PACK: Unknown Molecular Diagnosis
Dear Clinician,

Thank you for your efforts to enrol your patients in this study.
This PDF pack contains a Participant Information Sheet and Adult and Child Consent
Forms.

If you feel the child(ren) is suitably competent, we have Assent forms available for older
and younger children. Please get in touch and I am happy to send these through to you.

There is a clinical data form which I would appreciate that you complete and return.

I have provided sample sending instructions, and below is a checklist you can use:

Have you included?
1. Samples from all affected individuals and parents (and unaffected siblings where
available)?
- DNA (5 – 10 μg) or EDTA-blood



2. Clinical information
- completed clinical data form, including pedigree



- photos where possible



3. Consent
- signed consent form or assent form



This study has received ethical approval from the New Zealand Health and Disability Ethical
Committee (ref 16/STH/3).

Sample Sending Instructions
DNA
Please send 5 – 10 μg DNA from the affected child and parents (and
unaffected sibs if available).

Please send to:
Dr Louise Bicknell
Department of Pathology
University of Otago
Hercus Building
Cnr Hanover and Great King Sts
Dunedin 9016
New Zealand
Ph: +64 3 479 7172
Please email: louise.bicknell@otago.ac.nz once samples have been shipped, along with any
tracking numbers. Samples should be packed in accordance with IATA regulations.

Blood
We can receive blood samples, but due to transit times and deterioration of samples, please
discuss this option with us before sending any blood samples.

Skin biopsies
We can receive skin biopsies, but due to transit times and deterioration of samples, please
discuss this option with us before sending any skin biopsies.

Clinical Data Sheet
Patient Name: _____________________________ Date Of Birth: ___ /___/_____ Gender: M / F
Ethnicity: __________________ Consanguinity Yes / No

If yes, degree of relatedness:___________

Clinician Name: _____________________________________________________________________
Clinician Email: _____________________________________________________________________
Suggested Diagnosis:_________________________________________________________________

Growth parameters
At birth – gestation:

Date

Weight
(kg)

Height/Length
(cm)

Head circumference
(cm)

Recent exam – age:

Medical
History

Pregnancy Complications
Yes / No
Teratogen/Drug Use
Yes / No
Developmental Delay
Yes / No
Recurrent Infections
Yes / No
Seizures
Yes / No
Deafness
Yes / No
Blindness
Yes / No
Details:__________________________________________________________

________________________________________________________________
________________________________________________________________
Yes / No
MRI
Yes / No
Examination/ Skeletal Survey
Malformations Details:__________________________________________________________
________________________________________________________________
________________________________________________________________
•

Molecular
Investigations

Meier-Gorlin
syndrome
(if relevant)

•
•

Any Sanger sequencing undertaken: ___________________________________
Array-CGH Yes / No Results: ______________________________________
NGS Yes / No If yes, capture kit and sequencing platform details if known:
________________________________________________________________
Is NGS data available to share? Yes / No

Small Ears
Yes / No
Absent/Small Kneecaps Yes / No
Details:__________________________________________________________

________________________________________________________________
________________________________________________________________

Please provide a family pedigree, photos and any other clinical data you feel is relevant.

Participant Information Sheet – NZ participant, unknown diagnosis
Study Title: Genetic variation and human disease

You are invited to take part in a study on genetic variation and human disease.
This Participant Information Sheet will help you decide if you’d like to take part.
It sets out why we are doing the study, what your participation would involve, and what the
benefits and risks to you might be. We will go through this information with you and answer any
questions you may have.
You do not have to decide today whether or not you will participate in this study. Before you decide
you may want to talk about the study with other people, such as family, whānau, friends, or
healthcare providers. Feel free to do this.
If you agree to take part in this study, you will be asked to sign the accompanying Consent Form. If
a child is deemed suitably competent, they may complete an Assent Form rather than a parent
providing informed consent.
You will be given a copy of both the Participant Information Sheet and the Consent Form to keep.
This document is 4 pages long. Please make sure you have read and understood all the pages.

