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3. [EWNAOE N E AT it B E B

(1) kH
1) BEEEHRZERZEEIEYE (Genetic Information Nondiscrimination Act, LA F GINA & Hg3)
3,4,5

GINA V%, fERERIR L R O EFIC I 5, B HRIZE DS S ZROEEIEZHE L2 H DT,
2008 4FIZAZSZ L 2009 4RI HEAT S 4L7-s

2009 £ 12 AICHifT SN 13 (Title I MEEBRICH T 2 EIEENOEIL) Tl
WREESSZ OFEOBREHRITE ST, EAMADEEBERBIZIV T, R~
A OB BN ZEDTZ D | REREIZRE L2 T2 L2211 TV DI1ED., RERE
HERRE M O OFBICBIEFREEZZHRTHDLOEL - BRI 22 L6, FAIE LT
IELTWD, EHE@ERERRICEBW TS, gRRRE OBARIFERICE DV THEAFE 2 SH S
MRERBRE 2 FREE T 5 2 EngEiE S hTWn5,

2009 4F 11 A L0 fEfr S5 2 & (Titlell JEHICBIT & MEENOEIL) TIE, 3%
(15 AL EDOWEEE AR T 2EME) STBHEEN, EEBLMAGELEORM R LI
Hlmo THEEBEHEMRICESS ENEIT) ZEERIELTVWD, ELREBSSMA LT ITH L,
BREWMABEZ LIV ERLZV T L2 EZFAIE LTRSS L L b, BEFHROBSR
L < HIRLTWD

2) INiE

GINA [TEMIETH 208, MEL L THEANBRFERICESS ZRIARH S TWD,

21X, BV 7 /=7 TiL, California Genetic Information Nondiscrimination Act

(CalGINA) 7% 2011 4= 11 AICHiAT S 72y, FTRNEL GINA KD ER L WS, E£7z, A7 TR~
T 2011 4 11 B ichafT S 7ziE% (S.B. 837) TH, AH, Lo, HHE, YR A
A NBEERIZ LD ENEER ROV TWDT,

INbIcHEbE, EABBHEREOLOZHGI L LD LT 28&1”H5, #lxiX, U7
+ /L =7 M Tl California The Genetic Information Privacy Act ZWHHF THY ., 7 I N
~ M (Alabama H.B.78), ,N\—<E > MM (Vermont VTH. 368), ¥ 7 A% =2 XZ M| (South Dakota
SD 1260), ¥#F = —+& > VM (Massachusetts MA S.B. 1080) T [AERIEENFEH I
TW5E,

3) EREEROMAEERM LA EMTICET 5154 (Health Insurance Portability and
Accountability Act of 1996. LA HIPAA & HE—) &1°
8N % FfE FTRE 7R EIRNE R D 7T A N — 2 RET 2 R O@FER 72 Lk & LT, 1996

http://www. genome. gov/10002328

http://www2. kobe—u. ac. jp/” emaruyam/medical/Lecture/slides/110210genomeELSI. pdf
http://www2. kobe—u. ac. jp/” emaruyam/archive/genome/090205GINA_Summary. pdf
http://www. martindale. com/civil-rights—law/article_Duane—-Morris—-LLP_1349086. htm
http://newlsb. 1sb. state. ok. us/BillInfo. aspx?Bil1=SB837&Session=1100

http://www. nature. com/news/california-considers—dna—privacy-law—1. 10677
http://www. mhlw. go. jp/shingi/2010/06/d1/s0616-4g. pdf

0 http://www. digitalforensic. jp/eximgs/20101120iryouakiyama. pdf
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FEITRAL L7z, HIPAA (Z X 0 | K [E HHS (REEFESEALE) (TEREERICET D T T7 A4 Ry — -
X2 VT4 N—NERE L, 774NN — X2V T 40— Tlx, EENHLER
HEROFASCHRZHIECTE D LT D LIc, BEOERBEHRDO T T A NV —%{fi#S
B 7o DI ERBRE N7+ R E A2 ED T D, EFLo GINA Tl B 15 A HIPAA
TIANY— e X a T AN —NMICE o TRESNDIEERERERICEEND 2R LT
W5,

D%, EIREIT OEBIZH OB EERERD 7T A N —(R#ED -2, HHS 4K ER 1T
a—F 43— X —FICLD [EAFFEATREREREROBFNIZHROIOOEEBEDO T T
AN — X2 VT 2 ICHAT DA OFRE, HIS ORNRMEEIZ L 28 L HIPPA 75
AN =)=V DA RT A L DOFFEN 2008 FI2AT 2Tz, S BHIT 2009 FIZHlE 7z
KERFHAEEDOFE 8IED [Health Information Technology] @ [ A MK OVEE K A4k
D= DEFRGREEINICEI T AERE (Health Information Technology for Economic and
Clinical Health Act) Tld, HIPAA 7T A N —SRIE O ALK BRI N KV A iz

11

o

4) BEFRNLDEF%

BARTFRAEICSN T, MANBREHRZRET 272D ERIFEICHOWT, B2
DRk x REVE R STV D,

Bl 21X KENEBEFEED 2007 FICAR L TREICE T 5 DIC BB FHMAEICET 5
KEANFEEBERFES O RAE (ASHG Statement on Direct—to—Consumer Genetic Testing in the
United States) | Tix, DTC BInFRIMEZ T 22T ETORBIFHOT T A N —
IR L. HIPAA Z T 5B T, BLDT T4 N —RY —ZBR LT TR
SV EENTWDY, Fio, KERRELS 2T 2010 0 8 VREZMEICET 286 F
B - BIEFRBREOXEFKESG S O Rfif (American Society of Clinical Oncology
Policy Statement Update: Genetic and Genomic Testing for Cancer Susceptibility) IZ
BWT [ZBEFOT T4 NV —MEOTOIC, StITHHR T T4 NN —H8 20 &5
T 78 ATELLI5T 22 LT HBEFORMAEEDD L) LOHEERLTNDY,

