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Education/Degrees
Primary


Port Broughton Area School, South Australia

Secondary


Methodist Ladies College, Adelaide, South Australia




1967-1969:
Old Collegian's Scholarship (full tuition)




1970-1971: 
Commonwealth Secondary Scholarship





1971: 

Wattle Blossom Scholarship (full tuition)
Tertiary


Faculty of Medicine, University of Adelaide 1972-1977




MBBS, May 1978 (Distinction in final year)





St. Anne's Residential College Scholarship 1972 – 1973
Postgraduate    

1990:  
Fellowship of the Royal Australasian College of 


Physicians (FRACP)  





1991: 
Certified Clinical Geneticist – Human Genetics Society 

of Australasia (HGSA)




2005: 
Master in Bioethics (MBioeth): coursework/distance 

education, Monash University
Other Professional Development

Coursework


Monash University Intensive Bioethics Course: Nov 22-6, 2001


Imperial College, London, Ethics Course: September 13-18, 2004 


Oxford University Centre for Continuing Education, Oxford: Ethics In Health Care: Oct 14, 21, 28, Nov 2, 4, 2004
Management Training




November 2001: “Management for Clinicians”: one day seminar, 




A/Prof Jeffrey Braithwaite, (UNSW Faculty of Medicine, Graduate 



Management Programs) 




March 8-9 2007:  “Leading for Improved Clinical Services. A program 



for medical clinician managers”:  Macquarie University Ryde School 



of Management




May 2018: People Skills Management Program, HETI

Supervision Workshops
3 yearly RACP supervisor workshops (last Sydney, SCH, 2015)





Genetics fellows supervision workshop (last Hobart 2016)
Postgraduate Awards
Prince of Wales Children's Hospital Alumni Fund Travel Grant 1989

Professional Appointments
Clinical Appointments 

1. Junior medical staff appointments

1978



Internship - Royal Adelaide Hospital, Adelaide, SA.

1979



R.M.O. - Adelaide Children's Hospital

1980-1982


Paediatric Registrar - Adelaide Children's Hospital

1983-Apr 1984


Paediatric Registrar - Prince of Wales Children's Hospital, Randwick, NSW.
June-Dec 1984


Travel in Europe

1985-1987


Paediatric Registrar - Prince of Wales Children's Hospital

1988
Jan-Jun


Fellow in Clinical Genetics, Royal Alexandra Hospital for Children, Camperdown, NSW.


Jul-Jan


Fellow in Clinical Genetics, Prince of Wales Children's Hospital, Randwick, NSW.

1989-1990


Fellow in Clinical Genetics, Murdoch Institute for Research into Birth Defects, Parkville, VIC.
2. Senior medical staff appointments

1991-



Staff Specialist, Department of Genetics, Royal Alexandra Hospital for Children, Camperdown
1994 (Oct)-1995(Oct)

Acting Head, Department of Genetics - Prof Sillence sabbatical
1996 (Oct)-


Staff Specialist, Department of Clinical Genetics, The Children's Hospital at Westmead (Senior Staff Specialist from 1998)
1998 (Oct)-June 2009

Head, Department of Clinical Genetics, The Children’s Hospital at Westmead
2004-May 2014


Head, Department of Genetic Medicine, Westmead Hospital 

2009-August 2015

Shared Head (0.2FTE), Department of Clinical Genetics, The Children’s Hospital at Westmead 

2016 (Sept)- current

Head, Department of Clinical Genetics, The Children’s Hospital at Westmead
Honorary Hospital Appointments 

1991-

Honorary Staff Specialist, Westmead Hospital
1991-1995
Associate Member, Department of Fetal Medicine, King George V Hospital

1991-

Honorary Visiting Specialist, King George V Hospital

1991-

Honorary Visiting Specialist, Wagga Wagga District Hospital

1991-

Honorary Visiting Specialist, Orange Base Hospital
1993- Honorary Visiting Specialist, Nepean Hospital
Academic Appointments
2008 (Dec)
Clinical Senior Lecturer, University of Sydney

2009 (Feb)
Clinical Associate Professor, University of Sydney
Professional Committees 

Human Genetics Society of Australasia

1988-

HGSA member
1991-1999
HGSA Cytogenetics Board of Censors 

1991-1996
HGSA NSW Branch Committee

1991-1996
HGSA NSW Education Committee

1994-2003 HGSA Medical Genetics Therapy Committee 

2000-2009
HGSA Genetic Services Committee

2005-2009         
HGSA Ethics & Social Issues Committee

NSW Genetic Services

1991-1993
NSW Genetics Services Prenatal Diagnosis Consultative Panel

1993-

NSW Genetics Services Prenatal Diagnosis Working Party

1996- NSW Genetics Services Data Storage Working Party

1997-2009
NSW Genetic Services Advisory Committee (GSAC)

