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§  We are at a tipping point – from recognising the 
problem to acting on the problem 

§  Are you ready for that change? 
§  Can you advocate effectively in the new world? 
§  How government might view this, and what you need 

to ask of government 
§  Draw on experience of recent meetings in Thailand 

and Malaysia 
 

Outline of talk 



Helen Clark: Administrator of the United 
Nations Development Programme  
Written statement at the 11th annual International 
Conference on Rare Diseases and Orphan Drugs 2016 

§  More than 300 million people around the world 
live with at least one rare disease.  

§  Ill health and the costs associated with it are 
major factors which push people into poverty 

§  2030 Agenda for Sustainable Development 
fundamental principle ‘to leave no one behind’ 

§  No country can claim to have achieved 
universal healthcare if it has not met the needs 
of those with rare diseases 

§  Governments need to look at legal and 
regulatory incentives for development of drugs 
and technology 

§  Collaboration between all sectors is critical 



 
 

§  Is this really a problem compared to other issues? 
§  What can we done about it, and what is 

government’s role? 

§  Is it affordable? 
§  What stakeholder resistance will be encountered? 

§  Is there a clear path forward and what barriers will 
there be? 

§  Who will thank us?  

Rare diseases: key policy questions  



 
 §  It’s as big as diabetes, it’s hidden, and you’re already 
paying for it 

§  Better coordination of existing resources will save money 
and lives 

§  Government has a key role but does not have to do and 
fund everything  - a small expert team can make a big 
difference 

§  There will be resistance to change from some 
professional groups and some patient organisations 

§  But the benefits in terms of individual patient stories (as 
well as at the group level) are immediate and compelling 

§  If you build on all strengths, you will be able to describe a 
clear path forward 

Rare diseases: key policy answers 



In the Zone 



What special experience do we have in Western 
Australia? 

 
§  Small expert group - only dedicated genomic health policy unit 

in Australia, set up in 2001  

§  Developed a State Strategic Framework for Rare Diseases 
§  Promoting a National Plan for Rare Diseases 

§  Helped establish Rare Voices Australia 
§  Leading way in data collection, registry development and 

biobanks in Australia 

§  Membership of many international collaborations in this area 



 
 

Is this really a problem? The importance  
of local data 



Identifying inefficiencies 



The diagnostic journey 
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Time to confirmed diagnosis after first seeking medical help 

•  All respondents with a confirmed diagnosis 
•  n=746 



 
 

§  Certainty 
§  Reduced isolation 
§  Reduce unnecessary investigations 

§  Access to improved care (social and medical) 
§  Clarify recurrence risk 
§  Even without new treatments, quality of life will 

improve 

The power of a diagnosis – the foundation  
of quality healthcare 



 
 



IdenQfying	costs	to	health	system	



	
	

What	can	be	done	about	it?		
Clinical	Services	Redesign	



Improving	service	outcomes	
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Clinical		
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Clinical		
Report	

Research	protocol		ethics	
and	consent	process	

Is		phenotype	consistent	with	targeted		exome	analysis?	

Consider	Targeted	Exome	Analysis	

Was	a	diagnosis	made?	

Consider	Whole	Exome	Analysis	±	Matchmaking	

Consider	recruiQng	to	WGS	Research	Project(s)	

Was	a	diagnosis	made?	

EXIT	

Service	Planning:	RUDDS	

Referred onto most appropriate clinical 

health pathways, management and/ or 

available trials. OPTION		FOR		REVIEW	

Extend	deep	phenotype?	 Specific	geneQc	counselling;	and	
PaQent	decision		gate	
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Referred	onto	

best	clinical	health	

pathways,	

management	and/		

or	available	trials	

Baynam	et	al	2016	The	Rare	and	Undiagnosed	Diseases	DiagnosQc	Service	–	applicaQon	of	
massively	parallel	sequencing	in	a	state-wide	clinical	service	OJRD	11:77,			











Undiagnosed	Diseases	Program	UDP-WA:	
Synopsis	of	1st	Case		

§  A	7	year	old	girl	with	more	than	40	hospital	visits	
since	a	baby.	

§  Seen	mulQple	specialists		
§  The	cross-disciplinary	expert	review	process	

converged	on	a	class	of	condiQons,	which	on	
further	exploraQon	by	the	team	focused		to	one	
condiQon		

§  A	definiQve	diagnosis	of	a	complex	messenger	RNA	
disorder	with	a	prevalence	of	about	one	in	1	
million	people.			

§  The	child	has	now	been	referred	into	the	
appropriate	management	pathways	and	carries	a	
diagnosis,	outcomes		for	which		the	family	are	
greatly	appreciaQve.	

