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ANNEX	I:	Consent	to	act	as	a	research	subject	for:	
Donation	of	skin	for	Townes-Brocks	Syndrome	research	

	
	
Who	are	we?	

We	 are	 a	 group	 of	 scientists	 with	 experience	 in	 studying	 SALL1	 and	
related	 genes	 in	model	 systems	 and	 human	 cells.	We	work	 at	 CIC	 bioGUNE,	 a	
private	non-profit	research	center	in	Bilbao,	Spain.	Rosa	Barrio	(PhD),	principal	
investigator	at	CIC	bioGUNE,	together	with	James	D.	Sutherland	(PhD)	and	Laura	
Bozal	(PhD	student),	are	conducting	a	research	study	to	further	understand	the	
cellular	 and	 molecular	 mechanisms	 that	 underlie	 Townes-Brocks	 Syndrome	
(TBS).	 In	 addition,	 we	 are	 endorsed	 by	 Dr.	 Juergen	 Kohlhase	 (Freiburg,	
Germany),	 a	 global	 expert	 on	 TBS.	 For	 further	 information,	 please	 consult	 our	
official	website:	
	http://personal.cicbiogune.es/rbarrio/Lab/Welcome.html.		
	
	
What	is	our	project?	

We	are	analyzing	 the	changes	produced	 in	cells	when	the	SALL1	gene	 is	
not	working.	We	are	looking	for	changes	in	cellular	structures	and	components	
(proteins).	We	realized	that	SALL1	mutations	might	be	affecting	the	function	of	
the	primary	cilia,	a	cellular	organelle	necessary	during	development.	We	aim	to	
prove	 that	 by	 using	 cells	 derived	 from	 the	 skin	 donated	 by	 Townes-Brocks	
patients.	
	
	
What	is	our	aim	in	this	study?	

Townes-Brocks	Syndrome	(TBS)	is	a	rare	disease	caused	by	mutations	in	
the	gene	SALL1.	 It	 is	characterized	by	symptoms	that	 include	 imperforate	anus	
and	dysplastic	ears,	and	is	frequently	associated	with	thumb	malformations	and	
hearing	impairment.	Also	possible,	but	less	frequent,	are	kidney	problems,	heart	
disease,	foot	and	urogenital	malformations.	

We	aim	 to	understand	 the	molecular	and	cellular	mechanisms	by	which	
SALL1	 mutations	 produce	 Townes-Brocks	 Syndrome.	We	 believe	 that	 a	 better	
understanding	of	 the	cause	of	TBS	can	 lead	to	new	ideas	 for	 future	treatments.	
However,	there	is	no	guarantee	that	results	from	this	study	will	lead	to	a	direct	
therapeutic	application	for	the	patients.	
	
	
Which	kind	of	samples	do	we	need	for	our	study?	

Due	to	the	nature	of	our	research,	we	need	to	examine	dermal	fibroblasts,	
a	type	of	cells	derived	from	skin.	When	a	patient	undergoes	surgery	(to	correct	
thumb/finger	 malformations,	 for	 example),	 the	 surgeon/physician	 can	 save	 a	
small	 skin	 sample	 and	 provide	 it	 to	 us.	We	will	 grow	 the	 skin	 cells	 in	 the	 lab,	
performing	 experiments	 to	 analyze	 particular	 differences	 and	 compare	 with	
control	non-TBS	samples.		
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Who	can	participate?	
You	are	eligible	to	participate	if:	
	
1.	You	are	18	or	older	and	have	been	diagnosed	with	Townes-Brocks	Syndrome	
by	a	physician.	In	case	of	a	child	(or	children)	with	Townes-Brocks	Syndrome,	
the	parents	should	be	18	or	older.	

	
2.	 You	 know	 the	 nature	 of	 your	 lesion	 in	 the	 SALL1	 gene.	 This	 is	 normally	
achieved	through	consultation	with	your	physician	and	an	expert	geneticist.	

	
3.	 You	 (or	 your	 child)	 are	 undergoing	 surgery	 in	 the	 future,	 so	 the	
surgeon/physician	 can	 save	 samples	 derived	 from	 the	 surgery	 and	 provide	
them	to	us.		

	
	
Who	is	going	to	cover	the	costs?	

Skin	 samples	 can	 be	 collected	 when	 a	 patient	 undergoes	 corrective	
surgery,	and	then	sent	to	us.	This	requires	organization	in	advance	between	the	
patient,	 the	doctor/hospital,	 and	 the	Barrio	Lab.	 	We	will	be	 covering	 shipping	
costs	to	send	the	samples	from	the	doctor/hospital	to	our	laboratory.	However,	
we	 cannot	 cover	 any	 costs	 related	 to	 the	 medical	 procedure,	 nor	 pay	 any	
honoraria	to	the	doctors.	
	
	
Is	it	voluntary	to	participate	in	this	research	study?	

Your	participation	in	this	study	is	completely	voluntary.	This	means	that	
you	have	the	right	to	decide	whether	you	want	to	provide	your	skin	cells	for	this	
project	or	not.	In	case	you	decide	not	to	participate	in	the	future	after	donating	
your	 sample,	 you	may	 revoke	 this	 authorization	 by	 submitting	 a	 statement	 in	
writing	to	Dr.	Rosa	Barrio.	