(2) ®=HE
1) Data Protection Act 1998 & EU 5 — X (RS

1995 TN X7z TEU 5 — X 1%#+54 (European Data Protection Directive)] .
EU ANERE K& OVEEA (BN R i) MR EGFE 30 HEICx LT, FfESICES S EAELR
DA 2 BRK LT 5, E[E D Data Protection Act 1998 (X, ZAUIThE U T 1998 4E (il &
SN DT, ERESCEFMELZHOETL2EAFROFIHICOVWTORELEATVD,
F . ZHIZHTRET B Code of Practice and Guidance Tl3. BHAZFIC L AWEFAFOE:
BEHRFIHIEZ, UFO oA ITHIRL TV Y,

OTFRSNDELETHERENMMBANOLZRIZERREELHZDAREEOD D56

11. http://www. ipa. go. jp/about/NYreport/201009-1. pdf

12. http://www.ncbi.nlm. nih. gov/pmc/articles/PMC1950839/
13. Robson ME et al. J Clin Oncol (2010) 28, 893-901

14. http://www. idenshi. jp/a_current. html
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%ﬁ@ﬁ_ék (2 1995 T HR D THIE Siviz, £ D% 2002 I TEANTHFHR O LI & &
EESMINCRIT DT T AN —DREIZET 24T (-7 T A N —HEH) 1 25, KWT 2009
EG X e T AN —E5DO—ELE (Telecom Reform Package) 2MT7biui=, 4 4
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Introduction

The Government and the Association of British Insurers (ABI) believe the relationship
between medical data and insurance underwriting should be proportionate and based on
sound evidence. They accept the commercial principle that, unless otherwise agreed,
insurance companies should have access to all relevant information to enable them to
assess and price risk fairly in the interest of all their customers.

The Government and the ABI:
a. agree to abide by a policy framework (‘Concordat’) for cooperation that provides that
insurers’ use of genetic information is transparent, fair and subject to regular reviews;

and

b. remain committed to the voluntary Moratorium on insurers’ use of predictive genetic test
results until 1 November 2017, and the scheduled review of the Concordat in 2014.

The ABI will not seek to end the agreement outside of the review process or before the end
of the Moratorium, and the Government sees no reason to introduce legislation on the use
of genetic test results or family history during the term of the agreement.

This document provides a single high-level policy agreement (‘the Concordat’) between the
Government and the ABI on the use of genetic test results in insurance underwriting
practices. The Concordat includes the following elements that are all set out in this
document.

o The overall framework — the rules that apply to the use of predictive genetic test
results and insurance.

o The Moratorium — the provisions relating to the use of specific predictive genetic test
results, the agreed circumstances and the applicable dates.

o Reviews — the date and process for the next planned review of the Concordat.

o Future applications — the process for any future applications for predictive genetic
tests.

o Monitoring — the procedures and requirements.

o Complaints — the process for complaints about the use of predictive genetic tests.

Background

5.

Genetic testing is used to diagnose, identify and predict genetic conditions. Genetic test
results can confirm diagnoses of ill health and inform treatments and insurers can ask for
this information. The Moratorium is concerned only with tests used to predict future iliness.
Few tests can predict with certainty when an illness might begin, or how severe it might be.
However, there remain concerns that a minority of patients might be deterred from taking
predictive genetic tests, if they are unaware that the Concordat protects their fair rights of
access to insurance.

The Concordat and Moratorium preserves the principle that, unless otherwise agreed,
insurance companies should have access to all relevant information to enable them to fairly
assess the risk and price risk in the interest of all their customers. So, if a customer for life
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insurance knows (from medical information, family history or tests) of a specific risk to his or
her health, it should in all normal circumstances be disclosed. If the risk is not disclosed,
the insurance company may face ever more costly claims than it was able to assume in
setting the price of its insurance policies. This could potentially affect the future pricing or
availability of insurance cover to all.

The current approach works in practice because the number of policies affected by non-
disclosure of predictive genetic test results appears to be low. This allows customers who
have had adverse predictive genetic test results to obtain significant levels of cover, whilst
protecting the customers of individual insurers from the consequences of extremely high
claims, which have not been priced for.

Purpose

8.

10.

Parties

11.

12.

13.

The Government and the ABI agree that the Concordat and Moratorium ensures fair rights
of access.

o To insurance for consumers — by allowing people to take out substantial amounts of
cover without having to disclose the results of predictive genetic tests.

o To relevant information for insurance companies — to enable fair assessment and risk
pricing in the interests of all past, present and future customers.

The Concordat and Moratorium protects the interests of both customers and insurers, by
preserving customers’ access to insurance, and insurers’ right of equal access to
information about risks.

The Concordat creates a robust and flexible framework for cooperation between the
Government and the ABI and its members. It is designed to balance the needs of
consumers to have fair rights of access to insurance with the need for a commercially
viable, long term and fair insurance market. The Concordat sets out the policy on how
predictive genetic tests may be used including:

a. higher standards of evidence of increased risk than apply to other forms of medical
information used by insurers;

b. how the Government will obtain independent evidence and advice on the relevance of
specific predictive genetic tests to insurance risk;

c. arobust compliance process beyond the statutory and regulatory requirements; and

d. anindependent mechanism for handling any complaints.

The parties to this Concordat are the Government of the United Kingdom and Devolved
Administrations (‘the Government’), and the Association of British Insurers (ABI).

Adoption of the Concordat and Moratorium is a condition of membership of the ABI in which
the ABI and its members commit to specific, agreed circumstances under which predictive
genetic test information can be obtained and used.

The Concordat is a statement of intent and does not create legal obligations between the
parties.



14.

Nothing in this Concordat should be construed as conflicting with statutory requirements or
with other professional duties and obligations.

General principles

15.

The parties to this Concordat agree the following principles.

o Insurers should not treat customers who have an adverse predictive genetic test
result less favourably than others without justification.

. Customers should receive clear explanations of their rights. They should have access
to a free, independent service for resolving complaints.

o Insurers and customers should have equal access to information such as health
status that is material and relevant for underwriting the type of cover applied for,
except as provided for by the Concordat and the Moratorium.

Predictive genetic tests

16.

17.

This agreement applies to predictive genetic tests, which examine the structure of
chromosomes (cytogenetic tests) or detect abnormal patterns in the DNA of specific genes
(molecular tests). It does not apply to diagnostic genetic tests, nor does it apply to non-
genetic medical tests, for example, blood or urine tests for cholesterol, liver function or
diabetes.

Applications to approve the use of predictive genetic test results by insurers will only be for
conditions that are:

a. monogenic (single gene disorders that are inherited in a simple fashion);
b. late-onset (symptoms are delayed until adult ages); and of

c. high penetrance (a high probability that those with the gene will develop the disorder).

