
17/11/2024

1

Prenatal Testing
Reproductive carrier screening

Dr Michael Gattas

Sat 16th Nov 2024

Disclosures

• I work two days a week at Genetic Health Queensland

• RBWH at Herston

• Senior Medical Officer  since 1996

• I work three days a week  in private practice since 2004

• Brisbane Genetics at Greenslopes Private Hospital

• Wellspring Genetics
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Overview

• Current tests available

• A case history

• Family history of SMA

• Expanded carrier test

• Tricky Issues

• SMA

• Fragile X
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Current tests

• SMA (CNV), CF (SNV) and Fragile X (triplet repeat)

• Medicare funded for women and their reproductive 
partner

• Expanded carrier tests

• Beacon (SNP/Sonic)

• Horizon (QML/Healius)

• Genomics for Life - NIPT paternity testing

• Prepair (VCGS pathology) – couples, saliva

• Blueprint Genetics (Aust Clinical Laboratories)
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Mackenzie Casella
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1,283 genes, $1,500 per couple 
or 59 cents per gene
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Case history – 34 yr old male

• Please see Don for genetic counselling. His 
nephew was recently diagnosed with SMA at 
18 months of age. After d/w his sister he is 
now seeking a genetic test. I hope you can 
discuss with him further.

• He has no current partner but is interested in 
raising a family in the foreseeable future.
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SMA and neonatal screening
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MBS item number
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Expanded carrier test
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Tricky issues (the fine print)
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Fragile X pre-mutations
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Thank You and Any 
Questions?
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• Dr Michael Gattas

• Sat 16th Nov 2024
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