2006

GSAC Subcommittee – Guidelines for Genetic Investigation of Haemoglobinopathies
2011-

Kintrak (subsequently TrakGene) Application Advisory Group (AAG) 
2011-

Kintrak AAG Diagnostic Classification Working Group

2016-

ACI- Clinical Genetics Management Committee

Children’s Hospital at Westmead (previously Royal Alexandra Hospital for Children, Camperdown)

1992-1998
Member, Quality of Care Committee, RAHC/CHW
1993-2001
Member, Grand Rounds Committee, RAHC/CHW

2000-2001
Chair, Grand Rounds Committee, CHW
2015-

Member, Clinical Ethics special interest group

1998-2009
Western Sydney Genetics Program Management Committee

2016-current
Western Sydney Genetics Program Management Committee
Westmead Hospital

2008-

Adult Genetic Metabolic Disorders (AGMDS) Governance Committee
Commonwealth Dept of Health & Aging
1994-2004 HGSA Medical Genetics Therapy Committee 

2003-2015
Gaucher Disease Advisory Committee, Life Saving Drugs Program, C’Wealth Dept of Health
Advisory Boards/Consultant

Australian Medical Advisor, CdLS International SAC 2003- 

Cardiac Research Governance Group 2009-

Consultant, NSW and Australian Cerebral Palsy Register 2010 –

Actelion: Gaucher Disease Advisory Committee 2008 –

Pfizer:  Gaucher Disease Advisory Board 2010 –

Shire: Gaucher Disease Advisory Board 2010 –

Genzyme: Cerelga Gaucher Disease Advisory Board 2015 - 

Professional Societies

Human Genetics Society of Australasia: Member since 1988

European Society of Human Genetics:  Member since 2007-
American Society of Human Genetics: variable years
Other
2008- 
Member, Kids Heart Research DNA Bank Governance Group
2016-
Australian Genomic Health Alliance –NSW Program 1 Rare Disease Lead

2016-
Australian Genomic Health Alliance- National Consent Working Party

2016-
Australian Genomic Health Alliance- Acute Care Working Party
2017-
SPHERE GenomeConnect Clinical Academic Group
Publications
Books and Monographs

M Wilson, M Goossens, F Dastot-Le Moal, D Mowat. “ZFHX1B and Mowat-Wilson syndrome”, in CJ Epstein, RP Erickson, A Wynshaw-Boris (eds.) Inborn Errors of Development (2nd edition), Oxford University Press, New York, 2008  
Mowat D and Wilson M. “Mowat-Wilson Syndrome”, in Suzanne B Cassidy and Judith E Allanson (eds), Management of Genetic Syndromes (3rd edition), Wiley-Blackwell, New Jersey March 2010
Contribution 

“Medically Compromised Children: Genetic Counselling” (contributor), in A Cameron & R Widmer (Eds), Handbook of Paediatric Dentistry (2nd edition), Elsevier Ltd, 2007 
Articles in Peer-reviewed Journals
1.
Yip MY, Kemp J, Wilson M, Purvis-Smith S, Lam-Po-Tang PRL.  Duplication of 5q11.2-q13.1 from a familial (5;20) balanced insertion.  Am J Med Genet 33:220-223, 1989.

2.
Rossleigh M, Wilson M, Rosenberg A, Elison B, Cahill S, Farnsworth R.  DMSA studies in infants under one year of age.  Contributions to Nephrology 79:166-169, 1990.

3.
Wilson M, Mulley J, Gedeon A, Robinson H, Turner G.  New X-linked syndrome of mental retardation, obesity and gynecomastia is linked to DXS255.  Am J Med Gen 40:406-413, 1991. Cited 41x
4.
Hills L, Earle E, Wilson M et al. The importance of further cytogenetic and molecular investigation of acrocentric variants: justification by presentation of a case [t(8;14) (q24.1;p11)].  Hum Genet 87: 173-176, 1991.

5.
Hutchinson R, Wilson M, Voullaire L. Distal 8p deletion (8p23.1-8pter): A common deletion. J Med Genet 29:407-411, 1992. 
6.
Smith A, Watt AJ, Cummins M, Gardner RJM, Wilson M.  A small one-band paracentric inversion inv(4)(p15.3p16.3).  Annales de Génétique 35:161-163, 1992.