Policy on the use of predictive and diagnostic genetic test results

18.

Insurers agree the following measures to reassure customers so that they are not deterred
from taking a predictive genetic test by fear of potential insurance consequences. The
measures cover:

a. the nature and detail of information sought from customers;

b. how insurers will handle information provided voluntarily by customers; and

c. the use made of that information.



19.

The Government and the ABI will work with patient interest groups and industry
representatives to:

a. close the information gap and help consumers make an informed decision on whether
or not to take a predictive genetic test through, for example, this Concordat and
Moratorium containing all relevant provisions in a single document and the ABI making
a consumer information leaflet available to constituent groups; and

b. examine methods of improving access to insurance through, for example, identifying a
common evidence base to underpin underwriting decisions.

Information sought from customers

20.

Insurers agree to the following:

a. customers will not be asked, nor will they be put under pressure, to take a predictive
genetic test to obtain insurance cover;

b. customers who have taken a predictive test before the date of this Concordat will be
treated in the same way as customers taking tests under the terms of the Concordat;

c. customers will not be required to disclose any of the following:

i. a predictive genetic test result from a test taken after the insurance cover has
started, for as long as that cover is in force;

ii. the predictive test result of another person, such as a blood relative; or

iii. a predictive or diagnostic test result acquired as part of clinical research. To avoid
doubt, customers may be asked to disclose details of any symptoms, diagnosis
or treatment received outside of the clinical research programme, even if those
relate to a condition they found out about through the research programme.

d. customers making relevant insurance applications will be required to disclose a
predictive genetic test result only if all of the following apply;

i. the customer is seeking insurance cover above the financial limits set out in the
Moratorium;

ii. the test has been assessed by a panel of experts and approved by Government
— a list of approved tests can be accessed at www.dh.gov.uk and
www.abi.org.uk. This list should be made available to applicants on request; and

iii. the insurer asks the customer to disclose the information.

e. they will make available information to customers, before an application for insurance
cover is completed, about what customers will and will not have to disclose about their
genetic tests in line with this Concordat and Moratorium;

f. they are permitted to seek, with the person’s consent, access to appropriate family
medical history, diagnostic genetic test results, and to reports from GPs to accurately
price the risk from any health information an applicant discloses;
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they will maintain stringent procedures for seeking access to relevant medical
information held by a GP or other clinician, agreed between the ABI and the British
Medical Association;

they will protect personal medical information in accordance with the ABI Confidentiality
Policy; and

they will destroy medical evidence when it is no longer relevant to them.

Handling of information provided voluntarily

21. Insurers agree that customers may choose to disclose predictive genetic test results that
are in their favour to provide context for family history information. Individual insurance
companies will publish information about the way they will, or will not, use such test results
to inform their underwriting decisions.

22. Most insurance companies will take into account the result of such a voluntarily disclosed
genetic test result, even if it has not been approved, provided that the result is from a
reputable source.

Use of information

23. Insurers agree that:

a.

they will not use information from predictive genetic test results to underwrite travel
insurance, private medical insurance, or any other one-off or annual policy, or long term
care insurance policies;

the broad classes of insurance for which genetic test results may be relevant are
confined to the following products:

i. life;

ii. critical illness; and

iii. income protection.
where they make use of the results of approved tests to impose special terms or
conditions, they will not impose unjustified exclusions from cover, or other special terms
or conditions, which have the effect of preventing a policyholder from making a claim for

a condition that is not related to the genetic condition identified by an approved test;
and

unless it is to the applicant’s advantage, if a predictive genetic test result is disclosed
where it was not required to have been, insurers will not take it into account either:
i. in deciding whether or not to offer cover; or

ii. as arisk factor in setting terms.



The Moratorium

24.

25.

The Moratorium on insurers’ use of predictive tests makes an exception to the principle of
disclosure. It allows customers who have taken a predictive genetic test to obtain significant
levels of cover without disclosing the results of that test. Insurers are only prepared to bear
the risks and costs of this non-disclosure, which are spread across the broad pool of
policyholders, whilst the number of policies affected by non-disclosure of predictive genetic
tests appears to be low. On this basis, the Government and the ABI have agreed that the
Moratorium should remain in place.

The terms of the Moratorium are as follows.

Customers will not be required to disclose the results of predictive genetic tests for
policies up to £500,000 of life insurance, or £300,000 for critical illness insurance, or
paying annual benefits of £30,000 for income protection insurance (the ‘financial
limits’).

When the cumulative value of insurance exceeds the financial limits, insurers may seek
information about, and customers must disclose, tests approved with the Government
for use for a particular insurance product, subject to the restrictions in the Concordat.

The Government will announce and the ABI will publish on its website the date of the
next review which will be three years before the expiry date of the current Moratorium.

Compliance

26.

27.

28.

29.

Where an ABI member firm transacts applicable classes of insurance business, at each
review the CEO will confirm to ABI that the firm will comply with the Concordat and
Moratorium for its full duration, that it will follow the agreed complaints procedure, and
report all complaints it receives to ABI. ABI will publish a list of firms that have confirmed
compliance on its website.

Each year, the ABI will report to the Government the number of complaints received about
the operation of the Concordat and Moratorium within the context of the number of relevant
policies taken out.

Before each review, the ABI will prepare a report on all complaints received by its members
(if any) about the operation of the Concordat and Moratorium since the last review. Patient
groups and other relevant stakeholders will be able to submit evidence on the operation of
the Concordat. A form to record complaints on breaches of the Concordat and Moratorium
will be available on the Department of Health and ABI websites. All available evidence will
be used to inform the review.

Data on tests used to predict future illness may be gathered and analysed to provide
objective evidence on the prevalence of predictive genetic tests and anti-selective
behaviour, and the impact these have on cross-subsidies and the sustainability of the
Concordat and Moratorium.



30.

