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SAB	FHU	TRANSLAD	meeting	(Dec.	2,	2016,	09:30-16:30)	
	
	

GENERAL	REPORT	AND	RECOMMENDATIONS	
	
	
	
General	Comments:	
Overall	 the	 work	 produced	 by	 the	 team	 is	 very	 impressive.	 Especially	 strong	
points	are:	

a) the	exceptionally	high	volume	and	quality	of	clinical	and	research	work.	
We,	the	SAB,	congratulate	the	entire	team.	

b) The	educational	materials	and	events	produced	for	different	stakeholder	
groups	

c) The	 attention	 to	 the	 engagement	 of	 different	 publics,	 including	 experts,	
patients	and	families,	and	the	public	at	large	

d) 	Placing	the	patient	at	the	centre	of	care	and	at	the	centre	of	many	of	the	
research	questions,	all	is	done	with	the	aim	of	helping	patients,	within	the	
means	and	resources	available.	For	patients	with	rare	diseases,	which	one	
could	 argue	 are	 particularly	 vulnerable	 this	 is	 particularly	 important	
work.		

	
Clearly	the	team	is	working	from	a	place	of	vocation	and	not	from	a	place	of	duty,	
and	this	is	felt	through	their	energy,	ambition	and	drive	to	be	successful.	
	
We	also	congratulate	the	team	for	the	new	recruitment	and	for	the	being	able	to	
manage	 changes	 within	 the	 team	 (notably	 the	 departure	 of	 Dr.	 Jean-Baptiste	
Rivière),	 and	 the	 creation	 of	 new	 INSERM	 unit	 (that	 should	 help	 in	 recruiting	
additional	researcher(s)	
	
	
Specific	Comments	
	
1. Description	of	genetic	counselling	is	lacking	

a. We	 suggest	 a	 more	 detailed	 and	 explicit	 description	 of	 how	 it	 is	
performed	both	pre	and	post	test?	

b. What	about	the	consent	form?	
c. Who	does	it?	
d. How	much	time?	
e. Are	they	missing	clinicians	to	conduct	this?	
f. Can	this	be	used	to	teach	others?	
g. How	do	you	see	this	changing	for	the	future?	What	do	you	anticipate?	
h. Is	 there	 a	 space/need	 for	 dynamic	 consent	 here	 (providing	

information	 on	 exome	 test	 to	 patient	 prior	 genetic	 counselling	
consultation?	

i. (JLB,	not	mentioned	on	Friday…)	Could	they	attract	genetic	counsellor	
/	 trainees	 from	 school	 of	 genetic	 counsellor	 from	 Sophia-Antipolis	
school?	
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2. Consider	preparation	for	future	(with	WES	volume	increasing)	

a. Increasing	number	of	clinicians	
b. How	to	deal	with	sharing	of	data	with	local	research	teams	or	external	

centers	(selling?)	
c. Each	sequence	looked	at	by	a	clinician	and	a	biologist	

	
	

3. Economics	
a. Very	 good	 national	 funding	 but	 missing	 international	 funding,	

especially	from	the	EU,		
b. Part	of	ITHACA	but	not	sure	where	they	are	with	financing	
c. H2020,	application,	April	2017,		
d. Pilot	 project	 application	 for	 National	 Genomic	 Medicine	 Platform,	

looks	 promising,	 potential	 need	 to	 regroup	 a	 proper	
group/consortium	including	private	companies.		

i. There	 is	 a	 question	 around	whether	 or	 not	 the	 lack	 of	 actual	
local	 expertise	 in	 high	 throughput	 sequencing	 protocols	 	 (in	
practice,	as	opposed	to	current	outsourcing	sequencing)	

ii. Potentially	 it	 would	 be	 a	 good	 idea	 to	 give	 someone	 (or	 hire	
someone)	 full	 time	 to	 write	 this	 project	 (perhaps	 3	 months	
needed).	 It	 is	 a	 project	 that	 could	 define	much	 of	 the	 team’s	
future	

iii. Is	there	a	role	for	a	large	sequencing	platform	(with	very	high	
throughput	 instruments,	 for	 example	 Illumina	 HiSEQ	
3000/4000/X)	to	also	sequence	non-human	genomes?	Perhaps	
in	a	later	stage?	(for	grapes??)	It	could	show	a	responsible	use	
of	 resources	 and	 a	 vision	 for	 sustainability	 of	 sequencing	
equipment	 and	 expertise	 for	 the	 entire	 Burgundy,	 Franche-
Comté	regions	and	perhaps	a	larger	area?	

e. Consider	providing	more	information	about	costs	
i. Look	into	hidden	costs:	where	are	they?	Who	is	really	paying?	
ii. What	is	the	real	costs	of	the	clinical	activities?	
iii. What	are	the	real	costs	of	the	research	activities?	
iv. Could	these	be	made	explicit?		

	
	

4. OrphanOmics	
a. Good	example	of	how	to	spin	off	service	
b. Consider	 future	 vision	 for	 sustainability.	 Make	 money?	

Competitiveness?		
c. Dangers	 of	 unclear	 relationships	 between	 public	 and	 private	 sector	

(use	of	public	money	to	run	private,	etc).	
	