Photo:	Case	files	of	1st	UDP-WA	case	
(right	stack)	but	missing	3	current	
files	sQll	in	circulaQon	
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	ALL	CASES/FAMILIES	RECEIVE	AN	OFFER	TO	PARTICIPATE	IN	RELVANT	STUDIES	AND	FOR	THEIR	DATA	TO	BE	USED	IN	ETHICALLY	APPROVED	STUDIES	
	ALL	CASES/FAMILIES		HAVE	THE	OPTION	TO	LEAVE	THE	PROGRAM	AT	ANY	TIME	
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What	can	be	done	about	it?		
Policy	and	planning	



Roadmap	for	policy	and	planning	

Core initiative group (patients & other stakeholders) 

National alliance of people with rare diseases 

Support by medical professionals 

Public support 

Political support 

National plan 

Patient 
support 
groups 

Taruscio	et	al	2010	



VISION: The best possible health and 
wellbeing for Western Australians living 
with rare diseases (80% of which are 
genetic) 

 
•  Recognises rare diseases as a public 

health priority 

•  Provides a framework for the 
coordination of initiatives 

•  A focus on identifying gains in 
efficiency and effectiveness of 
services provided within the WA public 
health system  

 

Developing	statewide	policy	



Developing	naQonal	policy	

•  Newborn	Bloodspot	Screening	(NBS)	NaQonal	Policy	
Framework	

•  A	naQonally	consistent	
approach	to	NBS	that:	
ü Supports	best	pracQce	
ü Increases	transparency	
ü Strengthens	governance	
ü Supports	decision-making	
ü Offers	guidance	for	monitoring	and	evaluaQon	



	
	

What	can	be	learnt	from	past	experience?	



Recommended	content	for	the	Australian	
NaQonal	Rare	Diseases	Plan	(2011)	

•  high	level	policy	direcQon,	that	includes	a	collecQve	definiQon	of	rare	diseases;	
•  guidance	to	adopt	ICD-11	classificaQon	of	rare	diseases	and	the	collecQon	of	

much	needed	data	(surveillance);	
•  informaQon	for	all	stakeholders,	to	guide	referral,	diagnoses,	treatment	and	

access	to	support	services;	
•  a	map	of	the	services	available	to	people	with	rare	diseases;	
•  best	pracQce	guidelines;	
•  a	coordinated	research	approach;	and	
•  opportuniQes	for	consumers	to	engage	in	rare	disease	planning	and	policy	

development.	



Pugng	the	argument	–	learning	from	our	‘failure’	in	2013	to	
gather	support	for	an	Australian	Rare	Diseases	Plan	

	
1.  Concern	about	resources	needed	in	an	already	stretched	system	

(duplicaQon	of	services,	extra	services,	cost	benefit	of	services,	
where	would	money	come	from?)	

2.  Professionals	–	lukewarm	support	from	some	exisQng	disease	
specific	groups,	contributed	to	lack	of	other	states	supporQng	us	

3.  PaQent	support	groups	–	lack	of	long-term	experience	with	a	
combined	advocacy	group.	Rare	Voices	Australia	set	up	in	2012	

4.  Many	useful	learnings	however	–	a	setback	only.	SQll	advocaQng	
and	moving	forward	in	2016!	





	
	

InternaLonal	experience	–		
how	to	copy	and	paste		



Undiagnosed	Diseases	Network	InternaQonal,	UDN-I,	2015	-	2016	



www.orpha.net 

ORPHANET USERS:  
20,000 user accesses daily from over 200 countries 

2/3 Professionals     
1/3 Patients and relatives 



InternaLonal	partnerships		
1.  InternaQonal	Rare	Diseases	Research	ConsorQum	–	means	to	

diagnose	most	rare	diseases	by	2020,	and	200	new	therapies	by	
2020	

2.  Undiagnosed	Diseases	Network	InternaQonal	
3.  Orphanet	–	portal	for	rare	diseases	and	orphan	drugs	-	20,000	

users	daily	from	all	countries,	2/3	professional,	1/3	paQents	and	
relaQves	

4.  Global	Alliance	on	GeneQcs	and	Health	–	resource	for	ethics,	data	
sharing	and	policy	

5.  Rare	Diseases	InternaQonal	–	global	alliance	of	people	living	with	a	
rare	disease	

6.  UN	NGO	Commilee	for	Rare	Diseases	



NEW	PATIENT	ORGANISATION	
INITIATIVES	

Rare	Diseases	InternaLonal	(RDI)		
EURORDIS-led	iniQaQve	(Europe),	in	partnership	with	
NaQonal	OrganizaQon	for	Rare	Disorders	(USA),	
Canadian	OrganizaQon	for	Rare	Disorders,	Japanese	
PaQent	AssociaQon,	Chinese	OrganizaQon	for	Rare	
Disorders,	Indian	OrganizaQon	for	Rare	Diseases,	
Ibero-American	Alliance	for	Rare	Diseases	(ALIBER),	
French	Alliance	for	Rare	Diseases	(Alliance	Maladies	
Rares),	InternaQonal	PaQent	OrganizaQon	for	Primary	
Immunodeficiencies	(IPOPI),	Dystrophic	Epidermolysis	
Bullosa	Research	AssociaQon	InternaQonal	(DEBRA	
InternaQonal),	among	other	groups.		
•  to	create	the	global	alliance	of	rare	disease	