7.
Ades L, Gedeon A, Wilson M et al. Barth syndrome: clinical features and confirmation of gene localisation to distal Xq28. Am J Med Genet 45:327-334, 1993. 
8.
Ogle RF, Wilson MJ, Koslowski K, Sillence DO. Desbuquois syndrome complicated by obstructive sleep apnoea and cervical kyphosis. Am J Med Genet 51(3):216-221,1994. 
9.
Ades L, Morris L, Power R, Wilson M, Haan E, Bateman J, Milewicz D, Sillence D. Distinctive skeletal features in four females with Shprintzen-Goldberg syndrome. Am J Med Genet 57:565-572,1994. 
10.
Suliusalo T, Sillence D, Wilson M, Ryynanen, Kaitila I. Early prenatal diagnosis of Cartilage-Hair Hypoplasia (CHH) with polymorphic DNA markers. Prenatal Diagnosis 15(2):135-140,1995.

11.
Fitzgerald D, Van Asperen P, Henry R, Waters D, Freelander M, Wilson M, Wilcken B, Gaskin K. Delayed diagnosis of cystic fibrosis in children with rare genotype: F508/R117H. J Paediatr Child Health 31:168-171,1995

12.
Gedeon AK, Wilson MJ, Colley AC, Sillence DO, Mulley JC. X-linked fatal infantile cardiomyopathy maps to Xq28 and is possibly allelic to Barth syndrome. J Med Genet 32:383-388,1995 Cited 30x
13.
D’Adamo P, Fassone L, Gedeon A, Janssen EA, Bione S, Bolhuis PA, Barth PG, Wilson M, Haan E, Orstavik KH, Patton MA, Green AJ, Zammarchi E, Donati MA and Toniolo D.  The X-linked gene G4.5 is responsible for different infantile dilated cardiomyopathies. Am J Hum Genet 1997:61 (4):862-867 

14.
Mulley J, Saar K, Hewitt G, Ruschendorf F, Phillips H, Colley A, Sillence D, Reis A, Wilson M. Gene localisation for an autosomal dominant familial periodic fever to 12p13. Am J Hum Genet 62 (4): 884-889, 1998 
15.
Mowat DR, Croaker GDH, Cass DT, Kerr BA, Chaitow J, Chia NL and Wilson MJ. A new syndrome of Hirschsprung disease, microcephaly, mental retardation and characteristic facial features localised to chromosome 2q22-23.  J Med Genet 35 (8): 617-623, 1998 
16
Maclean K, Wilson MJ.  Splenic abscess in a patient with type 3 Gaucher's disease receiving enzyme replacement therapy.  J Pediatr 1999 Feb;134(2):245-7
17
McQuade L, Christodoulou J, Budarf, Sachdev R, Wilson M, Emanuel B, Colley A . Further case 
of a 22q11.2 deletion with no overlap of the minimal DiGeorge syndrome critical region 
(MDGCR): the 
involvement of the TBX1 and COMT genes in the deletion and clinical 
phenotype. Am J Med Genet 1999:86(1):27-33 
18 
P E Kirk, M Wilson. Autosomal dominant cleft palate with minimal dysmorphic features; a new syndrome?  Clinical Dysmorphology 1999, 8; 1-5 

19
McDermott MF, Aksentijevich I, Galon J, McDermott EM, Ogunkolade BW, Centola M, Mansfield E, Gadina M, Karenko L, Pettersson T, McCarthy J, Frucht DM, Aringer M, Torosyan Y, Teppo AM, Wilson M, Karaarslan HM, Wan Y, Todd I, Wood G,Schlimgen R, Kumarajeewa TR, Cooper SM, Vella JP, Kastner DL, et al. Germline mutations in the extracellular domains of the 55 kDa TNF receptor, TNFR1, define a family of dominantly inherited autoinflammatory syndromes.  Cell 1999 Apr 2;97(1):133-44  
20
McCusker E, Richards F, Wilson M and Trent RJ Huntington's Disease: Neurological assessment of potential gene carriers presenting for predictive DNA J Clin Neuroscience 2000,7(1):38-41
21
Beutikker V, Wojtulewicz J and Wilson M. Feingold syndrome with imperforate anus. Am J Med Genet 2000 92(3):166-169 
22
Rogers M and Wilson M. A sebaceous nevus in a child with the nevoid basal cell carcinoma 
syndrome. Pediatr Dermatol (letter) 2000, 17(6): 492
23
Cacheux V, Dastot-le Moal F, Kaariainen H, Bondurand N, Rintala R, Boissier B, Wilson M, 
Mowat D, Goossens M. Loss-of-function mutations in SIP1 Smad interacting protein 1 result in a 
syndromic Hirschsprung disease. Hum Mol Genet 2001, 10(14):1503-1510  
24 
Wilson M, Mowat D, Dastot-Le Moal F, Cacheux V, Kääriäinen H, Cass D, Donnai D, Clayton-
Smith J, Townshend S, Curry C, Gattas M, Braddock S, Kerr B, Aftimos S, Zehnwirth H, 
Barrey C, Goossens M:  Further Delineation of the Phenotype Associated with Heterozygous 
Mutations in ZFHX1B (SIP1); Am J Med Genet 2003: 119(3):257-65 
25
Mowat D, Wilson M, Goossens M: Mowat-Wilson syndrome (Invited Review). J Med Genet 2003: 40 (5):305-310  (Number 10 of top 10 articles most accessed on line from Journal Of Medical Genetics website in 2004, highest impact factor clinical genetics journal ) 
26
White SM, Ades LA, Amor D, Liebelt J, Bankier A, Baker E, Wilson M and Savarirayan R: 
Two further cases of Ohdo syndrome delineate the phenotypic variability of the condition. 
Clinical Dysmorphology 2003; 12 (2):109-113
27
Wilson M, Lewis D, Arbuckle S, Jaeken J, McKenzie F, Fietz M, Carpenter K, Ades L, 
Flaherty M, Wilcken B, Hodson E. A new type II congenital disorder of glycosylation 
associated with progressive glomerulopathy, retinal dystrophy and neurological abnormalities. 
J. Inherit. Metab. Dis. 26 (2003) Suppl. 2: 256-O
28
Bi W, Saifi GM, Shaw CJ, Walz K, Fonseca P, Wilson M, Potocki L, Lupski JR.  Mutations of 
RAI1, a PHD-containing protein, in nondeletion patients with Smith-Magenis syndrome.

