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APPENDIX 

Exhibit 1. Methods. 

In 2015, the GPHAC was formed under the auspices of the Roundtable on Genomics and 

Precision Health at the National Academies of Sciences, Engineering, and Medicine. The authors 

of this paper are participants in the GPHAC Cascade Screening sub-group, which aims to identify 

and develop best practices for identifying and testing at-risk relatives of those diagnosed with 

familial hypercholesterolemia (FH), Lynch syndrome (LS), and/or hereditary breast and ovarian 

cancer (HBOC).(1) This work reflects the efforts of this GPHAC sub-group. We identified a need 

to summarize the current literature and state-level policies related to cascade screening.  

Data sources and searches. We performed a scoping review of the current US and non-US 

literature on cascade screening for genetic disorders. We searched Medline, Embase, Global 

Health, PsycInfo, CINAHL, and Scopus databases for literature on five subtopics related to 

cascade screening: barriers/facilitators, cost effectiveness, implementation, national health 

systems/registries, and policy interventions. Specific search strategies for each database can be 

found in Appendix Exhibit 2 (table). We identified and removed duplicate articles using EndNote 

(n=600, Appendix Exhibit 3 (figure)).  

Study selection. We restricted our search to human studies published from January 1, 1990 to 

August 1, 2017. During title and abstract review, we excluded literature that was not written in 

English, conference and meeting abstracts, non-research studies (e.g., commentaries, 

editorials, literature reviews), epidemiological and molecular studies describing genetic risk 

factors of disease, and studies that examined genetic testing of probands only (Appendix 

Exhibit 4 (table)). While literature reviews were not included in our review, we reviewed their 

reference lists and included relevant articles.  
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Data extraction and synthesis. During full-text review, additional articles were excluded that 

did not meet our inclusion criteria. We coded included articles using the PICOTS framework(2, 

3), which includes abstracting information on each study’s population, intervention (if 

applicable), comparison group (if applicable), outcomes, timing, and setting (Appendix Exhibit 5 

(table)). Multiple coders reviewed and abstracted articles, and 20% of included articles were 

double coded to ensure consistency across coders. When inconsistencies in coding were 

identified, a third author adjudicated the discrepancy (coding agreement= 86.4%). Given the 

significant heterogeneity among populations, study designs, outcomes, timing and settings, we 

did not conduct meta-analyses. We summarized the literature using the following key 

questions: What interventions have been tested and found effective? What are the barriers and 

facilitators to cascade screening? What are the considerations when aligning intervention 

approaches with state and federal privacy policy? Where do we need additional research? 

State policy search. In a separate search, we examined laws across the 50 states and the 

District of Columbia, about laws regulating collection, use and release of genetic information 

that could affect implementation of some cascade screening approaches.(4, 5) Smith et al. 

completed a survey of genetic privacy laws across all 50 states which formed the basis for this 

policy search.(5) We confirmed the effective dates of the laws cited in Smith et al. to determine 

whether they were still current and relevent to our work. To this end, we conducted a search of 

the Westlaw database for state statutes and regulations related to health information privacy, 

genetic testing and genetic privacy, and reportable diseases. We determined when each law 

cited in Smith et al. was last amended. We found that 77 of the laws had been amended 

between January 1, 2011 and October 26, 2017, and we included the amended language in our 
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review. We excluded 224 laws that did not pertain to the disclosure of protected genetic health 

information. The remaining 46 laws were qualitatively described.  
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Appendix Exhibit 2. Search strategies employed for each database. 

A scoping literature search was systematically conducted to find the literature related to 

cascade screening and the following areas: 

 National health systems   

 Barriers and facilitators 

 Implementation 

 Policy 

 Cost effectiveness 

We implemented targeted search strategies for each database and topic area (i.e., Medline, 

Embase, Global Health, PsycInfo, CINHAL, and Scopus. See specific search strategies for each 

key area below.  

Limits: Humans, English, 1990-present 

NATIONAL HEALTH SYSTEMS Search Strategy: 
Database Strategy Run Date Records 

Medline  
(Ovid) 
1946- 

 (cascade adj3 (screen* OR test*)).ti,ab. 
 
OR 
 
( 
(((family OR familial OR families OR relatives) adj3 (screen* OR 
test* OR notify OR notifies OR notification* OR network OR 
privacy)).ti,ab.)  
AND  
(((gene OR genetic* OR genomic*) adj3 (screen* OR test*)).ti,ab. 
OR *Genetic Testing/) 
) 
 
AND 
 
(health system OR health systems OR registries OR registry OR 
national health program* OR national health service*).ti,ab. OR 
exp National Health Programs/ 
 
Limits: English, 1990-present 
Exclude: letters, comments, editorials, biographies, 
autobiographies 

8/1/2017 92 
articles 
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Embase 
(Ovid) 
1947- 

 (cascade adj3 (screen* OR test*)).ti,ab. 
 
OR 
 
( 
(((family OR familial OR families OR relatives) adj3 (screen* OR 
test* OR notify OR notifies OR notification* OR network OR 
privacy)).ti,ab.)  
AND  
(((gene OR genetic* OR genomic*) adj3 (screen* OR test*)).ti,ab. 
OR *Genetic Testing/) 
) 
 
AND 
 
(health system OR health systems OR registries OR registry OR 
national health program* OR national health service*).ti,ab.  
 
Limits: English, 1990-present 
Exclude: letters, comments, editorials, biographies, 
autobiographies 

8/1/2017 146 
articles 

Global 
Health 
(Ovid) 
1910- 

(cascade adj3 (screen* OR test*)).ti,ab. 
 
OR 
 
( 
(((family OR familial OR families OR relatives) adj3 (screen* OR 
test* OR notify OR notifies OR notification* OR network OR 
privacy)).ti,ab.)  
AND  
((gene OR genetic* OR genomic*) adj3 (screen* OR test*)).ti,ab.  
) 
 
AND 
 
(health system OR health systems OR registries OR registry OR 
national health program* OR national health service*).ti,ab. 
 
Limits: English, 1990-present 
Exclude: letters, comments, editorials, biographies, 
autobiographies 

8/1/2017 7 articles 
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PsycInfo 
(Ovid) 
1806- 

(cascade adj3 (screen* OR test*)).ti,ab. 
 
OR 
 
( 
(((family OR familial OR families OR relatives) adj3 (screen* OR 
test* OR notify OR notifies OR notification* OR network OR 
privacy)).ti,ab.)  
AND  
(((gene OR genetic* OR genomic*) adj3 (screen* OR test*)).ti,ab. 
OR *Genetic Testing/) 
) 
 
AND 
 
(health system OR health systems OR registries OR registry OR 
national health program* OR national health service*).ti,ab.  
 
Limits: English, 1990-present 
Exclude: letters, comments, editorials, biographies, 
autobiographies 

8/1/2017 2 articles 

CINAHL 
(Ebsco) 

cascade W3 (screen* OR test*) 
 
OR 
 
( 
((family OR familial OR families OR relatives) W3 (screen* OR test* 
OR notify OR notifies OR notification* OR network OR privacy)) 
AND  
((gene OR genetic* OR genomic*) W3 (screen* OR test*)) 
) 
 
AND 
 
“health system” OR “health systems” OR registries OR registry OR 
“national health program” OR “national health service” OR (MH 
"National Health Programs+") 
 
Limits: English, peer-reviewed, 1990-present 
Exclude: letters, comments, editorials, biographies, 
autobiographies 

8/1/2017 6 articles 

Scopus 
1960- 

TITLE-ABS ( cascade  W/3  ( screening  OR  testing ) )   
 
AND 
 
TITLE-ABS(“health system” OR “health systems” OR registries OR 
registry OR “national health program” OR “national health 
service”) 
 
Limits: English, peer-reviewed, 1990-present 
Exclude: letters, comments, editorials, biographies, 
autobiographies 

8/1/2017 21 
articles 

  De-duplicated 
in EndNote: 

161 
articles 
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BARRIERS AND FACILITATORS Search Strategy: 

Database Strategy Run Date Records 

Medline  
(Ovid) 
1946- 

 (cascade adj3 (screen* OR test*)).ti,ab. 
 
OR 
 
( 
(((family OR familial OR families OR relatives) adj3 (screen* OR 
test* OR notify OR notifies OR notification* OR network OR 
privacy)).ti,ab.)  
AND  
(((gene OR genetic* OR genomic*) adj3 (screen* OR test*)).ti,ab. 
OR *Genetic Testing/) 
) 
 
AND 
 
(barriers OR facilitators).ti,ab. 
 
Limits: English, 1990-present 
Exclude: letters, comments, editorials, biographies, 
autobiographies 

7/27/17 35 
articles 

Embase 
(Ovid) 
1947- 

 (cascade adj3 (screen* OR test*)).ti,ab. 
 
OR 
 
( 
(((family OR familial OR families OR relatives) adj3 (screen* OR 
test* OR notify OR notifies OR notification* OR network OR 
privacy)).ti,ab.)  
AND  
(((gene OR genetic* OR genomic*) adj3 (screen* OR test*)).ti,ab. 
OR *genetic screening/) 
) 
 
AND 
 
(barriers OR facilitators).ti,ab. 
 
Limits: English, 1990-present 
Exclude: letters, comments, editorials, biographies, 
autobiographies 

7/27/2017 60 
articles 
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Global 
Health 
(Ovid) 
1910- 

(cascade adj3 (screen* OR test*)).ti,ab. 
 
OR 
 
( 
(((family OR familial OR families OR relatives) adj3 (screen* OR 
test* OR notify OR notifies OR notification* OR network OR 
privacy)).ti,ab.)  
AND  
(((gene OR genetic* OR genomic*) adj3 (screen* OR test*)).ti,ab.) 
) 
 
AND 
 
(barriers OR facilitators).ti,ab. 
 
Limits: English, 1990-present 
Exclude: letters, comments, editorials, biographies, 
autobiographies 

7/27/2017 6 articles 

PsycInfo 
(Ovid) 
1806- 

(cascade adj3 (screen* OR test*)).ti,ab. 
 
