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How to organise Molecular genetic testing for a
Cardiac Inherited Disease.

1. Download the following forms from the websitevww.cidg.org or refer to the correct forms in your
CIDG information folder.

Forms 1A, 1B & 1C must be filled in and sent to tikeordinator
Form 1A. Referral form (some basic clinical detaily
Form 1B. Consent to register clinical information Registry Clinical Consent Form)
Form 1C. Consent for DNA storage/Genetic testing (&gistry Blood Consent Form)
Forms 2 and 3 are for the patient

Forms 2A — E. Information sheet about the specifidisease you wish to test for e.g. LQTS,
CPVT, HCM etc (Go through this with the patient and give it to tireto keep).

Form 3 - Information sheet about the Cardiac Inherted Disease Registry
(Go through this with the patient and give it toem to keep).

Go through the information sheets and consent formgh the patient/guardian and answer any questions
they have. The Patient/guardian needs to print asign their name and date the forms, also a witness
needs to witness the forms (friend or family mempprint and sign their name and date form.

2. Ensure these consent forms are completésee examples on web site /information folder ifaume).
Sign and print your own name as the Investigator (Gnsultant Cardiologists/Geneticists only). When
complete send forms 1A, 1B, 1C and the ECG (and Echreport in case of HCM) to the coordinator.

On receipt of this information your patient will beegistered and the sample when it arrives at Lab$?
will be put forward for molecular genetic testing.

BLOOD SAMPLE

3. Fillin a lab form as shown in the exampléaboratory form on the website/in your information
folder. Fill in the form and to give it to the patient to take to your local Lab (4x4ml EDTA tubes are
required). Be sure to put your name and the billing addressthie form.(If you are testing more than
one individual in a family, please arrange for theto attend the Lab at different times, at least hahd
hour apart, to avoid sample mishandling errors).

4. Please keep copies of the information in a pritalocal file you maintain. Do not place the
information in the patients hospital records unlesgou obtain consent to do this, since hospital fiseare
not private and can be obtained by insurance compaes etc.

5. As soon as testing is completed, the results aretommendations will be sent directly to the refaer
only, from CIDG. The referrer is responsible fordelivering the results to the family, and informing
CIDG that this has been done. Results should be fxeout of the usual hospital/clinical records until
the patient/guardian indicates that they are happyfor them to be there.
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Checklist for Molecular genetic tests

Send to coordinator

1. Referral Form (1A)

2. Registry consent (1B)
3. Testing Consent (1C)
4. Representative ECG

5. Echo report (if available)

O O Od O g O

6. Summary clinical letter

Information given to patient/quardian

1. ARVC information sheet (2A) [

2. Registry Information sheet (3) []

Blood sample

1. Laboratory form filled out correctly, given to patient and []
patient sent to have blood taken

For assistance call: Jackie Crawford (Coordingf@®) 307 4949 ext 23634 or email
jackiec@adhb.govt.nz




Form 1A
Referral for Molecular Genetic Testing for Cardiac Inherited Disease

PRIVATE AND CONFIDENTIAL

Do not give this form to the patient
Please attach a good quality 12 lead ECG and if appli
an echo report, and a copy of clinical summary lett

Cardiac Inherited
Disease Group
New Zealand
v ko

cable,
er

Patient Details (Attach patient sticker if available)

RS 1 F= U1 N

EthNICItY: oot e

Gender: .......