ABI member firms that transact relevant classes of new business will do the following:

a. comply with the terms of the Concordat and Moratorium as a condition of membership
of the ABI;

b. log all complaints about genetics, respond to them in accordance with the Concordat
and Moratorium, and report them to the ABI;

C. support research initiatives where practicable (and lawful);

d. inform consumers what information they do, and do not, need to disclose;

e. have at least one nominated genetics underwriter (NGU), and a deputy NGU, who is
responsible for all matters relating to genetic information and the operation of the
Concordat and Moratorium, as set out in the ABI Duties and Responsibilities of the
Nominated Genetics Underwriter document;

f. the number of NGUs should be aligned to the scale of the business; and

g. staff will be appropriately trained in dealing with genetic information, depending on their
role and responsibilities.

Resolution of disputes and complaints

31.

32.

33.

Customers have the right to ask an insurer to provide information on whether, and if so,
how, a predictive test result has contributed to an underwriting decision. They have the right
of appeal against an underwriting decision and a right to have a complaint dealt with fairly.

If, at the end of the complaints process, the insurer does not uphold the complaint, the
insurer will write to the complainant setting out the firm’s final decision and the reasons for
it. This communication must tell the complainant about further action they can take, with
relevant details, if they remain dissatisfied.

Depending on the circumstances of the case, the further action open to complainants may
include the following.

e The complainant has the right to have any complaint about the operation of the
Concordat and Moratorium considered by the (free to complainants) independent
Arbitration Service administered by the Chartered Institute of Arbitrators.

¢ In cases where the complaint concerns a contract that has been concluded, the
complainant has the right to have the complaint considered by the (free to customers)
Financial Ombudsman Service if the complainant believes they have suffered, or may
suffer, a financial loss, material distress or material inconvenience as a result of the
insurer’s wrongful act or omission.

e The complainant may take legal action against the insurer.



Use of predictive genetic test results

34.

35.

The Government will seek the advice of independent experts on the approval of any
application to use the results of predictive genetic tests for insurance. The ABI will give
sufficient notice of any application to ensure that expert and lay individuals can be invited to
review the application. The application will be made in accordance with the process agreed
with the Government. The outcome of the application will be published.

Predictive genetic tests ordered directly by consumers from commercial providers,
commonly known as direct-to-consumer genetic tests, are covered by this agreement.

Duration and review

36.

37.

The Concordat came into effect on 14 March 2005. The Moratorium came into effect on 1
November 2001. The Concordat and Moratorium will continue to be updated in the light of
experience, research findings and developments in genetic technology, and clinical
practice.

This document was reviewed in 2011. The next scheduled review of the Concordat will be
in 2014. Future reviews will always be at least three years before any extended end date of
the Moratorium.



ANNEX 1

Relevant publications

Genetic Tests and Insurance: What you need to know

This consumer guide is for people who are thinking about taking a genetic test and want to know
how this could affect their insurance. The consumer guide is available at:

http://www.abi.org.uk

Medical information and insurance

Joint guidelines from the British Medical Association and the Association of British Insurers
This joint guidance has been drawn up by the BMA and the ABI to set out best practice and
practical advice on the use of medical information in insurance. The guidance is available at:
http://www.bma.org.uk/ap.nsf/Content/Medicallnfolnsurance

Genetics and Insurance Committee Annual Reports 2001-2009
The Genetics and Insurance Committee (GAIC) was disbanded in 2009.
Their archived annual reports can be found at:
http://www.dh.gov.uk/ab/GAIC/index.htm

House of Lords Science and Technology Committee Inquiry into Genomic Medicine

The House of Lords Select Committee on Science and Technology launched an inquiry into
genomic medicine in February 2008. The inquiry provided an assessment of genome technologies
and their actual and potential impact on clinical practice in the post-genome era. The Committee’s
Genomic Medicine report was published in July 2009. The report can be found at:
http://www.publications.parliament.uk/pa/ld200809/ldselect/Idsctech/107/107i.pdf

Government Response to the House of Lords Science and Technology Committee Inquiry
into Genomic Medicine

The Government response to the House of Lords report on Genomic medicine was published in
December 2009. The response reinforces the Government’s commitment to genetics research,
health research, development and innovation. It sets out how the Government intends to continue
to ensure the NHS is ready for future developments and that new technologies are properly
developed and translated into clinical practice. The response can be found at:
http://www.dh.gov.uk/prod_consum_dh/groups/dh_digitalassets/documents/digitalasset/dh_110005
pdf

10
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This document is available from:
www.dh.gov.uk
www.abi.org.uk
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Introduction

Introduction

The development of the Principles

These Principles have been developed by a collaborative working group comprising representatives
from the genetic testing industry, experts in regulation, clinical and molecular genetics and genetic
counselling, representatives from groups that support individuals with genetic conditions and the UK
Department of Health.

The group was convened and supported by the UK Human Genetics Commission (HGC), the UK
Government’s advisory body on developments in human genetics and their ethical, legal, social and
economic implications.

The need to develop high level Principles for direct-to-consumer genetic tests was first identified
during a workshop, convened by the HGC, to discuss the desire for a UK code of practice. Whilst
this workshop identified an appetite for specific guidance on good practice, a key outcome was
the recognition that the provision of direct-to-consumer genetic testing services took place in an
international market that crossed national borders and regulatory jurisdictions. In order to promote
consistency the decision was made to initiate a common framework of principles as a high-level
document having general applicability across all jurisdictions.

The HGC is not a regulatory body. It hopes that these Principles will lead to the development of codes
of practice that take account of existing regulatory structures and may identify where there is a need
for additional regulation or legislation. Suitable systems for monitoring these codes of practice will be
required.

Purpose

The purpose of these Principles is to promote high standards and consistency in the provision of
genetic tests amongst commercial providers at an international level in order to safeguard the interests
of people seeking genetic testing and their families. The Principles identify areas where individual
providers, professional organisations, regulatory bodies, and/or national jurisdictions should have
defined measures in place, and the nature of those measures. The Principles are not intended to
supersede any national laws and they should be used in accordance with applicable international
instruments and domestic law.

