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Abstract
Nail‐Patella	 syndrome	 (NPS)	 is	 a	 genetic	 disorder	 generating	 physical	 malforma‐
tions	and,	 in	approximately	one	 in	 three	cases,	ocular	and	 renal	damage.	The	pre‐
sent	research	aimed	to	deeply	understand	patients'	subjective	experience	with	NPS,	
particularly	 the	 aspects	 of	 the	 syndrome	 that	 affect	 patients'	 adaptation	 and	 to	
propose	 interventions	 that	 can	 improve	 genetic	 and	psychological	 counseling	 and	
help	patients	cope	with	their	condition.	Semi‐structured	interviews	of	nine	people	
diagnosed	 with	 NPS	 were	 analyzed	 using	 interpretative	 phenomenological	 analy‐
sis.	Results	highlighted	attempts	to	look	like	a	person	without	disabilities	by	hiding	
malformations	and	not	telling	the	truth	about	symptoms'	genetic	origin	because	of	
patients'	poor	self‐esteem,	negative	self‐cognition,	and	social	isolation	experienced	
from	childhood	 to	adulthood.	Difficulties	of	adaptation	 to	physical	 limits	and	pain	
were	also	identified.	The	majority	of	participants	who	were	not	diagnosed	at	birth	
tended	 to	consider	physical	 symptoms	as	 “birth	malformations”	without	 imagining	
other	 potential	 implications	 until	 receiving	 a	 diagnosis.	Despite	 the	 diagnosis,	 the	
majority	continued	to	minimize	the	potential	complications	by	considering	NPS	as	a	
“physical	difference”	and	not	adhering	to	medical	surveillance.
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1  | INTRODUC TION

Nail‐Patella	syndrome	(NPS,	MIM	161200)	is	a	rare	autosomal	dom‐
inant	disorder	with	an	 incidence	of	approximately	1	 in	50,000	 live	
births	(Bongers,	Gubler,	&	Knoers,	2002).	The	factor	underlying	the	
syndrome	is	the	mutation	of	the	LMX1B	gene	(MIM	602575)	on	chro‐
mosome	9q34	 (Ghoumid	et	 al.,	 2016;	 Sweeney,	 Fryer,	Mountford,	
Green,	&	McIntosh,	2003).	Although	its	clinical	manifestations	vary	
in	 frequency	 and	 severity,	NPS	 is	 generally	 characterized	 by	mal‐
formation	of	the	nails	and	elbows,	 insufficient	development	or	the	
absence	 of	 kneecaps,	 and	 exostosis	 of	 the	 iliac	 wings	 (iliac	 horns	
due	 to	 abnormal	 bone	 production;	 Bhor,	 Damdhar,	 Kokate,	 Salve,	
&	Andhale,	2016).	Moreover,	ocular	 anomalies	 (i.e.,	 glaucoma)	 and	
renal	 damage	 (i.e.,	 nephropathy)	 are	 observed	 frequently,	 in	 ap‐
proximately	one	in	three	cases	(Bongers	et	al.,	2002;	Lemley,	2009;	
Lichter	et	al.,	1997).	Although	the	genetic	aspects	of	the	syndrome	
have	been	extensively	studied,	there	is	no	research	to	date	regarding	
the	psychological	impact	of	such	a	diagnosis	on	patients'	daily	life.

The	 consequences	 of	 physical	 disabilities	 on	 patients'	 daily	 life	
is	an	important	research	area	that	has	received	considerable	atten‐
tion	in	recent	decades,	principally	in	response	to	society's	desire	to	
implement	 services	 that	 improve	 the	well‐being	of	 individuals	with	
handicaps.	However,	previous	studies	measuring	the	impact	of	early	
physical	malformations	on	patients'	general	quality	of	life	(QOL)	have	
shown	 mixed	 results.	 Some	 studies,	 principally	 those	 focusing	 on	
Duchenne	muscular	 dystrophy	 (DMD),	 have	 shown	 that	 these	 pa‐
tients	experience	a	high	general	QOL	given	 that	 the	physical	 func‐
tioning	subscale	of	general	QOL	seems	to	be	the	only	one	negatively	
impacted	by	physical	handicap	 (Kohler	et	al.,	2005;	Pangalila	et	al.,	
2015).	On	the	contrary,	studies	focusing	on	muscle	diseases,	that	lead	
to	a	decline	in	mobility,	have	reported	a	lower	general	level	of	QOL	
for	patients	with	physical	disabilities	compared	with	people	without	
disabilities,	showing	that	 the	disease	has	also	a	negative	 impact	on	
different	QOL's	subscales	such	as	social	functioning,	emotional	func‐
tioning,	and	general	health	perception	(Antonini	et	al.,	2006;	Graham,	
Rose,	Grunfeld,	Kyle,	&	Weinman,	2011;	Pangalila	et	al.,	2015;	Rose	
et	al.,	2012).	Disease	severity,	perceived	pain,	and	fatigue	seem	to	be	
significantly	correlated	with	worse	QOL	and	negative	consequences	
for	physical	and	social	functioning,	leading	to	limited	participation	in	
social	activities	(Graham	et	al.,	2011).	Finally,	people	with	physical	dis‐
abilities	seem	to	be	more	likely	to	experience	depressive	symptoms	
(Turner	&	Noh,	1988),	although	psychological	functioning	appears	to	
be	unrelated	to	disease	severity	(Graham	et	al.,	2011).

The	 literature	 is	 relatively	 scarce	 regarding	 the	 psychological	
consequences	 of	 congenital	 physical	 disabilities.	 Moreover,	 the	
present	literature	offers	little	information	regarding	the	experience	
and	the	subjective	perception	of	patients	diagnosed	with	NPS	given	
the	specificities	of	this	syndrome	in	terms	of	its	physical	congenital	
symptoms,	 potential	 complications	 (i.e.,	 renal	 and	ocular	 damage),	
and	 genetic	 origin.	 Moreover,	 no	 current	 information	 is	 available	
concerning	patients'	perception	of	Nail‐Patella	syndrome	or	on	their	
adaptation	to	renal	and	ocular	potential	complications	including	their	
adherence	to	medical	surveillance.	Nevertheless,	understanding	the	

personal	experience	of	these	patients	is	essential	for	providing	ad‐
equate	genetic	and	psychological	counseling	that	can	help	patients	
adjust	to	 life	with	NPS.	For	this	reason,	the	present	study	aims	to	
deeply	understand	patients'	subjective	experience	of	NPS's	poten‐
tial	daily	consequences	and	adaptation	difficulties.