Specimengspecify one):

[[] Sample previously sent to LabPlus and held irager
[] Blood (4 X 4 ml EDTA tubes at room temperature)s heen sent to Lab plus

Process required

Please test for(specify one):
Long QT syndrome (LQT1, LQT2, LQT3, LQT5 and LQT6)
D CPVT (RyR2)

|:| Please continue to store the DNA|

and await further instructions Brugada syndrome (SCN5A)

D Hypertrophic Cardiomyopathy PCCD (SCN5A
D Other(please specify)

Confidence level of diagnosis based on ECG/ E¢hMRI etc (circle and attach report)

[

OR

(Indicate one) D Definite |:| Probablelj PossiD Unlikely
Clinical Summary
Reasons for initial referral Other Symptoms Most severe clinical evenfindicate one)
|:| Symptom/cardiac event not SUD | None
|:| Family member — sudden unexpected death I:l Shortness of breath i Palpitations
|:| Family member — suspected inherited heart disease I:l Chest pain |:| Pre-syncope/dizziness
|:| Family member — known inherited heart disease |:| ONEN (SPECHY) -voe o 1 Syncope (no seizure)
|:| Incidental ECG abnormality i Syncope (LOC) with seizure
|:| Incidental ECHO abnormality Any Treatments (Indicate Yes/No) ["] Resuscitated SCD DC version
|:| Other(SPECIY) ... uviuriiriit ittt Betablockers D Yes D No i Resuscitated SCD CPR only
Documented arrhythmia Pacemaker D Yes|:| No |;| Near drownfng (resus)
\o ICD D Yes D No L | Near drown.lng (no resus)
Other(Specify)
B Yes(Indicate WhiCh)............cccuveeevoreieeiieeeeienen, [] Other(Specify).......c.ocovrrrevisiceiiieies e |

This patient is the(specify one):

|:| Index case(first individual to have genetic testing in tharhily)
|:| Member of a family with a known genetic diagnosigve details)

Full Name of genotyped family Member: ..........cccoiiies ot

Other specialists involved:
(Genetics/Paediatricians/CardiolOgiStS). ... ... ve ittt e

Contact Phone Number:
NUMDET: ... e

Send form to: CIDG Co-ordinator
Auckland City Hospital/Starship Hospital
Level 3, Building 32
Park Road, Grafton
Auckland, New Zealand

jackiec@adhb.govt.nz




Co-ordinator: Jackie Crawford
Cardiac Services Level 3
Auckland and Starship Hospital

P.O Box 92024
REMIEEE Auckland
. . . . Phone (09) 3074949 Ext. 23634
Cardiac Inherited Diseases Registry Fax (09) 3072899

Email: jackiec@adhb.govt.nz
Consent Form Clinical Information

English: | wish to have an interpreter. Yes No
Maori: E hiahia ana ahau kitetahi tangata hei kokdaori ki ahau. Ae Kao
Samoan: Oute mana’o e iai se fa'’amatala upu. loe Leai
Tongan: ‘Oku fiema’u ha fakatonulea. lo Ikai
Cook Island: | Kainangaro au | tetai tangata uri reo Ae Kare
Niuean: Fia manko au ke fakaaoga e tagata fakalodkolagahau. E Nakai

I / we have heard and understood an explanation d@he purpose of the Registry I/we have been invitei
take part in. I/we have read the General Registryriformation and Specific Disease related information
sheet, about my / our specific cardiac inheritedidease, and have had my / our questions answered/
we understand that my / our consent to take part des not alter my / our legal rights, or continuing
clinical care.

| / we understand that we may discontinue my / ouinvolvement with the Registry at any time and that
our current and future medical treatment will continue in the usual manner.

I / we understand that the Cardiac Inherited Diseas Registry, will keep our information confidential,
and any published medical data will not identify irdividuals or families.

| / we give the Cardiac Inherited Disease Registrgonsent to utilise my / our data for the purpose of
research into my/our Cardiac Inherited Disease only

The Cardiac Inherited Disease Registry may collecand store my / our clinical information.
Should other approved research projects request aess to my / our information, | / we will be
asked for my / our written consent, prior to any irformation being made available.