Hum Genet. 2004 Nov;115 (6):515-24. 
29
Sarkozy A, Conti E, Digilio MC, Marino B, Morini E, Pacileo G, Wilson M, Calabro R, Pizzuti 
A, Dallapiccola B. Clinical and molecular analysis of 30 patients with multiple lentigines 
(LEOPARD) syndrome. J Med Genet. 2004 May;41(5):e68 
30
Vlangos CN, Wilson M, Blancato J, Smith AC, Elsea SH. Diagnostic FISH probes for 
del(17)(p11.2p11.2) associated with Smith-Magenis syndrome should contain the RAI1gene. 
Am J Med Genet A. 2005;132A(3):278-282 
31
Goldblatt J, Fletcher J, McGill J, Szer J, Wilson M: Enzyme replacement therapy for Gaucher 
diseases in Australia. J Internal Med 2005;35; 156-161

32
Neas K, Christodoulou J, Bennetts B, Carpenter K, White R, Kirk E, Wilson M, Kelley R, Baric 
I. OPA3 mutation screening in patients with unexplained 3-methylglutaconic aciduria. J Inher 
Metab Dis 2005; 28(4):525-32 
33
Levison J, Neas K, Wilson M, Cooper P, Wojtulewicz J. Neonatal nasal obstruction and a 
single maxillary central incisor. J Paediatr Ch Health. 2005 Jul;41(7):380-1. 