A	full	understanding	of	patients'	daily	life	experiences	requires	
a	qualitative	methodology	that	sets	aside	researchers'	preconcep‐
tions	 and	 scientific	 hypothesis	 in‐so‐far	 as	 possible	 (Antoine	 &	
Smith,	2017)	and	that	 is	opened	to	the	emergence	of	unexpected	
findings	by	 focusing	on	the	 individual's	subjective	world	 (Smith	&	
Dunworth,	 2003).	 Interpretative	 phenomenological	 analysis	 (IPA)	
was	 chosen	 given	 its	 suitability	 for	 studies	 aiming	 to	 understand	
a	group's	perceptions	regarding	a	dynamic,	subjective,	and	under‐
studied	topic	(Smith	&	Dunworth,	2003).	IPA	is	phenomenological	
because	it	examines	how	an	individual	finds	subjective	meaning	of	
his/her	particular	experience	(Flowers,	Hart,	&	Marriott,	1999).	 In	
fact,	 this	method	 suggests	 that	 the	 discourse	 of	 the	 participants	
does	not	represent	an	objective	reality,	but	instead	represents	the	
subjective	interpretation	given	by	the	participant	to	the	experienced	
event.	Therefore,	the	role	of	the	researcher	is	to	identify	as	clearly	
as	possible	the	participants'	personal	experience	as	it	makes	sense	
for	 the	 participant.	 This	 process,	 named	 the	 double	 hermeneutic	
process,	suggests	that	the	researcher	is	engaged	in	the	analyses	and	
plays	a	key	 role	by	 trying	 to	 interpret	 the	participant's	 subjective	
sense	of	his/her	own	experience	(Antoine	&	Smith,	2017).

2  | METHODS

2.1 | Participants

The	inclusion	criteria	were	being	diagnosed	with	NPS	and	carrying	a	
LMX1B	mutation,	having	no	chronic	comorbidities,	and	being	older	
than	18	years.	This	study	was	approved	by	a	Human	Studies	Ethics	
Committee	identified	as	the	regional	committee	of	participant	pro‐
tection	 (CPP	North	West	 III).	 After	 ethical	 approval	was	 received,	
18	potential	participants	who	were	diagnosed	with	NPS	at	a	genetic	
unit	located	in	a	French	university	hospital	were	approached	by	the	
resident	geneticist	and	the	clinical	research	associate.	The	resident	
geneticist	and	the	clinical	research	associate	gave	them	an	informa‐
tional	letter	that	explained	the	research	project	and	an	informed	con‐
sent	form,	which	allowed	us	to	contact	them.	All	consented	to	being	
contacted	and	returned	the	signed	informed	consent	to	the	geneti‐
cist.	However,	half	of	the	patients	did	not	respond	to	or	return	phone	
calls.	Therefore,	nine	participants	(six	males	and	three	females)	aged	
21–68	years	(M	=	47	years)	were	included	(Table	1).	A	small	sample	
size	is	sufficient	for	IPA	analysis	given	that	 it	focuses	on	a	detailed	
analysis	of	each	case	(Smith,	Flowers,	&	Larkin,	2009).	Informed	con‐
sent	was	obtained	from	all	participants	included	in	the	study.

2.2 | Procedures

Given	that	NPS	is	a	rare	disease,	the	study	required	interviewing	pa‐
tients	throughout	France.	For	this	reason,	two	researchers	(the	first	
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and	the	third	authors)	performed	call‐in	interviews	(via	Skype)	for	
six	 participants	 and	 three	 face‐to‐face	 interviews	 at	 participants'	
home	when	 the	 geographical	 distance	was	 accessible.	 These	 two	
types	of	interviews	offer	similar	results	and	a	high	rate	of	consist‐
ency	for	data	collection	(Aziz	&	Kenford,	2004;	Crippa	et	al.,	2008;	
Lyneham	 &	 Rapee,	 2005).	 Data	 collected	 via	 call	 interviews	 in	
qualitative	 studies	 can	 offer	 rich	 information	 regarding	 traumatic	
or	sensitive	topics	(Trier‐Bieniek,	2012).	Interviews	took	place	from	
February	 to	May	2015	and	 lasted	an	average	of	 forty‐seven	min‐
utes	(min.	14	min;	max.	66	min).	Each	interview	was	recorded	with	
participants'	 agreement	 to	 allow	 a	 full	 transcription,	 pseudonyms	
were	assigned	and	identifiable	information	was	removed.	Given	the	
researcher	 goal	 of	 exploring	novel	 areas,	 a	 semi‐structured	 inter‐
view	with	an	 interview	guide	was	used,	as	suggested	by	Smith	et	
al.	 (2009).	The	 interview	began	with	general	questions	to	encour‐
age	the	participants	to	talk	about	their	experience	with	NPS.	The	
participants	were	asked	to	 talk	extensively	about	 their	symptoms	
and	 their	 own	 perceptions	 of	 them.	 These	 questions	 invited	 the	
participants	to	become	deeply	engaged	in	the	interview	topic.	The	
funneling	process,	in	which	interviews	begin	with	general	questions	
and	deepen	the	topic	with	more	personal	questions	when	the	par‐
ticipant	is	fully	engaged,	was	then	used	to	elicit	the	effects	of	the	
disease	on	patients'	daily	lives	and	their	personal	perceptions	of	the	
disease's	consequences.	Moreover,	the	interviewer	encouraged	the	
participants	to	dig	deeper	into	the	topic	when	they	did	not	explain	
their	experience	in	depth	or	when	novel	areas	were	spontaneously	
mentioned	in	the	interview.	Each	interview	concluded	with	time	for	
the	participant's	questions	and	a	discussion	of	issues	that	arose	dur‐
ing	the	interview.	Interviews	were	conducted	in	French	and	quota‐
tions	were	translated	into	English	for	publication.

2.3 | Data analysis

Before	beginning	 the	analysis,	 the	principal	 researcher	 (the	 first	au‐
thor)	noted	her	own	thoughts	regarding	the	impact	of	NPS	on	patients'	
daily	 life.	The	aim	of	this	bracketing	process	was	to	suspend	the	 in‐
fluence	of	critical	judgment,	assumptions,	and	preconceived	thoughts	
on	data	analysis	and	focus	on	participants'	experience	(Spinelli,	2005).	

Moreover,	the	analyses	were	supervised	by	two	researchers	(the	sec‐
ond	and	the	last	authors)	to	ensure	their	trustworthiness.

