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University of Western Australia, Centre for Medical Research,  
Harry Perkins Institute of Medical Research 

Participant Information Sheet/Consent Form 

Master 

You are invited to take part in a research study.  Before you decide to participate or not it is important for 
you to understand why the research is being done and what it will involve. Please take time to read the 
information carefully and discuss it with your partner and others if you wish. Please ask if there is anything 
that is not clear and take time to decide whether or not you wish to participate. 

What is the purpose of the study? 

This research study will look at how a new screening program for otherwise healthy couples interested in 
starting a family could be introduced into the public health system. The program involves a test called 
preconception carrier screening (PCS). As this is a new screening program the research study will identify 
the best way of offering the test to couples and find out what couples and health professionals think of 
the new test and how it is offered, and to confirm its accuracy. 

What is PCS? 

Most often babies are born healthy, however, with any pregnancy there is a small chance of having a baby 
with a genetic condition. PCS is a blood, saliva or cheek swab test that allows us to identify changes in 
your and your partner’s DNA. Whilst these changes cause no health problems to yourself or your partner, 
sometimes they may cause a severe genetic disease in your future child or children.  

Specifically, the PCS test screens your and your partner’s DNA for changes in about 500 genes that are 
known to cause more than 400 severe recessive diseases. Diseases such as spinal muscular atrophy, cystic 
fibrosis, fragile X, Duchenne muscular dystrophy and glycogen storage disorders. A recessive disease is 
caused by having two genetic changes in the same gene, one from each parent, or in the case of X-linked 
recessive diseases only from the mother. A healthy individual who carries a single recessive mutation is 
called a carrier. 

PCS provides you as a couple with knowledge that assists you in deciding and planning for which 
reproductive options you would prefer to use when starting a family. 

Why am I being invited to take part in the study? 

We are inviting all couples over 18 years of age who are looking to start their family to take part in the 
study.  
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What will happen to me if I take part? 

You will be invited to take part in the study in one of two ways: 

1. My partner and I are not already known to be carriers of a genetic condition: 

Your GP will discuss PCS with you and your partner and offer you both the test. The test will be provided 
to you free of charge. If you decide to take part in the research study you will be given this information 
sheet and a copy of your signed consent form to keep, and you will have the PCS test. There are two 
possible results of PCS: 

• High-risk: this means that the PCS test has identified you and your partner have a 25% 
chance of having a child with a severe genetic condition. You will be referred to Genetic Services 
of Western Australia to discuss the result in specific detail and be advised of what options are 
available to you in starting a family. 
 
• Low-risk: this means that the PCS test has identified you and your partner to be at reduced 
chance of having a child with a severe genetic condition. The options available to you in starting 
a family would be the same as any couple not known to be at high risk. 

If you would prefer not to have PCS this is your decision and it will not in any way affect the care you 
receive.  

2. My partner and/or I are already known to be carriers of a genetic condition: 

A genetic counsellor will discuss PCS with you and your partner and offer you both the test. The test will 
be provided to you free of charge. If you decide to take part in the research study you will be given this 
information sheet and a copy of your signed consent form to keep, and you will have the PCS test. As PCS 
is relatively new it is difficult to know the accuracy of the test. By including known carriers of genetic 
conditions, we hope to assess how well PCS detects these known genetic changes to calculate the test’s 
accuracy. There are three possible results of PCS: 

• High-risk (confirming your known carrier status): this means that, as expected, the PCS 
test has identified you and your partner have a 25% chance of having a child with a severe genetic 
condition. You will be contacted by a genetic counsellor to discuss the result in specific detail and 
be advised of what options are available to you in starting a family. 

• High-risk (identifying you as carriers of a different genetic condition): this means that the 
PCS test has identified you and your partner have a 25% chance of having a child with a severe 
genetic condition that you were previously unaware of. You will be contacted by a genetic 
counsellor to discuss the result in specific detail and be advised of what options are available to 
you in starting a family. 

• Low-risk: this means that the PCS test has identified you as a couple to be at reduced 
chance of having a child with a severe genetic condition within the limitations of this test. The 
options available to you in starting a family remain unchanged. 

If you would prefer not to have PCS this is your decision and it will not in any way affect the care you 
receive.  
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How is PCS performed? 

If you decide to take part in this study and have PCS you will be given a pathology request form to take to 
your local pathology centre. They will take a tube of blood (4ml) that will be sent to the PathWest 
Diagnostic Genomics Laboratory. Alternatively, you will be provided with a saliva collection kit or a cheek 
swab kit, which can be completed at the GP practice and handed to reception or completed at home and 
returned to the laboratory in a reply paid envelope.  

Your sample will be tested for changes in about 500 genes which are known to cause more than 400 
severe genetic conditions.  

We would like to store DNA from your blood, saliva and/or cheek swab samples for use in future research 
studies that are an extension of this research project, or closely related to the original research project. 
This is called “banking” – storing health information and/or DNA or tissue for future research studies. The 
purpose of storing your DNA sample in a bank is to answer questions in the future, so we expect to keep 
your samples for a long time. Any future studies will, themselves, require ethics approval. 

