Specialised Testing for Genetic Disorders - Part 2

4 Laboratory services and standards

4.1 Laboratory Testing Services

The repertoire of tests for genetic disorders is listed below in the Laboratory Services Table. The information
is valid at the time of publication of these guidelines. Please check with laboratories or clinical and counselling
services for up-to-date information.

Access should be in accordance with agreed principles of need, so that testing is available to those for whom it
is relevant. Indications for testing would include, for example, positive family history, high risk or clinical
indication.

In some instances guidelines for access to testing have been developed by organisations such as the NSW
Genetics Service Advisory Committee, the Human Genetics Society of Australasia and the Australian Cancer
Network. These are available from clinical units and testing laboratories.

The guidelines should be observed during the genetic counselling process so that testing is offered to
individuals for whom it is likely to be relevant. Where clinical judgement suggests that testing outside the
guidelines may be appropriate, this should be discussed with the relevant laboratory and funding authority. As
genetic technologies improve, referral guidelines may change.

4.2 Laboratory standards

Tests which are rarely requested or difficult to perform and tests which require reasonable sample numbers to
maintain specialist knowledge and appropriate interpretive skills are generally undertaken in one laboratory.

Testing should be carried out in laboratories either with or working towards NATA/RCPA accreditation.
Laboratories should meet standards set by the National Pathology Accreditation Advisory Council (NPAAC)
and ISO/IEC Guide 25 with regard to appropriate staff training, staff levels, facilities, health and safety, specimens,
equipment and instrumentation, methods, quality management, reporting and records.

In addition to NATA/RCPA requirements, laboratories should meet specific criteria for specialised testing for
genetic disorders endorsed by relevant organisations such as the Human Genetics Society of Australasia and
the NSW Genetics Service Advisory Committee. These criteria include: ability to provide, either individually or
in collaboration, the complete suite of tests to the level accepted as the standard of care for the specific
disorder they are testing; quality assurance standards for minimum throughput; test results; turn around time
and outcome reporting; technical expertise; validated methods and procedures; quality assurance and
appropriate provision of results.

Testing should only be undertaken on specimens received in appropriate condition and accompanied by the
completed request form and family pedigree, where appropriate.
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Result reports should contain:

»  collection date and identifying information

. indication for testing

. method used (including unpublished modifications)

. molecular data

. interpretation of the raw data in clear and concise text which is appropriate for a health professional who
is not a geneticist

* anindication of potential implications for other family members

e details of further tests or information that may be required

»  astatement regarding the possibility of inaccuracy, for example due to non-paternity.

Results should be made available to patients via the referring practitioner. There should be close liaison
between laboratory staff and clinicians concerning the interpretation of results. See Genetic counselling and risk
assessment associated with specialised genetic Testing, Section 1.
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