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Concernsre DTC

scientific and clinical validity of these tests and their clinical utility
the quality of the testing services

unnecessary anxiety/false reassurance

further costs to individual and publicly funded health services (NHS)
data protection

loss of public trust and confidence in the science
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UKGTN Testing criteria

i

MName of Disease(s): Autosomal Alport Syndrome

Name of gene(s): COL4A3 and COLAA4

Referrals will only be accepted from one of the following:

Referrer Tick if this refers to you.
Consultant Clinical Geneticist
Consultant Nephrologist
Consultant Paediatrician
Consultant Nurses in renal
transplant units

Minimum criteria required for testing to be appropriate as stated in the Gene
Dossier:

Criteria Tick if this
patient meets
criteria

At Teast 2 of the folleedng criteria must be met by the proband and

othier family members:
= Positive family history of haematuria or chronic renal failure
= Electron microscopic evidence of &lport Synokome on renal
hiopsy
= High tone gensorinewal desfness
=  Characteristic  ophthalmic  signs  (perimacular flecks  or

anterior [gnticonus)
And

Mo pathogenic mutation identified in TOL4AS - point mutation screen
and Multiplex Ligation-dependent Probe Amplification (MLPA)
previously carried out.

Or

Farmily history consistent with aufoeomal recessive o dominant
inhertance, (e.q. male-to-male transmizsion].

Or
[Immunohiztochemical evidence of loes of COL4AT or COL4A4
staining on a =kin biopsy

If the sample does not fulfil the clinical criteria or you are not one of the specified types of
referrer and you still feel that testing should be performed please contact the laboratory to
discuss testing of the sample.
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Genetic Risk Prediction — Are We There Yet?

Peter Kraft, Ph.D., and David J. Hunter, M.B., B.S., Sc.D., M.P.H.

major goal of the Human
Genome Project was to facili-
tate the identification of inherit-
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tests of genetic predisposition to
important diseases would have
major clinical, social, and econom-
ic ramifications. But the great ma-
jority of the newly identified risk-

est relative risks are almost cer-
tainly overrepresented in the first
wave of findings from genome-
wide association studies, since
considerations of statistical pow-
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For example deCODEme said my risk of developing
exfoliation glaucoma, which causes loss of vision, was 91%
below average. Yet according to 23andMe, | was 3.6 times
more likely to get it than average.

For age-related macular degeneration, deCODEmMe put my
risk at 20% lower than average, while 23andMe said it was
62% higher.

According to deCODEme, my risk of developing Alzheimer’s
was 74% above average, while GeneticHealth said my
genes were associated with “a fourfold increased risk of
developing Alzheimer’s disease by your late 80s”.



3!

1/23

4/25
4/78
4/76
1/43
4/83
a/;7
1/28
1/6

4/32

4/26
4/89
4/88
4/99
4/;5

4/97
1/6;

1/63









Germany limits genetic testing

The Associated Press
748 a.m. April 24, 2009

BERLIMN — The German parliament approved legislation Friday limiting the use of genetic testing in an effort to
prevent the technology's abuse.

The law, which was debated for mare than seven years, must still go before the upper house of parliament, but it is
not expected to meet any resistance.

LInder the law, genetic tests can only be carried out by a doctor and require the full consent of all parties involved.
That makes itillegal to conduct anonymaous paternity tests and anyone found in violation could be fined up to
euro5,000 (56,525).

The law further limits the use of genetic testing on fetuses to purely medical purposes, meaning parents are
prohibited from using it to determine the sex of their unborn children. In addition it prohibits the use of genetic
testing for indications of a predisposition to illnesses that appear only later in life, such as breast cancer or
diseases ofthe nervous system.

The law also addresses dissemination of information obtained through genetic testing, including preventing
employers and health insurance companies from demanding an employee or potential client undergo a genetic



1?

@* A



Ehe New JJork Eimes

Health

WORLD  U.S. N.Y./REGION BUSINESS TECHNOLOGY SCIENCE | HEALTH

RESEARCH FITNESS & NUTRTION MO Genomics Law Report

News and analysis from the intersection of genomics, personalized medicine and the law

Search Health 3,000+ Topics

ce HOME ABOUT SUGGEST A TOPIC CONTACT US
Start-Up May Sell Genetic Tests in Stores . * ' ‘ .
) ANDREW POLLACK Challenging the FDA: A History Lesson for DTC
Fublished: May 10, 2010 GE‘I]E'ti(‘S

. . . . . . Posted by Dan Yorhaus on June 15, 2010
Genetic tests that assess a person’s risk of getting various diseases are

headjng to the corner d.rug store. Lastweek the FD& sent letters to five personal
genomics companies alleding thatthe companies are
manufacturing and selling medical devices without
appropriate FOA review, The FDA's decision to
suhstantially increase its regulatory oversight of some
il of the most prominent directto-consumer (OTC)
genetic semvice praviders has met with a mixed
reaction. Supporters ofthe move argue thatthese DTC
products are medical in nature and reguire maore
stringent requlatory controls. Critics, including at least
one ofthe companies receiving a

letter (2 3andhe), faultthe FDA for adapting &

wa]greens DEIE]_}YS SElling Persgna] Genet] paternalistic stance to personal genetic information

and imposing unnecessary regulatory controls.

Pathway Genomics, a start-up company, is expected to announce on
Tuesday that it will sell such a test through most of the nation’s 7,500
Walzreens stores.