DNA testing is a complex and changing area. The Chief Investigator will endeavour to protect your 
interests at all times. Your instructions in relation to your DNA sample will be carried out to the best of 
the Chief Investigator’s ability, on the basis of your signed consent form and the options you have selected 
therein. 

When will I receive my PCS results? 

You and your partner will receive your result within 8 weeks of the laboratory receiving your blood, saliva 
and/or cheek swab samples. If you and your partner are found to be high-risk, a genetic counsellor will 
phone you with the result and arrange an appointment for you to discuss this further. If you and your 
partner are found to be low-risk you will receive your result by letter. 

If you decide to participate in the study but choose not to receive any results due to personal reasons, 
please select this option on the testing consent form. No results will be communicated back to you after 
testing is completed.  

What else might I be asked to do as part of the study? 

As part of the study we would like to gather the views and experiences of individuals being offered PCS as 
well as your thoughts on the information provided. This data is likely to be gathered in the form of 
questionnaires, interviews and/or focus groups to help us evaluate how this testing should be offered in 
the future. 

We may like to contact you in the future about the possibility of you participating in other ethically 
approved research projects. This is optional and you can indicate your willingness to be involved in such 
research on the consent form. 

Do I have to take part? 

It is up to you to decide whether or not to take part in the research study. If you agree to take part, your 
GP or genetic counsellor will give you a consent form to sign. If you decide to take part, you are free to 
withdraw at any time without giving a reason. This would not affect the medical care you receive now or 
in the future. 
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Will my taking part in this study be kept confidential? 

Your participation in this study and any information you provide will be treated in a confidential manner. 
Information from this project will be published, but your name or the name of your partner and any 
identifying details will not be used in any publication arising out of the research without your or your 
partner’s consent. The data will be kept in a de-identified format, in a password protected computer or a 
secure server for a minimum of seven years. Only researchers within the research group will have access 
to your data. 

What are the possible benefits of taking part? 

If you do agree to take part in the study you may benefit from having PCS as the test might provide you 
with information useful to you when planning to start a family. As a result, you may have access to 
counselling and reproductive options that would otherwise not be available to you.  

Alternatively, you may be reassured that there is reduced risk for your future children to be affected by 
any of the recessive diseases included in the PCS test.  

We hope that the results of the study will enable us to improve preconception advice and opportunities 
given to Australian couples who are seeking to start a family. There will be no financial benefit from 
participating in the study.  

What are the possible disadvantages and risks of taking part? 

Blood Test 

It is possible you may feel some discomfort during the blood test and there may be some bruising, swelling 
or bleeding where the needle enters the skin. Some people can feel a little light-headed when blood is 
taken. Numbing creams (e.g., EMLA) for blood tests is not offered by PathWest, but you may choose to 
use such creams if you wish. 

Genetic Test 

Whilst PCS involves a simple blood, saliva or cheek swab sample, it is a genetic test which may raise some 
important issues you have not needed to consider before. Please take the time to think about the issues 
raised below and carefully consider before agreeing to take part in the study. 

The PCS test screens for DNA changes in nearly 500 genes that are known to cause more than 400 
recessive diseases. It does not screen for all possible recessive diseases and sometimes disease-causing 
changes may go undetected in the genes that are screened. As such the test does not guarantee that your 
future child will not be affected by any recessive disease at all, but you may be provided with a low 
likelihood or low-risk result. This test also does not test for chromosomal changes like Down syndrome or 
Turner’s syndrome and so cannot guarantee that any future child will be free from these or similar genetic 
conditions. 

It is standard practice for any research results of significance to be repeated and the result confirmed. If 
you and your partner receive a high-risk result you will be asked to have a second sample taken and 
retested by an accredited testing laboratory. This service would be provided to you free of charge. 

Learning about the results from genetic testing may affect you and your family emotionally. If you and 
your partner are identified to be at high-risk of having an affected child, expert advice and counselling will 
be provided by the team at Genetic Services WA to support you in your decision making regarding starting 
a family. This service will be free of charge. 
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Lastly, please also be aware that any results from this research study are relevant to your own blood-
relatives regardless of your choice to learn of your own result. Before agreeing to take part in the study 
you may want to discuss with your partner how you would feel about sharing genetic information with 
relatives if such a situation was to occur. 

Insurance 

At the moment, this test does not affect your health insurance but may affect your life insurance. A ban 
on using predictive genetic testing results for considerations in relation to life insurance coverage has 
been implemented by the federal government until the Australian Financial Services Council has updated 
its code to prohibit the practice. 

What will happen if I don’t want to continue in the study? 

You may choose to withdraw at any time for any reason and this will in no way affect your medical care, 
now or in the future. If you withdraw, any of your data or samples that we have collected will be kept, 
unless you want it destroyed. If any of your samples or data have been anonymized it may not be possible 
for them to be destroyed. Please notify the Chief Investigator, in writing, of your wishes in relation to the 
samples and data already collected. Withdrawn samples will be discarded in a timely manner. You may 
wish to make provision for the sample/s to be discarded upon your death. 