Genetic test results have the ability to give rise to a broad spectrum of responses. How an individual
responds to the results of a genetic test will depend, sometimes to a great extent, on the personality
of that individual and their understanding of the test result and its implications. Therefore, the
consequences for an individual of taking a genetic test will vary significantly depending on the
individual taking a test, the information provided and the context in which the test is taken. When a
genetic test is provided outside a framework of healthcare, special attention must be given as to how
that individual may respond to the results of the genetic test and the subsequent impact the test results
may have on that individual and their family. With this in mind, these Principles have been developed
with the best interests of consumers at the forefront.
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Scope

These Principles are intended to cover all situations in which it is possible for a private consumer to
purchase a genetic test without prescription by a qualified medical professional, subject to statutory
regulation. The Principles cover:

® tests that are provided directly to the public without an intermediary between the consumer and
the test provider

® tests that are provided via a non-medical intermediary, such as a pharmacist or alternative health
practitioner

® tests that are commissioned by the consumer but where a medical practitioner or a health
professional is involved in the provision of the service

The Principles address the situation where genetic tests are marketed directly to consumers rather
than to qualified medical professionals.

The Principles are intended to cover all aspects of direct-to-consumer genetic testing services,
including the marketing and advertising of tests, the collection, analysis and storage of biological
samples, the interpretation of results and the provision of results to the consumer.

Although these Principles are intended to be applied as broadly as possible, it is also recognised that,
depending on the nature of the genetic test, not all principles will be applicable in all circumstances
(see ‘how to use the principles’ section of this document).

Whilst these Principles have been developed specifically for direct-to-consumer genetic testing
services, it is possible that many of these Principles would also be applicable to other direct-to-
consumer susceptibility/pre-dispositional health tests other than those defined in table 1.

These Principles do not cover genetic testing carried out purely for medical research purposes,
approved by a Research Ethics Committee (REC) where the results of the genetic test are not disclosed
to the consumer nor do they apply to genetic tests for forensic purposes. The Principles also exclude
whole genome sequencing, which is not widely commercially available at the time of writing, although
this will be considered in the context of planned future revision. Whilst the provision of whole
genome sequencing tests will need consideration in the near future, these were omitted from these
Principles to prevent significant delay in publication.

Table 1: Types of tests covered by these principles

Genetic tests covered by these Principles may be categorised in the following way:

1  Diagnostic tests Tests intended to diagnose a medical condition in a person with symptoms
and/or signs.

2 Pre-symptomatic tests Tests intended to predict that an asymptomatic person has a high
probability of developing a condition, for example, BRCA tests for breast
cancer and mutation testing in some autosomal dominant single - gene
disorders, such as Huntington Disease. This is sometimes referred to as
predictive testing.



3  Carrier testing

4  Prenatal diagnostic
tests

5  Susceptibility/
Pre-dispositional
health tests

Introduction

Tests intended to show that a person is a carrier of a condition, so that
although they are not themselves affected, there is a risk they may have
affected children.

Tests intended to identify medical information about a fetus or to establish
fetal sex.

Tests intended to provide an indication of the absolute lifetime risk and/
or relative risk of an individual developing a condition compared with the
general population for example, APOE tests for Alzheimer’s disease and
tests for Age Related Macular Degeneration.

6  Pharmacogenetic tests Tests intended to predict the response profile of an individual to a drug or

7 Nutrigenetic tests

8  Lifestyle/behavioural
tests

9  Phenotype tests

10 Genetic relatedness
tests

11 Ancestry tests

Definitions

course of therapy

Tests intended to provide information about an individual’s responsiveness
to a particular nutrient or diet and how this affects metabolism, health
status and risk of disease.

Tests intended to provide information about an individual’s:
® behavioural propensities
® performance capacities (physical or cognitive) or

® response to certain environmental conditions and that are designed to
assist the individual to modify the outcomes of any of these by elective
changes in behaviour (not including the administration of prescribed
medicines).

Tests intended to provide information about how an individual’s
phenotype is conditioned by their genotype, for example, tests that
indicate the genetic basis of a person’s eye colour

Tests intended to determine/or provide information about a genetic
relationship, including paternity and maternity tests.

Tests intended to provide information about an individual’s relatedness to
a certain ancestor or ancestral group and/or how much of an individual’s
genome is likely to have been inherited from ancestors from particular
geographical areas or ethnic groups.

Terms in these Principles are used with the following meanings unless otherwise indicated or

determined by context:

‘Genetic test’ - a test to detect the presence or absence of, or a change in, a particular sequence of
DNA, gene or chromosome or a gene product or other specific metabolite that is primarily indicative
of a specific genetic change.

‘Genetic test in the context of inherited or heritable disorders’ - a test falling into any of the first
four categories of table 1 (above) that is capable of providing information that may have important
implications for the health of the person concerned or members of their family, or have important
implications concerning reproductive choices.

‘Condition’ - a medical condition caused, solely or in part, by changes in genes or chromosomes.
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‘Trait’ - any physical or behavioural feature determined, at least in part but almost always in
combination with other factors, by an individual’s genotype.

‘Test provider’ - an individual, company organisation or other entity providing genetic test services to
the public or a section of the public, including those services marketed or provided by an intermediary
who is not a nationally recognised medical practitioner.

‘Health professional’ - a clinical geneticist, genetic counsellor, medical practitioner or any other health
professional who has undergone appropriate training in the interpretation of genetic information and
has achieved the required competencies.

‘Absolute risk’ - observed or calculated risk of an event in a defined population over a specific period
of time.

‘Relative risk’ - ratio of the risk of an outcome in the affected group to the risk of the outcome in the
control group over a specified period of time.

How to use the Principles

The Principles are set out in the anticipated order of relevance in the testing pathway.

There are certain Principles that are applicable to only certain categories of tests. Where this is the
case, the text indicates which categories of test the principle should be applied to. Insofar as they
are relevant to the test in question, all other Principles should be applied to any genetic test supplied
directly to the consumer.

Some tests - generally genetic tests in the context of inherited or heritable disorders - should be
provided only to consumers who are given suitable opportunity to receive individualised pre- and post-
test counselling (see principle 5.1).

The consequences for an individual of taking a genetic test depend not only on the nature of the test
and the information it can reveal but also on the personal and familial circumstances of the individual
taking the test. Therefore, when designing a direct-to-consumer genetic testing service, the test
provider should consider both the type of test being provided and the impact of that test. Where the
results of a test are likely to have a significant or potentially detrimental impact on consumers the test
provider should ensure that consumers have reasonable access to appropriate support and professional
advice. In particular, the test provider should consider whether the test results should be provided
only in the context of a consultation with a suitably qualified health professional, and make provisions
accordingly.

