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Overview

« Current tests available
« A case history

« Family history of SMA
« Expanded carrier test
« Tricky Issues

+ SMA

« Fragile X

Disclosures

« | work two days a week at Genetic Health Queensland
+ RBWH at Herston
+ Senior Medical Officer since 1996

« | work three days a week in private practice since 2004
« Brisbane Genetics at Greenslopes Private Hospital
« Wellspring Genetics

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

A dedication
to Mackenzie

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. | hope you can
discuss with him further.

He has no current partner but is interested in
raising a family in the foreseeable future.

1,283 genes, $1,500 per couple
or 59 cents per gene
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SMA and neonatal screening

In June 2022, the Queensland Government announced that from the
end of May 2023, the NBS program in Queensland will include testing
for two additional conditions, spinal muscular atrophy (SMA) and severe
combined immur ic (SCID). In 2021, participation in NBS in
Queensland was approximately $9%.
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Expanded carrier test
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MBS item number
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Tricky issues (the fine print)
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Fragile X pre-mutations

Genetics
inMedicine | ORIGINAL RESEARCH ARTICLE © AmernColtgof il Gantcs 10 Geramis
Fragile X (MRl triplet repesat expansion) Result: Opm
Hurber of Tripuciestide cepests (260 2w Fragile X full mutation expansions are inhibited by one or
Fragile X Interpretat more Al terruptions in premutation cari
med BCR (TF-FCR) analysis showed tws unexpanded FMRL CGG
repuat alleles within the nemmal range.
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sarah L. Nolin, PhD', Anne Glicksman, MS', Nicole Ersalesi, BS', Carl Dobkin, PhD', W. Ted Brown, MD,
PhD', Ru Cao, PhD*, Eliot Blatt’, Sachin Sah, MS?, Gary J. Latham, PhD? and Andrew G. Hadd, PhD*

This patient is not a carrier for fragile X syndrome caused by a triplet
repeat expanzion.

Reference ranges
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Table 1 Full mutation expansions by maternal repeat size

No. full mutation/

Maternal repeat size total %
45-49 0/98 0
50-54 0/102 0
55-59 17197 0.5
60-64 2/115 1.7
65-69 6/85 7
70-74 18/84 21
75-79 47/99 47
80-84 60/96 62
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MG FRAXA AGG Interrupts Final Report

Acocasion £ MG-2405300

Collection date; 2562024 03.00

Pecelved dste: 0872024 0830

‘Specimen type: DNA (From peripherol blood)
270040487
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Thank You and Any
Questions?

« Dr Michael Gattas
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Sat 16 Nov 2024 Brisbane Genetics
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