During	 the	 analyses,	 the	 researcher	 closely	 followed	 the	 four	
stages	of	 the	 IPA	analysis	process	outlined	by	Smith	et	al.	 (2009).	
The	researcher	became	familiar	with	the	data	by	reading	and	listen‐
ing	to	each	interview	several	times	(Smith	et	al.,	2009).	Annotations	
were	made	along	the	left‐hand	margin	to	capture	the	interviewer's	
initial	 interpretation,	 observation,	 and	 reflections	 of	 the	 partici‐
pant's	experience.	The	transcript	was	then	re‐read	to	translate	the	
initial	margin	notes	into	subordinate	themes	using	a	higher	level	of	
interpretation.	The	subordinate	themes	were	then	assembled	within	
superordinate	themes,	and	a	table	was	created	to	represent	the	hier‐
archical	structure	with	superordinate	themes,	subordinate	themes,	
and	 interview	 extracts	 supporting	 each	 theme.	 This	 process	 was	
repeated	for	each	interview,	and	a	second	researcher	audited	each	
table	to	ensure	that	the	interpretation	was	supported	and	well	rep‐
resented	 in	the	transcripts.	After	the	analysis,	cross‐case	patterns	
were	established	and	documented	 in	a	master	 table	 that	was	cre‐
ated	to	connect	the	superordinate	and	subordinate	themes	for	the	
group.	The	superordinate	themes	were	used	as	headings	in	Results.

3  | RESULTS

3.1 | An identity built on a poor self‐image 
persisting from childhood to adulthood

When	the	researcher	asked	questions	about	participants'	experi‐
ence	with	NPS,	all	began	by	describing	the	adaptation	difficulties	
they	 had	 encountered	 since	 childhood	 concerning	 their	 physical	
appearance.	 These	 difficulties	 seemed	 to	 be	 anchored	 in	 their	
mind	and	this	period	of	their	life	was	an	integral	part	of	their	expe‐
rience	with	the	disease.	In	fact,	participants	who	developed	physi‐
cal	symptoms	of	NPS	at	birth	had	experienced	broad	psychological	
suffering	 as	 a	 result	 of	 a	 poor	 self‐image	 and	 poor	 self‐esteem.	
Their	bodily	malformations	were	a	source	of	discomfort	and	em‐
barrassment:	they	focused	their	attention	on	their	body	malforma‐
tions	 and	 felt	 ashamed	of	 their	 physical	 appearance,	which	 they	
considered	unappealing	and	unattractive	because	they	felt	unable	

TA B L E  1  Sample	demographics

Participant Gender Age Symptoms Medical surveillance

Anna Female 63 Physical	malformations,	renal	damage	not	linked	with	NPS Renal	surveillance

Bill Male 66 Physical	malformations,	glaucoma Ocular	surveillance

Edward Male 30 Physical	malformations Renal	and	ocular	surveillance

Nicky Female 58 Physical	malformations,	renal	damage Renal	surveillance

Christopher Male 50 Physical	malformations,	renal	damage	not	linked	with	NPS None

Georges Male 68 Physical	malformations Medical	follow‐up	for	joint	pain

Emma Female 48 Physical	malformations None

Adam Male 23 Physical	malformations None

Victor Male 21 Physical	malformations None

Abbreviation:	NPS,	Nail‐Patella	syndrome.
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to	match	their	mental	representations	of	the	“ideal	body.”	The	par‐
ticipants	seem	to	have	developed	a	sense	of	being	different	early	
in	their	lives,	leading	to	difficulties	with	self‐acceptance.

Anna:	 It	 was	 embarrassing.	 I	 had	 complexes;	 I	 think	
that	 is	the	case	for	many	people	suffering	from	Nail‐
Patella.	My	 arms,	my	 nails	…	When	we	 are	 younger,	
we	 pay	 more	 attention	 to	 it.	 I	 think	 that	 it	 was	 the	
most	 difficult	 thing	 for	me,	 the	 thing	 that	was	most	
embarrassing.

Christopher:	 It	 is	 obvious	 that	 as	 a	 child	 …	we	 feel	
different,	 and	 the	 way	 the	 others	 perceive	 you	 is	
different.

During	 childhood	 and	 adolescence	 participants	 attached	 great	
importance	 to	 the	 way	 others	 perceived	 them	 and	 they	 simply	
wanted	to	be	regarded	the	same	way	as	their	peers	without	disabil‐
ities.	However,	people	noticed	their	physical	particularities	and	per‐
ceived	them	as	different.	The	critical	eyes	of	others	were	among	the	
most	psychologically	painful	consequences	of	the	disease	and	rein‐
forced	participants'	 feelings	of	being	different.	The	sense	of	being	
different	and	a	poor	self‐image	may	develop	simultaneously	and	is	
likely	 to	be	 reinforced	by	 the	social	 isolation	and	 rejection	experi‐
enced	at	school.	In	fact,	the	critical	eye	of	others	was	often	accom‐
panied	by	nasty	comments	concerning	their	physical	malformations.	
The	participants	endured	mockery	and	often	received	hurtful	nick‐
names	from	peers.

Christopher:	 The	 children's	 critical	 eye	 when	 I	 was	
young	…	For	sure,	given	the	arms	that	I	had	…	My	arms	
are	like	this,	you	know	[he	was	showing	his	arms	to	the	
interviewer].	Therefore,	obviously,	when	children	see	
something	 like	 that,	 they	 find	 it	 somewhat	 strange.	
This	is	children's	critical	eye	toward	other	children.	It	
was	the	feeling	of	being	different	from	others.

Georges:	 You	 know,	 when	 you	 suffer	 from	 malfor‐
mations	 like	this,	and	you	have	to	go	to	school	…	At	
school,	I	was	aggressive	because	the	others	called	me	
“the	lame	person”.

Victor:	I	remember	that	it	was	not	obvious	every	day.	
There	were	some	kids	who	criticized	my	strange	way	
of	running	‐	it	was	«	the	dug	»	or	something	like	that.	I	
had	many	critics	like	that	in	primary	school.

The	negative	self‐perception	was	so	anchored	 in	 their	mind	that	
the	participants	were	persuaded	that	everybody	perceived	them	in	the	
same	negative	way.	They	tended	to	anticipate	the	poor	esteem	that	
the	others	could	have	about	them,	to	the	extent	that	they	were	certain	
that	people	would	not	like	to	create	a	relationship	with	somebody	who	
looks	like	them.

Anna:	 It	was	not	always	the	critical	eyes	of	the	oth‐
ers	that	was	difficult	to	live	with,	but	it	was	also	what	
we	thought	that	the	others	could	think	and	see	about	
ourselves,	even	if	it	was	not	the	reality.