OR 
 
( 
(((family OR familial OR families OR relatives) adj3 (screen* OR 
test* OR notify OR notifies OR notification* OR network OR 
privacy)).ti,ab.)  
AND  
(((gene OR genetic* OR genomic*) adj3 (screen* OR test*)).ti,ab. 
OR *Genetic Testing/) 
) 
 
AND 
 
(barriers OR facilitators).ti,ab. 
 
Limits: English, 1990-present 
Exclude: letters, comments, editorials, biographies, 
autobiographies 

7/27/2017 3 articles 
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CINAHL 
(Ebsco) 

cascade W3 (screen* OR test*) 
 
OR 
 
( 
((family OR familial OR families OR relatives) W3 (screen* OR test* 
OR notify OR notifies OR notification* OR network OR privacy)) 
AND  
((gene OR genetic* OR genomic*) W3 (screen* OR test*)) 
) 
 
AND 
 
(barriers OR facilitators) 
 
Limits: English, peer-reviewed, 1990-present 
Exclude: letters, comments, editorials, biographies, 
autobiographies 

7/27/2017 2 articles 

Scopus 
1960- 

( TITLE-ABS ( cascade  W/3  ( screening  OR  testing ) )  AND  TITLE-
ABS (barriers OR facilitators) )   
 
Limits: English, peer-reviewed, 1990-present 
Exclude: letters, comments, editorials, biographies, 
autobiographies 

7/27/2017 15 
articles 

  De-duplicated in 
EndNote: 

60 
articles 

 

IMPLEMENTATION Search Strategy: 

Database Strategy Run Date Records 

Medline  
(Ovid) 
1946- 

 (cascade adj3 (screen* OR test*)).ti,ab. 
 
OR 
 
( 
(((family OR familial OR families OR relatives) adj3 (screen* OR 
test* OR notify OR notifies OR notification* OR network OR 
privacy)).ti,ab.)  
AND  
(((gene OR genetic* OR genomic*) adj3 (screen* OR test*)).ti,ab. 
OR *Genetic Testing/) 
) 
 
AND 
 
(implementation).ti,ab. 
 
Limits: English, 1990-present 
Exclude: letters, comments, editorials, biographies, 
autobiographies 

7/27/17 63 
articles 
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Embase 
(Ovid) 
1947- 

 (cascade adj3 (screen* OR test*)).ti,ab. 
 
OR 
 
( 
(((family OR familial OR families OR relatives) adj3 (screen* OR 
test* OR notify OR notifies OR notification* OR network OR 
privacy)).ti,ab.)  
AND  
(((gene OR genetic* OR genomic*) adj3 (screen* OR test*)).ti,ab. 
OR *genetic screening/) 
) 
 
AND 
 
(implementation).ti,ab. 
 
Limits: English, 1990-present 
Exclude: letters, comments, editorials, biographies, 
autobiographies 

7/27/2017 81 
articles 

Global 
Health 
(Ovid) 
1910- 

(cascade adj3 (screen* OR test*)).ti,ab. 
 
OR 
 
( 
(((family OR familial OR families OR relatives) adj3 (screen* OR 
test* OR notify OR notifies OR notification* OR network OR 
privacy)).ti,ab.)  
AND  
(((gene OR genetic* OR genomic*) adj3 (screen* OR test*)).ti,ab.) 
) 
 
AND 
 
(implementation).ti,ab. 
 
Limits: English, 1990-present 
Exclude: letters, comments, editorials, biographies, 
autobiographies 

7/27/2017 8 articles 
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PsycInfo 
(Ovid) 
1806- 

(cascade adj3 (screen* OR test*)).ti,ab. 
 
OR 
 
( 
(((family OR familial OR families OR relatives) adj3 (screen* OR 
test* OR notify OR notifies OR notification* OR network OR 
privacy)).ti,ab.)  
AND  
(((gene OR genetic* OR genomic*) adj3 (screen* OR test*)).ti,ab. 
OR *Genetic Testing/) 
) 
 
AND 
 
(implementation).ti,ab. 
 
Limits: English, 1990-present 
Exclude: letters, comments, editorials, biographies, 
autobiographies 

7/27/2017 3 articles 

CINAHL 
(Ebsco) 

cascade W3 (screen* OR test*) 
 
OR 
 
( 
((family OR familial OR families OR relatives) W3 (screen* OR test* 
OR notify OR notifies OR notification* OR network OR privacy)) 
AND  
((gene OR genetic* OR genomic*) W3 (screen* OR test*)) 
) 
 
AND 
 
(implementation) 
 
Limits: English, peer-reviewed, 1990-present 
Exclude: letters, comments, editorials, biographies, 
autobiographies 

7/27/2017 5 articles 

Scopus 
1960- 

( TITLE-ABS ( cascade  W/3  ( screening  OR  testing ) )  AND  TITLE-
ABS (implementation) )   
 
Limits: English, peer-reviewed, 1990-present 
Exclude: letters, comments, editorials, biographies, 
autobiographies 

7/27/2017 33 
articles 

  De-duplicated in 
EndNote: 

97 
articles 
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POLICY Search Strategy: 

Database Strategy Run Date Records 

Medline  
(Ovid) 
1946- 

 (cascade adj3 (screen* OR test*)).ti,ab. 
 
OR 
 
( 
(((family OR familial OR families OR relatives) adj3 (screen* OR test* 
OR notify OR notifies OR notification* OR network OR privacy)).ti,ab.)  
AND  
(((gene OR genetic* OR genomic*) adj3 (screen* OR test*)).ti,ab. OR 
*Genetic Testing/) 
) 
 
AND 
 
(policy OR policies OR legislation OR laws OR legislation OR privacy OR 
lawsuit* OR statutes OR jurisprudence OR civil suits OR litigation OR 
government regulation).ti,ab. OR exp *Legislation as Topic/ 
 
Limits: English, 1990-present 
Exclude: letters, comments, editorials, biographies, autobiographies 

7/27/17 68 
articles 

Embase 
(Ovid) 
1947- 

 (cascade adj3 (screen* OR test*)).ti,ab. 
 
OR 
 
( 
(((family OR familial OR families OR relatives) adj3 (screen* OR test* 
OR notify OR notifies OR notification* OR network OR privacy)).ti,ab.)  
AND  
(((gene OR genetic* OR genomic*) adj3 (screen* OR test*)).ti,ab. OR 
*genetic screening/) 
) 
 
AND 
 
(policy OR policies OR legislation OR laws OR legislation OR privacy OR 
lawsuit* OR statutes OR jurisprudence OR civil suits OR litigation OR 
government regulation).ti,ab.  
 
Limits: English, 1990-present 
Exclude: letters, comments, editorials, biographies, autobiographies 

7/27/2017 78 
articles 
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Global 
Health 
(Ovid) 
1910- 

(cascade adj3 (screen* OR test*)).ti,ab. 
 
OR 
 
( 
(((family OR familial OR families OR relatives) adj3 (screen* OR test* 
OR notify OR notifies OR notification* OR network OR privacy)).ti,ab.)  
AND  
(((gene OR genetic* OR genomic*) adj3 (screen* OR test*)).ti,ab.) 
) 
 
AND 
 
(policy OR policies OR legislation OR laws OR legislation OR privacy OR 
lawsuit* OR statutes OR jurisprudence OR civil suits OR litigation OR 
government regulation).ti,ab.  
 
Limits: English, 1990-present 
Exclude: letters, comments, editorials, biographies, autobiographies 

7/27/2017 4 
articles 

PsycInfo 
(Ovid) 
1806- 

(cascade adj3 (screen* OR test*)).ti,ab. 
 
OR 
 
( 
(((family OR familial OR families OR relatives) adj3 (screen* OR test* 
OR notify OR notifies OR notification* OR network OR privacy)).ti,ab.)  
AND  
(((gene OR genetic* OR genomic*) adj3 (screen* OR test*)).ti,ab. OR 
*Genetic Testing/) 
) 
 
AND 
 
(policy OR policies OR legislation OR laws OR legislation OR privacy OR 
lawsuit* OR statutes OR jurisprudence OR civil suits OR litigation OR 
government regulation).ti,ab.  
 
Limits: English, 1990-present 
Exclude: letters, comments, editorials, biographies, autobiographies 

7/27/2017 11 
articles 
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CINAHL 
(Ebsco) 

cascade W3 (screen* OR test*) 
 
OR 
 
( 
((family OR familial OR families OR relatives) W3 (screen* OR test* OR 
notify OR notifies OR notification* OR network OR privacy)) 
AND  
((gene OR genetic* OR genomic*) W3 (screen* OR test*)) 
) 
 
AND 
 
(policy OR policies OR legislation OR laws OR legislation OR privacy OR 
lawsuit* OR statutes OR jurisprudence OR civil suits OR litigation OR 
government regulation) 
 
Limits: English, peer-reviewed, 1990-present 
Exclude: letters, comments, editorials, biographies, autobiographies 

7/27/2017 14 
articles 

Scopus 
1960- 

( TITLE-ABS ( cascade  W/3  ( screening  OR  testing ) )  AND  TITLE-ABS 
( policy  OR  policies  OR  legislation  OR  laws  OR  legislation  OR  
privacy  OR  lawsuit  OR  statutes  OR  jurisprudence  OR  "civil suits"  
OR  litigation  OR  "government regulation" ) )   
 
Limits: English, peer-reviewed, 1990-present 
Exclude: letters, comments, editorials, biographies, autobiographies 

7/27/2017 15 
articles 

  De-duplicated 
in EndNote: 

100 
articles 

 

COST EFFECTIVENESS Search Strategy: 

Database Strategy Run Date Records 
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Medline  
(Ovid) 
1946- 

 (cascade adj3 (screen* OR test*)).ti,ab. 
 
OR 
 
( 
(((family OR familial OR families OR relatives) adj3 (screen* OR 
test* OR notify OR notifies OR notification* OR network OR 
privacy)).ti,ab.)  
AND  
(((gene OR genetic* OR genomic*) adj3 (screen* OR test*)).ti,ab. 
OR *Genetic Testing/) 
) 
 
AND 
 
 
exp *"Costs and Cost Analysis"/ OR (costs OR cost 
effective*).ti,ab. 
 