	

5. Research	Productivity	
a. Clearly	 oustanding	 publications	both	 in	 volume	 and	quality	 for	 the	

laboratory	and	clinical	work.	Committee	congratulates	the	group.	
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b. However,	 there	 appears	 to	 be	 a	 lack	 of	 humanities	 (ELSI	 and	 social	
science)	publications	 in	 the	 last	2	years.	Perhaps	this	 is	due	to	when	
financing	started?	
	
	

6. Clinical	Care	
a. The	main	topic	has	been	diagnosing,	with	a	new,	smaller	yet	growing	

section	on	treatment	
b. The	patient	is	put	at	the	centre	and	is	the	raison	d’être	behind	all	that	

is	done	
c. Many	possibilities	for	patients	(and	patient	groups)	to	provide	input	
d. Large	 emphasis	 on	 relationship	 patient-clinician,	 how	 to	 convey	

information		
	
	

7. Educational	Initiatives	in	different	subjects		
a. Excellent	research	initiatives	for	different	stakeholders	is	impressive,	

including	medical	clinicians,	researchers,	as	well	as	lay	publics	
b. Indeed,	including	neutral	informative	education	material	on	genomics	

in	elementary	schools	or	(and)	high	schools	could	be	incredibly	useful	
to	educate	publics	regarding	genomic	medicine	

i. Could	 ask	 all	 bio	 (SNV)	 teachers/profs	 from	 burgundy	 and	
Franche-Comté	 to	 the	 labs,	 to	 visit,	 and	 /or	 attending	 short	
courses	on	the	latest	advances	in	genetics/genomics	(1	to	few	
hours)	re:	continuous	formation	professional	development	
	
	

8. Ongoing	blur	between	clinic	and	research	exists	
a. Not	a	negative	per	se	
b. The	unique	way	the	knowledge	was	built	and	accumulated,	in	genetics	

too	 (by	 study	 of	 pathologies	 in	 patients	 and	 cohorts	 of	 patients	
clinically	investigated	and	scientifically	resolved)	

c. Is	a	mainstay	of	all	leaders	in	clinical	care	and	research	
d. Important	 to	 try	 to	 clarify	WRT	 funding	 (who	 pays,	 when,	 research	

funds	have	paid	for	a	lot	up	to	now,	see	above)	
	
	

9. Non	clinical	and	non-lab	research:	ELSI	and	Economics	
a. Strong	point	to	have	within	the	group.		
b. Appears	 to	be	 lack	of	publications	 in	ELSI	 and	Economics,	 is	 there	 a	

reason	for	this?	
c. Could	it	be	shown	in	concrete	terms	how	ELSI	and	economics	research	

feeds	into	the	lab	and/or	clinical	work	
d. Including	public	engagement	

i. Very	impressive	work	initiatives	with	families	and	lay	publics	
ii. Consider	measure	impact	of	the	engagement	of	publics.	
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10. Need	for	more	information	about	clinical	utility	of	obtaining	molecular	
diagnostic	

a. The	end	point	is	not	obtaining	the	diagnosis,	as	we	sequence	more	and	
more	people,	there	will	be	a	bigger	shift	to	asking	what	is	the	use	of	all	
of	these	diagnosis	both	in		more	traditional	strict	clinical	utility	terms	
as	well	as	“personal”	utility	for	patients	and	families	
	
	

11. Moving	from	Whole	Exome	to	Whole	Genome	Sequencing	
a. What	 is	 the	sustainability	of	WES?	The	group	mentions	a	 transfer	 to	

WGS	
b. Question:	WGS	will	be	more	expensive,	do	they	have	enough	money?	

They	mentioned	that	they	do	not	have	enough	money	to	always	
do	trios…		

c. Committee	 thinks	 that	 it	 is	not	an	option	 for	 this	group	of	not	being	
chosen	for	being	partner	in	the	coming	French	plan	of	Genomics	

d. In	 that	 perspective,	 the	 group	 should	 seriously	 consider	 building	 a	
platform	of	very	high	throughput	sequencers	(cf.	§	3)	

	
	

12. Learning	from	other	large	sequencing	groups/platforms	
a. What	 can	 you	 learn	 from	 100K	 Genomes	 UK?	 Swiss	 Lemanic	 Arc	

situation	(Campus	Biotech	in	Geneva)?	
	
	

13. Therapeutic	trials	
a. JLB	 question	 to	 Prof.	 Vabre:	 could	 gene	 expression	monitoring	 been	

performed	 in	 time-course	 of	 these	 trials?	 Helping	 in	 understanding	
the	 molecular	 and	 biochemical	 pathways	 involved?	 Could	 help	 to	
pinpoint	another	(and	possibly	more	efficient)	pharmaco	drug?		

b. Is	 there	 a	 more	 precise	 way	 to	 investigate	 (explain)	 the	 extensive	
phenotype	 variation	 observed	 in	 these	 conditions	with	mosaic	 gene	
variants		

	
	
	 	 	 Paris,	December	2016	
	

	 	 	 	
	
	 	 	 Pr	Stanislas	Lyonnet	on	behalf	of	the	FHU	SAB:	
	 	 	 Dr	Jean-Louis	Blouin		
	 	 	 Dr	Heidi	Howard	

Pr	Gert	Matthijs	
	