Emma:	The	others	did	not	ask	me	to	go	to	activities.	They	
did	not	ask	me	to	go	to	parties	or	to	the	cinema.	They	did	
not	ask	me	to	go	out	because	anyway,	[the	others	were	
thinking]	“she	 is	not	able	to	dance”	given	that	 I	walked	
with	crutches	or	I	was	in	a	wheelchair,	so…	I	was	not	the	
friend	who	was	invited	to	the	discotheque	or	to	the	party.

Adam:	I	had	difficulties	having	girlfriends	[…]	because	
girls	did	not	want	to	have	a	relationship	with	a	 lame	
person.

On	the	surface,	the	participants'	acceptance	of	their	physical	dif‐
ferences	seems	to	increase	with	age,	leading	them	to	explain	that	as	
adults	they	pay	less	attention	to	the	critical	comments	of	others.

Nicky:	People	continue	to	make	me	reflect,	but	now	
it	doesn't	hurt	me	anymore.	When	I	was	young,	I	was	
more	 introverted,	but	 in	getting	older,	maybe	 I	have	
fewer	complexes;	we	pay	less	attention	to	it.

However,	we	noted	that	the	past	and	present	tenses	were	not	
clear,	 and	 we	 had	 to	 disentangle	 some	 tense	 confusion,	 that	 is,	
when	the	participants	talked	about	their	childhood,	some	of	them	
used	 the	 present	 tense,	 suggesting	 that	 past	 difficulties	 remain.	
This	 hypothesis	 was	 confirmed	when	 people	 acknowledged	 that	
their	 physical	 malformations	 were	 still	 difficult	 to	 live	 with.	 The	
majority	of	the	participants	continued	to	feel	embarrassed	by	their	
physical	appearance	as	adults.	The	feeling	of	difference	was	deeply	
anchored	in	participants'	mind	to	the	extent	that	the	term	“differ‐
ence”	seems,	in	their	point	of	view,	define	themselves	as	a	person.

Anna:	It	is	a	handicap,	we	lived	with	it,	we	are	differ‐
ent	from	the	others.

Christopher:	 There	 is	 always	 a	 feeling	 of	 difference	
compared	to	the	others,	 it	 is	obvious.	Yes,	there	is	a	
question	of	difference,	 and	 the	eye	of	 the	others	 is	
still	different.

The	 persisting	 difficulty	 of	 self‐acceptation	 was	 also	 confirmed	
when	participants	revealed	the	use	of	specific	coping	strategies.

3.2 | Attempts to look like a person without 
disabilities

Because	they	simply	wanted	to	be	considered	as	a	person	without	
disabilities,	the	participants	developed	hiding	strategies	from	child‐
hood	to	adulthood	in	order	to	look	like	an	able‐bodied	person.	They	
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also	used	pretexts	to	not	show	their	physical	malformations	suggest‐
ing	a	persisting	 lack	of	acceptance	of	 their	body's	appearance	and	
their	health	status.

Edward:	I	remember	when	I	was	a	student,	my	body	
posture	embarrassed	me.	For	example,	concerning	my	
elbow,	 I	paid	attention	 to	my	physical	appearance;	 I	
put	my	hand	in	my	pocket	because	that	way,	my	elbow	
was	bent	so	it	was	not	apparent.

Nicky:	My	problems	during	adolescence	were	related	
to	aesthetic	problems.	I	hid	my	fingers	when	I	walked	
to	 hide	my	 nails,	 for	 example.	 There	was	 a	 physical	
complex.

Anna:	 I	never	go	to	the	swimming	pool.	 In	general,	 I	
say	that	I'm	afraid	of	water,	so	I	try	to	find	a	pretext	
to	not	have	to	show	my	arms.	I	think	that	it	is	a	way	as	
another	to	take	somebody's	mind	off	my	arms;	I	tend	
to	hide	them…

However,	when	people	noticed	the	physical	disabilities,	the	partic‐
ipants	had	to	regularly	answer	painful	questions	concerning	the	origin	
of	their	malformations	implying	that	their	medical	situation	constantly	
came	to	the	surface.	Although	they	made	the	maximum	effort	to	be	
perceived	like	their	peers	without	disabilities,	their	physical	malforma‐
tions	continually	reminded	them	and	others	that	they	were	suffering	
from	a	disease.

Christopher:	What	was	complicated	…	It	was	the	ob‐
ligation	 to	 explain	 your	 difference.	 The	 image	 that	
comes	 to	 my	 mind	 is	 about	 the	 physical	 education	
course	at	school.	For	the	activities	that	I	couldn't	do,	I	
had	to	explain	to	the	other	students	and	to	the	teach‐
ers	who	did	not	know	the	disease	…	I	couldn't	do	it.	
You	will	not	go	to	see	your	teacher	on	the	first	day	and	
tell	him:	“I'm	different”	I	couldn't	do	it.

Adam:	I	was	able	to	talk	with	somebody	in	a	standing	
position	and	then	fell	on	the	ground,	so	people	asked	
me,	“What	happened?”,	and	each	time,	I	had	to	explain.	
It	was	boring	because	we	did	not	always	want	to	say	
it.	It	is	a	burden.	Explaining	again	and	again,	always	…
We	did	not	always	feel	like	explaining	it	to	everybody.

While	participants	tended	to	answer	painful	questions	during	
childhood,	 they	 developed	 other	 avoidance	 strategies	 with	 age.	
In	fact,	as	adults,	some	participants	attempted	to	avoid	any	con‐
versations	concerning	their	medical	diagnosis,	even	 if	 it	required	
reorienting	the	conversation	or	to	lie	about	malformations'	origin.	
These	avoidance	strategies	reveal	that	the	negative	preconceived	
ideas	about	what	others	could	think	if	they	were	aware	of	the	syn‐
drome	were	completely	anchored	in	their	mind.	The	psychological	

suffering	 experienced	 during	 childhood	 had	 deeply	 forged	 their	
own	identity,	probably	generating	a	constant	fear	to	be	considered	
differently	 and	 rejected;	 some	 feelings	 finding	 its	 source	 in	 the	
social	isolation	experienced	during	childhood.

Edward:	I	do	not	talk	about	it	because	I	do	not	want	to	
change	others'	perception	of	me.	When	 the	conver‐
sation	could	turn	around	the	topic	of	physical	symp‐
toms,	I	made	sure	that	the	conversation	was	diverted,	
I	did	not	want	to	let	them	to	put	their	finger	on	it,	I	did	
not	want	that	somebody	notices	it.