34 
Julie McGaughran, Stephen Sinnott, Florence Dastot-Le Moal, Meredith Wilson, David Mowat, Bridget Sutton, Michel Goossens. Recurrence of Mowat-Wilson syndrome in siblings with the same proven mutation. Am J Med Genet A. 2005 Sep 1;137(3):302-4. 
35
White SM, Graham JM Jr, Kerr B, Gripp K, Weksberg R, Cytrynbaum C, Reeder JL, Stewart 
FJ, Edwards M, Wilson M, Bankier A.  Adult phenotype in Costello syndrome. Am J Med 
Genet 136A:128-135,2005. Am J Med Genet A. 2005 Nov 15;139A(1):55 
36
Willcock C, Grigg JR, Wilson M, Tam PPL, Billson FA, Jamieson RV.  Iris ectropion as an 
indicator of variant aniridia.  British Journal of Ophthalmology, 2006, 90: 658-659
37
Jonathan M. Flanagan, Melissa Rhodes, Meredith Wilson, Ernest Beutler. The identification 
of a recurrent phosphoglycerate kinase mutation associated with chronic hemolytic anemia 
and neurological dysfunction in a family from USA. Br J Haematol 2006 Jul;134(2):233-7
38
Michael Gabbett, K Jones, M Wilson, C Cowell, D Sillence.  Severe neonatal 
hyperparathyroidism: an important clue to the aetiology. Journal of Paediatrics and Child 
Health 2006 Dec;42(12):813-6
39
R. J. Trent, B. Webster, D. K. Bowden, A. Gilbert, P. J. Ho, R. Lindeman, A. Lammi, J. Rowell, 
M. Hinchcliffe, A. Colley, M. Wilson, V. Petrou, M. Saleh, J. Blackwell.  Complex Phenotypes 
in the Haemoglobinopathies: Recommendations on Screening and DNA Testing. Pathology. 
2006 Dec; 38(6):507-19. Review. 
40
Gil-Rodríguez, María Arnedo, Bart Loeys, Antonie D. Kline, Meredith Wilson, Kaj Lillquist, 
Victoria Siu, Feliciano J. Ramos, Antonio Musio, Laird S. Jackson, Dale Dorsett, and 
Ian D. Krantz. Mutations in Cohesin Complex Members SMC3 and SMC1A Cause a Mild Variant 
of Cornelia de Lange Syndrome with Predominant Mental Retardation.  Am J. Hum Genet 2007 
Mar;80(3):485-94 Cited 18x
41
Dastot-Le Moal F, Wilson M, Mowat D, Collot N, Niel F, Goossens M. ZFHX1B mutations in 
patients with Mowat-Wilson syndrome Hum Mutat  2007 Apr;28(4):313-21. Cited 3x
42
Blue GM, Mah JM, Cole AD, Lal V, Wilson MJ, Chard RB, Sholler GF, Hawker RE, Sherwood 
MC, Winlaw DS. Brief Communication:  The negative impact of Alagille syndrome on survival 
of infants with pulmonary atresia.  Journal of Thoracic and Cardiovascular Surgery 2007 
Apr;133(4):1094-6
43
Meredith Wilson, Gregory Peters, Bruce Bennetts, George McGillivray, Zan He Wu, 
Christopher Poon, Elizabeth Algar (Rapid Publication). The clinical phenotype of mosaicism for 
genome-wide paternal uniparental disomy: Two new reports. Am J Med Genet A. 2008 Jan 
15;146(2):137-48. 
44 Chopra M, Lawson J, Wilson M, Mowat D. Tuberous sclerosis –what’s new…the role of gene testing”. E-letter, Arch Dis Ch published online July 2 2008
45 Tan TY , Aftimos A, Worgan L, Susman R, Wilson M, Ghedia S, Kirk E, Love D, Anne Ronan, Artur Darmanian, Anne Slavotinek, Jacob Hogue, John B. Moeschler, Jillian Ozmore, Richard Widmer, Savarirayan R, and Peters G.   Phenotypic Expansion and Further Characterization of the 17q21.31 Microdeletion Syndrome.  J Med Genet 2009 Jul;46(7):480-9. Epub 2009 May Erratum in: J Med Genet. 2009 Aug;46(8):576.
46 Paul James, Bronwyn Culling,  Glenda Mullan, Mark Jenkins,  George Elakis, Anne M Turner, David M Mowat, Meredith Wilson, Peter Anderson, Ravi Savarirayan, Simon T Cliffe, Melody Caramins, Michael F Buckley, Kathy Tucker, Tony Roscioli. Breast cancer risk is not increased in individuals with TWIST mutation confirmed Saethre-Chotzen syndrome: An Australian multicentre study. Genes, Chromosomes and Cancer 2009 Jul;48(7):533-8
47 Kleefstra T, van Zelst-Stams WA, Nillesen WM, Cormier-Daire V, Houge G, Foulds N, van Dooren M, Willemsen MH, Pfundt R, Turner A, Wilson M, McGaughran J, Rauch A, Zenker M, Adam M, Innes M, Davies C, González-Meneses López A, Casalone R, Weber A, Brueton LA, Delicado Navarro A, Palomares Bralo M, Venselaar H, Stegmann SP, Yntema HG, van Bokhoven H.  Further clinical and molecular delineation of the 9q Subtelomeric Deletion Syndrome supports a major contribution of EHMT1 haploinsufficiency to the core phenotype. J Med Genet  2009 Sep;46(9):598-606. 
48 van Bon BW, Koolen DA, Brueton L, McMullan D, Lichtenbelt KD, Adès LC, Peters G, Gibson K, Novara F, Pramparo T, Bernardina BD, Zoccante L, Balottin U, Piazza F, Pecile V, Gasparini P, Guerci V, Kets M, Pfundt R, de Brouwer AP, Veltman JA, de Leeuw N, Wilson M, Antony J, Reitano S, Luciano D, Fichera M, Romano C, Brunner HG, Zuffardi O, de Vries BB. The 2q23.1 microdeletion syndrome: clinical and behavioural phenotype. Eur J Hum Genet. 2009 Oct 7.
49 Hackett A, Tarpey PS, Licata A, Cox J, Whibley A, Boyle J, Rogers C, Grigg J, Partington M, Stevenson RE, Tolmie J, Yates JR, Turner G, Wilson M, Futreal AP, Corbett M, Shaw M, Gecz J, Raymond FL, Stratton MR, Schwartz CE, Abidi FE. CASK mutations are frequent in males and cause X-linked nystagmus and variable XLMR phenotypes. Eur J Hum Genet. 2010 18, 544–552
50 G David-Vizcarra1, J Briody3, J Ault4, M Fietz5, J Fletcher5, R Savarirayan6, M Wilson1, J McGill7, M Edwards8, C Munns9, M Alcausin1, S Cathey10, D Sillence. The Natural History and Osteodystrophy of Mucolipidosis Types II and III. J Paed Ch Health 2010: 46 (6):316-322
51 Goldblatt J, Fletcher JM, McGill J, Szer J, Wilson M. Enzyme replacement therapy "drug holiday": Results from an unexpected shortage of an orphan drug supply in Australia. Blood Cells Mol Dis. 2010 May 29. [Epub ahead of print]
52 Kouwenhoven EN, van Heeringen SJ, Tena JJ, Oti M, Dutilh BE, Alonso ME, de la Calle-Mustienes E, Smeenk L, Rinne T, Parsaulian L, Bolat E, Jurgelenaite R, Huynen MA, Hoischen A, Veltman JA, Brunner HG, Roscioli T, Oates E, Wilson M, Manzanares M, Gómez-Skarmeta JL, Stunnenberg HG, Lohrum M, van Bokhoven H, Zhou H. PLoS Genet. 2010 Aug 19;6(8):e1001065. Genome-wide profiling of p63 DNA-binding sites identifies an element that regulates gene expression during limb development in the 7q21 SHFM1 locus.
53 Compton AG, Troedson C, Wilson M, Procopis PG, Li FY, Brundage EK, Yamazaki T, Thorburn DR, Wong LJ Application of oligonucleotide array CGH in the detection of a large intragenic deletion in POLG associated with Alpers Syndrome. Mitochondrion. 2010 Aug 12
54 An Australian tuberous sclerosis cohort: Are surveillance guidelines being met?Chopra M, Lawson JA, Wilson M, Kennedy SE, Taylor P, Buckley MF, Wargon O, Parasivam G, Camphausen C, Yates D, Mowat D.J Paediatr Child Health. 2011 Mar 30. doi: 10.1111/j.1440-1754.2011.02038.x. [Epub ahead of print]
55 Burkitt Wright EM, Spencer HL, Daly SB, Manson FD, Zeef LA, Urquhart J, Zoppi N, Bonshek R, Tosounidis I, Mohan M, Madden C, Dodds A, Chandler KE, Banka S, Au L, Clayton-Smith J, Khan N, Biesecker LG, Wilson M, Rohrbach M, Colombi M, Giunta C, Black GC. Mutations in PRDM5 in brittle cornea syndrome identify a pathway regulating extracellular matrix development and maintenance. Am J Hum Genet  2011 Jun 10;88(6):767-77.
56 Cho YH, Tchan M, Roy B, Halliday R, Wilson M, Dutt S, Siew S, Munns C, Howard N