	
	

What	will	be	your	samples	used	for?	
When	 the	 sample	 arrives	 to	 the	 lab,	 it	 will	 be	 given	 an	 anonymous	

identification	code,	to	ensure	future	privacy	(see	more	below).	 	We	will	use	the	
sample	to	grow	skin	cells	in	the	lab.	We	will	also	store	some	of	them	for	future	
research.	We	and/or	other	researchers	at	other	institutions	may	use	the	cells	or	
the	DNA	they	contain	for	additional	studies.	As	the	research	progresses,	we	may	
need	 to	 contact	 new	 collaborators,	 or	 others	 may	 request	 cells/DNA/etc.	 to	
replicate	our	studies	or	perform	their	own	studies.	 	The	samples	will	always	be	
coded	to	ensure	privacy.			

Examples	of	future	experiments	we	might	perform	with	the	samples	you	
provide:	culture	of	cells	derived	from	the	skin	biopsy;	extraction	of	DNA,	RNA	or	
proteins	from	the	cells;	changes	 in	SALL1	gene	to	correct	the	 lesion	in	cultured	
cells.		
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What	are	the	implications	of	signing	this	consent?	
By	signing	this	informed	consent,	you	are	agreeing	to	share	your	sample	

with	us	and	our	collaborators	for	research	purposes	only.	To	make	sure	that	they	
are	 used	 appropriately,	 local	 ethical	 and	 scientific	 review	 committees	 must	
approve	present	and	future	uses	of	stored	cells.			

	
By	signing	this	consent,	you	authorize	the	use	and	storage	of	your	sample	

and	 its	 derivatives	 by	 Dr.	 Rosa	 Barrio	 and	 her	 collaborators,	 who	might	 keep	
your	 sample	 indefinitely.	 You	 may	 revoke	 this	 authorization	 by	 submitting	 a	
statement	in	writing	to	Dr.	Rosa	Barrio.	

		
By	signing	this	consent	you	understand	that	you	will	not	receive	financial	

compensation	(present	or	future).	 	This	project	currently	has	no	links	with	any	
commercial	 interests.	 In	 the	 future,	 scientific	 discoveries	 that	 may	 be	 derived	
from	the	use	of	these	cells	may	lead	us	to	commercial	partners,	but	there	will	be	
no	economic	ties	to	the	donors.	

	
	

What	if	I	later	regret	to	participate?	
If	 samples	 have	 already	 been	 shipped	 and	 you	 later	 decide	 not	 to	

participate,	you	may:	
	

a. Have	your	skin	cells	discarded	even	if	they	have	already	been	cultured.	
b. Ask	us	to	forward	your	sample	to	another	research	project.	
c. Ask	us	to	send	you	back	your	sample.	

	
Please	note	that	these	actions	are	possible	only	if	your	skin	cells	have	not	

been	distributed	to	other	researchers.	
	
	

Which	potential	benefits	might	I	expect	after	donating	my	sample?	
You	 will	 be	 providing	 your	 skin	 cells	 solely	 for	 the	 advancement	 of	

knowledge	on	Townes-Brocks	Syndrome.	There	will	be	no	direct	benefit	to	you	
from	 these	 procedures.	 There	 is	 neither	 cost	 to	 participate	 in	 this	 study	 nor	
economical	compensation.	In	the	future,	the	results	derived	from	the	project	may	
help	you	or	others	with	TBS.	Participation	in	this	study	is	entirely	voluntary.	You	
have	the	right	to	refuse	to	participate,	or	withdraw	at	any	time.	
	
	
How	will	your	privacy	be	protected?		

All	 your	 personal	 data,	 including	 medical	 information,	 will	 be	 kept	
confidential.	 All	 samples	 will	 be	 coded	 and	 maintained	 without	 identifying	
information.	The	results	of	any	experiments	will	also	be	kept	linked	only	to	the	
identification	 code	 and	 never	 to	 your	 personal	 data.	 If	 you	 wish	 to	 withdraw	
from	our	study,	your	information	will	be	destroyed.	

If	 as	 a	 result	 of	 participation	 in	 this	 study	 we	 obtain	 information	 that	
significantly	affects	your	health	or	well	being,	we	will	attempt	to	 inform	you	of	
the	existence	of	this	information.	You	may	then	decide	if	you	would	like	to	know	
what	we	have	learned.	
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Local	 and	 state	 institutions	 as	well	 as	 project	 sponsors	may	 review	 the	
research	project	records	to	ensure	that	your	rights	as	a	skin	cell	donor	are	being	
adequately	protected.	

Any	research	report	that	we	publish	will	not	include	any	information	that	
will	make	it	possible	to	identify	you	as	a	donor.	We	will	acknowledge	the	help	of	
patient	donors,	in	an	anonymous	fashion.	

	
	
	
	

You	have	received	a	copy	of	this	consent	document	to	keep	for	yourself.	
	
By	 signing	 this	 form,	 you	 agree	 that	 you	 have	 read	 and	 understand	 the	
information	above,	and	you	agree	to	participate	in	this	study.	
	
	
	
	
	
______________________________________					____________________________________							___________	
Subject´s	signature		 	 Printed	name	of	subject	 	 Date	
		
	
	
	
	
	
	
	
	
For	children	incapable	of	giving	consent:	
	
	
	
	
	
______________________________________					____________________________________							___________	
Signature	of	parent/guardian									Printed	name	of	subject	 	 					Date	
Legally	authorized	representative				Legally	authorized	representative					
	
	
	