Emma:	 Recently,	 it	 was	 a	 problem	 for	 me	 when	 I	
divorced	 and	 when	 I	 encountered	 my	 current	 boy‐
friend.	I	said	to	my	boyfriend	that	my	malformations	
were	due	to	an	accident	and	that	it	was	not	a	disease.	I	
think	that	I	was	afraid	to	not	…	to	not	find	a	boyfriend.

3.3 | Behavioral accommodations to the 
consequences of malformations

Despite	 attempts	 to	 look	 like	 a	 person	without	 disabilities,	 partici‐
pants	suffered	from	physical	limitations	that	impeded	participation	in	
the	majority	of	scholarly	and	sports	activities.	 In	fact,	an	 important	
number	of	social	activities	in	which	young	people	are	accustomed	to	
participating	were	 limited	or	 impossible	 for	 the	 participants.	 These	
physical	limitations	constantly	highlighted	their	symptoms	and	inten‐
sified	their	difficulties	with	creating	and	maintaining	social	relations.	
Furthermore,	 some	 participants	 had	 to	 undergo	 several	 operations	
during	 their	 childhood,	 requiring	 several	 months	 of	 postoperative	
physical	 rehabilitation.	 Therefore,	 the	 participants	 spent	 all	 their	
spare	time	in	physical	rehabilitation	sessions,	which	reinforced	their	
difficulties	with	social	relationships.	This	inability	to	share	in	the	ac‐
tivities	of	the	other	children	and	adolescents	led	to	social	withdrawal,	
with	associated	feelings	of	loneliness	that	were	difficult	to	live	with.

Bill:	I	suffered	a	lot	from	this	kind	of	problem	caused	
by	Nail‐Patella	 during	my	 young	 age.	When	we	 are	
young,	not	being	able	to	participate	in	sports	means	
that	you	are	always	exempted	 from	physical	 educa‐
tion	 courses	 at	 school.	 Therefore,	 for	 your	 relation‐
ships	with	friends,	it	is	very	hard.

Nicky:	 I	was	not	able	 to	participate	 in	sports	during	
all	my	scholarship	because	I	made	remedial	gymnas‐
tics	 and	 the	 physicians	 restricted	 me	 from	 sports.	
Therefore,	 obviously,	 there	 are	 some	 interpersonal	
links	that	were	not	created	with	other	students	of	the	
same	age.	I	lived	as	a	lonely	person	when	I	was	young.

As	adults	the	majority	of	the	participants	said	that	they	continue	
to	encounter	difficulties,	particularly	 in	daily	activities	that	require	
physical	 efforts.	 Their	 symptoms	 prevent	 them	 from	 performing	
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some	daily	activities	as	easily	as	others.	Physical	effort	quickly	gen‐
erates	pain	or	fatigue,	forcing	them	to	temporarily	or	permanently	
stop	the	activity.	They	tried	to	change	their	expectations	of	them‐
selves,	but	all	of	them	still	experience	some	psychological	difficulties	
with	accepting	the	limitations	that	their	physical	malformations	im‐
pose.	For	example,	a	participant	tended	to	disregard	pain	and	bleed‐
ing	in	order	to	participate	in	sport	activities	because	he	refused	to	
experience	the	feeling	that	the	disease	has	control	of	his	life.

Georges:	When	I'm	doing	something,	I	must	stop	and	
sit	down;	not	for	a	long	time,	but	let's	imagine	that	I	
stop	three	or	four	seconds.	 I'm	able	to	restart,	but	 I	
have	 to	 sit	down	again	after	a	while	because	 I	have	
a	bar	in	my	back	and	it	is	like	burning	in	my	legs,	so	it	
becomes	demanding.

Emma:	 If	you	ask	me	 if	 I'm	physically	suffering	from	
pain,	 I	will	 answer,	 “Yes,	of	course”.	 If	you	ask	me	 if	
I	would	like	to	work	or	to	run	on	the	docks	of	all	the	
stations	in	France	to	work	when	I'm	no	longer	able	to	
walk	and	while	I'm	suffering	from	pain,	I	will	answer	
“yes”.	However,	if	I	continue	thinking	of	this	idea,	I	will	
lie	 down	 somewhere,	 and	 I	will	 cry	…	What	 do	 you	
want	me	to	do?

Edward:	 I	 shoot	 handball.	 I	 know	 that	 I'm	 going	 to	
have	pain,	it	is	going	to	bleed	but	I	continue	the	sport,	
I	refuse	to	let	my	actions	become	dependent	on	the	
disease's	symptoms,	but	it	is	annoying…

3.4 | When NPS is not considered a disease

Only	 three	 participants	 were	 diagnosed	 with	 NPS	 in	 the	 neo‐
natal	 period	 and	 knew	 the	 origin	 of	 their	 symptoms	 since	 birth	
(Emma,	Adam,	and	Victor).	The	other	participants	did	not	attempt	
to	understand	the	origin	of	 their	malformations	until	a	physician	
suggested	 the	 diagnosis	 during	 a	 general	 consultation	 (Bill	 and	
Nicky),	another	family	member	was	diagnosed	(Anna,	Edward,	and	
Christopher),	 or	 the	 presence	 of	 symptoms	 in	 their	 children	 led	
them	to	be	anxious	about	symptoms'	hereditary	character	and	to	
find	symptoms'	origin	(Georges).	 In	fact,	they	tended	to	consider	
malformations	as	a	part	of	 themselves	and	 the	majority	of	 them	
considered	the	physical	symptoms	as	a	“quirk”	or	as	a	“birth	mal‐
formation”	without	any	other	implication.	Only	one	of	them	won‐
dered	why	he	was	suffering	from	the	same	symptoms	as	his	father,	
but	without	finding	answers	(Edward).

Anna:	The	genetic	diagnosis	allowed	 to	 find	a	name	
for	 the	 symptoms	 and	 to	 understand	 the	 origin.	
Before	 the	 diagnosis,	 I	 only	 said	 that	 it	was	 a	 birth	
malformation.	 I	 said	 that	 my	 mother	 was	 suffering	
from	physical	malformations	and	that	she	transmitted	
the	symptoms	to	her	three	children,	that's	what	I	said.

Christopher:	 If	 I	 never	 had	 children,	 I	 would	 never	
have	asked	questions,	for	sure.	I	did	not	search	to	ex‐
plain	 it,	 I	did	not	explain	 it	 to	myself,	 it	was	 just	 like	
that,	I	do	not	know	…	We	have	some	quirks,	we	have	
some	physical	quirks	but	there	are	a	lot	of	people	with	
quirks,	so	no	I	did	not	search	to	explain	it.