By ANDREW POLLACK
Fublished: May 12 2010 What's Next for DTC? In |astweek's post, we autlined several possible responses available to DTC genetics
' companies, including (1) pulling praducts from market, (23 agreeing to comply with FO& regulatory

B . ~ . . requirements, (3) modifying products to avoid FOA aversight or (4 challenging the FDA's regulatory authority
Walgreens said late Wednesday that it would postpone selling a ] SIGMIN TO

. . RECOMMEND
personal genetic test through its drugstores after the Food and Drug
Administration challenged the legality of the test. [E] TwiTTER

El SIGNINTZE-
The developer of the test, Pathway MAIL

Related

Start-Up May Sell Genetic Tests

in Stores (May 11, 2010) its product through Walgreens starting

Genomics, said Tuesday it would sell [ PRINT
Friday. While similar tests have been &

REPRINTS
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OECD Guidelines

Molecular genetic testing should be:
«delivered within the framework of health care,

OECD GUIDELINES FOR QUALITY ASSURANCEIN  epractised under a quality assurance framework,
MOLECULAR GENETIC TESTING

*in compliance with applicable legal, ethical, and professional
standards,

sthat advertising, promotional and technical claims for
molecular genetic tests and devices should accurately
describe the characteristics and limitations of the tests

. offered,

stest results should be reported back to the referring health-
care professional

eappropriate pre and post-test counselling should be
available

http://www.oecd.org/dataoecd/43/6/38839788.pdf




Council of Europe

egenetic tests should meet generally accepted criteria of
scientific validity and clinical validity

oclinical utility should be an essential criterion for a test to be
(=3 offered

Swmitaury. 37 Sepwmber J0IT

«a quality assurance programme should be implemented

ITEERING COMMITTEE ON BIJETHICE
CoEI)

Dras Addiional Profosal fo the Comvendlan on Humsan Rights

eadequate prior information is provided whenever a test is
Craft Explanatory Report to the Addiional Frotoeol fo the ConSid e red 3y

Convention cn Human Fighte and Blomediolne concerning
@enetlo testing for heakh purpocec

sappropriate genetic counselling should be available in the
case of predictive tests

spersons providing genetic services should have appropriate

qualifications, to enable them to perform their role in
accordance with professional obligations and standards.

https://wcd.coe.int/ViewDoc.isp?id=1287907&Site=DC&BackColorinternet=F5C
A75&BackColorintranet=F5CA75&BackColorLogged=A9BACE
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Genes Direct 2003: Ensuring the effective oversight of genetic tests supplied
directly to the public

*Defined direct to consumer genetic testing as any test to
detect differences in DNA, genes or chromosomes that is
not provided as part of a medical consultation.

Recommended controls on the sale of tests and
professional self regulation of those who supply the tests,
but no statutory ban



Genetic Testing

Testing Kits Commercial Services NHS testing

‘ l [ GenCAG

UKGTN

Medicine and Healthcare
Products Regulatory Agency

Enforcement
guidance

National Institute for
Clinical Excellence

Human Tissue Authority

Y

Council for the regulation of
healthcare professionals

Medical Devices
Regulation ﬁ
Codes of Practice &

Healthcare professionals Pharmacists Complementary
therapists
Consumer Advice NHS Direct ASA Codes
Office of Fair Trading

© [oorsumerraten ] ¢



More Genes Direct 2007 : Report on the developments in the availability,
marketing and regulation of genetic tests supplied directly to the public.

Recommendations in 3 areas
1.Premarket Review
2.Quality Assurance

3.Advice and Advertising



Premarket Review

«Certain tests should only be offered by qualified medical professionals
«Classification of genetic tests for health purposes by the In Vitro Diagnostic
Devices (IVDD,2003) Directive as low risk (and therefore exempt from pre-
market review) should urgently be reviewed

*Transparency of evidence

‘Lifestyle’ tests falling outside the IVDD Directive require an alternative
mechanism to provide reliable oversight



Quality Assurance

*Code of practice should be developed to taking into account the OECD
guidelines and other relevant international standards

*Development of a code of practice should involve relevant stakeholders
including government public bodies, charities and industry

*UK should engage with the Council of Europe and offer to participate in work
in this area



Advice and Advertising

*Advertising for tests only available via medical consultation should be
restricted to appropriately qualified health care professionals

*Advertising Standards Agency and Office of Fair trading should consider
enhancing the codes of practice for tests marketed DTC

*Web based information resources should be used to provide comprehensive
and independent information for consumers

*Test developers/providers should be encouraged to facilitate consumer
access to this information



2008-2009:Meeting to discuss Code of Practice

Do we need one?

What should it look like?

Who should develop it?

Who should develop and maintain it?

Who should oversee compliance?

sIndustry representatives from Europe and USA
Government

*Regulators

Consumers

*Charities

*Professionals

*Public bodies



Code of Practice for DTC genetic tests
*Overwhelming support
*Tests to be stratified according to risk

Common standards re consent, confidentiality, data protection, sample handling
and storage

*Need for quality assurance of laboratory processes

*Need for transparency

*The value of a marker of quality e.g. Kite mark
BUT

*Code of practice in individual countries will have to function in different legislative
frameworks

Common Framework of Principles



Framework of Principles

High level overarching document could be applicable in many countries and
jurisdictions

Will be used develop Codes of Practice
Consultation is finished

Final version currently being drafted



Scope
Tests marketed directly to consumers rather than to appropriately qualified
health professionals.

Includes

Tests provided direct to consumer

Tests provided via non-medical intermediary eg nutritionist

Tests commissioned by consumer but where a medical
practitioner or health professional involved.
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What about new technologies and
techniques

Whole genome sequencing

?

Free Fetal DNA










More Genes Direct 2007 : Report on the developments in the availability,
marketing and regulation of genetic tests supplied directly to the public.

Recommendations in 3 areas
1.Premarket Review
2.Quality Assurance
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