Limits: English, 1990-present 
Exclude: letters, comments, editorials, biographies, 
autobiographies 

8/1/2017 166 
articles 

Embase 
(Ovid) 
1947- 

 (cascade adj3 (screen* OR test*)).ti,ab. 
 
OR 
 
( 
(((family OR familial OR families OR relatives) adj3 (screen* OR 
test* OR notify OR notifies OR notification* OR network OR 
privacy)).ti,ab.)  
AND  
(((gene OR genetic* OR genomic*) adj3 (screen* OR test*)).ti,ab. 
OR *genetic screening/) 
) 
 
AND 
 
exp "cost benefit analysis"/ or "cost effectiveness analysis"/ OR 
(costs OR cost effective*).ti,ab. 
 
Limits: English, 1990-present 
Exclude: letters, comments, editorials, biographies, 
autobiographies 

8/1/2017 263 
articles 
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Global 
Health 
(Ovid) 
1910- 

(cascade adj3 (screen* OR test*)).ti,ab. 
 
OR 
 
( 
(((family OR familial OR families OR relatives) adj3 (screen* OR 
test* OR notify OR notifies OR notification* OR network OR 
privacy)).ti,ab.)  
AND  
(((gene OR genetic* OR genomic*) adj3 (screen* OR test*)).ti,ab.) 
) 
 
AND 
 
(costs OR cost effective*).ti,ab. OR "cost benefit analysis"/ or 
"cost effectiveness analysis"/ 
 
Limits: English, 1990-present 
Exclude: letters, comments, editorials, biographies, 
autobiographies 

8/1/2017 14 
articles 

PsycInfo 
(Ovid) 
1806- 

(cascade adj3 (screen* OR test*)).ti,ab. 
 
OR 
 
( 
(((family OR familial OR families OR relatives) adj3 (screen* OR 
test* OR notify OR notifies OR notification* OR network OR 
privacy)).ti,ab.)  
AND  
(((gene OR genetic* OR genomic*) adj3 (screen* OR test*)).ti,ab. 
OR *Genetic Testing/) 
) 
 
AND 
 
exp *"Costs and Cost Analysis"/ OR (costs OR cost 
effective*).ti,ab. 
 
Limits: English, 1990-present 
Exclude: letters, comments, editorials, biographies, 
autobiographies 

8/1/2017 5 articles 
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CINAHL 
(Ebsco) 

cascade W3 (screen* OR test*) 
 
OR 
 
( 
((family OR familial OR families OR relatives) W3 (screen* OR 
test* OR notify OR notifies OR notification* OR network OR 
privacy)) 
AND  
((gene OR genetic* OR genomic*) W3 (screen* OR test*)) 
) 
 
AND 
 
(costs OR cost effective*) OR (MH "Cost Benefit Analysis") 
 
Limits: English, peer-reviewed, 1990-present 
Exclude: letters, comments, editorials, biographies, 
autobiographies 

8/1/2017 20 
articles 

Scopus 
1960- 

( TITLE-ABS ( cascade  W/3  ( screening  OR  testing ) )  AND  TITLE-
ABS (“cost benefit” OR “cost effective” OR “cost effectiveness”) )   
 
Limits: English, peer-reviewed, 1990-present 
Exclude: letters, comments, editorials, biographies, 
autobiographies 

8/1/2017 67 
articles 

  De-duplicated in 
EndNote: 

278 
articles 

 

  



 

18 
 

Exhibit 3 (figure). PRISMA flow diagram for full-text inclusion (2). *Reference lists from relevant 

literature reviews were examined and abstracts for citations related to cascade screening were 

included. 
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Exhibit 4 (table). Inclusion and exclusion criteria for literature from January 1990-August 2017. 

Inclusion Exclusion 

 All countries  Non-English written 

 1990-present   Not a research study (no methods 
and/or results section) 

 All articles about cascade screening 
(especially effectiveness, cost-
effectiveness, comparative 
effectiveness, interventions, policy, 
barriers and facilitators) 

 Literature reviews  

 Policy analyses (with methods and 
results section) 

 Epidemiological studies describing the 
association between polymorphisms 
and disease 

 Human studies  Mechanism of action studies 

 References in Literature Reviews 
related to cascade screening or 
family communication 

 Commentaries 

 Study of probands communication 
to family members about genetic 
testing 

 Editorials 

   Proof of concept/validation for genetic 
screening technologies or risk models 

   Abstract or poster only  

   Clinical guidelines 

  

 Not focused on genetic testing of 
family members 
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Exhibit 5 (table). Codebook used for full-text data abstraction. 

PICOTS Abstraction Field Description 
P

re
-p

o
p

u
la

te
d

 
First Author   

Title   

DOI   

PMID   

PMCID   

In
cl

u
d

e?
 Include full-text? Yes/No 

If exclude, why? 
Free text; Write if excluded study is about: Proband testing only, policy 
analyses, registry, literature review, guideline; IF EXCLUDED, NO 
ADDITIONAL FIELDS NEED TO BE EXTRACTED 

Ye ar
 

o
f 

p
u b
li ca ti
o n
 

XXXX Year that the article was published 

P
o

p
u

la
ti

o
n

 

Study population 
Patient/Proband, Family Member, Provider, Healthcare Administrator, 
Multiple stake-holder, Other 

Total sample size blank if not reported or calculated in paper 

White (n) blank if not reported or calculated in paper 

Asian (n) blank if not reported or calculated in paper 

Black (n) blank if not reported or calculated in paper 

Hispanic (n) blank if not reported or calculated in paper 

Male (n) blank if not reported or calculated in paper 

Pediatric (n) blank if not reported or calculated in paper 

Other 
was another race/ethnicity reported? If so, name here; otherwise leave 
blank 

In
te

rv
en

ti
o

n
 

Study/Intervention design 

Comparative Effectiveness (comparing more than one intervention), 
Randomized control trial (randomize study participants to 
control/intervention groups), Qualitative (e.g., interviews and/or focus 
groups ONLY, does not include quantitative regression models), 
Pre/Post Study (no comparator group, compares outcomes before and 
after an intervention), Cohort (longitudinal—studies a group of 
participants overtime points), Cross-sectional (data collected at one 
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point in time), Simulation modeling (e.g., Cost analyses, cost 
effectiveness, Markov Models, Decision analysis), Mixed methods (e.g., 
qualitative AND quantitative data are used), Multiple (e.g., cross-
sectional analyses and simulation modeling), other 

Is there an intervention? Yes/No 

Who delivers the intervention? 
Provider Initiated, Proband Initiated, Family Initiated, Research team 
initiated, Disease Specific non-profit (e.g., FH Foundation), Multiple, 
Other; LEAVE BLANK IF NO INTERVENTION 

If Provider delivers intervention, what 
type? 

Nurse, Genetics Provider, Primary Care/Family Doctor, Specialist (e.g., 
oncologist, cardiologist or iridologist), Community Health/public health 
Worker (e.g., department of health), Other, Multiple; LEAVE BLANK IF 
NO INTERVENTION 

If Registry, what type? 
Clinic, State, Multi-State, National, International, Other; LEAVE BLANK IF 
NO REGISTRY 

If Registry, what type? 
Health system (e.g., Geisinger, Kaiser, hospital-based), Non-profit (e.g., 
FH Foundation), public health (e.g., health department), Other; LEAVE 
BLANK IF NO REGISTRY 

If Resources are Included in intervention, 
what kind? 

Written educational material, Online educational material, Draft 
letters/email, Counseling session by genetics provider, Counseling 
session by other provider, Online or video counseling session, Other, 
Multiple; LEAVE BLANK IF NO RESOURCES 

Resources available to public? 
Yes/No/Unsure (no need to look up, only mark yes or no if obvious from 
article); LEAVE BLANK IF NO RESOURCES 

Was the intervention successful? 
Yes, Only partially effective, No, Unclear; LEAVE BLANK IF NO 
INTERVENTION 

Comparat
or 

What type of comparator group? 
Comparing to a healthy population, Comparing to the standard of care 
(usual care), Comparing to another intervention, Other, None 

O
u

tc
o

m
e

s 

Feasibility Yes/No 

Fidelity Yes/No 

Penetration/reach Yes/No 
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Acceptability Yes/No 

Sustainability Yes/No 

Uptake Yes/No 

Costs Yes/No 

Efficiency Yes/No 

Safety Yes/No 

Equity Yes/No 

Timeliness Yes/No 

Barriers/Facilitators/ Patient 
Centeredness 

Yes/No 

Knowledge Yes/No 

Health outcomes 
(mental/physical/psycho-

social/behavioral) 
Yes/No 

Satisfaction Yes/No 

Timing 
Year(s) of data collection (XXXX-XXXX) or 

(XXXX) 
(XXXX-XXXX, XXXX) 

Se
tt

in
g 

Country  United States, Non-US Study, Both 

Setting/Source of study population (if 
non-intervention) 

Clinical (academic), Clinical (non-academic), Clinical (unsure if 
academic/non-academic), Public Health (e.g., registry), Other (e.g., 
online/web) 
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Exhibit 6 (table). Characteristics of included studies (n=122). 