Impact criteria. In considering what additional support is appropriate, test providers should take the
following impact criteria into account:

® if used for diagnostic purposes, the severity of the condition to be diagnosed and the likely impact
of the diagnosis on the person diagnosed
® if used for predictive purposes, the degree of reliability of the prediction

® if the test is intended to predict the development of a progressive disorder, the likely speed of
degeneration
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® the potential for the test to have a significant impact on the clinical management of the individual
taking the test

® the potential of the results of the genetic test to have a significant or life-altering impact on the
behaviour of the individual taking the test

® the potential for the results of the genetic test to provide health-related information about a third
party, such as a biological relative

® the potential for the test to provide genetic information about a fetus
® whether the test is a stand-alone test or if there are other confirmatory tests

® the potential of the test to have a significant impact on personal relationships and the stability of
families

The APOE test for Alzheimer’s disease is an example of a test that would evoke the impact criteria; the
results of this test are likely to have significant impact on the individual taking the test and have the
potential to create significant anxiety, both for the individual tested and their close biological relatives,
even though the test itself can only weakly predict the likelihood of developing Alzheimer’s disease.

Review of the Principles

The Human Genetics Commission intends to review the uptake and impact of these Principles 18-24
months after publication with a full review of the content of the Principles 5 years after publication.
If you wish to submit comments to feed into either of these reviews please email the HGC at
DTCPrinciples@dh.gsi.gov.uk, stating the nature of your interest and providing your comments.
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Principles for the provision of genetic testing services directly to

the consumer

1.1

1.2

2.1

2.2

2.3

2.4

2.5

3.1

Purpose and scope

These Principles are intended to ensure good practice in the provision of genetic testing services
directly to the consumer. The test provider should strive to provide a high-quality service that
meets the expectations of the consumer whilst safeguarding their interests.

The Principles apply to tests marketed to or ordered directly by a consumer or by a non-medical
intermediary acting on the consumer’s behalf; they are not intended to apply to tests ordered by
a medical professional on biological material taken from an individual as part of a professional
investigative or diagnostic procedure in respect of that individual by that professional.

Marketing and advertising

Where relevant, the test provider should comply with any legislation or voluntary codes for
advertising of medical tests, including genetic tests or other clinical services and they should also
comply with more general guidance (including legal guidance) covering consumer advertising.

Promotional and technical claims for genetic tests should accurately describe both the
characteristics and the limitations of the tests offered, and the test provider should not overstate
the utility of a genetic test.

Where a claim is made about the clinical validity of a genetic test, the claim should be supported
by relevant evidence published in peer reviewed scientific literature and the test provider should
give standard references to this literature.

The test provider should be aware of the risk of bias when quoting evidence and ensure that
evidence is presented transparently with reference to the criteria used to include and/or exclude
published literature when this is cited as evidence of the applicability or effectiveness of the test.

Information about tests which are available only in the context of a consultation with a health
professional or are only provided to consumers with both individualised pre- and post-test
counselling should make it clear that tests are available only in that context.

Regulatory Information

The test provider should make available the evidence of the association between a genetic
marker and a disease, condition or trait for the genetic tests that they supply. Ideally, the
associations should be validated at genome wide significance level in more than one large case
control study and in a cohort of the ethnic/geographic background relevant to the client. The
associations should be published in peer-reviewed scientific journals, they should be undertaken
in line with the recommendations made in the STREGA statement’, and the provider should
supply standard references for these publications.

Little et al. (2009) ‘STrengthening the REporting of Genetic Association Studies (STREGA) - An Extension of the
STROBE Statement’, PLoS Med 6 (2): €1000022.
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Standard statistical methodologies accepted by the scientific community should be used to
calculate the risk of the disease, condition or trait, and the evaluation of the algorithms used
should be made available by the test provider for standard review and scrutiny.

Information for prospective consumers

The test provider should supply easily understood, accurate, appropriate and adequate
information, which is also available in accessible formats, to consumers before obtaining consent
for a genetic test. The following should be provided:

® general information about genetics to enable a consumer to understand the scientific basis of
genetic testing, the role of genes in health and disease, and conditioning phenotypes, and the
technologies applied to generate the knowledge

® a clear explanation of the relative roles of genetics, environmental factors, lifestyle choices
and other factors in determining health, disease and phenotype

® specific information about genetic tests offered

® information about counselling offered in connection with the test including whether
counselling is included in the cost of the test and for what costs the consumer will be liable
if they withdraw following pre-test counselling

® information about the presentation of results in statistical form, such as relative and absolute
risk assessments or likelihood of inclusion/exclusion as a genetic relative, so that an
individual can understand test results that are provided

® information about measures taken by the test provider and laboratories to ensure the
confidentiality of personal records and security of biological samples

® information about the maximum period of storage of the biological sample and personal
records, and procedures for storage, transfer and disposal of biological samples and personal
records

® information about whether biological samples may be used for any secondary purposes, such
as additional research purposes, and about or whether personal genetic information may be
passed on to third parties and, if so under what conditions and to whom

® information about procedures for handling and resolving consumer complaints

® information about the manner in which the test results will be provided and, if applicable to
the genetic test, information about the requirement for pre- and post-test counselling

® a statement that the results of the test might be able to reveal information about genetic
relationships

® a statement that the results of the genetic test might have implications when purchasing life
insurance

® a statement that third parties, such as law enforcement agencies, may have access to
consumers’ biological samples without their consent if laws exist that would permit this

® information about specific procedures that might need to be followed if the test is to be used
for official purposes, such as certain chains of evidence that might need to be maintained in
some jurisdictions, if the test is to be used in the courts of law
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4.2

4.3

4.4

4.5

4.6

4.7

4.8

4.9

® a statement that taking DNA from someone else without their consent is generally ethically
inappropriate and is a criminal offence in some jurisdictions

® information about what will happen to consumers’ biological samples, and personal and
genetic data, if the company ceases trading

The test provider should provide information to consumers about the association between a
genetic variant and a disease, condition or trait for each genetic test that they offer in a format
that is easy to understand.

The test provider should make available to consumers, information about the scope of the test,
its accuracy and limitations. Information about the analytical and clinical validity” of each of the
genetic markers used in the test should be made available. Other factors, such as behaviour or
environmental conditions, that will play a role in determining the development of the condition
or trait under investigation should be listed.