Participant Naméplease print Date:
Participant Signature: Date:
Parent or Guardiarif under 16yr3 Date:
Witness: Naméprint and sign Date:
Investigator(print and sign Date
Role:

This study has received Ethical Approval from the NZ. Multi-centre Ethics Committee: AKX/02/00/107



Co-ordinator: Jackie Crawford
Cl/- Cardiac Services
Form 1C Cardiology Level 3
Auckland and Starship Hospital
; ; ; ; Private Bag 92024; Auckland
Cardiac Inherited Diseases Registry Phone 64 § 3074949 Ext 26234
Fax 64 (09) 3072899
Consent Form Blood Test Email: jackiec@adhb.govt.nz
English: | wish to have an interpreter. Yes No
Maori: E hiahia ana ahau kitetahi tangata hei kokdaori ki ahau. Ae Kao
Samoan: Oute mana’o e iai se fa'’amatala upu. log aiLe
Tongan: ‘Oku fiema’'u ha fakatonulea. lo Ikai
Cook Island: Ka inangaro au | tetai tangata uri reo Ae Kare
Niuean: Fia manko au ke fakaaoga e tagata fakaloétkolagahau. E Nakai

| / we understand the Cardiac Inherited Diseasad&ggnay collect dlood sampleand this sample may be
stored and or usedfor diagnostic/research analyses aimed at gemgifidgation/diagnosis of my / our specific
Cardiac Inherited disease.

| / we understand that the Cardiac Inherited Diseas Registrymay send my/our sample to an International
Research or Diagnostic facility in order that itynt@mnduct research/ or attempt to provide a diagmos my/our
behalf into the cardiac inherited disease thatifipally affects myself or my/our family.

| / we understand that it may take many monthséarry to establish a diagnosis.

When the blood sample is no longer required forstecific testing or research it was intended Ifébrye would
like it to be eithel | destroyed d_| reten to me / us.Tick one box only

Test ResultsPlease choose between question 1 or 2, and tickimgée box only. Then answer questions 3 and 4.

1) 1/ we choose to be informed of the results of my/our tests when and if they become available.
O] (Tick the box if you wish to be informed of the results )
(On)
2) 1/ we choose not to be informed of the results of my/our tests if and when they become available.
] (Tick the box if you do not wish to be informed of the results )

3) | nominate the following person to be advised of my results if anything should happen to
me before my test results become available.
Nominated person: Full Name:

Contact Details: Phone:

4) 1/ we would like the following health care providers to be informed of the results of my tests when
and if they become available. (tick those who you wish the results to be sent to):
0 General Practitioner [] Specialist Cardiologist/Paediatrician/
Doctor

After considering the information provided and taking my/our time to make the decision, | / we agre®ttake part
in the Cardiac Inherited Disease Registry.

Participant Name(print):

Participant Signature: ate: D
Parent or Guardian :(if under 16yrs) Date:
Witness: Name (print and sign) ate: D
Investigator: Role: te Da

This study has received Ethical Approval from the NZ. Multi-centre Ethics Committee: AKX/02/00/107
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Form 2A Level 3 Cardiac Services Dept;
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What is Arrhythmogenic Right Ventricular Cardiomyop athy?

Arrhythmogenic Right Ventricular Cardiomyopathy or Dysplasia (ARVC or ARVD) may be an inherited
heart condition in approximately 30-40% of individuals. ARVC affects the muscle of the right ventricle
(one of two main pumping chambers that make up the heart). The right ventricle may become
progressively thinner due to muscle cells being replaced by fatty deposits and fibrosis. In some cases
the left ventricle may also be affected by ARVC.

Direction To the
of blood ‘ body The heart contains 4 chambers, two upper and two
flow lower. The ventricles are lower chambers and are
£——= "\ Tothe primed (or filled) by two upper chambers at the top of
lungs the heart called the atria. The left ventricle fills with

blood primed by the left atria, (fully oxygenated from
the lungs) and pumps this blood filled with oxygen to
the brain and body cells.

The right ventricle pumps blood to the lungs, were
wastes are removed (by breathing them out) and
fresh oxygen is added to the blood by (breathing in).
Oxygen that is required by all body cells is then
returned to the heart, and pumped around the body
"y the left ventricle.

