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SUPPLEMENTARY METHODS 

Nucleic acid isolation  

Parental DNA was isolated from whole blood (n=268), Saliva (n=116) or an unspecified sample 

source (n=16). The majority of fetal DNA samples were isolated from an unspecified tissue (n=58), 

followed by lung (n=44), whole blood (n=27), skin (fibroblasts) (n=20) and amniotic fluid (16), with 

smaller numbers isolated from liver (9), muscle (7), chorionic villus (6), umbilical cord (6) and 

single samples from cartilage, cerebellum, cord blood, gonad, kidney, ovary and placenta 

(Supplementary Table 7). In families with de novo mutations (PED043, PED084, PED095, 

PED118 and PED128) DNA was also isolated from paternal sperm for use in droplet digital PCR 

(ddPCR) assays. DNA was extracted using the QIAamp DNA Mini Kit (Qiagen, Cat No.: 51306) 

following the manufacturer’s protocol. For selected pedigrees, RNA was isolated from fetal lung, 

fetal kidney, cultured fibroblasts, or from parental whole blood for RNA-seq or RT-PCR analysis. 

RNA was extracted using the RNeasy Plus Mini Kit (Qiagen, Cat No.: 74134) following the 

manufacturer’s protocol.  

Genomic sequencing 

Genome sequencing was performed at the Kinghorn Centre for Clinical Genomics Sequencing 

Laboratory (5 families), at Illumina (2 families) or at the Australian Genome research facility (1 

family). DNA was prepared using Illumina HiSeq X Ten chemistry and libraries sequenced on an 

Illumina HiSeq X Ten as 150bp paired-end reads. Exome sequencing was performed for 98 

families at the Centre for Cancer Biology Australian Cancer Research Foundation (ACRF) 

Genomics Facility (Adelaide, SA, Australia). Exonic sequences were enriched using the Roche 

SeqCap EZ Exome Library (11 families), IDT xGen Exome (87 families), and libraries were 

sequenced as 100bp paired-end reads on an Illumina HiSeq 2500 or as 150bp paired-end reads 

on an Illumina NextSeq 500. For 90 families, ES was performed at the Broad Institute’s Genomics 

Platform (Cambridge, MA, USA).  Confirm the Broad’s in-house protocol, exome libraries were 

created with a custom Illumina exome capture (38 Mb target) (38 families) or a custom TWIST 

exome capture (37 Mb target) (52 families), and sequenced as 150bp paired-end reads on an 

Illumina HiSeq 2500 or Illumina NovaSeq 6000, respectively. 

Sequence mapping, variant calling and annotation 

GS data was processed at the Centre for Cancer Biology ACRF Genomics Facility. ES data was 

processed at both the Centre for Cancer Biology ACRF Genomics Facility and at the Broad 

Institute’s Data Sciences Platform. Both centres used a pipeline based on the GATK best 



practices (V3), with mapping to the GRCh37 human reference genome (b37+decoy) performed 

using BWA mem (Version 0.7.12). Sambamba (ver 0.6.5) was used for marking PCR duplicates. 

Single nucleotide variants (SNVs) and small insertions/deletions (indels) were jointly called using 

the GATK HaplotypeCaller (Version 3.8). Structural variants for GS were called using Manta 

(Version?), and for ES were called using GATK gCNV (Broad) or an in-house algorithm (ACRF) 

that normalises ploidy change across bins optimized for the target capture regions. Joint 

genotyping was then performed using GATK GenotypeGVCF and variant quality scores were re-

calibrated using GATK’s VQSR. SNVs and indels were annotated using Variant Effect Predictor 

(VEP; Broad) or SnpEff (V4.1; ACRF). CNVs were annotated using AnnotSV, with regions of 

homozygosity detected using BCFtools.  

Genomic variant analysis 

The analysis and interpretation approach utilised in this study is summarised in Supplementary 

Figure 1. Analysis of SNVs and indels from ES was performed using both seqr (Broad Institute) 

and VariantGrid (in-house) analysis platforms and GS data was analysed solely in VariantGrid. 