What is the purpose of the study?
The purpose of this study is to identify and understand how changes present in a gene in your DNA
might cause the genetic disorder affecting you/your child.
By identifying and understanding these genetic changes, we can help to diagnose these genetic
conditions in other affected people and we may be able to improve your or your child’s clinical
management for this disorder.
Importantly, we can learn more about the biological mechanisms of this disease and what roles the
genes might have in our bodies.

What will my participation in the study involve?
1.
Providing Consent: You will be given this information sheet to keep and be asked to sign a
consent form.
2.
Collection of medical information: We will ask your doctor for clinical information about
you/your child’s genetic condition.

3.
Sample Collection: We will ask your doctor to take a sample of blood from you/your child.
Occasionally, it could be helpful to also have a very small piece of skin, and if so this will be discussed
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with you. Likewise, very occasionally, it may be useful to study a spare tissue left over from an
operation or medical procedure, and if so this will be discussed with you.
These samples will provide us with DNA which we will extract, store, and use to analyse genetic data.
Cells may also be collected from these blood/skin samples. These can provide a renewable supply of
DNA and may be grown in the laboratory to study the genetic changes we identify in your genetic
data.
The sample will be used for research purposes only and is under the custodianship of the
Department of Pathology at the University of Otago. The sample will be stored for a maximum of 30
years (or until such time as Dr Bicknell ends the study, but with a minimum period of ten years as per
Health Regulations 1996), whereon it will be returned to you or destroyed (with appropriate karakia
if requested on the consent form).
Each participant will be given a unique code which is used to label all samples stored. Coded DNA
samples and cells may also be sent to other research labs, including research labs overseas (such as
Australia, USA or UK), for expert analysis which is not available in New Zealand. In this situation the
DNA samples will still be under the custodianship of the investigators and any DNA not used would be
returned to New Zealand. Coded genetic data generated from the analyses may also be shared with
other research teams performing similar work, to increase the chance of important discoveries about
the genetic condition.
Any subsequent use of the samples obtained for this study will be subject to approval from a Health
& Disability Ethics Committee.

What are the possible benefits and risks of this study?
A gene change could be identified in you/your child during the research which would provide an
explanation for the genetic condition. As members of your extended family share some DNA, this
may mean that genetic testing becomes possible for your wider family.
However, there may be no direct benefit from this research to you or your family. There would not
be any financial benefit to you if this research led to the development of a new treatment or medical
test.
There is a risk of some minor discomfort and bruising from when the blood or skin sample is taken.
Your doctor will make sure that any distress caused to children is kept to a minimum, for instance by
using local anaesthetic cream to numb the area, before the sample is taken. For those with needlephobia, samples of saliva can be taken instead to obtain DNA.
Another risk relates to the chance of making an unexpected genetic discovery regarding your (or your
child’s) health status.
Many potential genes may be examined to find the alteration responsible for each participant’s
condition. It is therefore possible we could discover something not related to the research question,
but which is still relevant to your health, or your family’s health, (since members of your extended
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family share some DNA), and can be acted upon by you in a practical way to reduce the potential for
harm.
In the experience of researchers worldwide the chances of an incidental finding like this being
discovered are less than 1%. If this situation (called “discovery of an incidental finding”) arises we will
discuss the situation with your referring physician about the need for confirmatory testing. That
physician will then feed back this information to you and together you will decide on a course of
action, where we would encourage you to tell your primary healthcare provider.
Unexpected findings may vary considerably in their implications for you and your family.
If the analysis reveals a risk for a condition that is not of clear and serious health importance then you
will NOT be informed of such findings.
If we do inadvertently discover something of major health significance that is reported back to you, it
is important to note that this information could be considered “prior knowledge” of a medical
condition. This knowledge may then potentially impact on subsequent ability to obtain life or medical
insurance.