Ventricle  rherefore the heart consists of a 2- phase pump that
works together to ensure that as oxygen is removed
from the blood by body cells it is rapidly replaced.

The words Arrhythmogenic Right Ventricular
Cardiomyopathy (ARVC) or (ARVD) Arrhythmogenic
Right Ventricular Dysplasia as it was formally known, in simple terms means that the right ventricular
heart muscle is affected by a condition that can cause the
% . heartto beat very fast and erratically. In order to
_ b s D understand these words it is easier to break them down for
ke e .-~ instance, 'cardio’ is another word which describes the heart
: w == o <0 and ‘myopathy’ means a condition or problem related to
. 7USCAR . muscle. The word ‘arrythmogenic’ describes how the
i _, : ..+ = condition normally presents itself, which is through very fast
T ‘w8 erratic heart rhythms (cardiac arrhythmia) that usually cause
. ' " people to feel dizzy or collapse, or cause a cardiac arrest
(where the heart muscle stops beating effectively and

Pathalogy of an ARVDS/C Heart

collapse occurs).



The true incidence of ARVC in NZ is yet to be detgred. In Italy it is thought to affect about 1080 and is
responsible for 20% of sudden deaths in young sdumt 25% of sudden deaths among athletes. Siace t
condition may be inherited in about 30-50% cadds,recommended that parents and brothers aretsehd
the children of those affected should be screeaethé ARVC. ARVC has been found to be an impdrtan
cause of sudden death in young fit athletes, howenades and females of all ages, races and actexls can
carry the condition although it typically affects@auses symptoms in adult young men.

Families with two or more affected individuals hdeen found in a number of countries, such as North
America, Italy, Japan, Africa, and Northern Eurofiastralia and New Zealand.

Symptoms

Sometimes people may be completely asymptomatt jsithey have no symptoms at all as often thse fir
symptom may be collapse or sudden death.

Other people may have symptoms of an erratic heafritpalpitations or a racing heart beat) occaflipaa
their only symptom. Patients with ARVC usually ggat with some type of symptom prior to age 45 dften
may present in late puberty or before age 30.

Diagnosis of ARVC

ARVC was first characterised by Dr's Marcus andtaore in 1982, following the first description bt condition
in 1965. In 1996 ARVC was added to the WHO clasastibn of cardiomyopathies. Since then a nunolber
important diagnostic criteria have been developatidan help doctors to make the diagnosis of ARVC.

There is no single diagnostic test to establisexatude the diagnosis of ARVC. Currently doctoit utilise
many available tests in order to diagnose it. AGHelectrocardiograph) is a recording of the hearthm and
this may show some of the signs of (other ECG b#ssithg may included 24 hr Holter recordings aerEise
treadmill tests ETT), and Signal averaged ECGs (S®&E) are all used to aid diagnosis..

Electrophysiology (EP) studies which can map ane#se heart prone to electrical short circuits tinay cause
abnormal heart rhythms may also be offered to sgmatic patients.

Magnetic resonance imaging (MRI), is a specialseah that can provide a superior images of the bedrin
particular the right ventricle. Echocardiographilises an ultrasound beam to image the heartnaangprove
to be useful in some cases. Other studies inajudght heart angiograms, in which a contrast dy@jected
into the right heart as it pumps so that abnoriraliof function can be visualised. During the jragion for an
angiogram a biopsy of the heart muscle can aldak®n, and this also provides Cardiologists witluahle
information.

