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Quality	of	Life	Indicators	in	health	care	provision	



Background	

§  The	 experience	 of	 living	with	 a	 rare	 genetic	 condition	 is	 vastly	more	 complex	 than	 its	
medical	features:	any	aspect	of	an	individual's	life	may	be	affected.		

§  Quality	 of	 life	 (QoL)	 refers	 to	 an	 individual's	 sense	 of	 overall	well-being	 encompassing	
physical,	psychological,	emotional,	social,	and	spiritual	dimensions.		

§  There	 is	 a	 lack	 of	 clarity	 as	 to	 what	 actually	 contributes	 to	 QoL	 from	 the	 patient's	
perspective.		

§  In	recent	years,	QoL	has	increasingly	been	studied	in	genetic	conditions.		

§  The	 goal	 of	 the	 next	 frontier	 in	 healthcare	 for	 individuals	 living	 with	 rare	 genetic	
conditions	is	to	improve	QoL,	not	only	by	advancements	in	medical	treatment,	but	with	
interventions	aimed	at	modifying	psychosocial	and	contextual	factors	that	influence	QoL.		

Cohen	and	Biesecker,	Am	J	Med	Genet	A,	2010		



Previous	experience	

Cohen	and	Biesecker,	Am	J	Med	Genet	A,	2010		



	
§  Although	widely	used,	generic	QoL	scales	are	biased	because	they	measure	status	 (i.e.,	

level	 of	 impairment	 or	 satisfaction)	 in	 the	 various	 domains	 of	 QoL,	 without	 assessing	
importance	of	 each	domain.	Also,	most	 generic	 scales	 specifically	 assess	 the	 impact	of	
one's	 health	 condition	 on	 the	 aspects	 of	 one's	 life	 primarily	 related	 to	 physical	
functioning	without	taking	into	psychological,	spiritual,	and	social	well-being.	

§  Disease-specific	 QoL	 scales	 are,	 by	 nature,	 health-related	 scales,	 and	 thus	 do	 not	
measure	 QoL	 as	 a	 global	 construct.	 They	may	 prove	 useful	 in	 evaluating	 outcomes	 of	
clinical	trials	specific	to	the	condition.	

§  There	are	numerous	challenges	around	measuring	QoL	in	children	and	adolescents.	The	
instrument	must	 be	 validated	 in	 the	 age	 group.	 A	 controversial	 issue	 is	 the	 reporting	
method.		

Troubleshooting	









§  Finding	an	objective	way	to	assess	QoL	in	rare	diseases	is	difficult	and	existing	outcome	
measures	often	aren’t	valid	in	these	populations.		

§  A	parent-reported	outcome	is	often	very	different	to	a	standard	clinical	outcome.	A	few	of	
these	are	individually	reported	and	aren’t	measured	using	existing	tools.		

§  Developing	new	tools	is	time	consuming	and	expensive	and	they	have	to	be	validated	and,	
in	rare	diseases,	these	specific	tools	cannot	be	used	across	the	whole	range	of	conditions.	

§  This	aspect	requires	a	lot	of	consultation	with	patients,	some	experts	in	methodology	and	
resources,	but	a	new	rare	disease	outcome	measure	could	be	developed	by	ERNs.	

Limitations	



ERN-ITHACA	is	particularly	interested	in	the	following	disease	areas:	

§  Congenital	Malformations,	Intellectual	Disability,	Developmental	disorders,	

RASopathies,	Angelman	Syndrome,	Rare	Chromosome	disorders,	Rare	Limb	

disorders,	Spliceosomal	disorders,	Obesity	disorders.	



ERN-ITHACA	and	QoL	

§  We	are	a	network	dealing	with	multi-systemic,	rare,	undiagnosed	conditions:	reaching	a	

diagnosis	is	often	our	best	outcome	

§  We	can	concentrate	on	few	conditions,	the	ones	where	we	think	our	network	has	

established	expertise	and	liaise	with	the	relevant	patient	representatives	to	see	whether	

they	are	interested	in	developing	new	surveys	

§  A	few	HCPs	of	our	network	are	piloting	multidisciplinary	clinics	with	neuropsychology	

assessment	and	these	findings	may	direct	us	towards	a	best	approach	for	rare	patients	

generally	

§  We	have	put	in	place	communication	tools	for	patient	associations	to	share	existing	

resources	including	surveys	that	have	proven	useful	(website,	twitter)		

§  We	envisage	this	aspect	of	patient	care	as	strongly,	if	not	exclusively,	patient-led		



§  Collect	patient	opinions	

§  Share	expertise	in	development	
	
§  Be	in	a	good	position	to	pilot	as	large	numbers	are	required	

ERNs	may	

§  in	the	expert	patient	care	of	improving		access	to		

§  earlier	diagnosis	and		

§  expert	health	care	which	will	have	a	major	impact	on	QoL	through	more	

accurate	and	specific	therapies	

ERN-ITHACA	aims	



Contact	us:	
	

www.ernithaca.org	
@ernithaca	

Michael.smith@mft.nhs.uk	(project	manager)	