Despite	 the	 diagnosis	 and	 although	 NPS	 includes	 potential	
non‐negligible	ocular	and	renal	damage,	participants	who	do	not	
suffer	 from	 internal	 complications	 linked	 to	NPS	 tended	 to	 con‐
sider	NPS	a	handicap	or	a	“difference”	rather	than	a	disease.	This	
coping	strategy	seems	to	promote	distance	by	reducing	the	impor‐
tance	attached	to	the	NPS's	consequences	on	their	life	and	to	the	
potential	complications.	They	tended	to	adapt	their	own	definition	
of	 the	term	“disease”	so	that	 it	does	not	match	with	their	health	
status,	because	“being	affected	by	a	disease”	seems	to	be	too	dif‐
ficult	to	accept	for	them.	Moreover,	using	comparisons	with	disor‐
ders	that	they	considered	more	serious	allowed	the	participants	to	
minimize	their	experience.

Christopher:	It	is	not	a	disease;	anyway,	it	is	not	a	dis‐
ease	 that	we	could	 see	on	 the	 television	with	 some	
associations,	such	as	telethons	and	so	on.	[Then	you	
do	 not	 perceive	NPS	 as	 a	 disease?]	Oh	 no,	 no;	 it	 is	
sometimes	a	handicap,	but	it	is	more	a	difference.

Emma:	I'm	not	the	NPS,	I'm	only	a	person	who	is	suf‐
fering	from	the	NPS	but	if	I	make	a	priority	of	it,	I	will	
not	be	able	to	think	of	anything	else,	 I	will	not	have	
the	possibility	to	do	anything,	it	must	become	a	dust	
next	 to	 the	person	who	we	 are,	 because	 living	 as	 a	
sick	person,	it	is	just	…	horrible.	We	are	not	suffering	
from	a	disease,	we	are	not	suffering	from	a	disease…

Victor:	 Being	 affected	 by	 a	 disease,	 being	 sick,	 it	 is	
when	you	are	not	able	to	do	something,	when	you	are	
suffering	 from	a	 trisomy,	when	you	have	 some	 lung	
problems	and	you	are	not	able	 to	normally	breathe,	
but	in	my	case,	I	do	not	have	anything	like	that.

The	distancing	process	went	 further	 for	 some	participants,	who	
tend	to	deny	the	existence	of	NPS.	In	fact,	despite	the	genetic	diag‐
nosis,	 they	 continue	 to	 live	 as	 if	 they	were	 not	 suffering	 from	NPS	
and	 prefer	 to	 avoid	 thinking	 about	 its	 actual	 and	 future	 potential	
consequences.

Adam:	 I	 live	 as	 I	 was	 not	 suffering	 from	 anything,	
often	…	I	mean,	I	do	not	think	a	lot	of	it;	I	do	every‐
thing	as	if	I	were	not	suffering	from	it.

Edward:	I	do	not	think	a	lot	about	it	[the	disease's	po‐
tential	complications].	 I	do	not	think	about	the	possi‐
bility	of	potential	aggravation	of	the	disease,	I	do	not	
think	about	it.	No,	it	is	true	that	I	do	not	think	about	it.
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Medical	surveillance	is	also	neglected	by	the	majority	of	the	partic‐
ipants,	who	do	not	receive	surveillance	for	potential	renal	and	ocular	
problems.	Only	one	participant	anticipated	and	 requested	 renal	and	
ocular	surveillance	despite	the	absence	of	current	symptoms.	All	the	
rest,	who	do	not	suffer	from	internal	complications,	have	no	medical	
surveillance.	The	participants	who	 suffered	 from	 internal	 symptoms	
receive	medical	surveillance	but	only	for	the	health	problem	encoun‐
tered.	Therefore,	 it	 seems	 that	medical	 surveillance	 tends	 to	not	be	
requested	for	the	majority	until	symptoms	force	them	to	consult.

Christopher:	 No,	 there	 is	 no	 medical	 surveillance.	 I	
suffered	from	quirks	at	each	joints	of	my	body	and	I	
had	some	surgeries	probably	linked	with	it,	but	apart	
from	that,	no,	there	is	absolutely	no	medical	surveil‐
lance	organized.

Adam:	It	has	been	a	long	time	since	I	have	seen	a	doc‐
tor	 for	 the	NPS	particularly.	 I	never	wanted,	 I	never	
thought	to	go	to	the	doctor	in	order	to	talk	about	it.

3.5 | A disease that stays on the mind

The	participants	who	suffer	from	renal	symptoms	or	glaucoma	re‐
vealed	that	the	risk	of	further	health	problems'	onset	stays	on	their	
mind.	They	live	with	a	feeling	of	uncertainty	and	they	keep	in	a	cor‐
ner	of	their	mind	any	worsening	that	they	might	experience	at	any	
time.	 The	 familial	 experience	 of	 the	NPS	 also	 reinforces	 this	 fear,	
principally	when	relatives	were	suffering	from	important	complica‐
tions.	Therefore,	the	participants	anticipate	the	future	evolution	of	
their	own	health	status	by	 imagining	 that	 they	will	experience	the	
same	symptoms.

Nicky:	 My	 mother	 became	 blind	 when	 she	 was	
60	years	old,	that's	what	I	fear.	I	do	not	want	to	be	in	
the	same	situation	than	my	mother,	it	would	be	very	
stressful,	it	would	bother	me	in	my	daily	life.

Moreover,	despite	all	these	adaptation	strategies	and	psychologi‐
cal	defenses,	the	NPS	symptoms	were	still	difficult	to	live	with	for	the	
majority	of	participants.	Even	when	they	make	efforts	to	cope	with	the	
disease	to	limit	the	negative	consequences	of	symptoms,	the	disease	
continues	to	be	a	weight	on	their	shoulders,	constantly	present	 in	a	
corner	of	their	mind.	They	continue	to	psychologically	suffer	from	the	
consequences	of	NPS,	and	they	explain	that	they	would	live	better	if	
they	were	not	suffering	from	NPS.

Edward:	In	my	case,	the	symptoms	are	not	so	serious,	
but	it	is	true	that	it	is	a	kind	of	regret	to	suffer	from	
it.	It	is	in	a	corner	of	my	mind;	I	very	frequently	think	
about	it.	It	is	a	part	of	me,	so	I	often	think	about	it.

Adam:	Maybe	we	are	not	especially	to	be	pitied	with	
this	disease	and	its	symptoms;	there	are	many	people	

who	are	suffering	from	more	serious	diseases	and	so	
on,	but	it	is	true	that	sometimes	…	We	would	live	bet‐
ter	without	being	affected	by	NPS.