Molecular genetic analyses of genes which encodthéoconnective proteins which bind the heart tioge
(sarcomere proteins) and help it stretch effegfitelbeat are beginning to reveal some recognisaideges or
mutations in some genes. Currently 7 genes reggerisr ARVC have been identified, as well as mamyre
candidate genes that have been targeted for réseard is likely that more genes will be founid. the future
testing an individual for genes that are knownaose ARVC and finding one, may allow other familgmbers
to be able to be tested to see if they also caeysame gene, although it is important to stregsniany people
who carry genes for the condition may never mantfes disease themselves, however they are shiltatpass
it on to their offspring. Although ARVC can be #rfited, doctors remain unsure why some individudie
carry genes for the condition, do not manifest sytmptoms throughout their lives, whilst others @ffected by
the condition at an earlier age.



Further research will answer some of these questiod allow Doctors in the future to better predibb may
be at risk of developing the condition.

Diagnosis of ARVC is based predominantly on hawahgeast two of the major accepted diagnostic risitior
the condition or at least one major and 2 mindeda. Diagnosis of ARVC is a skilled process #metefore it
may take several different diagnostic tests anlieskinterpretation of these before the diagno$isRVC is
made.

Treatment for ARVC

There is currently no known cure for ARVC. Treahtseare currently directed at prevention of sudtieath
and collapse that result from rapid ventriculahgthmias, which render the heart incapable of raaiimg
circulation of blood to the brain and body, andusdg symptoms of palpitations.

Treatments for ARVC include medications to helgpsise the heart rhythm and prevent the heart foeating
too vigorously, your doctor will advise you whictedications are best for you. Implantable defiatdts
(ICDs) may be implanted into people who are felbéoat high risk, these devices detect rapid ertegart beats
and give a ‘shock’ which allows the heart’'s owngraaker to take over and control the heart rhythairag
Devices such as the implantable defibrillator ameally used in conjunction with medications.

Other treatments may include radio-frequency ofradriation (which removes the sources of electstalrt
circuits inside the heart). Electrical short citsican give rise to rapid heart rhythms and smiaktion of these
area’s by ablation can remove them and stop dangédreart rhythms arising. Your doctor will advigaiy
which treatments are recommended in your case.

Your doctor may also ask you to refrain from inepsysical activity, heavy manual labour and coiitipet
sports.

Additional information

If you would like more information about ARVC / ARY the following websites may be useful.
www.arvd.com

www.arvd.net

www.arvd.org
www.cidg.org

Participation in Cardiac inherited disease registry

If you would like more information prior to decidjrwhether you would like to join the Cardiac intedi
disease registry, please feel free to contact us.

If you have any queries or concerns regarding your rights as a participant in the Cardiac
Inherited disease registry you can contact an indep endent Health and Disability Advocate.
This is a free service provided under the Health & Disability Act; through the offices of the
Health and Disability Commissioner.

Telephone (NZ wide): 0800 555 050
Free Fax (NZ wide): 0800 2787 7678 ( 0800 2 SUPPORT)
Email: advocacy@hdc.org.nz

This study has received Ethical Approval from the N .Z. Multi-centre Ethics Committee:
AKX/02/00/107



Jackie Crawford — Co-ordinator

Form 3 Level 3 Paediatric Cardiology
Starship Hospital
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Cardiac Inherited 23634
Disease Registry Fax +649 307 2899

Email: jackiec@adhb.govt.nz
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Information for Individuals / Families Considering Enrolling
Introduction

You are invited to take part in the Cardiac InlestiDisease Registry. Participation in the Cardiac
Inherited Disease Registry is voluntary, that meaissyour choice whether or not you wish to be
part of it. Individuals and families will be offet¢he opportunity to be included in the Registryewh
they are referred to Specialists around New Zealand

Please take the time to read through this informnagheet and specific information sheet about the
Cardiac Inherited Disease affecting you or younifg. If you have any questions feel free to
contact the Registry co-ordinator, or ask your Syist.

Background

Some heart diseases can be inherited, passed Hdoough generations in a family from parents to
children, at times appearing to skip a generatmnever genes do not skip generations, they are
simply passed on or not (most of the time for exdiyd born in a family there is a 50% chance of
inheriting a gene or not). Some people can inlaegene for a condition however the disease never
manifests and person remains disease free throtgifeguhis is called being a carrier. Althoudtet
carrier may never have the condition they are tbfEass it on to their own children at the time of
conception and therefore one of their children ieyelop the condition, the gene appears to have
skipped a generation.