Domain Study Characteristics % n ǂReferences 

Population 
  

  
Reported Race/Ethnicity of Study Population* 25.8 22 2,4,7,10-11,17,19, 21,29,34,40,50,54, 57,64,66-68,97,106, 112,116 

 
Majority non-Hispanic white population 80.0 17 2,4,7,10-11,17,19, 21,29,40,50,54, 57, 66-68, 106,112,116 

 
Included Pediatrics (<18 years) 3.3 4 71,88,105,115 

Intervention 
  

  
Assessed an Intervention** 22.1 27 2,9,14,27,31,35, 37,39-40,46,66,68, 71,78,87-88,90,92,97, 99,107,108,110-112, 

114,122 
 

Intervention Included a Comparator Group 25.9 7 46,71,78,88,108, 110,122 
 

Standard of care comparator 3.7 1 46 
 

Compared to another intervention 14.8 4 78,88,110,122 
 

Other comparator (e.g., other disease) 7.4 2 71,108 

Study Design 
  

 
 Simulation Modeling/Cost Analysis 31.1 38 1,6,12-13,18,22-24,26,28,32,45,48, 55,59-61,64,69-70,72-73,77,80-85,89,91,95,100-

103,120-121 

 Cross-sectional 28.7 35 3,4,8-10,14, 19,21,25, 27,29-30,33-36,38-39,50,52,63,74,93-94,96,98,104-

105,109,113,115, 117-118,122 

 Cohort/longitudinal 17.2 21 31,37,40-41,43,53,58,66,68, 71,79,87,90,92,97,106-108,110-111, 114 

 Qualitative 13.1 16 5,7,11,15-16,42,44,47,49,54,56-57,62,86,112,119 

 Mixed Methods 8.2 10 17,20,51,65,67,75-76,88,99,116 
 
 Randomized Controlled Trial 1.6 2 46,78 

Outcomes Measured 
  

  
Feasibility 15.6 19 4,9,14,20,24,27,31, 39,43,45,71,72,81,87-88,96,102-103,115 

 
Fidelity 1.6 2 12,55 

 
Penetration/reach 5.7 7 45,60,90,100,103, 106,121 

 
Acceptability 18.0 22 2,9,16,22,39-40,42-43,54,56,61,72,74,81, 84,88,96,102-103,107,112,121 

 
Sustainability 1.6 2 45,71 

 
Uptake 27.9 34 6-7,10-11,19,25,29,34-38,40-41,46,53-54,58,66-67,74-76,79,88,92-93,96-97,105,107-

108,110-111 
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Costs 32.0 39 1,6,12-13,18,22-24,26,28,32,37,39,45, 48,55,59-61,64,68-70,72-73,82-

85,87,89,91,95,100-103,120-121 
 

Efficiency 12.3 15 23,45,60-61,64-65,82,84,87,91,95,102-103,107,121 
 

Safety 1.6 2 45,86 
 

Equity 1.6 2 7,16 
 

Timeliness 7.4 9 19,37,39,77,84,87, 100,116,121 
 

Barriers/Facilitators/Patient Centeredness 27.0 33 5,7,10-11,16,19-20,25,35-36,40-42,44,49,54,56-57,66,74-75,78,87-88,92,96,99,112-

113,116-118,122 
 

Health outcomes (mental/physical/psychosocial) 41.8 51 1,11,16,18-19,22-25,27,31,37-38,40,45-48,50,55,60,64,66,68-69,72,77,80-82,84,90-

91,95,99-100,102-107,109-111,114-115,119-122 
 

Knowledge 31.1 38 2-3,5,7-8,11,13-15,17,19-21,25, 30,33-34,36,40, 44,49-50,54,56,57, 61-62,68,74-

75,88,96,98-99,103,112,116,122 
 

Satisfaction 11.5 14 2-3,9,19,27,37,52,56-57,68,87-88,103,122 

Timing See Exhibit 2 (figure).  
 

 

Setting 
   

  
US  28.7 35 10,12,15,17,20-21, 27-30,32-35,40,43, 50,54,57-58,61-63,66-68,78,82,86,91,93,98, 

105,116,119 
 

Non-US 69.7 85 1-9,13-14,16,18-19,22-26,31,37-39,41-42,44-49,51-53,55-56,59-60,64-65,69-77,79-

81,83-85,87-90,92,94-97,99-104,106-115,117-118,120-122 
 

Both 1.6 2 11,36 

*Among non-simulation modeling studies only (n=84); **Not including simulation modeling studies; ǂSee Appendix Exhibit 7 for 

references
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Exhibit 7. References for all included articles (n=122). 

1. Ademi, Z., Watts, G. F., Pang, J., Sijbrands, E. J. G., Van Bockxmeer, F. M., O'Leary, P., et 

al. (2014). Cascade screening based on genetic testing is cost-effective: Evidence for the 

implementation of models of care for familial hypercholesterolemia. J Clin Lipidol, 8(4), 

390-400. doi:http://dx.doi.org/10.1016/j.jacl.2014.05.008 

2. Aktan-Collan, K., Mecklin, J. P., Jarvinen, H., Nystrom-Lahti, M., Peltomaki, P., Soderling, 

I., et al. (2000). Predictive genetic testing for hereditary non-polyposis colorectal cancer: 

uptake and long-term satisfaction. Int J Cancer, 89(1), 44-50.  

3. Andersen, L. K., Jensen, H. K., Juul, S., & Faergeman, O. (1997). Patients' attitudes 

toward detection of heterozygous familial hypercholesterolemia. Arch Intern Med, 

157(5), 553-560.  

4. Ansari, S. H., Baig, N., Shamsi, T. S., Saif ur, R., Ansari, Z. H., Behar, Z., et al. (2012). 

Screening immediate family members for carrier identification and counseling: A cost-

effective and practical approach. Journal of the Pakistan Medical Association, 62(12), 

1314-1317.  

5. Arribas-Ayllon, M., Sarangi, S., & Clarke, A. (2009). Professional ambivalence: accounts 

of ethical practice in childhood genetic testing. J Genet Couns, 18(2), 173-184. 

doi:10.1007/s10897-008-9201-0 

6. Bapat, B., Noorani, H., Cohen, Z., Berk, T., Mitri, A., Gallie, B., et al. (1999). Cost 

comparison of predictive genetic testing versus conventional clinical screening for 

familial adenomatous polyposis. Gut, 44(5), 698-703.  

7. Barlow-Stewart, K., Yeo, S. S., Meiser, B., Goldstein, D., Tucker, K., & Eisenbruch, M. 

(2006). Toward cultural competence in cancer genetic counseling and genetics 

education: lessons learned from Chinese-Australians. Genetics in Medicine, 8(1), 24-32. 

doi:https://dx.doi.org/10.109701.gim.0000195884.86201.a0 

8. Bell, D. A., Garton-Smith, J., Vickery, A., Kirke, A. B., Pang, J., Bates, T. R., & Watts, G. F. 

(2014). Familial hypercholesterolaemia in primary care: knowledge and practices among 

general practitioners in Western Australia. Heart Lung Circ, 23(4), 309-313. 

doi:10.1016/j.hlc.2013.08.005 

9. Bell, D. A., Pang, J., Burrows, S., Bates, T. R., van Bockxmeer, F. M., Hooper, A. J., et al. 

(2015). Effectiveness of genetic cascade screening for familial hypercholesterolaemia 

using a centrally co-ordinated clinical service: an Australian experience. Atherosclerosis, 

239(1), 93-100. doi:10.1016/j.atherosclerosis.2014.12.036 

10. Benson, G., Witt, D. R., VanWormer, J. J., Campbell, S. M., Sillah, A., Hayes, S. N., et al. 

(2016). Medication adherence, cascade screening, and lifestyle patterns among women 



 

26 
 

with hypercholesterolemia: Results from the WomenHeart survey. J Clin Lipidol, 10(4), 

937-943. doi:https://dx.doi.org/10.1016/j.jacl.2016.03.012 

11. Bernhardt, B. A., Zayac, C., & Pyeritz, R. E. (2011). Why is genetic screening for 

autosomal dominant disorders underused in families? The case of hereditary 

hemorrhagic telangiectasia. Genetics in Medicine, 13(9), 812-820. 

doi:https://dx.doi.org/10.1097/GIM.0b013e31821d2e6d 

12. Bernhardt, B. A., Zayac, C., Trerotola, S. O., Asch, D. A., & Pyeritz, R. E. (2012). Cost 

savings through molecular diagnosis for hereditary hemorrhagic telangiectasia. Genetics 

in Medicine, 14(6), 604-610. doi:https://dx.doi.org/10.1038/gim.2011.56 

13. Besseling, J., Reitsma, J. B., Gaudet, D., Brisson, D., Kastelein, J. J. P., Hovingh, G. K., & 

Hutten, B. A. (2017). Selection of individuals for genetic testing for familial 

hypercholesterolaemia: Development and external validation of a prediction model for 

the presence of a mutation causing familial hypercholesterolaemia. European Heart 

Journal, 38(8), 565-573. doi:http://dx.doi.org/10.1093/eurheartj/ehw135 

14. Bhatnagar, D., Morgan, J., Siddiq, S., Mackness, M. I., Miller, J. P., & Durrington, P. N. 

(2000). Outcome of case finding among relatives of patients with known heterozygous 

familial hypercholesterolaemia. BMJ, 321(7275), 1497-1500.  

15. Blase, T., Martinez, A., Grody, W. W., Schimmenti, L., & Palmer, C. G. (2007). Sharing 

GJB2/GJB6 genetic test information with family members. Journal of Genetic 

Counseling, 16(3), 313-324. doi:https://dx.doi.org/10.1007/s10897-006-9066-z 

16. Boenink, M. (2011). Unambiguous test results or individual independence? The role of 

clients and families in predictive BRCA-testing in the Netherlands compared to the USA. 