What if something goes wrong?
If you were injured in this study, which is unlikely, you would be eligible to apply for compensation
from ACC just as you would be if you were injured in an accident at work or at home. This does not
mean that your claim will automatically be accepted. You will have to lodge a claim with ACC, which
may take some time to assess. If your claim is accepted, you will receive funding to assist in your
recovery.
If you have private health or life insurance, you may wish to check with your insurer that taking part
in this study won’t affect your cover.

What are my rights?
This is a voluntary study, whether or not you take part is your choice. If you don’t want to take
part, you don’t have to give a reason and it won’t affect the care you receive. If you do want to
take part now, but change your mind later, you can pull out of the study at any time. DNA samples
or tissues collected from you will be destroyed (with karakia if requested) or returned to you.
You have the right to access the medical information collected about you for this study.
You may hold beliefs about a sacred and shared value of all or any tissue samples taken for this study.
The cultural issues associated with sending your samples overseas and/or storing your tissue should
be discussed with your family/whānau as appropriate. There are a range of views held by Māori
around these issues; some iwi disagree with storage of samples citing whakapapa and advise their
people to consult prior to participation in research where this occurs. However it is acknowledged
that individuals have the right to choose.

How will my information be kept confidential?
Personal and clinical information will be kept confidential and stored securely (in a locked cabinet in a
locked laboratory, or digitally, in a password-protected database) at the Department of Pathology,
University of Otago.
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No other person, other than the research team members directly involved in this study, will have
access to these resources. DNA samples and cell lines will be stored and analysed in the Department
of Pathology.
The researchers will not claim any right, ownership or property in your individual genetic information
or that of your kinship group, hapū or iwi, without your having first sought and obtained informed
consent to the transfer of any such right, ownership or property. In consenting to participate in DNA
sampling for the proposed study it will not be construed as creating any right or claim on the part of
the researcher to your genetic information.

Statement of Approval
This study has received ethical approval from the Health and Disability Ethics Committee (NZ).

Who do I contact for more information or if I have concerns?
If you have any questions, concerns or complaints about the study at any stage, you can contact:
Dr Louise Bicknell, Principal Investigator
Department of Pathology, University of Otago
PO Box 56, Dunedin 9054, New Zealand
Email: louise.bicknell@otago.ac.nz
Phone: +64 3 479 7172
If you want to talk to someone who isn’t involved with the study, you can contact an independent
health and disability advocate on:
Phone: 0800 555 050 Fax: 0800 2 SUPPORT (0800 2787 7678) Email: advocacy@hdc.org.nz
You can also contact the health and disability ethics committee (HDEC) that approved this study on:
Phone: 0800 4 ETHICS
Email: hdecs@moh.govt.nz
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CONSENT FORM – NEW ZEALAND ADULT
Participant Name: _________________________Date of Birth: __ /__ /___
Referring Physician: ______________________________________________
Physician’s Email Address: _________________________________________
Please tick to indicate:





I have read and I understand the Participant Information Sheet.
I understand I will be given a copy of the Participant Information Sheet to keep.
I have had the opportunity to discuss this study and to ask questions about it, and am satisfied
with the answers I have been given.



I understand that taking part in this study is voluntary and I may withdraw at any time and for any
reason.



I understand that my participation in this study is confidential and that no material which could
identify me personally will be used in any study reports unless consent is obtained separately.



I consent to my medical information being collected by my referring physician and then processed
and stored by research staff at the Department of Pathology, University of Otago.



I understand that if I consent to such analysis, no rights will be created for the researcher to my
genetic information.



I consent to potentially extensive genetic tests being performed on my DNA to understand more
about my (or my family’s) genetic condition.

Please answer YES or NO to the following questions:
-I consent to providing a blood/skin biopsy sample for this study. ………………...………..…….