The Cardiac Inherited Disease Registry is beingteckin response to the need for a specialist co-
ordinated service for affected families and thaicians that look after them. We hope to make the
process of identifying and screening potentialfgetied family members easier and more efficient
for the families and doctors alike.

Cardiac inherited diseases vary in severity, evighinva family. Some individuals may develop only
a very mild form of the disease, while others ia $ame family may become very ill, or even die
unexpectedly, sometimes at a young age. We bel@tdamilies with Cardiac Inherited diseases
will be better managed if they are included insedse or condition-specific registry.

The Registries for each of the conditions will lmeardinated by Jackie Crawford, who is The
Cardiac Inherited Disease co-ordinator in New Zedéldased at Auckland Hospital. Her work will
be medically supervised by Associate ProfessoiSkiier, Paediatric Electrophysiologist
(Children’s Heart Rhythm Specialist)/Cardiologast,Starship Hospital in Auckland.

Which Cardiac Inherited diseases will be includedn the Registry?

Currently we have included the following conditiprisong QT syndrome, Hypertrophic (HCM)
Cardiomyopathy and Dilated Cardiomyopathy (DCM)tegeaolaminergic Polymorphic Ventricular
Tachycardia (CPVT) and Arrhythmogenic Right Venitar Cardiomyopathy (ARVC).

Other Cardiac Inherited diseases, which may bedhafdne future include: Familial Premature
Coronary Artery Disease, Familial Dyslipidaemiagd aarfans Syndrome. Each Cardiac Inherited
disease will have its own specific information ghee



What is the Purpose of setting up a Registry?

The purpose of setting up this Registry is to ablieformation to help patients and families aféstt
by Cardiac Inherited Disease, and the Doctors, arkdooking after them. Specifically the aims are
to:

Co-ordinate standardised diagnostic screening tesstelatives of affected individuals.

Provide a reliable source of information to indivads, families and the medical community about
specific cardiac inherited diseases.

Offer genetic (DNA) testing when and where thiavailable. This may enable early diagnosis to
be made that may enable appropriate treatment@veqtion strategies to be undertaken.

Initiate gene-specific therapies if they becomelalte.

Assess the prevalence of Cardiac Inherited dis¢asessist our knowledge and assist with
healthcare planning and resource provision.

FREQUENTLY ASKED QUESTIONS ABOUT CARDIAC INHERITED DISEASE REGISTRY:
1) What benefits are there in joining the Cardiac Inheited Disease Registry?

Belonging to the specific Cardiac Inherited Disegggistry may have several benefits for you and you
family.

Firstly you and or your Doctors will be advisedimformation/medical advances which are relevant
to your specific Cardiac Inherited Disease.

We will undertake regular screening of people anRegistry, and keep you informed about new
tests and treatments being formulated for yourifipemndition.

The Registry will store your blood sample locailjth your consent, and this sample will be used
for diagnosis/research into your specific cardiderited disease. If and when genetic analyses
new diagnostic tests or treatments become availablwill be able to contact you as soon as
possible.

The Registry will update its records regularly,stgying in contact with you.

The registry will provide access to validated imfation including information on support groups
and information web sites, to assist you and yamrilfy, keep track of new knowledge specific to
your condition.

1) What do | have to do to join the registry?

Usually we prefer you to be referred by the Spéstiatho is looking after you or your family;
however some General Practitioners may refer patiehhe Specialist can either contact the
Registry directly, or send your information to eitidr French or Dr Skinner. You will be given
information sheets at the clinic, or these willgmsted to you. You are entitled to have any
guestions you may have, answered and to take as asugou need to decide whether or not you
wish to participate.