Social Science & Medicine, 72(11), 1793-1801. doi:10.1016/j.socscimed.2010.06.011 

17. Bradbury, A. R., Patrick-Miller, L., Pawlowski, K., Ibe, C. N., Cummings, S. A., Olopade, O. 

I., & Daugherty, C. K. (2008). Should genetic testing for BRCA1/2 be permitted for 

minors? Opinions of BRCA mutation carriers and their adult offspring. Am J Med Genet C 

Semin Med Genet, 148C(1), 70-77. doi:10.1002/ajmg.c.30163 

18. Breheny, N., Geelhoed, E., Goldblatt, J., Ee, H., & O'Leary, P. (2006). Economic 

evaluation of the familial cancer programme in Western Australia: predictive genetic 

testing for familial adenomatous polyposis and hereditary non-polyposis colorectal 

carcinoma. Community Genetics, 9(2), 98-106. 

doi:https://dx.doi.org/10.1159/000091487 

19. Burns, C., McGaughran, J., Davis, A., Semsarian, C., & Ingles, J. (2016). Factors 

influencing uptake of familial long QT syndrome genetic testing. American Journal of 

Medical Genetics. Part A, 170A(2), 418-425. 

doi:https://dx.doi.org/10.1002/ajmg.a.37455 



 

27 
 

20. Campbell, M., Humanki, J., & Zierhut, H. (2017). A novel approach to screening for 

familial hypercholesterolemia in a large public venue. Journal of Community Genetics, 

8(1), 35-44. doi:https://dx.doi.org/10.1007/s12687-016-0285-1 

21. Catts, Z. A. K., Baig, M. K., Milewski, B., Keywan, C., Guarino, M., & Petrelli, N. (2016). 

Statewide Retrospective Review of Familial Pancreatic Cancer in Delaware, and 

Frequency of Genetic Mutations in Pancreatic Cancer Kindreds. Annals of Surgical 

Oncology, 23(5), 1729-1735. doi:http://dx.doi.org/10.1245/s10434-015-5026-x 

22. Chen, Y. E., Kao, S. S., & Chung, R. H. (2016). Cost-Effectiveness Analysis of Different 

Genetic Testing Strategies for Lynch Syndrome in Taiwan. PLoS ONE [Electronic 

Resource], 11(8), e0160599. doi:https://dx.doi.org/10.1371/journal.pone.0160599 

23. Chikhaoui, Y., Gelinas, H., Joseph, L., & Lance, J. M. (2002). Cost-minimization analysis of 

genetic testing versus clinical screening of at-risk relatives for familial adenomatous 

polyposis. International Journal of Technology Assessment in Health Care, 18(1), 67-80.  

24. Cobo Marcos, M., Cuenca Parra, S., Losada, I., Guzzo Merello, G., Gamez Martinez, J. M., 

Bornstein, B., et al. (2013). Usefulness of genetic test in the Hypertrophic 

Cardiomyopathy (HCM) in the real world. European Heart Journal, 34, 536.  

25. Cody, N., Green, A., McDevitt, T., & Lynch, S. A. (2008). Cascade screening in BRCA1/2 

mutation carriers. Ir Med J, 101(5), 140-142.  

26. Cohen, J. H., Faughnan, M. E., Letarte, M., Vandezande, K., Kennedy, S. J., & Krahn, M. D. 

(2005). Cost comparison of genetic and clinical screening in families with hereditary 

hemorrhagic telangiectasia. American Journal of Medical Genetics. Part A, 137(2), 153-

160. doi:https://dx.doi.org/10.1002/ajmg.a.30838 

27. Corines, M. J., Hamilton, J. G., Glogowski, E., Anrig, C. A., Goldberg, R., Niehaus, K., et al. 

(2017). Educational and Psychosocial Support Needs in Lynch Syndrome: 

Implementation and Assessment of an Educational Workshop and Support Group. 

Journal of Genetic Counseling, 26(2), 232-243. doi:https://dx.doi.org/10.1007/s10897-

016-0015-1 

28. Cromwell, D. M., Moore, R. D., Brensinger, J. D., Petersen, G. M., Bass, E. B., & 

Giardiello, F. M. (1998). Cost analysis of alternative approaches to colorectal screening 

in familial adenomatous polyposis. Gastroenterology, 114(5), 893-901.  

29. Dilzell, K., Kingham, K., Ormond, K., & Ladabaum, U. (2014). Evaluating the utilization of 

educational materials in communicating about Lynch syndrome to at-risk relatives. Fam 

Cancer, 13(3), 381-389. doi:10.1007/s10689-014-9720-9 

30. Dugan, R. B., Wiesner, G. L., Juengst, E. T., O'Riordan, M., Matthews, A. L., & Robin, N. H. 

(2003). Duty to warn at-risk relatives for genetic disease: genetic counselors' clinical 

experience. Am J Med Genet C Semin Med Genet, 119C(1), 27-34. 

doi:10.1002/ajmg.c.10005 



 

28 
 

31. Earle, N., Crawford, J., Smith, W., Love, D. R., Hayes, I., Shelling, A., et al. (2012). 

Community detection of long QT syndrome with a clinical registry; A practical alternative 

to ECG screening programs. Circulation. Conference: American Heart Association, 

126(21 SUPPL. 1).  

32. El-Serag, H. B., Inadomi, J. M., & Kowdley, K. V. (2000). Screening for hereditary 

hemochromatosis in siblings and children of affected patients. A cost-effectiveness 

analysis. Ann Intern Med, 132(4), 261-269.  

33. Falk, M. J., Dugan, R. B., O'Riordan, M. A., Matthews, A. L., & Robin, N. H. (2003). 

Medical Geneticists' duty to warn at-risk relatives for genetic disease. Am J Med Genet 

A, 120A(3), 374-380. doi:10.1002/ajmg.a.20227 

34. Fehniger, J., Lin, F., Beattie, M. S., Joseph, G., & Kaplan, C. (2013). Family communication 

of BRCA1/2 results and family uptake of BRCA1/2 testing in a diverse population of 

BRCA1/2 carriers. J Genet Couns, 22(5), 603-612. doi:10.1007/s10897-013-9592-4 

35. Finlay, E., Stopfer, J. E., Burlingame, E., Evans, K. G., Nathanson, K. L., Weber, B. L., et al. 

(2008). Factors determining dissemination of results and uptake of genetic testing in 

families with known BRCA1/2 mutations. Genetic Testing, 12(1), 81-91. 

doi:http://dx.doi.org/10.1089/gte.2007.0037 

36. Forrest, L. E., Delatycki, M. B., Curnow, L., Skene, L., & Aitken, M. (2010). Genetic health 

professionals and the communication of genetic information in families: Practice during 

and after a genetic consultation. Am J Med Genet A, 152A(6), 1458-1466. 

doi:10.1002/ajmg.a.33385 

37. George, A., Riddell, D., Seal, S., Talukdar, S., Mahamdallie, S., Ruark, E., et al. (2016). 

Implementing rapid, robust, cost-effective, patient-centred, routine genetic testing in 

ovarian cancer patients. Sci Rep, 6, 29506. doi:https://dx.doi.org/10.1038/srep29506 

38. Hadfield, S. G., Horara, S., Starr, B. J., Yazdgerdi, S., Bhatnagar, D., Cramb, R., et al. 

(2008). Are patients with familial hypercholesterolaemia well managed in lipid clinics? 

An audit of eleven clinics from the Department of Health Familial 

Hypercholesterolaemia Cascade Testing project. Annals of Clinical Biochemistry, 45(Pt 

2), 199-205. doi:https://dx.doi.org/10.1258/acb.2007.007078 

39. Hadfield, S. G., Horara, S., Starr, B. J., Yazdgerdi, S., Marks, D., Bhatnagar, D., et al. 

(2009). Family tracing to identify patients with familial hypercholesterolaemia: The 

second audit of the department of Health familial hypercholesterolaemia Cascade 

testing project. Annals of Clinical Biochemistry, 46(1), 24-32. 

doi:http://dx.doi.org/10.1258/acb.2008.008094 

40. Hadley, D. W., Jenkins, J., Dimond, E., Nakahara, K., Grogan, L., Liewehr, D. J., et al. 

(2003). Genetic counseling and testing in families with hereditary nonpolyposis 

colorectal cancer. Archives of Internal Medicine, 163(5), 573-582.  



 

29 
 

41. Hagoel, L., Dishon, S., Almog, R., Silman, Z., Bisland-Becktell, S., & Rennert, G. (2000). 

Proband family uptake of familial-genetic counselling. Psycho-Oncology, 9(6), 522-527. 

42. Hallowell, N., Jenkins, N., Douglas, M., Walker, S., Finnie, R., Porteous, M., & Lawton, J. 

(2011). Patients' experiences and views of cascade screening for familial 

hypercholesterolemia (FH): a qualitative study. J Community Genet, 2(4), 249-257. 

doi:10.1007/s12687-011-0064-y 

43. Hampel, H., Frankel, W. L., Martin, E., Arnold, M., Khanduja, K., Kuebler, P., et al. (2005). 

Screening for the Lynch syndrome (hereditary nonpolyposis colorectal cancer). N Engl J 

Med, 352(18), 1851-1860. doi:10.1056/NEJMoa043146  

44. Hardcastle, S. J., Legge, E., Laundy, C. S., Egan, S. J., French, R., Watts, G. F., & Hagger, M. 

S. (2015). Patients' perceptions and experiences of familial hypercholesterolemia, 

cascade genetic screening and treatment. Int J Behav Med, 22(1), 92-100. 

doi:https://dx.doi.org/10.1007/s12529-014-9402-x 

45. Heimdal, K., Maehle, L., & Moller, P. (1999). Costs and benefits of diagnosing familial 

breast cancer. Disease Markers, 15(1-3), 167-173.  

46. Hodgson, J., Metcalfe, S., Gaff, C., Donath, S., Delatycki, M. B., Winship, I., et al. (2016). 

Outcomes of a randomised controlled trial of a complex genetic counselling intervention 

to improve family communication. European Journal of Human Genetics, 24(3), 356-

360. doi:https://dx.doi.org/10.1038/ejhg.2015.122 

47. Huijgen, R., Kindt, I., Verhoeven, S. B., Sijbrands, E. J., Vissers, M. N., Kastelein, J. J., & 

Hutten, B. A. (2010). Two years after molecular diagnosis of familial 

hypercholesterolemia: majority on cholesterol-lowering treatment but a minority 

reaches treatment goal. PLoS One, 5(2), e9220. doi:10.1371/journal.pone.0009220 

48. Ingles, J., McGaughran, J., Scuffham, P., Atherton, J., & Semsarian, C. (2011). A cost-

effectiveness analysis of genetic testing in the evaluation of families with hypertrophic 

cardiomyopathy. Heart Lung and Circulation, 20, S4. 

doi:http://dx.doi.org/10.1016/j.hlc.2011.05.010 

49. Ishii, N., Arai, M., Koyama, Y., Ueno, M., Yamaguchi, T., Kazuma, K., & Muto, T. (2011). 

Factors affecting encouragement of relatives among families with Lynch syndrome to 

seek medical assessment. Fam Cancer, 10(4), 649-654. doi:10.1007/s10689-011-9462-x 

50. James, A. S., Chisholm, P., Wolin, K. Y., Baxter, M., Kaphingst, K., & Davidson, N. O. 

(2012). Screening and health behaviors among persons diagnosed with Familial 

Adenomatous Polyposis and their relatives. (Special Issue: The front line of genomic 

translation.). Journal of Cancer Epidemiology, 506410(49).  