YES / NO

-I am aware that the study will store and examine my DNA (genetic make-up) for this
research project and I consent to such analysis being performed. ……………………………..…

YES / NO

-I consent to my DNA sample being sent overseas for analysis. ……………………………………...

YES / NO

-I am aware that this genetic analysis may produce unexpected results of potential health
significance that are unrelated to the research into congenital malformations……………… YES / NO
-If yes, I consent to the samples being stored until the conclusion of Dr Bicknell’s
research programme but only used for uses which I consent to. .………………………………….

YES / NO

-I consent to being contacted in the future to ask about taking part in related studies…….. YES / NO
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-I consent to the DNA sample(s) and medical data being retained for later use as part of
research with other international research collaborators (subject to approval by a NZ
Ethics Committee). …………………………...………………………………………………….………………………… YES / NO
-I understand that if I consent to this genetic analysis, no rights will be created for the
researcher to my genetic information. ………………………………...………………....……………………..

YES / NO

-I elect to have all of my collected samples disposed of with an appropriate karakia. ……….. YES / NO

Declaration by Participant:
I hereby consent to take part in this study.
Participant’s full name:
Signature:

Date:

Declaration by Physician:
I have given a verbal explanation of the research project to the participant and have answered the
participant’s questions about it.
I believe that the participant understands the study and has given informed consent to participate.
Signature:
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CONSENT FORM – NEW ZEALAND CHILD
Participant Name: _________________________Date of Birth: __ /__ /___
Referring Physician: ______________________________________________
Physician’s Email Address: _________________________________________
Please tick to indicate:





I have read and I understand the Participant Information Sheet.
I understand I will be given a copy of the Participant Information Sheet to keep.
I have had the opportunity to discuss this study and to ask questions about it, and am satisfied
with the answers I have been given.



I understand that taking part in this study is voluntary and I may withdraw my child at any time
and for any reason.



I understand that my child’s participation in this study is confidential and that no material which
could identify my child personally will be used in any study reports unless consent is obtained
separately.



I consent to my child’s medical information being collected by my referring physician and then
processed and stored by research staff at the Department of Pathology, University of Otago.



I understand that if I consent to such analysis, no rights will be created for the researcher to my
child’s genetic information.



I consent to potentially extensive genetic tests being performed on my child’s DNA to understand
more about my child’s genetic condition.

Please answer YES or NO to the following questions:
-I consent to my child providing a blood/skin biopsy sample for this study. …………….…………. YES / NO
-I am aware that the study will store and examine my child’s DNA (genetic make-up) for
this research project and I consent to such analysis being performed. …………..………………..

YES / NO

-I consent to my child’s DNA sample being sent overseas for analysis………………….……..……... YES / NO
-I am aware that this genetic analysis may produce unexpected results of potential health
significance that are unrelated to the research into congenital malformations………………… YES / NO
-If yes, I consent to the samples being stored until the conclusion of Dr Bicknell’s
research programme but only used for uses which I consent to. .………….………………………...
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-I consent to being contacted in the future to ask about taking part in related studies……….. YES / NO
-I consent to my child’s DNA sample(s) and medical data being retained for later use as
part of research with other international research collaborators (subject to approval by a
NZ Ethics Committee). ……………………………………………………………………………………………………… YES / NO
-I understand that if I consent to this genetic analysis, no rights will be created for the
researcher to my genetic information. …………………………………………….……....……………………..

YES / NO

-I elect to have all of my child’s collected samples disposed of with an appropriate karakia… YES / NO

Declaration by Participant:
I hereby consent to take part in this study.
Mother’s Name:

Signature:

Date:

Father’s Name:

Signature:

Date:

Legal Guardian’s Name:

Signature:

Date:

Declaration by Physician:
I have given a verbal explanation of the research project to the participant’s parents/legal guardians
and have answered any questions about it.
I believe that the participant’s parents/legal guardians understands the study and has given informed
consent to participate.
Signature:
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