – care coordination 
Need	mul>ple	specialists	and	other	health	professionals	to	manage	care	
Vast	majority	did	not	have	a	health	professional	to	coordinate	their	care	

Pa>ents	and	
families	face	
significant	
(‘hidden’)	costs	
associated	with	
the	way	that	
their	care	is	
managed1	

1	GeneFc	Alliance	UK	2016	The	hidden	costs	of	rare	diseases	–	a	feasibility	study	



Assessing the impact – lack of support 

		
“It’s	exhausFng	to	need	to	
keep	pushing	and	I	think	the	
mental	health	support	
needs	to	be	increased”.		
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BURQOL-RD project 
•  Socio-economic	burden	of	10	RD	
•  Health-related	quality	of	life	
•  Cost-of-illness	(COI)	studies	
•  Literature	review	
•  Direct	costs	–	medical,	non-medical	

–  E.g.	>me	invested	in	appointments,	drugs,	
equipment,	hospital	care,	home	care,	
transport,	specialist	educa>on	

•  Indirect	costs	–	produc>vity	loss	
–  E.g.	>me	lost	from	paid	labour,	unpaid	labour,	

lost	leisure	>me,	employer	costs	of	paid	sick	
leave,	loss	of	income,	unemployment		

“It	is	clear	that	the	evidence	base	for	the	COI	at	individual,	
health	system	and	societal	level	is	fairly	poor	when	it	comes	to	

understanding	the	pressures	faced	by	both	individuals,	
families	and	society	in	the	context	of	RDs”1	

1	Angelis	et	al.	2015	Socio-economic	burden	of	rare	diseases:	a	systemaFc	review	of	cost	of	illness	evidence	



Other important costs 

Costs	

Direct	

Medical	Costs	
Hospitaliza>on,	supplies,	
health	professionals’	>me,	

tests,	drugs	

Non	Medical	Costs	
Pa>ent	transporta>on,	

informal	care,		food,	home	
aides	

Indirect	
Loss	of	produc>vity	

Cost	to	family	and	friends	

Intangible	
Pain,	suffering,	

inconvenience,	grief	

Opportunity	
Lost	opportunity	
Revenue	forgone	



Assessing the impact – more local evidence 
The	economic	and	social	impact	of	rare	diseases	on	individuals,	the	

health	system	and	society	

Costs	of	trea>ng	and	managing	RD	
	
Iden>fy	gaps	in	exis>ng	evidence	
	
Recommenda>ons	for	future	research	
	
Literature	review	
	
Methodology	



Policy development – the problem and solution 
•  What	is	the	local	impact?	

•  Why	is	it	an	important	issue?	

•  What	needs	are	to	be	addressed?	

•  What	can	be	done	about	it?	

•  What	will	be	the	benefit?		

•  To	who?	
•  Pa>ents/families/carers	
•  Health	professionals	
•  Health	system	



Policy development – what can be done? 
The	best	possible	health	and	wellbeing	for	Western	

Australians	living	with	rare	diseases	

•  12	objec>ves	
•  Facilitate	access	to	support	networks	and	

informa>on	
•  Build	on	exis>ng	services	for	screening	and	

diagnosis	
•  Promote	care	coordina>on	
•  Champion	integra>on	and	partnerships	in	the	

delivery	of	healthcare	
•  Facilitate	health	professionals’	access	to	

informa>on	
•  Build	epidemiology	and	health	system	evidence	

•  Founda>on:	more	local	evidence	required!	



Assurance – linking people to services 
“We	connect	key	stakeholders	and	service	providers	with	people	affected	by	

gene>c	and	rare	diseases”	

Building	capacity	of	community	service	organisa>ons	
	

Provide	increased	access	to	resources,	support	and	informa>on	on	
health	and	other	services	

	
To	link	people	living	with	RD,	their	carers	and	families	to	exis>ng	

healthcare	and	other	services	



Assurance – linking people to services 
Undiagnosed	Diseases	Program	WA	(UDP-WA)	

Target	group:	Children	who	remain	undiagnosed	despite	numerous	hospital	admissions	and	
specialist	assessments	across	mul>ple	disciplines.		
	
Program	steps	
1.  Case	referred	to	program.	Program	Director	invites	parents	or	carers	to	take	part.	

2.  A	mul>-disciplinary	Expert	Panel	reviews	exis>ng	medical	history	and	makes	
recommenda>ons.	

3.  Pa>ent	aoends	a	day	facility	at	children’s	hospital	for	up	to	five	days	for	tests	and	
examina>ons.	

4.  With	pa>ent	consent	data	is	shared	with	na>onal	and	interna>onal	partners.	
5.  The	UDP-WA	team	determines	if	a	defini>ve	diagnosis	can	be	made.			

6.  Parent/caregiver	aoends	a	mee>ng	with	the	Program	Director	to	discuss	the	findings	and	
receives	a	wrioen	report.	



What	is	the	local	impact	of	RD?		
	
In	rela>on	to	what	aspect	of	health	
and	social	care?		
	
Are	there	common	impacts	across	a	
range	of	areas?	

Are	services	and	interven>ons	
addressing	the	impact?	

What	can	be	done	about	the	
impact?	