51. Jannes, C. E., Santos, R. D., de Souza Silva, P. R., Turolla, L., Gagliardi, A. C., Marsiglia, J. 

D., et al. (2015). Familial hypercholesterolemia in Brazil: cascade screening program, 

clinical and genetic aspects. Atherosclerosis, 238(1), 101-107. 

doi:10.1016/j.atherosclerosis.2014.11.009 



 

30 
 

52. Jarvinen, O., Lehesjoki, A. E., Lindlof, M., Uutela, A., & Kaariainen, H. (1999). Carrier 

testing of children for two X-linked diseases: a retrospective evaluation of experience 

and satisfaction of subjects and their mothers. Genetic Testing, 3(4), 347-355.  

53. Joergensen, M. T., Brusgaard, K., Cruger, D. G., Gerdes, A. M., & Schaffalitzky de 

Muckadell, O. B. (2010). Genetic, epidemiological, and clinical aspects of hereditary 

pancreatitis: a population-based cohort study in Denmark. American Journal of 

Gastroenterology, 105(8), 1876-1883. doi:https://dx.doi.org/10.1038/ajg.2010.193 

54. Jones, D. L., Sandberg, J. C., Rosenthal, M. J., Saunders, R. C., Hannig, V. L., & Clayton, E. 

W. (2008). What patients and their relatives think about testing for BMPR2. Journal of 

Genetic Counseling, 17(5), 452-458. doi:https://dx.doi.org/10.1007/s10897-008-9172-1 

55. Kerr, M., Pears, R., Miedzybrodzka, Z., Haralambos, K., Cather, M., Watson, M., & 

Humphries, S. E. (2017). Cost effectiveness of cascade testing for familial 

hypercholesterolaemia, based on data from familial hypercholesterolaemia services in 

the UK. European Heart Journal, 06, 06. 

doi:https://dx.doi.org/10.1093/eurheartj/ehx111 

56. Kerzin-Storrar, L., Wright, C., Williamson, P. R., Fryer, A., Njindou, A., Quarrell, O., et al. 

(2002). Comparison of genetic services with and without genetic registers: access and 

attitudes to genetic counselling services among relatives of genetic clinic patients. J Med 

Genet, 39(12), e85.  

57. Klitzman, R., Thorne, D., Williamson, J., & Marder, K. (2007). The roles of family 

members, health care workers, and others in decision-making processes about genetic 

testing among individuals at risk for Huntington disease. Genetics in Medicine, 9(6), 358-

371. doi:https://dx.doi.org/10.1097/GIM.0b013e3180653c5a 

58. Ko, C., Arscott, P., Concannon, M., Saberi, S., Day, S. M., Yashar, B. M., & Helms, A. S. 

(2017). Genetic testing impacts the utility of prospective familial screening in 

hypertrophic cardiomyopathy through identification of a nonfamilial subgroup. Genetics 

in Medicine, 22, 22. doi:https://dx.doi.org/10.1038/gim.2017.79 

59. Krawczak, M., Caliebe, A., Croucher, P. J., & Schmidtke, J. (2007). On the testing load 

incurred by cascade genetic carrier screening for Mendelian disorders: a brief 

report.[Erratum appears in Genet Test. 2008 Sep;12(3):465]. Genetic Testing, 11(4), 417-

419. doi:https://dx.doi.org/10.1089/gte.2007.0028 

60. Krawczak, M., Cooper, D. N., & Schmidtke, J. (2001). Estimating the efficacy and 

efficiency of cascade genetic screening. American Journal of Human Genetics, 69(2), 

361-370. doi:https://dx.doi.org/10.1086/321973 

61. Ladabaum, U., Wang, G., Terdiman, J., Blanco, A., Kuppermann, M., Boland, C. R., et al. 

(2011). Strategies to identify the Lynch syndrome among patients with colorectal 

cancer: a cost-effectiveness analysis. Ann Intern Med, 155(2), 69-79. doi:10.7326/0003-

4819-155-2-201107190-00002 



 

31 
 

62. Lapham, E. V., Kozma, C., Weiss, J. O., Benkendorf, J. L., & Wilson, M. A. (2000). The gap 

between practice and genetics education of health professionals: HuGEM survey results. 

Genet Med, 2(4), 226-231. doi:10.1097/00125817-200007000-00005 

63. Laudicina, R. J. (2006). Searching for hereditary hemochromatosis. Clinical Laboratory 

Science, 19(3), 174-183.  

64. Lázaro, P., Pérez de Isla, L., Watts, G. F., Alonso, R., Norman, R., Muñiz, O., et al. (2017). 

Cost-effectiveness of a cascade screening program for the early detection of familial 

hypercholesterolemia. J Clin Lipidol, 11(1), 260-271. doi:10.1016/j.jacl.2017.01.002 

65. Leren, T. P., Manshaus, T., Skovholt, U., Skodje, T., Nossen, I. E., Teie, C., et al. (2004). 

Application of molecular genetics for diagnosing familial hypercholesterolemia in 

Norway: results from a family-based screening program. Semin Vasc Med, 4(1), 75-85. 

doi:10.1055/s-2004-822989 

66. Lerman, C., Hughes, C., Trock, B. J., Myers, R. E., Main, D., Bonney, A., et al. (1999). 

Genetic testing in families with hereditary nonpolyposis colon cancer. Jama, 281(17), 

1618-1622.  

67. Lerman, C., Narod, S., Schulman, K., Hughes, C., Gomez-Caminero, A., Bonney, G., et al. 

(1996). BRCA1 testing in families with hereditary breast-ovarian cancer. A prospective 

study of patient decision making and outcomes. JAMA, 275(24), 1885-1892.  

68. Loader, S., Shields, C. G., & Rowley, P. T. (2004). Impact of genetic testing for breast-

ovarian cancer susceptibility. Genetic Testing, 8(1), 1-12. 

doi:https://dx.doi.org/10.1089/109065704323015987 

69. Marang-van de Mheen, P. J., ten Asbroek, A. H., Bonneux, L., Bonsel, G. J., & Klazinga, N. 

S. (2002). Cost-effectiveness of a family and DNA based screening programme on 

familial hypercholesterolaemia in The Netherlands. European Heart Journal, 23(24), 

1922-1930.  

70. Marks, D., Thorogood, M., Neil, H. A., Wonderling, D., & Humphries, S. E. (2003). 

Comparing costs and benefits over a 10 year period of strategies for familial 

hypercholesterolaemia screening. J Public Health Med, 25(1), 47-52.  

71. Marks, D., Thorogood, M., Neil, S. M., Humphries, S. E., & Neil, H. A. (2006). Cascade 

screening for familial hypercholesterolaemia: implications of a pilot study for national 

screening programmes. J Med Screen, 13(3), 156-159. 

doi:10.1258/096914106778440617 

72. Marks, D., Wonderling, D., Thorogood, M., Lambert, H., Humphries, S. E., & Neil, H. A. 

(2000). Screening for hypercholesterolaemia versus case finding for familial 

hypercholesterolaemia: a systematic review and cost-effectiveness analysis. Health 

Technology Assessment (Winchester, England), 4(29), 1-123.  



 

32 
 

73. Marks, D., Wonderling, D., Thorogood, M., Lambert, H., Humphries, S. E., & Neil, H. A. 

(2002). Cost effectiveness analysis of different approaches of screening for familial 

hypercholesterolaemia. BMJ, 324(7349), 1303.  

74. Maxwell, S. J., Molster, C. M., Poke, S. J., & O'Leary, P. (2009). Communicating familial 

hypercholesterolemia genetic information within families. Genetic Testing & Molecular 

Biomarkers, 13(3), 301-306. doi:https://dx.doi.org/10.1089/gtmb.2008.0138 

75. McClaren, B. J., Aitken, M., Massie, J., Amor, D., Ukoumunne, O. C., & Metcalfe, S. A. 

(2013). Cascade carrier testing after a child is diagnosed with cystic fibrosis through 

newborn screening: investigating why most relatives do not have testing. Genetics in 

Medicine, 15(7), 533-540. doi:https://dx.doi.org/10.1038/gim.2012.175 

76. McCune, C. A., Ravine, D., Worwood, M., Jackson, H. A., Evans, H. M., & Hutton, D. 

(2003). Screening for hereditary haemochromatosis within families and beyond. Lancet, 

362(9399), 1897-1898. doi:10.1016/S0140-6736(03)14963-X 

77. Mitchell, R. J., Ferguson, R. K., Macdonald, A., Dunlop, M. G., Campbell, H., & Porteous, 

M. E. (2008). Cascade genetic testing for mismatch repair gene mutations. Familial 

Cancer, 7(4), 293-301. doi:https://dx.doi.org/10.1007/s10689-008-9192-x 

78. Montgomery, S. V., Barsevick, A. M., Egleston, B. L., Bingler, R., Ruth, K., Miller, S. M., et 

al. (2013). Preparing individuals to communicate genetic test results to their relatives: 

report of a randomized control trial. Fam Cancer, 12(3), 537-546. doi:10.1007/s10689-

013-9609-z 

79. Moreno, L., Linossi, C., Esteban, I., Gadea, N., Carrasco, E., Bonache, S., et al. (2016). 

Germline BRCA testing is moving from cancer risk assessment to a predictive biomarker 

for targeting cancer therapeutics. Clinical & Translational Oncology: Official Publication 

of the Federation of Spanish Oncology Societes & of the National Cancer Institute of 