CNVs were analysed directly from the AnnotSV output. Initial variant filtering selected for rare, 

protein altering variants (small variants: gnomAD and in-house frequencies ≤1%, max 5 

homozygotes for recessive and ≤0.01%, max 5 heterozygotes for dominant; CNVs: no reciprocal 

overlap with known benign CNVs ≥70%), consistent with any plausible inheritance model. In 

families with suspected consanguinity, regions of homozygosity were also annotated. Variants 

were prioritised for further interpretation based on in-silico pathogenicity predictions, sequence 

conservation scores, protein function and expression, and known disease associations (human 

and animal). 

Analysis was performed in two stages; a first-pass ‘Mendeliome’ analysis, looking to identify 

disease-relevant variants in known disease genes (OMIM morbid map genes, annotated at March 

2021 with phenotype-causing mutation), and a second-pass ‘research’ analysis, looking to identify 

potentially disease-relevant variants in possible novel disease genes. If no candidate causative 

variant/s were identified, filtering and prioritization criteria were relaxed and variants with lower 

presumed impact (e.g. synonymous and intronic variants) or with atypical inheritance 

mechanisms were considered. All identified variants of interest were manually inspected in IGV, 



with a bed file containing normalised ploidy changes and z-score visualised alongside the BAM 

files for CNVs. Candidate causative variants occurring de novo or in regions of low read-depth or 

ambiguous mapping were validated using an orthogonal method; Sanger sequencing for small 

variants and microarray or RNA-seq for CNVs. Where DNA samples were available for unaffected 

or additional affected family members, segregation analysis by Sanger sequencing or microarray 

was also performed. Variant analysis ended when variant(s) considered causal of the full 

phenotype were identified. 

RNA sequencing and analysis for confirmation of splice effects 

RT-PCR was performed to aid the interpretation of variant effect (synonymous and splice-site) in 

four selected cases (PED002, PED013, PED017 and PED104). cDNA was generated using the 

SuperScript III Reverse Transcriptase kit (Invitrogen), following the manufacturer’s instructions, 

with 150 ng of Random Primers (Promega) and 1 μg of total RNA. The effect of the variant on 

splicing was assessed by Sanger or Nanopore sequencing of PCR-amplified cDNA. For ONT-

sequenced amplicons (PED002 and PED104), libraries were created using a ligation sequencing 

kit (SQK-LSK109) with barcodes (EXP-NBD104). After sequencing on a ONT Minion flowcell, 

basecalling was performed using guppy (Version 5.0.11) and resultant fastq files were mapped 

to b37+decoy  using minimap2 (Version 2.20-r1061). Potential splice effects were visualised and 

interpreted using IGV. 

Poly(A) RNA-seq was performed to aid the interpretation of variant effect in four selected cases 

(PED005, PED022, PED024, PED051) with candidate causative variants predicted to affect 

splicing or to result in whole exon deletions/duplications. Analysis was restricted to cases where 

the gene of interest was expected to be expressed in an available fetal tissue sample. Poly(A) 

selection of mRNA was performed using NEBNext PolyA mRNA Magnetic Isolation Module. 

Samples were sequenced as 150bp paired-end reads on an Illumina Nextseq 500 at the Centre 

for Cancer Biology ACRF Genomics Facility (Adelaide, SA, Australia). Sequence reads were 

aligned to the b37+decoy human reference genome . Regions surrounding variants of interest 

were manually evaluated in IGV. 