If you do decide to join the Registry, you will et sign a formal consent form to indicate that yo
are participating voluntarily, and that you undanst the purpose and the process of the Registry you
are joining.

2) Can | withdraw from the Registry if | want to?

Yes, participation in the Cardiac Inherited DiseRsgistry is completely voluntary (your choice)
you can decide to cease participation at any tbmenotifying us in writing.



3) Can children join the Registry?

Yes, we encourage children to join the registrye Bélieve it is good to include the child in the
decision to join the Registry, especially if a Gacdnherited disease affects the child. It is
important that parents choose a place to do thexevthey feel the child will be receptive and
comfortable; often this will not be in the hospisekting.

Children from the age of 8 up to 16 may be ableaiasent to joining the Registry and therefore sign
their own name on the registry consent form; howewe still require parents or guardians to sign it
as well. When a child reaches the age of 16 yeaasre required to obtain consent from them, to
continue in the registry as an adult.

Each member of a family will need to sign a conder if they wish to participate in the Registry.

In the case of small children or those renderedpable of giving informed consent for any reason,
we rely on the parents or guardians to make thisidedn the best interests of the person on their

behalf.

4) What happens if | choose not to enrol in the Cardia Inherited Diseases Registry?

If you choose not to be involved in the registrguywill continue to be seen by your usual Spedialis
Physician. Your medical condition will be managedhe usual manner.

If one family member chooses to cease on-goindgi@ation in the registry, the other family
members will still remain enrolled unless they semd us notification that they wish to cease
participation.

5) Who will have access to my information?

Only the Registry co-ordinator and the Doctorsdlseinvolved in your case will have access to
your information.

Your information will be coded and stored on a #iieRegistry Database. The coded information
will be password protected and unable to be acddsgany other users. We have taken every
precaution to ensure that your information remaimgate.

No information that specifically identifies you any members of your family will be given to
anyone other than your referring Doctors. Any infation that is published by the registry will not
identify individuals or families by name or any ethdentifying feature.

Should you ask us to release information to othaetérs of your choice we will do this for you but
can only accept written and signed requests.

6) Are there any risks involved, in joining the Cardiac Inherited Disease Registry?

There is no physical risk involved in joining a @aegistry. However you should consider the
possible consequences of joining a long-term degistry. You will be contacted from time to time

to provide updated information, in order to keep ttbcords current. Being aware that you may carry
a Cardiac Inherited Disease may cause you to faalyrmixed emotions. We believe the best way

to deal with these is to keep informed about yaundition; however some people may not wish to

be made aware of new information.

You need to consider whether you wish to knowpifi ylo carry genes that cause a Cardiac Inherited
disease.

You should also be aware at the outset that resdistake months or many years to become
available. We have no way of predicting when resesans will find the answers we are waiting for.
However the registry will be able to provide youlwinformation as new findings come to light.

Some genetic testing is able to be performed in Kealand, however depending upon the condition
and the analyses that need to be performed thertest have to be done outside of New Zealand,
where large research facilities specialise in $petgists or techniques. You will be informed ifuyo
particular condition requires testing to be perfednoverseas. If testing is required to be perfdrme
overseas, the samples will be rendered anonymoasslistituting a letter/number code in place of
your name and other details. Keeping samples anoug is a way of protecting your information,
and as already stated we undertake to keep allignrmation private.
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8)

In the unlikely event of a physical injury as auke®f your participation in the Registry you wile
covered by the accident compensation legislatidh its limitations. If you have any questions
about ACC please feel free to ask the researchendoe information before you agree to take part
in the Registry.

What are the implications of knowing you have a Catliac Inherited Disease?

There are aspects to life with such a diagnosis;iwimakes some people choose not to know the
results of screening tests (such as Electrocardidg(ECG), or Echocardiogram or a genetic
diagnosis (the blood test results). They may peit thwn lives at risk by choosing not to know
however at least their results are helpful in thietext of the whole family.

