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Important Information about NextGen Kids Test 

Purpose 

The test looks for 40 serious conditions in children. It is a screening test that can identify 
conditions at an early stage before a child looks sick. This allows early treatment that may 
maximise health and minimise complications. 

The majority of the conditions screened may cause problems in early childhood. Some of the 
conditions screened may cause problems in the teenage years (e.g. Congenital Long QT 
Syndrome) and a few (e.g. Familial Hypercholesterolaemia) may cause problems in early 
adulthood. For the majority of the conditions, treatment may be started as child to either cure 
or prevent complications. 

Some treatments involve dietary changes, others require medications, and a few involve surgical 
procedures or a bone marrow transplant. Most of the treatments are available through the 
public health system in Australia but, a few may not be subsidised by State and Commonwealth 
government programs and may involve significant ‘out-of-pocket’ expense. 

The test looks at 43 specific genes to identify DNA changes that can cause 40 specific genetic 
conditions. The test does not examine every gene a child has. 

Most newborns in Australia currently undertake Newborn Screening via a heel prick blood test to 
identify about 25 genetic conditions. The NextGen test looks for different conditions to this test, 
can be undertaken in addition to, and does not replace the current Newborn Screening. 
Children who have both the heel prick blood test and the NextGen Test will have had the most 
comprehensive preventive health screen currently available in Australia. 

Conditions Screened 

A full list of the conditions screened is available at www.genepathlabs.com.au. Some of the 
conditions include: 

Biotinidase Deficiency. This is a very rare but devastating condition. Biotinidase deficiency 
causes developmental delay in children. Early diagnosis and treatment with Biotin, a vitamin, 
can prevent developmental delay. 

Familial Hypercholesterolaemia (FH). This condition affects about 1 in 400 people. FH results in 
cholesterol accumulating in different parts of the body. Cholesterol accumulation in the arteries 
of the heart during childhood results in narrowing of the arteries over time and can increase the 
risk for heart attacks in young adults. Early diagnosis and treatment to lower cholesterol levels 
can prevent heart disease. 

Process 

The test costs $980. After you place an order for the test, a healthcare professional from our lab 
will contact you and your doctor to discuss the test and answer any questions you may have. If 
you change your mind and do not wish to proceed with the test after speaking to one of our 
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healthcare professionals, you will be entitled to a full refund. Please see our Terms, Conditions 
and Refund Policy at www.genepathlabs.com.au for more details. 

If you proceed with the test, a Home Test kit will be sent to you. This kit includes a mouth swab 
to collect cells by brushing the inside of your child’s cheek and is painless. The kit is returned to 
our laboratory via mail. The DNA from the cells is analyzed in Australia in a National Association 
of Testing Authorities accredited laboratory using a technique called Next-Generation DNA 
Sequencing. 

You will receive the results of the test from one of our health professionals. The report will be 
also be forwarded to the doctor you nominate. We will endeavour to ensure that test results are 
transmitted securely to your doctor using the details you provide to us, but we cannot be 
responsible for any data once we have forwarded it to your doctor. 

Any left over DNA is stored in a secure, locked area in our Sydney laboratory for 6 months with 
appropriate safeguards to prevent unauthorised use, loss, or other misuse according to standards 
set by the National Pathology Accreditation Advisory Council (NPAAC). The DNA will be destroyed 
after 6 months and you may request that the DNA be returned to you at any time before this. 
Some de-identified samples may be used in quality improvement activities to ensure the quality 
of the test in accordance with NPACC guidelines. 

Results 

The results of the test are explained in a report. The report may describe DNA variations that 
have health implications. If the report identifies a DNA variation which may have health 
implications, the report may recommend further testing and referral to a specialist. The test 
does not report carrier status for any condition. 

DNA variations that have health implications for a child, may also have implications for 
biologically-related family members. We recommend you keep the report confidential and only 
disclose the results of the report to others after you have discussed the results and their 
disclosure with your doctor. In any event we cannot be held responsible for actions other people 
may take if you discuss the results of the report with others. 

There is a small possibility that the test will identify something not directly related to one of the 
specific conditions screened. These are called incidental findings. If the report identifies an 
incidental finding that has health implications, it will suggest your doctor refer you to a genetic 
counsellor or specialist for further information. 

Limitations 

The NextGen Test has been technically validated according to NPAAC guidelines and will identify 
over 99.6% of DNA variations in the genes sequenced. 

A negative result indicates that no disease-causing genetic variant was identified in the specific 
genes looked at. The test is unable to detect variants in other genes, is unable to detect some 
types of DNA variants, and does not report on variations unless there is strong scientific evidence 
that they will cause disease. A negative result reduces the risk of having one of the conditions 
screened, but does not totally guarantee a child will not have one of the screened conditions, or 
will be free from other genetic conditions. 
  
The NextGen Test will interpret all DNA variations according to our current understanding of the 
science at the time of reporting. DNA variation interpretation may improve over time as new 
evidence is available. Re-analysis and reporting of the DNA can be done by request for an 
additional fee. 

Insurance Implications  

Private health insurance is not affected by the results of genetic tests. From July 1 2019, life 
insurance will not be affected by genetic tests. 
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Privacy, Data Protection and Confidentiality 

Our laboratory acts in accordance with obligations under the Commonwealth Privacy Act 1988 
and the NSW Health Records and Information Privacy Act 2002. The doctor you nominate and 
health professionals involved in the care of the person having the test are made aware of the 
results of the test. More information on privacy, data protection and confidentiality is available 
in our Privacy Policy available at www.genepathlabs.com.au. 

Genetic Testing and the Law 

The science, law, and ethics in the area of genetic pathology is constantly evolving and our 
obligations under Commonwealth, State or other laws and professional guidelines may change in 
the future. We will act in accordance with any such obligations, acknowledging that these may 
be materially different from our current procedures as outlined in this document. 
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