Follow up of de novo variants by phasing and droplet digital PCR  

The ddPCR assays were custom designed for each variant and performed using a BioRad QX100 

instrument. Phasing of de novo variants was performed depending on the vicinity of informative 

parental variants. 37% (14/38) could be phased to either the paternal or the maternal allele using 

the existing ES data (150bp paired-end reads). The 24 de novo variants that could not be phased 



from the ES data were selected for long-range PCR and Oxford Nanopore Technologies (ONT) 

sequencing. For 12 of these, informative SNPs in the ES data were selected for primer-design, 

and in a further 12 cases a region of ~5kb around the de novo variant was selected for long-range 

PCR. Primers were designed using Primer3, and LR-PCR was performed using 2x LongAmp Hot 

start master mix (New England Biolabs). Samples were pooled in equimolar quantities into 3 

groups (probands, mothers, and fathers) prior to the library preparation for ONT. Library 

preparation was performed using the ligation sequencing kit (SQK-LSK109) and barcodes (from 

EXP-NBD104) were added per pool (probands NBD-10, mothers NBD-11 and fathers NBD-12). 

After barcoding, these libraries were pooled and sequenced on a Minion flongle or flowcell (ONT). 

Mapping of fastq files was performed using minimap2 (Version 2.20-r1061). The resulting 

alignments were visualised alongside ES data within IGV for interpretation.  

To assess possible parental mosaicism as the cause of de novo variants, ddPCR was performed 

as a follow-up test to aid in defining recurrence risk in families with candidate and causative de 

novo variants. Custom-designed primers and probes for each variant were ordered from Thermo 

Fisher Scientific (Waltham, MA, USA) or Biorad (Hercules, CA, USA). Due to the complexity of 

the genomic region, or the variant, no ddPCR assays could be designed for 2 variants in 2 families 

(PED046 and PED162). Assays were performed on DNA from parent-fetal trios, as well as on 

sperm samples for four families, using a BioRad QX100 instrument and analysed using 

QuantaSoft™ (Biorad). 

Multiple correspondence analysis 

 

Variant classification, reporting and diagnostic outcome 

All variants of interest were classified according to ACMG guidelines (Richards, et al., 2015), and 

research reports were issued to the referring clinician at the completion of both first and, where 

performed, second pass analysis. Only variants classified as a variant of uncertain significance 

(VUS), likely pathogenic (LP) or pathogenic (P) (ACMG Class 3-5) and relevant to the proband’s 

phenotype were reported, with detailed gene- and variant- level curation information included to 

support interpretation of clinical utility.  For VUS in known disease genes and for all variants 

identified in candidate novel disease genes, recommendations for further research studies to 

support causal implication were included (e.g. segregation in unaffected family members, in vitro 



functional studies, animal models; Figure S1 ‘laboratory investigations’). Supplementary reports, 

with updated variant classifications, were issued upon completion of any additional investigations. 

Following completion of analysis, the diagnostic outcome of cases was classified as: ‘unresolved’ 

(no likely cause identified), ‘candidate’ (VUS variant/s) or ‘solved’ (LP or P variant/s, or VUS 

variant/s with sufficient evidence to link novel gene to disease). For cases where causative or 

candidate causative variant/s were identified, the diagnosis was further classified as: ‘known 

gene’ (proband phenotype predominately consistent with reported phenotype for gene), 

‘phenotype expansion’ (proband phenotype significantly different to reported phenotype for gene 

or proband clinical diagnosis not previously linked to gene) or ‘novel gene’ (gene not previously 

linked to human disease). 

Reproductive planning 

Following identification of a diagnosis or candidate diagnosis associated with risk for recurrence, 

families were counselled regarding reproductive planning, including options for prenatal diagnosis 

(PND) and preimplantation genetic testing for monogenic disorders (PGD). Families who elected 

for PGD were referred to Repromed (Adelaide, SA, Australia).   



SUPPLEMENTARY RESULTS 

Genomic sequencing results 

ES resulted in an average coverage of 96.0x, with 94.0% of bases in the targeted region being 

covered at least 20-fold. GS resulted in an average coverage of 38.4, with 96% of all bases being 

covered at least 20-fold.  