4  | DISCUSSION

While	 the	 aim	 of	 the	 study	 was	 to	 deeply	 understand	 the	 par‐
ticipants'	 present	 experience	with	Nail‐Patella	 syndrome,	 all	 the	
participants	spontaneously	evoked	their	painful	youth	at	the	be‐
ginning	of	 the	 interview,	 suggesting	 that	 this	period	of	 their	 life	
represents	a	significant	part	of	their	whole	experience	with	NPS.	
Since	NPS	is	a	genetic	disease	with	congenital	manifestations	that	
could	potentially	be	diagnosed	during	childhood,	 this	part	of	pa‐
tients'	experience	was	also	analyzed	in	order	to	propose	specific	
interventions	 to	 adapt	 genetic	 and	 psychological	 counseling	 for	
patients	of	all	ages.

From	 childhood	 to	 adulthood,	 participants	 suffered	 from	poor	
self‐image	 caused	 by	 their	 congenital	 physical	 malformations	 to	
the	 extent	 that	 they	encountered	difficulties	with	 self‐acceptance	
and	 self‐esteem,	 as	 previously	 demonstrated	 for	 adolescents	 and	
adults	 with	 physical	 disabilities	 (Narimani	 &	 Mousazadeh,	 2010;	
Nosek,	Hughes,	Swedlund,	Taylor,	&	Swank,	2003;	Taleporos,	Dip,	&	
McCabe,	2001).	In	the	case	of	NPS,	these	feelings	were	reinforced	
by	social	rejection	and	mockery	primarily	experienced	during	child‐
hood	even	if	as	adults	the	participants	continue	to	suffer	from	oth‐
ers'	critical	perception	of	them.	People	with	disabilities	experience	
negative	 feedback	 from	 the	 social	 environment	 (Lawrence,	 1991)	
and	social	isolation	(Nosek	et	al.,	2003)	more	frequently	than	people	
without	disabilities	and	they	are	more	often	victimized	by	their	peers	
(Nadeau	&	Tessier,	2006).	Given	that	 interactions	with	entourages	
contribute	to	the	creation	of	the	“self‐concept”	(Yagmurlu,	Yagmurlu,	
&	 Yilmaz,	 2009),	 negative	 feedback	 from	 the	 familial	 and	 social	
environment	 reinforce	 negative	 self‐esteem	 and	 concerns	 about	
body‐image	 among	 people	 with	 physical	 disabilities	 (Taleporos	 et	
al.,	2001).	Previous	studies	have	also	found	that	social	functioning,	
self‐concept,	and	emotional	functioning	are	related	and	that	social	
withdrawal	and	feelings	of	 loneliness	may	have	 important	 implica‐
tions	 for	 emotional	 well‐being	 given	 their	 association	 with	 emo‐
tional	troubles	such	as	hopelessness,	anxiety,	and	depression	(Brage	
&	 Meredith,	 1994;	 Page,	 1991;	 Tough,	 Siegrist,	 &	 Fekete,	 2017;	
Yagmurlu	et	al.,	2009).

Furthermore,	 the	 social	 relationships	 were	 limited	 by	 partici‐
pants'	 physical	 impairments,	 which	 kept	 them	 from	 participating	
in	activities	requiring	the	use	of	motor	skills	as	previously	demon‐
strated	 (King,	 Petrenchik,	 Law,	 &	 Hurley,	 2009;	 Yagmurlu	 et	 al.,	
2009).	 This	 can	 have	 a	major	 impact,	 since	 participation	 in	 social	
activities	is	related	to	high	degrees	of	life	satisfaction	and	disability	
acceptance	(Kim,	Kim,	Malone,	&	Han,	2016),	and	it	allows	children	
to	 develop	 skills,	 competencies,	 self‐identity,	 and	 self‐fulfillment	
(Powrie,	Kolehmainen,	Turpin,	Ziviani,	&	Copley,	2015).	At	the	adult	
age,	 people	 suffering	 from	 NPS	 try	 to	 adapt	 their	 daily	 activities	
to	not	suffer	 from	pain,	but	 they	psychologically	 suffer	 from	their	
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physical	limitation	and	encounter	difficulties	to	reduce	their	own	de‐
mands	toward	themselves.

The	participants	also	seem	to	have	some	negative	preconceived	
mental	representations	concerning	what	others	think	about	them	
from	childhood	to	adulthood,	as	discussed	by	Nosek	et	al.	(2003).	
This	suggests	that	the	participants	use	social	withdrawal	as	a	cop‐
ing	strategy	to	avoid	confrontation	with	the	anticipated	negative	
consequences	of	social	situations.	Moreover,	these	preconceived	
ideas	lead	them	to	use	various	strategies	in	order	to	be	perceived	
as	healthy.	They	 tend	to	hide	malformations,	 to	avoid	discussion	
on	 the	 disease	 and	 to	 not	 explain	 the	 truth	 about	 the	 disease's	
genetic	origin	reflecting	a	perpetual	lack	of	self‐acceptance.	These	
negative	preconceived	ideas	seem	to	have	their	origin	in	the	emo‐
tional	suffering	due	to	the	social	 rejection	endured	during	child‐
hood	and	adolescence.	Their	personal	development	seems	to	be	
based	on	the	fear	of	being	rejected	leading	to	the	elaboration	of	
coping	strategies	that	have	potential	negative	consequences.

Participants	 who	 were	 not	 diagnosed	 at	 birth	 tended	 to	 con‐
sider	their	physical	malformation	as	a	birth	malformation	and	to	not	
imagine	 that	 this	 symptom	could	be	 indicative	of	 a	more	 complex	
syndrome.	 The	 trivialization	 of	 congenital	 symptoms	 seems	 to	 be	
present	 when	 the	 symptoms	 are	 rooted	 in	 the	 patient's	 personal	
identity,	implying	that	patients	do	not	accept	that	they	suffer	from	a	
more	serious	medical	disease	(Geerts	et	al.,	2017).

The	 emotional	 coping	 strategies	 implemented	 by	 the	 partici‐
pants	also	suggest	 the	existence	of	adaptation	difficulties.	 In	 fact,	
despite	the	diagnosis,	the	participants	tended	to	consider	NPS	more	
as	a	handicap	or	as	a	“difference”	than	as	a	disease	because	“to	be	
suffering	from	a	disease”	seems	to	be	unacceptable.	Moreover,	they	
adapted	their	own	definition	of	the	term	“disease”	in	such	a	way	that	
this	concept	did	not	match	their	health	state.	This	coping	strategy	is	
common	when	people	face	a	stressor	that	they	consider	out	of	their	
control	 (Carver,	 Scheier,	&	Weintraub,	 1989)	 and	 allowed	 them	 to	
avoid	modifying	their	personal	identity	from	that	of	a	person	with‐
out	disabilities	to	a	person	with	a	disease,	which	seems	to	be	a	diffi‐
cult	step	when	a	disease	is	diagnosed	(Asbring,	2000).