paQents	and	families.		
•  to	be	a	strong	common	voice	on	behalf	of	the	

people	living	with	a	rare	disease	around	the	
world,		

•  to	advocate	for	rare	diseases	as	an	internaQonal	
public	health	priority,	and		

•  to	represent/	enhance	the	capaciQes	of	its	
members	

UN	NGO	Commilee	for	Rare	
Diseases		
a	mulQ-stakeholder,	inclusive,	global	ecosystem	
focused	on	rare	diseases,	which	aims:	
•  To	increase	visibility	of	rare	diseases	at	the	global	

level	
•  To	extend	and	share	knowledge	about	rare	

diseases	and	their	unmet	needs	
•  To	connect	NGOs	interested	in	rare	diseases	and	

their	partners	within	a	global	plaqorm	
•  To	promote	internaQonal,	mulQ-stakeholder	

collaboraQon	and	acQons	for	rare	diseases	
•  To	align	rare	diseases	as	a	global	priority	in	public	

health,	research	and	medical	and	social	care	
policies	

		
The	formal	inauguraQon	of	the	Commilee	is	due	to	
take	place	at	the	UN	headquarters	in	New	York	in	
November	2016	



Adapted	from	the	InternaQonal	AssociaQon	for	Public	ParQcipaQon	:		IAP2	Spectrum	of	Public	ParQcipaQon	

INCREASING LEVEL OF PUBLIC EMPOWERMENT (IMPACT) 

ParQcipaQon	Goal	

Promise	to	the	Public	

	
To	place	final	
decision-making	
in	the	hands	of	
the	public	

Empower	

	
Partner	with	the	
public(s)	in	each	
aspect	of	the	
decision	
including	
development	of	
alternaQves	and	
idenQficaQon	of	
the	preferred	
soluQons.	
Manage	all	
parQes	
expectaQons	

	

Collaborate	

	
Work	directly	
with	the	public(s)	
throughout	the	
process	to	
ensure	that	
concerns,	and	
aspiraQons	are	
consistently	
understood	and	
considered	

Involve	

	
To	obtain	public	
feedback	on	
analysis,	
alternaQves	and/
or	decisions	

Consult	
	
To	Provide	
balanced	and	
objecQve	
informaQon	to	
assist		them	in	
understanding	
the	problem,	
alternaQves,	
opportuniQes	
and/or	soluQons	

Inform	

	
We	will	
implement	your	
decisions	

	
We	will	partner	
with	you	and	the	
wider		public(s)	in	
each	aspect	of	the	
decision	and	
innovaQon	
processes.	Your	
advice,	
recommendaQons	
will	be	
incorporated	to	
the	maximum	
extent	possible.	

	
We	will	work	
directly	with	you	
and	the	wider	
public(s)	to	
ensures	concerns	
expressed	are	
directly	reflected	
in	the	alternaQves	
developed	and	
the	how	public	
input	influenced	
the	decisions	

	
We	will	keep	you	
informed,	listen	to	
and	acknowledge	
concerns	and	
aspiraQons,	and	
provide	feedback	
on	how	public	
opinion	influenced	
the	decision	

	
We	will	keep	you	
informed	



CollaboraLon	and	partnerships	–	government	&	peak	rare	and	
geneLc	diseases	groups	

•  A	small	group	in	government	can	catalyse	a	large	amount	of	energy	and	
networks	

•  NaQonal	and	internaQonal	partnerships	and	networks	are	available	and	
share	freely	–	you	just	have	to	join	

•  You	can	choose	the	path	forward	that	fits	you	and	the	Qmeframe	–	there	
are	plenty	of	‘small	wins’	at	the	beginning	



InternaLonal	Partners	



 
 §  Draw on your own experience and words – ‘a difficult 
diagnosis, lost in the dark, left behind and running low’ 

§  Ask for something 
§  Don’t ask for more than three things 

§  Ask for advice (politicians, policy makers etc.) 
§  Don’t ask for money or specific treatments - ask for an 

open transparent system of resource allocation 
§  Reassure them about your ongoing role and support 
§  Know your friends! Insiders and outsiders together 

achieve great things, but have different roles 
§  Show them that you are not ‘conflicted’ 

Rare diseases: what will you ask for? 



ICORD VII 

Terimah kasih 