Interpretation of variant effect from RNA analysis 

RNA analysis was performed as an adjunct test in eight selected cases to support the 

interpretation of uncharacterised variants in known disease genes. RT-PCR was performed in 

four cases to assess the impact of a rare synonymous variant (PED013) and novel splice-site 

variants (PED002, PED017 PED104). For PED002, Nanopore sequencing of DNAJB11 RT-PCR 

products from heterozygous parental bloods showed intron retention of 8 bases of intron 8, 

resulting in a frameshift and premature termination codon. Sanger sequencing of paternal cDNA 

for PED013 showed the synonymous variant in PIBF1 (p.Lys318Lys) results in skipping of exon 

8, expected to cause a downstream frameshift and subsequent premature termination (Figure 

S2A). For PED017, Sanger sequencing of fetal and maternal cDNA showed the variant identified 

in TPI1 (c.544-1G>C) alters the splice acceptor site, removing 6 nucleotides at the 5’ end of exon 

6 and results in an in-frame deletion of 2 amino acids (Ala182 and Gln183) (Figure S2B). For 

PED104, Nanopore and Sanger sequencing of RT-PCR products from RNA extracted from 

maternal blood and urothelia showed increased levels of exon skipping for exon 9 as well as 

exons 9 and 10 combined. Both mis-splicing events result in a frameshift and a premature stop 

codon, which is expected to undergo nonsense mediated decay (NMD).  

Poly(A) RNA-seq (2x150bp) on fetal and/or parental RNA resulted in an average of ~21.3 million 

reads/sample. RNA-seq of PED005 confirmed the previously reported MKS1 c.1408-34_1408-

6del variant results in skipping of exon 16 1. The novel c.1024+1G>T variant revealed altered 

splicing downstream of exon 11, resulting in partial inclusion of intron 12 and activated a cryptic 

splice-site in intron 14. The mean read depth for MKS1 was also ~50% of matched controls, 

suggesting reduced expression (Supplementary Figure 2). 

RNA sequencing facilitated interpretation of the synonymous PIBF1 variant (c.954G>A), which 

was  identified in PED013 and revealed exon skipping of exon 8, indicating a deleterious effect of 

the variant (Supplementary Figure 3). Interpretation of the EIF2B2 variants (c.284+5G>T and 

p.Arg172*) identified in PED024 was hindered by degradation of the RNA sample, evident from 

https://paperpile.com/c/BeJNif/NHu1n


3’ bias (Figure S3B). The novel c.284+5G>T variant was shown to potentially result in retention 

of intron 2, although this was difficult to confirm from low coverage (Supplementary Figure 4). The 

mean read depth for EIF2B2 was ~10% of matched controls, suggesting nonsense mediated 

decay.



 

SUPPLEMENTARY FIGURES 

Supplementary figures and table to ‘a genomic autopsy identified causes of perinatal death and provides options 

to prevent recurrence’   

 
Supplementary Figure 1: Shows the distribution in (gestational) age and death classification within the perinatal period of 
the 200 probands in our cohort. Only completed gestational weeks are displayed.  

 

 



 

 
Supplementary Figure 2: Schematic diagram of the workflow and analysis of the Genomic Autopsy Study with the goal 
to provide answers to families and prevent recurrence of perinatal death. Highlighting the separate clinical-grade analysis 
and integrated research follow-up. Mendeliome: OMIM morbid genes, AR: Autosomal Recessive, hom: homozygous, CH: 
Compound Heterozygous, XLR: X-Linked Recessive, AD: Autosomal Dominant, VUS:Variant of Uncertain Significance, 
GUS: Gene of Uncertain Significance, ACMG: American College of Medical Genetics (cite), P: Pathogenic, LP, Likely 
Pathogenic, PGD: Preimplantation Genetic Diagnosis, PND: Prenatal Diagnosis.   



 
 
 

 

Supplementary Figure 3: RNA-seq of PED005 confirmed that the MKS1  c.1408-
34_1408-6del variant results in skipping of exon 16. The novel c.1024+1G>T variant 
revealed altered splicing downstream of exon 11, resulting in partial inclusion of intron 12. 