The test provider should provide information about the likely outcomes of the genetic test
and the decisions that a consumer may face after taking the test. They should also identify
prospectively any likely further investigations that a consumer or member of their family may
wish to pursue after receiving the test results.

If a test provider intends to use a consumer’s biological samples and/or associated personal or
genetic data for research purposes, the consumer should be informed whether the research
has been approved by a research ethics committee or other competent authority, whether the
biological sample and data will be transferred to or kept in a biobank or database, and about
measures to ensure the security of the sample. The consumer should be informed of any risks
or potential benefits associated with participating in the research and whether they will receive
feedback on research findings that relate to them (see Principle 6.6).

If a test provider intends to use the results of a genetic test to make a recommendation to a
consumer to purchase a therapeutic product, such as a nutritional agent or supplement, the test
provider should make available information about the link between the genetic test result and
the efficacy of the indicated product. The test provider should also provide information about
other lifestyle choices and behavioural modifications that are known to have a preventative or
therapeutic value in relation to the trait linked to the genetic markers tested and whether the
consumer can purchase the recommended therapeutic product elsewhere.

Where the test result indicates that the consumer may benefit from an alteration in the dosage
of a medicine, or from an alternative medicine to one currently being taken, the test provider
should make available information about the link between the genetic test result and the
metabolism of the indicated medicines (see Principles 3.1 and 11.3).

The test provider should make it clear how and whether a consumer can receive updated test
results as part of the service they supply.

Where appropriate, outside the context of a consultation with a suitably qualified health
professional, the test provider should inform consumers about recommendations or known

Clinical validity includes information about (1) the relationship between the genetic marker and the condition or
trait and (2) test performance, which may include the following characteristics of the genetic marker: sensitivity,
specificity, positive and negative predictive values, likelihood ratios and areas under the ROC curve.
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actions that may help the consumer to take informed decisions about their health or welfare in
the light of the test results, including informed interaction with the health care system.

4.10 Where appropriate, the test provider should supply consumers with information about health
professionals who are able to offer further advice or support.

4.11 For tests in categories 1-6, an appropriately qualified professional, with recognised training and
qualifications, employed by or representing the test provider, who is regulated by an appropriate
professional body, should be responsible for ensuring that consumers are provided with all of
the information specified in this section of the Principles. This requirement should apply to tests
in other categories where similar professional structures exist.

5.  Counselling and support

5.1 Where the test is a genetic test in the context of inherited or heritable disorders, that test should
only be provided to consumers who are given a suitable opportunity to receive pre- and post-test
counselling.

5.2 The counsellor should have the appropriate skills and competencies and should be accountable
to a relevant professional body.

5.3  After receiving the information provided in part 4 and receiving any offer of pre-test counselling,
consumers should have the opportunity to cancel purchase of the test without incurring further
costs relating to the test.

6. Consent

6.1 In designing a direct-to-consumer genetic testing service, the test provider should give
consideration, not only to the nature of the test and the information that it generates, but also to
the personal and familial circumstances that may be relevant to consumers.

6.2 A genetic test should be carried out only after the person concerned has given free and informed
consent. Informed consent can only be provided when a consumer has received sufficient
relevant information about the genetic test to enable them to understand the risks, benefits,
limitations and implications (including the implications for purchasing insurance) of the genetic
test.

6.3 The test provider should take reasonable steps to assure themselves that a biological specimen
provided for testing was obtained from the person identified as the sample provider.

6.4 The test provider should require consumers to sign a statement confirming that they give their
informed consent to the specific genetic tests to be undertaken on their biological material. The
document should record the sample provider’s age and that they have read and understood the
information with which they have been provided. The statement should include an explanation
of what will happen to the consumer’s biological samples and personal data if the controlling
share of the company is taken over by a third party.

6.5 The test provider should retain documentary evidence of the provision of informed consent
by the consumer for the duration of storage of the consumers’ biological samples and personal
records.
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6.6

6.7

6.8

6.9

7.1

7.2

7.3

Separate, specific, informed consent should be requested by the test provider if the test provider
wishes to perform further tests that are not covered by the original consent or if biological
samples are to be stored by the test provider after the consumer has been provided with

the genetic test results. Likewise, separate informed consent should be requested by the test
provider before biological samples are used for any secondary purposes, e.g. research, or before
any third party is permitted access to biological samples. Consumers’ biological samples and
personal genetic data should only be used for research that has been approved by a research
ethics committee (REC) or other relevant competent authority.

Except in exceptional circumstances provided for by law and appropriate guidance, companies
offering direct-to-consumer genetic tests should not provide tests to adults unable to provide
informed consent.

Companies offering direct-to-consumer genetic tests should be aware of the laws that exist in
some countries prohibiting DNA theft, which make it illegal to obtain or test DNA without the
consent of the person from whom it originated. In line with these laws a test provider should
make consumers aware of the law and should not perform a test if they have reason to believe
that a biological sample they have been provided with for genetic testing purposes has been
taken from a third party who has not given their consent for the tests to be performed. Requests
to recover DNA for genetic testing purposes from secondary objects or materials, when there

is reason to believe that the person from whom the DNA originates is still alive, should raise
suspicion and should be declined.

The following principle applies to tests in categories 1-3, 5 and 6 (and categories 7 and 8
where these have been evaluated as ‘high impact’ - see ‘How to use the Principles’). Genetic
tests in respect of children when, according to applicable law, that child does not have
capacity to consent should normally be deferred until the attainment of such capacity, unless
other factors indicate that testing during childhood is clinically indicated. If postponement
would be detrimental to the child’s health, or the management of the child’s health may be
altered significantly depending on the test result, then testing should be organised by a health
professional who has responsibility for ensuring that any medical intervention or screening
indicated will be arranged and proper arrangements made for any subsequent care.

Data protection

Genetic information is sensitive personal data and requires the highest level of security and
confidentiality. Records containing personal data and genetic information that can be linked to
an identifiable person should be subject to privacy protection and security in accordance with
professional guidance and applicable laws on data protection and confidentiality.

The test provider and laboratories should not release biological samples or records containing
personal data and genetic information that can be linked to an identifiable person to any third
party without the prior consent of the person to whom they relate, unless required to do so in
accordance with national legislation for example, pursuant to a Court order.