 HYPERLINK "http://www.ncbi.nlm.nih.gov.ezproxy1.library.usyd.edu.au/pubmed?term=Tchan%20%20Journal%20of%20Pediatrics" \o "The Journal of pediatrics." J.  Recombinant parathyroid hormone therapy for severe neonatal hypoparathyroidism J  Pediatr. 2012;;160(2):345-8
57 Evans E, Einfeld S, Mowat D, Taffe J, Tonge B, Wilson M.  Behavioral Phenotype of Mowat-Wilson Syndrome.  Am J Med Genet A. 2012 Feb;158A(2):358-66.
58 Burkitt-Wright EM, Bradley L, Shorto J, McConnell VP, Gannon C, Firth HV, Park SM, D'Amore A, Munyard PF, Turnpenny PD, Charlton A, Wilson M, Kerr B.  Neonatal lethal Costello syndrome and unusual dinucleotide deletion/insertion mutations in HRAS predicting p.Gly12Val. Am J Med Genet A. 2012 May;158A(5):1102-10.
59 Field M, Scheffer IE, Gill D, Wilson M, Christie L, Shaw M, Gardner A, Glubb G, Hobson L, Corbett M, Friend K, Willis-Owen S, Gecz J. Expanding the molecular basis and phenotypic spectrum of X-linked Joubert syndrome associated with OFD1 mutations. Eur J Hum Genet. 2012 Jul;20(7):806-9.
60 Ng WY, Pasutto F, Bardakjian TM, Wilson MJ, Watson G, Schneider A, Mackey D, Grigg JR, Zenker M, Jamieson RV.   A puzzle over several decades: eye anomalies with FRAS1 and STRA6 mutations in the same family. Clin Genet. 2013 Feb;83(2):162-8. 
61 Fehr S, Wilson M, Downs J, Williams S, Murgia A, Sartori S, Vecchi M, Ho G, Polli R, Psoni S, Bao X, de Klerk N, Leonard H, Christodoulou J. The CDKL5 disorder is an independent entity associated with early-onset encephalopathy: Eur J Hum Genet. 2013 Mar;21 (3):266-73. doi: 10.1038/ejhg.2012.156. Epub 2012 Aug 8.
62 Troedson C, Wong M, Dalby-Payne J, Wilson M, Dexter M, Rice GI, Crow YJ, Dale RC. Systemic lupus erythematosus due to C1q deficiency with progressive encephalopathy, intracranial calcification and acquired moyamoya cerebral vasculopathy. Lupus. 2013 May;22(6):639-43. doi: 10.1177/0961203313486950. Epub 2013 May 7