 
Supplementary Figure 4: RNA sequencing results for PED013, showing skipping of 
exon 8 as a result from the synonymous PIBF1 c.954G>A p.(K318=) variant.  
 
 



 
Supplementary Figure 5: RNA sequencing results for PED024, showing retention of 
intron 2, and much lower expression values which are likely due to nonsense mediated 
decay as a result from the intronic EIF2B2 c.284+5G>T variant.  
 



 
 
Supplementary Figure 6: RT-PCR and nanopore sequencing results for PED002, 
showing retention of 8 intronic bases of the 8th intron of DNAJB11 as a result from the 
intronic c.853-10G>A variant.  
 



Supplementary Figure 7: 
(A-B) Scree plots showing the percentage of variances (y-axis) explained by each dimension (x-axis) computed from a multiple correspondence analysis (MCA) based on 200 
supplementary individuals, and either (A) 8 active variables with 121 categories or (B) 8 active variables with 27 compressed categories. The scree plots show by reducing the 
number of categories, a higher proportion of variances can be explained by fewer dimensions. (C-D) Scatterplots showing the squared correlation between variables (red text) to 
dimension 1 (x-axis) and dimension 2 (x-axis). (C) There are no variables that are strongly correlated with either dimensions. (D) The reason for referral and major organ systems 
are most correlated to dimension 1, while family structure and family history are most correlated to dimension 2. (E-F) These are factor maps showing all the categories used to 
perform the MCA, and coloured by their squared cosine (cos2) value, which is a measure of how well represented the category is to the first two dimensions of the MCA. Red-
coloured categories represent those that can be explained well by the first two dimensions, while blue-coloured categories require more than two dimensions to explain the total 
variance. There is an increase in the number of categories with mid-high cos2 values in (F) compared to (E), enabling better identifications of covariances. 
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(G-H) Scree plots showing the percentage of variances (y-axis) explained by each dimension (x-axis) computed from a multiple correspondence analysis (MCA) based on 200 
supplementary individuals, and either (G) 4 active variables with 14 categories or (H) 5 active variables with 13 compressed categories. The scree plots show that the first two 
dimensions of these complementary MCAs can explain for 30.4% and 37.7% of variance in the data respectively. (I-J) Scatterplots showing the squared correlation between 
variables (red text) to dimension 1 (x-axis) and dimension 2 (x-axis). (I) The reason for referral and some categories from major organ systems are most correlated to dimension 1, 
while over a third of diagnostic findings can be explained by dimension 2. (J) Family structure and history are most correlated to dimension 1, while some gestational weeks are 
most correlated to dimension 2. (K-L) These are factor maps similar to (E-F), except with more categories with mid-high cos2 values. (K) This factor map shows positive (POS) 
diagnostic findings in the left upper quadrant associated with multiple congenital abnormalities, neonatal deaths and cardiovascular and respiratory as major organ systems 
affected; while no abnormalities detected (NAD) in the right lower quadrant associated with unexplained death with no congenital abnormalities, and stillbirth. (L) This factor map 
shows a smaller proportion of individuals with POS findings are associated with isolated family history, trio family structure and females; while NADs are associated with recurrent 
family history, quad family structure and males. 



(M) (N)