Mexico, 18(10), 981-987. doi:https://dx.doi.org/10.1007/s12094-015-1470-0 

80. Morris, J. K., Law, M. R., & Wald, N. J. (2004). Is cascade testing a sensible method of 

screening a population for autosomal recessive disorders? Am J Med Genet A, 128A(3), 

271-275. doi:10.1002/ajmg.a.30024 

81. Morris, J. K., Wald, D. S., & Wald, N. J. (2012). The evaluation of cascade testing for 

familial hypercholesterolemia. Am J Med Genet A, 158A(1), 78-84. 

doi:10.1002/ajmg.a.34368 

82. Mvundura, M., Grosse, S. D., Hampel, H., & Palomaki, G. E. (2010). The cost-

effectiveness of genetic testing strategies for Lynch syndrome among newly diagnosed 

patients with colorectal cancer. Genetics in Medicine, 12(2), 93-104. 

doi:https://dx.doi.org/10.1097/GIM.0b013e3181cd666c 

83. Nherera, L., Marks, D., Minhas, R., Thorogood, M., Humphries, S. E., Nherera, L., et al. 

(2011). Probabilistic cost-effectiveness analysis of cascade screening for familial 



 

33 
 

hypercholesterolaemia using alternative diagnostic and identification strategies. Heart, 

97(14), 1175-1181. doi:10.1136/hrt.2010.213975 

84. Nielsen, M., Hes, F. J., Vasen, H. F. A., & van den Hout, W. B. (2007). Cost-utility analysis 

of genetic screening in families of patients with germline MUTYH mutations. BMC 

Medical Genetics, 8 (no pagination)(42). doi:http://dx.doi.org/10.1186/1471-2350-8-42 

85. Noorani, H. Z., Khan, H. N., Gallie, B. L., & Detsky, A. S. (1996). Cost comparison of 

molecular versus conventional screening of relatives at risk for retinoblastoma. 

American Journal of Human Genetics, 59(2), 301-307.  

86. O'Neill, S. C., Peshkin, B. N., Luta, G., Abraham, A., Walker, L. R., & Tercyak, K. P. (2010). 

Primary care providers' willingness to recommend BRCA1/2 testing to adolescents. Fam 

Cancer, 9(1), 43-50. doi:10.1007/s10689-009-9243-y 

87. Otten, E., Birnie, E., Ranchor, A. V., & van Langen, I. M. (2016). Online genetic counseling 

from the providers' perspective: counselors' evaluations and a time and cost analysis. 

European Journal of Human Genetics, 24(9), 1255-1261. 

doi:https://dx.doi.org/10.1038/ejhg.2015.283 

88. Payne, Y., Williams, M., Cheadle, J., Stott, N. C. H., Rowlands, M., Shickle, D., et al. 

(1997). Carrier screening for cystic fibrosis in primary care: Evaluation of a project in 

South Wales. Clinical Genetics, 51(3), 153-163.  

89. Pears, R., Griffin, M., Watson, M., Wheeler, R., Hilder, D., Meeson, B., et al. (2014). The 

reduced cost of providing a nationally recognised service for familial 

hypercholesterolaemia. Open Heart, 1(1), e000015. 

doi:https://dx.doi.org/10.1136/openhrt-2013-000015 

90. Peczkowska, M., Erlic, Z., Hoffmann, M. M., Furmanek, M., Cwikla, J., Kubaszek, A., et al. 

(2008). Impact of screening kindreds for SDHD p.Cys11X as a common mutation 

associated with paraganglioma syndrome type 1. Journal of Clinical Endocrinology and 

Metabolism, 93(12), 4818-4825. doi:http://dx.doi.org/10.1210/jc.2008-1290 

91. Perez, M. V., Kumarasamy, N. A., Owens, D. K., Wang, P. J., & Hlatky, M. A. (2011). Cost-

effectiveness of genetic testing in family members of patients with long-QT syndrome. 

Circulation. Cardiovascular Quality & Outcomes, 4(1), 76-84. 

doi:https://dx.doi.org/10.1161/CIRCOUTCOMES.110.957365 

92. Ponz de Leon, M., Benatti, P., Di Gregorio, C., Pedroni, M., Losi, L., Genuardi, M., et al. 

(2004). Genetic testing among high-risk individuals in families with hereditary 

nonpolyposis colorectal cancer. British Journal of Cancer, 90(4), 882-887. 

doi:https://dx.doi.org/10.1038/sj.bjc.6601529 

93. Raspa, M., Edwards, A., Wheeler, A. C., Bishop, E., & Bailey, D. B., Jr. (2016). Family 

Communication and Cascade Testing for Fragile X Syndrome. Journal of Genetic 

Counseling, 25(5), 1075-1084. doi:https://dx.doi.org/10.1007/s10897-016-9940-2 



 

34 
 

94. Robertson, E. N., van der Linde, D., Sherrah, A. G., Vallely, M. P., Wilson, M., Bannon, P. 

G., & Jeremy, R. W. (2016). Familial non-syndromal thoracic aortic aneurysms and 

dissections - Incidence and family screening outcomes. Int J Cardiol, 220, 43-51. 

doi:https://dx.doi.org/10.1016/j.ijcard.2016.06.086 

95. Sabater, M., Gimeno, J. R., Ruiz-Espejo, F., Garcia-Molina, E., Oliva, M. J., Pascual, P., et 

al. (2012). Cost-effectiveness of genetic studies in inherited cardiomyopathies. European 

Heart Journal, 33, 875. doi:http://dx.doi.org/10.1093/eurheartj/ehs283 

96. Saxena, A., & Phadke, S. R. (2002). Feasibility of thalassaemia control by extended family 

screening in Indian context. Journal of Health, Population & Nutrition, 20(1), 31-35.  

97. Schoeman, M., Apffelstaedt, J. P., Baatjes, K., & Urban, M. (2013). Implementation of a 

breast cancer genetic service in South Africa - lessons learned. South African Medical 

Journal. Suid-Afrikaanse Tydskrif Vir Geneeskunde, 103(8), 529-533. 

doi:https://dx.doi.org/10.7196/samj.6814 

98. Schroy, I. P. C., Barrison, A. F., Ling, B. S., Wilson, S., & Geller, A. C. (2002). Family history 

and colorectal cancer screening: A survey of physician knowledge and practice patterns. 

American Journal of Gastroenterology, 97(4), 1031-1036. 

doi:http://dx.doi.org/10.1016/S0002-9270%2802%2903980-1 

99. Sermijn, E., Goelen, G., Teugels, E., Kaufman, L., Bonduelle, M., Neyns, B., et al. (2004). 

The impact of proband mediated information dissemination in families with a BRCA1/2 

gene mutation. J Med Genet, 41(3), e23.  

100. Severin, F., Stollenwerk, B., Holinski-Feder, E., Meyer, E., Heinemann, V., Giessen-Jung, 

C., & Rogowski, W. (2015). Economic evaluation of genetic screening for Lynch 

syndrome in Germany. Genetics in Medicine, 17(10), 765-773. 

doi:https://dx.doi.org/10.1038/gim.2014.190 

101. Sharma, P., Boyers, D., Boachie, C., Stewart, F., Miedzybrodzka, Z., Simpson, W., et al. 

(2012). Elucigene FH20 and LIPOchip for the diagnosis of familial hypercholesterolaemia: 

a systematic review and economic evaluation. Health Technology Assessment 

(Winchester, England), 16(17), 1-266. doi:https://dx.doi.org/10.3310/hta16170 

102. Snowsill, T., Huxley, N., Hoyle, M., Jones-Hughes, T., Coelho, H., Cooper, C., et al. (2014). 

A systematic review and economic evaluation of diagnostic strategies for Lynch 

syndrome. Health Technology Assessment (Winchester, England), 18(58), 1-406. 

doi:https://dx.doi.org/10.3310/hta18580 

103. Song, F. J., Barton, P., Sleightholme, V., Yao, G. L., & Fry-Smith, A. (2003). Screening for 

fragile X syndrome: a literature review and modelling study. Health Technology 

Assessment (Winchester, England), 7(16), 1-106.  

104. Souzeau, E., Tram, K. H., Witney, M., Ruddle, J. B., Graham, S. L., Healey, P. R., et al. 

(2017). Myocilin Predictive Genetic Testing for Primary Open-Angle Glaucoma Leads to 



 

35 
 

Early Identification of At-Risk Individuals. Ophthalmology, 124(3), 303-309. 

doi:https://dx.doi.org/10.1016/j.ophtha.2016.11.011 

105. Stempel, H., Dodge, A., Marriott, E., & Peterson, A. L. (2016). Referral Patterns and 

Cascade Screening for Familial Hypercholesterolemia in a Pediatric Lipid Clinic. J Pediatr, 

178, 285-287. doi:10.1016/j.jpeds.2016.08.016 

106. Sullivan, M., Rybicki, L. A., Winter, A., Hoffmann, M. M., Reiermann, S., Linke, H., et al. 

(2011). Age-related penetrance of hereditary atypical hemolytic uremic syndrome. 

Annals of Human Genetics, 75(6), 639-647. doi:https://dx.doi.org/10.1111/j.1469-

1809.2011.00671.x 

107. Super, M., Schwarz, M. J., Malone, G., Roberts, T., Haworth, A., & Dermody, G. (1994). 

Active cascade testing for carriers of cystic fibrosis gene. BMJ, 308(6942), 1462-1467.  

108. Suthers, G. K., Armstrong, J., McCormack, J., & Trott, D. (2006). Letting the family know: 

balancing ethics and effectiveness when notifying relatives about genetic testing for a 

familial disorder. Journal of Medical Genetics, 43(8), 665-670. 

doi:https://dx.doi.org/10.1136/jmg.2005.039172 

109. ten Asbroek, A. H., de Mheen, P. J., Defesche, J. C., Kastelein, J. J., & Gunning-Schepers, 

L. J. (2001). Results from a family and DNA based active identification programme for 

familial hypercholesterolaemia. J Epidemiol Community Health, 55(7), 500-502.  