Companies who wish to record consumers’ details on to a database that will be held by the test
provider, a laboratory or a professional associated with the testing procedure, should obtain
prior consent from the consumers. Consent should also be obtained prospectively for consumers
to be contacted in the future by these organisations or individuals.
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7.4  If a test provider ceases trading, they should dispose of personal and genetic data securely
or provide for transfer of responsibilities in accordance with the terms of consent given by
the consumer.

8.  Sample handling

8.1 The use, storage, transfer and disposal of biological samples provided for genetic testing
should be carried out in accordance with applicable legal, ethical and professional standards.
The nature, purpose and maximum duration of the storage should be specified.

8.2  Biological samples should be used, stored, transferred and disposed of in conditions that ensure
their security.

8.3 If a test provider ceases trading, they should dispose of consumers’ biological samples securely
or provide for transfer of responsibilities in accordance with the terms of consent given by the
consumer.

9.  Laboratory processes

9.1 The analysis of biological samples for the purpose of providing genetic testing services should
be provided by competent laboratories. Competence can be established by accreditation to
the International Organisation for Standardisation (ISO) standards 15189 or 17025 or other
equivalent recognition consistent with the OECD" guidelines for quality assurance in molecular
genetic testing. Achievement of laboratory accreditation requires monitoring the quality of
laboratory performance through proficiency testing.

9.2  Genetic tests used as part of a direct-to-consumer genetic testing service should be able to
identify the genotype of interest both accurately and reliably.

9.3 Laboratories should have policies in place to apply corrective measures if their performance falls
outside of parameters determined by the laboratory’s quality assurance programme.

9.4 Laboratory personnel should have appropriate professional qualifications that meet recognised
standards, underpinned by education and training, to assure competence in laboratory
procedures in the provision of genetic tests.

10. Interpretation of test results

10.1 For tests in categories 1-0, interpretation of genetic test results should be carried out under
the responsibility of an appropriately qualified professional, with recognised training and
qualifications, working within the standards determined by an appropriate professional body
and regulated by this professional body, employed by or working on behalf of the test provider.
Similar standards should apply to tests in other categories where similar professional structures
exist. There should be no remuneration structure in place that would allow this individual to
benefit directly from any particular interpretation of the test results or the sale of any services
or products related to those results.

Organisation for Economic Co-operation and Development (2007) ‘OECD Guidelines for Quality Assurance in
Molecular Genetic Testing’, www.oecd.org
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10.2

10.3

10.4

11.

11.1

11.2

11.3

11.4

11.5

11.6

11.7

The qualified professional responsible for the interpretation of genetic test results should ensure
that the interpretation of genetic test results is accurate and take steps to ensure that these
results are comprehensible to the consumer.

Where genetic test results are provided in the form of a risk assessment, the risk assessment
should be based on robustly evaluated algorithms. Standard statistical methodologies should be
used to convert risks reported in scientific literature to the risk of a disease, condition or trait
for an individual compared with the general population risk, as well as lifetime risks or lifetime
incidences. Results should make clear the distinction between relative risks and absolute risk.

Test providers should regularly review the available evidence on which their interpretation is
based.

Provision of results

The results of genetic tests and the significance that should be attributed to a particular genetic
test result should be described to the consumer in a format that is easy to understand.

When testing for a condition or trait, where such conditions or traits are determined, at least in
part, by other, non-genetic factors in addition to genetic markers, the test provider should make
consumers aware of these other factors when providing results of genetic tests. In addition, the
test provider should supply an indication of the level of significance that an individual should
attribute to the genetic test results in comparison with the significance of these other factors,
and this should be provided to the consumer in a format that is easy to understand.

When providing consumers with the test results for tests in category 6 (pharmacogenetic
tests), the test provider should strongly recommend that the consumer does not alter the
dosage of any existing medication on the basis of the test results and to take the results of the
pharmacogenetic test to a medical practitioner for personalised interpretation of the test result.
The test provider should give the consumer appropriate information to take with them to their
medical practitioner to aid the interpretation of the test results.

The test provider should take care not to overstate the value or significance of the results of the
genetic test when providing the test results.

The test provider should state clearly when a genetic test result can only give an indication of
relative risk in relation to the general population as opposed to an absolute risk, bearing in mind
that either might only be calculable in the context of a family history analysis.

The test provider should have in place a process to evaluate how well consumers are able to
understand the background information and test results they have received, and take steps to
improve their information and results provision in accordance with the findings.

The test provider should ensure that the provision of genetic test results is undertaken in such
a way as to retain the confidentiality of personal and genetic data. When genetic test results are
provided electronically, the test provider should ensure that appropriate security measures are
in place to maintain the confidentiality of data transmitted. If the option of sending test results
via email is offered by the test provider, consumers should be made aware that this method is
generally not secure.
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11.8 The test provider should not release genetic test results to any third parties, including insurance
companies, health professionals, solicitors or other medical practitioners without the specific
prior consent of the sample provider.

11.9 Test providers who interpret un-interpreted data obtained from genetic tests that have been
provided by a third party laboratory should comply with all the aspects of these Principles
that are relevant to the services they provide. Likewise, test providers who only undertake the
genetic analysis and do not interpret the test results should comply with all the aspects of these
Principles that are relevant to the services they provide.

12. Continuing support

12.1 For tests in categories 1-6 (and categories 7 and 8 where these have been evaluated as
‘high impact’ - see ‘How to use the Principles’) the test provider should be able to provide
consumers, at the time of testing or at any subsequent stage, with information about
opportunities that are available for any further consultation with health professionals.

13. Complaints

13.1 The test provider should have written procedures in place for acknowledging and investigating
complaints. Staff who manage and respond to complaints should have received appropriate
training.

13.2 The test provider should nominate a member of staff to oversee the handling of complaints.
This person should be responsible for the management of the investigation of the complaint
and the effective operation of the complaints procedure.

13.3 The complaints procedure and the name and contact information of the person to contact
regarding complaints should be easily accessible to consumers. This information should be
available in formats that are accessible for people who are unable to access standard print.

13.4 The test provider should ensure that complaints are dealt with in a reasonable time-period and
consumers should be informed promptly of the outcome of the complaint.

13.5 If a consumer remains dissatisfied with the investigation or outcome of their complaint, they
should be made aware of what further recourse might be available to them.
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and Public Policy, King’s College London
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Mr Alastair Kent, Director, Genetic Alliance UK and Member of the Human Genetics Commission
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