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Study	Design	

Personal	Genome	
Sequencing	(PGS)	

Results	reported	 Survey	

PGS	groups	



Harvard	Personal	Genome	Project	
(PGP)	

•  4611	PGP	par=cipants		
•  652	genomes	
•  197	invites		

•  123	responses		
•  All	PGS	results	contributed	to	public	database	



Illumina	Understand	Your	Genome	
(UYG)		

•  529	UYG	par=cipants	
•  478	genomes		
•  362	invites	

•  121	responses	
•  MD	orders	PGS	and	returns	results	



Mount	Sinai	HealthSeq	Study	

•  40	HealthSeq	par=cipants	
•  40	genomes	
•  25	invites	

•  14	responses	
•  PGS	results	disclosed	by	gene=cist	or	GC	



PGS	Program	Details	

PGS	Group	 Ordering	
MD	

Return	of	
Results	
(MD/GC)	

Self	
ExploraHon	

Access	to	
Raw	Data	

UYG	 +	 +	 +	 -	
HealthSeq	 -	 +	 -	 +	

PGP	 -	 -	 -	 +	



Survey	
-  Mo=va=ons	and	expecta=ons	
-  Psychological	state	
-  Risk	percep=ons	
-  Health	status	
-  Health	and	wellness	behaviors	
-  Healthcare	u=liza=on	
-  Insurance	behaviors	and	inten=ons	
-  Sociodemographics	
-  Perceived	u=lity	of	PGS	
-  Comprehension	and	use	of	results	
-  Genomic	knowledge	



Demographics	of	Respondents	
	

Characteris=cs	
Number	of	

Respondents	(%)	
Total	N=258	

Mean	Age	 53y	
Male	 67%	
Caucasian		 85%	
Doctorate	or	Professional	Degree	 77%	
Household	Income	≥	$100,000	 76%	
Married	 67%	
Has	Child(ren)	 66%	
Healthcare	Provider	or	Clinical	
Researcher	 24%	



How	important	were	certain	
factors	in	parHcipants’	decision	to	

pursue	PGS?	



Motivations 
(very/somewhat important) 

Percentage of 
Participants 

(N=258) 

Personal interest in genetics in general 99% 

Curiosity about my genetic make-up 98% 

Desire to participate in research to help others 92% 

Interest in finding out things to do to improve my health 81% 

Interest in learning about my personal response to 
medications 81% 

It seemed fun and entertaining  77% 

Desire to plan for the future 69% 

Interest in my ancestry 66% 

Interest in finding out about personal disease risk 41% 

Concern about family history of a possible or confirmed 
genetic condition 21% 



	
	

Those	21%	of	respondents	were	more	likely	than	
others	to	report	learning	something	from	PGS	
that	would	improve	their	health	(p=0.003).		



Post-Disclosure	Medical	AcHons	



Have	your	results	prompted	you	
to	make	an	appointment	with	any	

healthcare	provider(s)?	
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12%	of	respondents	
reported	having	a	
medical	exam	or	
procedure	based	on	
their	sequencing	results.		

Diagnos=c	test	or	
procedure	

76%	

DNA	
Sequence	
confirma=on		
17%	

Other		
35%	

*Respondents	could	select	more	than	one	op=on	



Results	Sharing	



Family 
(92%) 

Friends 
(68%) 

Colleagues 
(64%) HCPs 

(58%) 

With	whom	have	you	discussed	your	
results?	



Social	network	services:	8%	

Health/disease-based	social	
network	services:	7%	

With	whom	have	you	discussed	your	
results?	



Conclusions	
•  Personal	interest	in	gene=cs	and	curiosity	about	
one’s	gene=c	make-up	were	key	mo=vators	

	
•  PGS	results	mo=vated	some	respondents	to	take	
medically-related	ac=ons		

	
•  Respondents	with	family	history	concerns	more	
likely	to	report	receiving	useful	health	insight	

	
•  Respondents	shared	their	PGS	results	primarily	
with	family,	but	also	with	friends,	colleagues,	and	
HCPs,	as	well	as	on	social	networks	



LimitaHons	

•  Variety	of	PGS	groups	with	different	program	
features	

•  Variable	length	of	=me	since	return	of	results		

•  Popula=on	is	early	adopters	of	PGS		



Future	DirecHons	
•  We	plan	to	compare	PGS	groups	to	explore	
how	aetudes	vary	between	different	result	
disclosure	models	and	over	=me	

	

•  Future	groups	to	be	surveyed	include:	
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QuesHons?	

mhelm@gene=cs.med.harvard.edu	
www.genomes2people.org	
Twioer:	@genomes2people	

	