If you are diagnosed with a Cardiac Inherited Dégepou may experience problems associated with
obtaining Insurance. In general Insurance compdikieso be made aware if you have any health
problems, which may run in your family, as sooryas become aware of them. If you have any
specific concerns regarding insurance you showdudis your questions directly with your
Specialist.

There may be some other aspects of receiving adsgthat may cause you to have some
limitations placed on your lifestyle. Limitatiomsuld include: activities where it was felt thatuyo
may be placing yourself at significant risk, suslcampetitive sporting activities, or driving or
operation of heavy industrial equipment.

Family members, who are being treated for a Caridiberited Disease, should follow the guidance
they receive from their Specialist in this regdfdou have any questions about restrictions tloat y
may be asked to comply with if you are diagnosetth wispecific Cardiac Inherited Disease, you
should discuss them directly with your Specialist.

If you do decide to join the Registry you will bekad to decide whether or not you wish to know the
results of your gene tests if and when a diagriesizade.

Are there any risks associated with tests to scredar my Inherited Cardiac Disease?

If you have not previously had any screening tastsnged to check for the presence of an inherited
cardiac disease, your Doctor will probably wanatange some. There is usually no difference
between the tests your Doctor will arrange andékes we arrange on his/her behalf, if they have
not already been done.

If you do choose to join the cardiac inherited dseregistry, we will ask you for a blood sampte, s
that we may extract a DNA sample. The blood willused for the specific purpose of obtaining a
genetic diagnosis of your cardiac inherited diseagber by already available, or tests which are
being developed by research laboratories.

There are minor associated risks to having bloststesuch as pain, stress, infection and blood loss
however major complications from having a blood tesuld be very rare. For those who experience
discomfort during blood testing a cream called Eroén be applied around the site the blood will be
drawn from approximately an hour before the blaext ts done, to minimise discomfort.

There are variable degrees of risk associatedtivitlturrent diagnostic screening tests. The risk is
different for each procedure, but ranges from isle af skin abrasion (for an Electrocardiograph
ECG) through to the risk of death approximatelyt@0,000 for Patients’ undergoing Exercise
Tolerance Tests (ETT). If you have any specifioagns about having a test done, you should
discuss it with your Specialist prior to having thet.

The most common tests used include ElectrocardidtgfECG), Echocardiogram (Ultrasound
viewing of the heart) Holter Monitoring (24-48 hewf continuous ECG data), and Exercise
Tolerance Testing (ETT) which monitors the ECG as gxercise. Most commonly patients may
only need one or two tests in order to screenHerspecific disease, however your Specialist will
decide which tests you should have.



9) Are there any costs associated with joining this Rgstry?

There is no cost to you in joining the Cardiac hiteel disease registry. If you wish to post
information you will be required to pay the co#ityou wish to make a telephone enquiry, please
leave your name and contact details on our ansgenachine we will ring you back.

10) How long will the Cardiac Inherited Diseases Regisy operate for?

The Cardiac Inherited Disease registry will opersdong as there remains a need for it to do so,
and as long as funding remains available.

If you are interested in joining the Cardiac InketiDisease Registry, you should also readpieeific
information sheet, outlining the features of the Cardiac Inheritégskdse you or your family is

suspected of having. If you have any questioratirg] to your decision to participate in the Ragist
please feel free to either contact the Registrpmiirator and/or discuss them with your Specialist.

If you have any queries or concerns regarding yourights as a participant in the Cardiac

Inherited disease registry you can contact an indemdent Health and Disability Advocate. This is
a free service provided under the Health & Disabily Act; through the offices of the Health and
Disability Commissioner.

Telephone (NZ wide): 0800 555 050
Free Fax (NZ wide): 0800 2787 76 BP0 2 SUPPORT)
Email: advocacy@hdc.org.nz

This study has received Ethical Approval from the NZ. Multi-centre Ethics Committee:
AKX/02/00/10