63 Smithers-Sheedy H, Badawi N, Blair E, Cans C, Himmelmann K, Krägeloh-Mann I, McIntyre S, Slee J, Uldall P, Watson L, Wilson M. What constitutes cerebral palsy in the twenty-first century? Dev Med Child Neurol. 2013 Sep 20. doi: 10.1111/dmcn.12262. [Epub ahead of print]

64 Roscioli T, Elakis G, Cox TC, Moon DJ, Venselaar H, Turner AM, Le T, Hackett E, Haan E, Colley A, Mowat D, Worgan L, Kirk EP, Sachdev R, Thompson E, Gabbett M, McGaughran J, Gibson K, Gattas M, Freckmann ML, Dixon J, Hoefsloot L, Field M, Hackett A, Kamien B, Edwards M, Adès LC, Collins FA, Wilson MJ, Savarirayan R, Tan TY, Amor DJ, McGillivray G, White SM, Glass IA, David DJ, Anderson PJ, Gianoutsos M, Buckley MF. Genotype and clinical care correlations in craniosynostosis: findings from a cohort of 630 Australian and New Zealand patients. Am J Med Genet C Semin Med Genet. 2013 Nov;163 (4):259-70. doi: 10.1002/ajmg.c.31378. Epub 2013 Oct 1

65 Elmaleh-Bergès M, Baumann C, Noël-Pétroff N, Sekkal A, Couloigner V, Devriendt K, Wilson M, Marlin S, Sebag G, Pingault V. Spectrum of temporal bone abnormalities in patients with Waardenburg syndrome and SOX10 mutations. AJNR Am J Neuroradiol 2013 Jun-Jul;34 (6):1257-63. doi: 10.3174/ajnr.A3367. Epub 2012 Dec 13.
66 Hanson HL*, Wilson MJ*, Short JP, Chioza BA, Crosby AH, Nash RM, Marks KJ, Mansour S. Germline CBL mutation associated with a Noonan-like syndrome with primary lymphedema and teratoma associated with acquired uniparental isodisomy of chromosome 11q23. Am J Med Genet Part A 2014. 9999:1–7. *equal contribution
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70 Prokudin I, Li D, He S, Guo Y, Goodwin L, Wilson M, Rose L, Tian L, Chen Y, Liang J, Keating B, Xu X, Jamieson RV, Hakonarson H.. Value of whole exome sequencing for syndromic retinal dystrophy diagnosis in young patients. Clin Experiment Ophthalmol. 2014 Jul 24. doi: 10.1111/ceo.12391. [Epub ahead of print]
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74 Jedraszak G, Demeer B, Mathieu-Dramard M, Andrieux J, Receveur A, Weber A, Maye U, Foulds N, Temple IK, Crolla J, Alex-Cordier MP, Sanlaville D, Ewans L, Wilson M, Armstrong R, Clarkson A, Copin H, Morin G. Clinical and molecular characterization of the 20q11.2 microdeletion syndrome: six new patients. Am J Med Genet A. 2015 Mar;167A(3):504-11. 
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Other

Dissertation for Master of Bioethics, Monash University (2004) 
Confidentiality and Disclosure of Familial Genetic Information

The view that the characteristics of genetic information make it uniquely powerful, sensitive and private, thus requiring special protection, has been very influential in policy development and counselling practice. The case for such ‘genetic exceptionalism’ has been strongly challenged in recent years.  This paper reviews aspects of genetic counselling guidelines and law in relation to dilemmas in clinical practice.  The argument in this paper is that genetic information per se is not more private than other forms of health information about a patient that need to be safeguarded, but that genetic information does have some special characteristics which require consideration in relation to disclosure.  
Published conference proceedings (oral presentations by me)