4.1 | Practice implications and research 
recommendations

Given	 the	 non‐negligible	 impacts	 of	 poor	 self‐esteem,	 non‐ac‐
ceptance	 of	 physical	 limitations,	 and	 social	 isolation	 on	 identity	
development	 and	well‐being,	 psychological	 counseling	 should	be	
suggested	for	patients	of	all	ages	diagnosed	with	the	NPS	in	order	
to	help	them	to	accept	their	physical	disabilities	and	to	cope	with	
potential	 social	 rejection.	 Psychological	 counseling	 should	 pro‐
pose	interventions	promoting	the	improvement	of	self‐perception.	
Interventions	 could	 also	 help	 patients	 to	more	 accurately	 assess	
their	 physical	 disabilities	 because	 a	more	 accurate	perception	of	
personal	 limits	 leads	 to	 adopt	 adaptive	 coping	 strategies	 and	 to	
mobilize	available	 resources	 to	make	activities	 in	a	different	way	
(Dysvik,	 Natvig,	 Eikeland,	 &	 Lindstrom,	 2005).	 From	 a	 societal	
perspective,	 positive	 changes	 in	 attitudes	 toward	 persons	 with	

physical	 impairments	promote	their	social	 integration.	Therefore,	
it	seems	essential	to	educate	peers	without	disabilities	and	teach‐
ers	about	special	needs	of	persons	suffering	from	disabilities	and	
rare	 diseases	 given	 that	 the	 improvement	 of	 healthy	 individuals'	
knowledge	about	such	conditions	is	linked	with	a	more	positive	at‐
titude	toward	peers	with	disabilities	(Lindsay	&	Edwards,	2013).	In	
addition,	Internet	contact	with	other	persons	suffering	from	NPS	
could	be	promoted	to	provide	support	 from	peers	and	to	reduce	
the	feeling	of	isolation.

Given	 that	 people	 with	 disabilities	 experience	 negative	 self‐
cognition	as	very	traumatic	(Yagmurlu	et	al.,	2009),	further	studies	
should	investigate	the	impact	of	negative	self‐cognition	on	the	psy‐
chological	well‐being	of	people	with	NPS.	Psychological	counseling	
should	be	adapted	to	address	these	erroneous	mental	representa‐
tions	and	guidance	should	be	proposed	concerning	ways	to	deal	with	
the	 psychological	 difficulties	 encountered	 by	 patients	 to	 explain	
their	health	state.	Also,	the	potential	use	of	social	self‐withdrawal	as	
a	coping	strategy	should	be	investigated	in	further	studies.

Despite	the	genetic	diagnosis,	the	participants	need	help	to	ac‐
cept	their	identity	as	a	person	suffering	from	a	syndrome	implying	
potential	 complications.	 Given	 the	 role	 of	 mental	 representations	
in	emotional	and	behavioral	responses,	patients'	perception	of	NPS	
could	have	a	negative	impact	on	their	adherence	to	medical	surveil‐
lance.	This	hypothesis	should	be	tested	in	further	studies	given	its	
potential	contribution	to	the	absence	of	adequate	medical	follow‐up.	
Psychological	interventions	should	also	help	patients	suffering	from	
NPS	 to	 understand	 their	 coping	 strategies	 and	 promote	 empathic	
acceptance	of	the	avoidance	mechanisms	put	in	place	by	presenting	
them	as	evidence	of	self‐concern.

Finally,	 the	 present	 study	 included	 individuals	 diagnosed	 with	
NPS	who	had	various	physical	malformations	with	and	without	com‐
plications	such	as	glaucoma	and	nephropathy.	However,	some	studies	
of	people	with	various	disabilities	have	shown	that	the	severity	of	the	
symptoms	is	directly	linked	to	QOL	(Graham	et	al.,	2011).	Therefore,	
our	results	did	not	allow	us	to	determine	whether	people	suffering	
from	NPS	physical	and/or	internal	complications	experience	various	
consequences	of	the	syndrome.	Further	studies	should	compare	the	
experiences	of	people	with	NPS	who	have	differing	symptoms	and	
complications.	Also,	our	results	show	that	patients	who	do	not	suffer	
from	renal	and	ocular	damage	seem	to	not	adhere	to	medical	surveil‐
lance.	It	would	be	valuable	to	evaluate	patients'	cognitive	knowledge	
concerning	the	protocol	of	medical	surveillance	for	NPS	patients.	To	
promote	better	medical	surveillance,	genetic	counselors	should	en‐
sure	that	the	required	medical	follow‐up	is	well	understood	and	that	
it	will	be	put	in	place	after	the	genetic	diagnosis.	In	this	perspective,	
genetic	counselors	should	also	propose	specialists	for	renal	and	oc‐
ular	 surveillance	who	 are	 aware	 of	 patients'	 syndrome	 in	 order	 to	
facilitate	the	adequate	patients'	medical	surveillance.

4.2 | Study limitations

Of	 the	 18	 people	 that	 contacted	 for	 participation,	 only	 nine	
agreed	to	the	interview.	It	is	possible	that	those	who	declined	to	
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participate	experience	 the	disease	 in	a	different	way	 than	 those	
who	 accepted.	 It	 could	 be	 hypothesized	 that	 these	 people	 have	
more	 difficulty	 facing	 the	 disease	 and	 thus	 prefer	 not	 to	 share	
their	experiences,	or	conversely,	they	may	have	accepted	their	di‐
agnosis.	Thus,	there	is	potential	selection	bias	in	the	study	given	
the	high	rate	of	non‐acceptance.

5  | CONCLUSIONS

Given	 the	 coping	 difficulties	 encountered	 by	 patients	 diagnosed	
with	 Nail‐Patella	 syndrome,	 genetic	 counseling	 and	 psychological	
counseling	are	 required	 in	order	 to	help	patients	of	 all	 ages	adapt	
and	cope	with	the	syndrome's	consequences	and	to	adhere	to	medi‐
cal	surveillance.	Moreover,	adequate	medical	surveillance	of	poten‐
tial	 complications	 should	 be	 implemented	 and	broadly	 diffused	 to	
promote	good	medical	follow‐up,	even	if	patients	themselves	do	not	
feel	as	if	they	have	a	disease.
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