(M-N) Factor maps generated from the same MCAs as (G-K) and (H-L) showing all 200 individuals from the cohort study. Each map has several grids representing one variable 
(white text, grey heading), and its corresponding categories (text). Each dot represents the mean of individuals that share the same cos2 value, while each eclipse represents the 
mean of groups with the same category. Together, same coloured dots represents individuals/groups that are described by the same category, while different coloured dots within
the same grid represents different categories within each variable. (M) This factor map shows good separation of POS (purple dots) and NAD (teal dots) findings, as a majority of
POS findings are positioned in the upper two quadrants, while NAD findings are located in the lower two quadrants. All of the categories associated with POS findings are also 
shown in the upper quadrants including neonatal death, five organ systems (cardiovascular, respiratory, global, hematopoietic and lymphatic), and multiple congenital 
abnormalities as reason for referrals. Conversely, all the categories associated with NAD findings are: stillbirth, either no major organs or urogenital and neurological systems 
affected, and single congenital abnormalities. (N) This factor map reveal that diagnostic findings and gestational weeks (left upper and lower grids) require more than two 
dimensions to adequately represent all 200 individuals. However, a small proportion of the study cohort show POS (purple dots) findings are associated with categories that are 
left-aligned on the grid such as: isolated family history, trio family structure and females; whereas NAD (blue dots) findings are associated with right-aligned categories including 
recurrent family history, quad family structure and males. 



 

 

Supplementary Figure 8: Droplet digital PCR analysis of de novo variants for interpretation 

of recurrence risk.  (A) The PBX1 p.Arg107Trp variant in PED043 is present at different allelic 

ratios in paternal sperm (20.1%) compared to paternal blood (10.4%). The maternal sample is 

negative for the mutation, and the proband is heterozygous.  Triplicate measurements.  (B) The 

TUBA1A p.Arg64Trp variant in PED084 is present at an allelic ratio of 3% in paternal sperm and 

at 2.3% in paternal blood. The maternal sample is negative for the mutation, and the proband is 

heterozygous. Triplicate measurements. 
 

  



 

Supplementary Figure 9: Boxplot of diagnostic yield based on measured or informed 

relatedness. This boxplot shows the relatedness coefficients (y-axis) of 62 families (dots) and 

their diagnostic findings based on mode of inheritance (x-axis). The relatedness coefficients were 

calculated using Peddy 2, and required a minimum of 1000 shared heterozygous alternate calls 

per sample. Only families with a relatedness of 1% or more are represented on this plot. The left 

panel represents families that are either related through informed consanguinity or measured 

relatedness (relatedness coefficients > 0.05; greater than 5% of shared genome), while the right 

panel represents families with no informed or measured relatedness. This boxplot indicates that 

families that are related are more likely to yield a (candidate) diagnosis (12/16, 75%), compared 

to unrelated families (93/184, 50.5%), not significant (P value = 0.07).  

Abbreviations: ACMG, American College of Medical Genetics; AD, Autosomal dominant; AR, 

Autosomal recessive; XLR, X-linked recessive; NAD, no abnormalities detected; LP/P, likely 

pathogenic or pathogenic; VUS, variant of uncertain significance; GUS, Gene of uncertain 

significance.   
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Supplementary Figure 10: Diagnostic yield from families with two affected individuals. This bar 

plot shows the sex of the two affected individuals (x-axis) per family (y-axis) and the exome 

findings (coloured bars) categorised by their ACMG classifications. This bar plot shows a larger 

proportion of quad analyses are affected males (33/42, 78.6%), either as proband or sibling.  

There is a slightly higher proportion of families, where both affected individuals are males, with 

no diagnostic finding (8/14, 57.1%) versus mixed sex siblings (2/5, 40%).  

 

 

 

 

 

  



SUPPLEMENTARY TABLES  

All supplementary tables 1-7 are uploaded as different tabs in one excel file.  

 

 

 

Genomic Autopsy Study Research Network  

 

Clinical Genetics and Genetic Counsellors 

Name Affiliation(s) 

Alison Colley Department of Clinical Genetics, Liverpool Hospital, Liverpool, NSW, 

Australia 

Amali Mallawaarachchi Department of Medical Genomics, Royal Prince Alfred Hospital, Sydney, 