110. Thorsson, B., Sigurdsson, G., & Gudnason, V. (2003). Systematic family screening for 

familial hypercholesterolemia in Iceland. Arterioscler Thromb Vasc Biol, 23(2), 335-338.  

111. Umans-Eckenhausen, M. A., Defesche, J. C., Sijbrands, E. J., Scheerder, R. L., & Kastelein, 

J. J. (2001). Review of first 5 years of screening for familial hypercholesterolaemia in the 

Netherlands. Lancet, 357(9251), 165-168. doi:10.1016/S0140-6736(00)03587-X 

112. van den Nieuwenhoff, H. W., Mesters, I., Nellissen, J. J., Stalenhoef, A. F., & de Vries, N. 

K. (2006). The importance of written information packages in support of case-finding 

within families at risk for inherited high cholesterol. J Genet Couns, 15(1), 29-40. 

doi:10.1007/s10897-005-9001-8 

113. van Langen, I. M., Birnie, E., Schuurman, E., Tan, H. L., Hofman, N., Bonsel, G. J., & Wilde, 

A. A. (2005). Preferences of cardiologists and clinical geneticists for the future 

organization of genetic care in hypertrophic cardiomyopathy: a survey. Clin Genet, 

68(4), 360-368. doi:10.1111/j.1399-0004.2005.00502.x 

114. van Maarle, M. C., Stouthard, M. E., & Bonsel, G. J. (2003). Quality of life in a family 

based genetic cascade screening programme for familial hypercholesterolaemia: a 

longitudinal study among participants. J Med Genet, 40(1), e3.  

115. Wald, D. S., Bestwick, J. P., Morris, J. K., Whyte, K., Jenkins, L., & Wald, N. J. (2016). 

Child-Parent Familial Hypercholesterolemia Screening in Primary Care. N Engl J Med, 

375(17), 1628-1637. doi:10.1056/NEJMoa1602777 



 

36 
 

116. Wehbe, R. M., Spiridigliozzi, G. A., Heise, E. M., Dawson, D. V., & McConkie-Rosell, A. 

(2009). When to tell and test for genetic carrier status: perspectives of adolescents and 

young adults from fragile X families. Am J Med Genet A, 149A(6), 1190-1199. 

doi:10.1002/ajmg.a.32840 

117. Wilcke, J. T., Seersholm, N., Kok-Jensen, A., & Dirksen, A. (1999). Transmitting genetic 

risk information in families: attitudes about disclosing the identity of relatives. Am J 

Hum Genet, 65(3), 902-909. doi:10.1086/302531 

118. Wilcke, J. T., Seersholm, N., Kok-Jensen, A., & Dirksen, A. (2000). Attitudes toward an 

unsolicited approach in relation to status of genetic disease: exemplified by alpha(1)-

antitrypsin deficiency. Am J Med Genet, 94(3), 207-213.  

119. Winter, P. R., Wiesner, G. L., Finnegan, J., Bartels, D., LeRoy, B., Chen, P. L., & Sellers, T. 

A. (1996). Notification of a family history of breast cancer: issues of privacy and 

confidentiality. American Journal of Medical Genetics, 66(1), 1-6. 

doi:https://dx.doi.org/10.1002/(SICI)1096-8628(19961202)66:1<1::AID-

AJMG1>3.0.CO;2-X 

120. Wonderling, D., Umans-Eckenhausen, M. A., Marks, D., Defesche, J. C., Kastelein, J. J., & 

Thorogood, M. (2004). Cost-effectiveness analysis of the genetic screening program for 

familial hypercholesterolemia in The Netherlands. Seminars in Vascular Medicine, 4(1), 

97-104. doi:https://dx.doi.org/10.1055/s-2004-822992 

121. Wordsworth, S., Leal, J., Blair, E., Legood, R., Thomson, K., Seller, A., et al. (2010). DNA 

testing for hypertrophic cardiomyopathy: a cost-effectiveness model. European Heart 

Journal, 31(8), 926-935. doi:https://dx.doi.org/10.1093/eurheartj/ehq067 

122. Wright, C., Kerzin-Storrar, L., Williamson, P. R., Fryer, A., Njindou, A., Quarrell, O., et al. 

(2002). Comparison of genetic services with and without genetic registers: knowledge, 

adjustment, and attitudes about genetic counselling among probands referred to three 

genetic clinics. J Med Genet, 39(12), e84 

 



 

37 
 

Exhibit 8 (table). State-level genetic disclosure policies by state. 
Genetic Disclosure Laws by State Patient Consent Exceptions 

State Statute 

Access 
Genetic 
Information 

Disclose 
Genetic 
Information Required for Registries 

Registries if 
de-
identified Research 

Research if 
de-
identified 

Any purpose 
if de-
identified Diagnosis Notes 

Alabama                       

Alaska Alaska Stat. 
§ 18.13.010 

X X Any Person               

Arizona Ariz. Rev. 
Stat. § 12-
2801 et. seq. 

X X Any Person X         X   

Arkansas Ark. Code 
Ann. § 20-
35-101 et. 
seq. 

  X Any Person       X       

California Cal. Civ. 
Code § 56.17 

  X Any Person       * *     

Cal. Ins. 
Code § 
10123.35 

  X Any Person               

Cal. Ins. 
Code § 
10140.1 

  X Any Person               

Cal. Ins. 
Code § 
10146 et. 
seq. 

  * Health Insurers           X   

Colorado Colo. Rev. 
Stat. § 10-3-
1104.6 

  X Any Person       X * X   

Connecticut Conn. Gen. 
Stat. § 38a-
988 & 38a-
988a 

  X Health Insurers       X     Disclosure 
consent 

needed for 
marketing 
purposes 

Delaware Del. Code tit. 
16, § 1201 et 
seq. 

X X Any Person       X       

District of 
Columbia 

                      

Florida Fla. Stat. § 
760.40 

  X Any Person               
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Georgia Ga. Code 
Ann. § 33-
54-2 et seq. 

X X Any Person       X       

Hawaii Haw. Rev. 
Stat. § 
431:10A-118 

  X Health Insurers               

Idaho                       

Illinois                     
 

Indiana Ind. Code § 
16-18-2-168; 
16-39-1-4, -
5-3 

  X Healthcare 
Providers 

      X        

Iowa Iowa Code § 
729.6 

X X Any Person   X X         

Kansas                       

Kentucky Ky. Rev. Stat. 
Ann. § 
304.12-085 

  X Health Insurers               

Louisiana La. Rev. Stat. 
§ 22:1023 

X * Any Person               

Maine                       

Maryland Md. Code 
Ann., Ins. § 
27-909 

  X Health Insurers 
& Healthcare 

Providers 

      * *     

Massachusetts Mass. Gen. 
Laws ch. 
111, § 70G 

  X Health Insurers 
& Healthcare 

Providers 

      X   X   

Michigan Mich. Comp. 
Laws § 
333.17020 

X X Health Insurers 
& Healthcare 

Providers 

              

Mich. Comp. 
Laws § 
333.17520 

X X Health Insurers 
& Healthcare 

Providers 

              

Minnesota Minn. Stat. § 
13.386 

  X Government 
Entities 

              

Minn. Stat. § 
144.295 

            X       

Mississippi                     
 

Missouri Mo. Rev Stat 
§ 375.1309 

  X Any Person       X       

Montana                       
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Nebraska Neb. Rev. 
Stat. § 71-
551 

* * Healthcare 
Providers 

            Applies only 
to physicians 

ordering 
predictive 

genetic tests 

Nevada Nev. Rev. 
Stat. § 
629.101 et 
seq. 

X X Any Person       X       

New Hampshire N.H. Rev. 
Stat. Ann. § 
141-H:1 et 
seq. 

  X Any Person               

New Jersey N.J. Stat. 
Ann. § 10:5-
5, 10:5-43 et 
seq. 

X X Any Person       X   X   

New Mexico N.M. Stat. § 
24-21-1 et 
seq. 

  X Any Person       X *     

New York N.Y. Civ. 
Rights Law § 
79-l 

  X Any Person 
except Health 

Insurers 

      X       

North Carolina                       

North Dakota                      

Ohio Ohio Rev. 
Code Ann. § 
3904.01, .13 

  X Health Insurers       X   *   

Oklahoma Okla. Stat. 
tit. 36, § 
3614.3-4 

  X Any Person 
except Health 

Insurers 

      X        

Oregon Or. Rev. Stat. 
§ 192.531 et 
seq. 

X X Any Person   X   X       

Pennsylvania                       

Rhode Island R.I. Gen. 
Laws § 1956 
27-18-52, 
52.1 

X X Health Insurers       X       

R.I. Gen. 
Laws § 1956 
27-19-44, 
44.1 

X X Health Insurers       X     Applies to 
non-profit 
hospitals 
that offer 
insurance 
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R.I. Gen. 
Laws § 1956 
27-20-39, 
39.1 

X X Health Insurers       X     Applies to 
non-profit 

medical 
service 

organization
s that offer 
insurance 

South Carolina S.C. Code 
Ann. § 1976 
38-93-10 et 
seq. 

X X Health Insurers       * * X   

South Dakota S.D. Codified 
Laws § 34-
14-21 et seq. 

X * Any Person               

Tennessee Tenn. Code 
Ann. § 56-7-
2701 et seq. 

* X Health Insurers                

Texas Tex. Ins. 
Code Ann. § 
546.001 

  X  Health Insurers       X       

Utah                       

Vermont Vt. Stat. Ann. 
Tit. 18, § 
9331 et seq. 

X X Any Person       X       

Virginia                       

Washington Wash. Rev. 
Code § 
70.02.010 et 
seq. 

  X Healthcare 
Providers 

              

West Virginia W. Va. Code 
§ 16-29-1 

  * Any Person               

Wisconsin Wis. Stat. § 
146.82 

  X Any Person               

Wyoming Wyo. Stat. 
Ann. § 14-2-
710 

* * Any Person       * *     

Key: An X indicates that the statement, prohibition (or whatever the category is) is explicit. * indicates that the statement is implied
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