What will happen to the results of the research study? 

Information from this project will be published, but your name and any identifying details will not be used 
in any publication arising out of the research without your consent. 

Who is organising and funding the research? 

This research is organised by the Neurogenetic Diseases Group in the University of Western Australia, 
Centre for Medical Research within the Harry Perkins Institute for Medical Research in collaboration with 
the Busselton Population Medical Research Institute and Genetic Services of Western Australia. The study 
is funded by the National Health and Medical Research Council, the University of Western Australia, the 
Harry Perkins Institute for Medical Research, and the Perpetual Trustees. 

Who has reviewed the research project? 

All research in Australia involving humans is reviewed by an independent group of people called a Human 
Research Ethics Committee (HREC). The ethical aspects of this research project have been reviewed by 
the Women and Newborn Health Service HREC at King Edward Memorial Hospital and the University of 
Western HREC. This project will be carried out according to the National Statement on Ethical Conduct in 
Human Research (2007). This statement has been developed to protect the interests of people who agree 
to participate in human research studies. 
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Contacts 

Where can I get further information or discuss any problems? 

If you have additional questions, or wish to discuss any aspect of this study please feel free to contact 
your GP or genetic counsellor. If you would like to speak to someone outside your health care team to 
discuss any questions or worries about the study, or if you have any complaints you can contact the 
following people: 

Who to contact if you have any concerns/complaints about the study or its organisation? 

If you have any concerns and /or complaints about the way the project is being conducted or your rights 
or child’s rights as a research participant and would like to speak to someone independent of the 
project, please contact:  

Director of Medical Services at KEMH on (08) 9340 2222.   

Your concerns will be drawn to the attention of the Ethics Committee who is monitoring the study. 

 

 

 

 

 

 

 

 

-------------------------------------------------------------- 

This information sheet is for you to keep

Clinical contact person 
Name A/Prof Nicholas Pachter 
Position Lead Clinical Geneticist 
Telephone (08) 6458 1524 
Email nicholas.Pachter@health.wa.gov.au 
  
Study contact person 
Name Ms. Samantha Edwards 
Position Study genetic counsellor 
Telephone (08) 6151 0883 
Email carrierscreeningWA@uwa.edu.au 

mailto:carrierscreeningWA@uwa.edu.au
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Participant Research Consent Form 

Project title: Pilot study of implementing an end-to-end preconception carrier screening program in 
Western Australia 

1. I have read and understood the information provided and any questions I have asked have been 
answered to my satisfaction.  

2. I have had sufficient time to consider whether or not I want to take part in the study. 
3. I agree to take part in this study, knowing that it is my choice to participate and I am free to 

withdraw at any time without giving a reason and without my medical care being affected. 
4. I understand that all identifiable information that I provide is treated as confidential and will not 

be released by the investigator in any form that may identify me unless I have consented to this. 
The only exception to this principle of confidentiality is if this information is required by law to be 
released. 

5. I have been advised as to what data is being collected, the purpose for collecting the data, and 
what will be done with the data upon completion of the research. I agree that research data 
gathered for the study may be published provided my name or other identifying information is 
not used. 

 

 

 

____________________________ _________________________       ________________ 
Participant’s name Signature          Date 

 

 

____________________________ _________________________        ________________ 
Name of person taking consent Signature           Date 

Optional consent: 

I do I do not consent to being re-contacted by the study team about related future 
research projects that I may be eligible for. 

I do I do not wish to be contacted to discuss my/our results. 
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CONSENT FOR GENETIC TESTING 
AND SHARING OF INFORMATION 

Extraction and storage of DNA  

I consent to the extraction and storage of DNA from my sample, and indefinite storage of surplus DNA in the testing 
laboratory, for the purpose of: 

Genetic testing now           
Surplus DNA may be used to help with testing of other family members, or anonymously for quality control purposes 

Genetic testing  

I consent to: 
Preconception carrier screening          

Results 
Results will be received as a couple, not individually          Discussed  
May be high-risk / low-risk        Discussed   
May show carrier status (recessive conditions)      Discussed    
PCS does not screen for all recessive conditions     Discussed  
PCS does not screen for all genetic conditions      Discussed   
 
Plan for result delivery:     Phone + Appointment if high-risk      Letter if low-risk   

       OR I do not want to receive the result   
 

Sharing of data/DNA 

I consent to sharing information with my doctors, my relatives and their doctors as appropriate.   

Research:  
a) I consent to sharing de-identified data/DNA for the purpose of ethically approved research.    
        OR  
b) I do not consent to sharing de-identified data/DNA for the purpose of ethically approved research.  
             
Commercial:  
a) I consent to sharing de-identified data/DNA for the use of a commercial enterprise.     
        OR  
b) I do not consent to sharing de-identified data/DNA for the use of a commercial enterprise   

Name       Signed              Date    
(Patient) 

Name       Signed              Date    
(Clinician) 

PATIENT INFORMATION (Please attach patient label if available) 

URN (if known) :   

Surname:     Given name:   

Gender:  DOB:  

Address:    

Suburb:   Postcode:   


	Who has reviewed the research project?