Australia 

Anand Vasudevan Royal Women's Hospital, Melbourne, Australia 

Andrew Fennell Monash Genetics, Monash Health, Melbourne, Australia 

Ari Horton Monash Genetics, Monash Health, Melbourne, Australia 

Benjamin Kamien Genetic Services of Western Australia, Perth, WA, Australia 

Cathryn Poulton Genetic Services of Western Australia, Perth, WA, Australia 

Chirag Patel Genetic Health Queensland, Royal Brisbane and Women's Hospital, 

Brisbane, Queensland, Australia 

Chris Barnett Paediatric and Reproductive Genetics Unit, South Australian Clinical 

Genetics Service, Women’s and Children’s Hospital, North Adelaide, 

Australia 

Clara Chung Department of Clinical Genetics, Liverpool Hospital, Liverpool, NSW, 

Australia 

David Amor Murdoch Children's Research Institute, Parkville, VIC, Australia 

Debra Kennedy MotherSafe, Royal Hospital for Women, Sydney, NSW, Australia 

Elizabeth Thompson Paediatric and Reproductive Genetics Unit, South Australian Clinical 

Genetics Service, Women’s and Children’s Hospital, North Adelaide, 

Australia 

Emma Krzesinski Monash Genetics, Monash Health, Melbourne, Australia 

Eric Haan Paediatric and Reproductive Genetics Unit, South Australian Clinical 

Genetics Service, Women’s and Children’s Hospital, North Adelaide, 

Australia 

Felicity Collins Clinical Genetics Department, Children's Hospital at Westmead, NSW, 

Australia 

Fiona McKenzie Genetic Services of Western Australia, Perth, WA, Australia 

George McGillivray Victorian Clinical Genetics Service, Murdoch Children's Research 

Institute, Melbourne, Victoria, Australia 

Hatice Mutlu Albayrak Department of Pediatric genetics, cengiz gökcek Obstetrics and 

children’s hospital, gaziantep, Turkey 

Jan Liebelt Paediatric and Reproductive Genetics Unit, South Australian Clinical 

Genetics Service, Women’s and Children’s Hospital, North Adelaide, 

Australia 



Jason Pinner Sydney Children's Hospitals Network-Randwick, Sydney, Australia 

Jennie Slee Genetic Services of Western Australia, Perth, WA, Australia 

Jonathan Rodgers Genetic Health Queensland, Royal Brisbane and Women's Hospital, 

Brisbane, Queensland, Australia 

Julie McGaughran Genetic Health Queensland, Royal Brisbane and Women's Hospital, 

Brisbane, Queensland, Australia 

Kunal verma Monash Genetics, Monash Health, Melbourne, Australia 

Lesley Ades Sydney Children's Hospitals Network-Randwick, Sydney, Australia 

Lesley McGregor Paediatric and Reproductive Genetics Unit, South Australian Clinical 

Genetics Service, Women’s and Children’s Hospital, North Adelaide, 

Australia 

Lisa Ewans Department of Medical Genomics, Royal Prince Alfred Hospital, Sydney, 

NSW, Australia 

Lisa Worgan Department of Medical Genomics, Royal Prince Alfred Hospital, Sydney, 

NSW, Australia 

Luis Perez-Jurado Paediatric and Reproductive Genetics Unit, South Australian Clinical 

Genetics Service, Women’s and Children’s Hospital, North Adelaide, 

Australia 

Madhura Bakshi Department of Clinical Genetics, Liverpool Hospital, Liverpool, NSW, 

Australia 

Mathew Wallis School of Medicine and Menzies Institute for Medical Research, 

University of Tasmania, Hobart, Tasmania, Australia 

Matt Edwards Hunter Genetics, Newcastle, Australia 

Matthew Hunter Monash Genetics, Monash Health, Melbourne, Australia 

Matthew Regan Monash Genetics, Monash Health, Melbourne, Australia 

Meredith Wilson Sydney Children's Hospitals Network-Westmead, Sydney, Australia 

Nicholas Pachter Genetic Services of Western Australia, Perth, WA, Australia 

Peter Dargaville Neonatal and Pediatric Intensive Care Unit, Department of Pediatrics, 

Royal Hobart Hospital, Hobart, TAS, Australia 

Rani Sachdev Sydney Children's Hospitals Network-Randwick, Sydney, Australia 

Sarah Sandaradura Sydney Children's Hospitals Network-Westmead, Sydney, Australia 

Shannon LeBlanc Paediatric and Reproductive Genetics Unit, South Australian Clinical 

Genetics Service, Women’s and Children’s Hospital, North Adelaide, 

Australia 

Sulekha Rajagopalan Department of Clinical Genetics, Liverpool Hospital, Liverpool, NSW, 

Australia 

Suzanna Lindsey-Temple NSW Health Pathology Randwick Genomics Laboratory, Sydney, 

Australia 

Suzanne Sallevelt Paediatric and Reproductive Genetics Unit, South Australian Clinical 

Genetics Service, Women’s and Children’s Hospital, North Adelaide, 

Australia 

Tenielle Davis Royal Women's Hospital, Melbourne, Australia 

  

Surgical Pathologists 

Admire Matsika Department of Anatomical Pathology, Mater Health Services, Brisbane, 

Queensland, Australia 

Ali Moghimi Department of Anatomical Pathology, Monash Medical Centre, Clayton, 

Australia 



Andrew French Department of Anatomical Pathology, Royal Children's Hospital, 

Parkville, Victoria, Australia 

Annalisa Solinas Royal Prince Alfred Hospital, Camperdown, NSW, Australia 

Bligh Berry Department of Anatomical Pathology, Perth Children's Hospital, 

Nedlands, Western Australia, Australia 

Christine Loo Department of Anatomical Pathology, NSW Health Pathology, Prince of 

Wales Hospital, Sydney, NSW, Australia 

Disna Abeysuriya Department of Anatomical Pathology, Perth Children's Hospital, 

Nedlands, Western Australia, Australia 

Edward Kwan Department of Anatomical Pathology, Monash Health, Melbourne, 

Victoria, Australia 

Ella Sugo Department of Anatomical Pathology, Pathology North Hunter, New 

Lambton, NSW, Australia 

Fiona Chan Department of Anatomical Pathology, Royal Children's Hospital, 

Parkville, Victoria, Australia 

Gareth Jevon Department of Anatomical Pathology, Perth Children's Hospital, 

Nedlands, Western Australia, Australia 

Helen Doyle Department of Histopathology, The Children's Hospital At Westmead, 

Westmead, NSW, Australia. 

Jackie Collett Department of Anatomical Pathology, Royal Children's Hospital, 

Parkville, Victoria, Australia 

Jane E Dahlstrom Department of Anatomical Pathology, Canberra Hospital, Canberra, 

Australian Capital Territory, Australia 

ANU Medial School, Australian Capital Territory, Australia 

Janene Davies Department of Pathology, Royal Brisbane and Women's Hospital, 

Herston, Brisbane, Australia 

Jayanthi Dissanayake Department of Anatomical Pathology, Dorevitch PathologyLaboratory, 

Frankston Hospital, Peninsula Health, Vic,Australia 

Jessica Ng Department of Anatomical Pathology, Royal Children's Hospital, 

Parkville, Victoria, Australia 

Jill Lipsett Department of Anatomical Pathology, SA Pathology, Women's and 

Children's Hospital, North Adelaide, South Australia, Australia 

John Papadimitriou Department of Anatomical Pathology, Perth Children's Hospital, 

Nedlands, Western Australia, Australia 

Jonathan Clark Department of Anatomical Pathology, Austin Health, 145 Studley Road, 

Melbourne, Victoria, Australia 

Julia Low Department of Anatomical Pathology, NSW Health Pathology, Randwick 

Karen Whale Department of Pathology, The Royal Hobart Hospital, Hobart, Tasmania, 

Australia 

Katerina Politis Department of Anatomical Pathology, Monash Medical Centre, Clayton, 

Australia 

Lynette Moore Department of Anatomical Pathology, SA Pathology, Women's and 
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