M Wilson, D Mowat, M Goossens et al. “The distinctive syndrome resulting from ZFHX1B mutations”. Oral Presentation, European Society of Human Genetics Meeting, Strasbourg, 2002

Wilson M, et al. “A new type II congenital disorder of glycosylation associated with progressive glomerulopathy, retinal dystrophy and neurological abnormalities”. Oral Presentation Congenital Disorders of Glycosylation Workshop, International Conference on Inborn Errors of Metabolism (ICIEM) Brisbane 2003 [see J. Inherit. Metab. Dis. 26 (2003)]
M Wilson.  “Syndromes associated with Hirschsprung Disease” (invited presentation). Human Genome- Asia Pacific Meeting, Cebu, Philippines, 2008
M Wilson “Mowat-Wilson Syndrome” in 3rd European Course in Dysmorphology, Rome, Italy 2009

Other journals

M Wilson, “The 22q11 Deletion Syndrome”. Cardiology in General Practice Journal, Sept 2007, Good Health Publications, Sydney, Australia (invited article)

Other publications
Physical As Anything - A Reference for Schools. NSW Education Department 1996, (revised 1999, 2010)
Entries on: 

· Neurofibromatosis

· Tuberous Sclerosis

· Velo-Cardio-Facial syndrome
Human Genetics Society of Australasia (HGSA) 

Ethics & Social Issues Committee: Position Statement (2008) re: Genetic Testing and Sport
Invited Reviewer
American Journal of Medical Genetics

Journal of Medical Genetics

Human Mutation

Clinical Dysmorphology
Journal of Paediatrics and Child Health.

Molecular Dysmorphology
European Journal of Human Genetics

Clinical Genetics
Molecular Psychiatry
Formal Research Projects
Research activities listed include formal research projects where I have been a co-investigator or supervisor. Note that the majority of my publications have not arisen from these, but from informal personal projects or clinical collaborations arising from clinical activities. 
1995-1998 
Molecular Characterisation of Birth Defects on Human Chromosome 22: 



A Colley, A Lipson (dec), P Colley, K Fagan, J Christodoulou, M Wilson, L McQuade 

(NHMRC funded)
1998-2001
Australian Paediatric Surveillance Unit (APSU): Causes of Multiple Congenital Contractures (with Prof G Morgan, Lee Taylor, Prof E Elliott)  
2003

Velocardiofacial syndrome: does heterozygous deletion of an essential platelet adhesion receptor gene affect platelet function? (with Haematology Depts CHW and RNSH)

2003-2004
A clinical and molecular genetics study of oligodontia in three Australian families (co-supervisor of Dr M Malandis for MDSc, with A/Prof Widmer, Prof Christodoulou, Dr B Bennetts)
2002-2005 
Natural History of Smith-Magenis syndrome (with Prof Ann Smith NIH/NHGRI, Bethesda, MD, Dr F Collins, Dr M Wilson & Dr D Dossetor of CHW).  2003/001, approved by Ethics Committee 28/03/2003.
2004

OPA3 mutation screening in patients with unexplained 3-methylglutaconic aciduria (co-investigator Dr Kate Gibson, with WSGP colleagues) 

2003-2004
Association of congenital laryngeal web and velo-cardio-facial syndrome (VCFS).  CHW Study - Dr. Abdul Lathif (ENT fellow). Coinvestigator, with Dr. E. Beckenham, 
2004-2005 VCFS social-cognitive study (Dr M Wilson co-investigator with Drs Belinda Barton and Neil Nicholl, Children’s Hospital Education Research Institute -CHERI) 

2005-2006 VCFS social-cognitive and psychiatric study (Dr M Wilson co-investigator with Drs Belinda Barton and Neil Nicholl (CHERI) and Dept Psychological Medicine (Dr D Dossetor).

2005-2007 Mowat-Wilson syndrome behavioral phenotype.  L Evans, PhD candidate University of NSW (Prof S Einfeld, Dr D Mowat; M Wilson associate supervisor) 

2006 Velopharyngeal Insufficiency in Neurofibromatosis Type 1 – A Clinical Sign of Prognostic Significance?: concept study funded by US Department of Defense Neurofibromatosis Research Program (NFRP)- chief investigator Dr Mimi Berman, supervisor Dr M Wilson, co-supervisors Prof Kathryn North, David Fitzsimons 

2007-2008 Does the cognitive and psychosocial profile of children with velocardiofacial syndrome (VCFS) differ from an IQ matched control group?: Chief Investigator Dr Belinda Barton (CHERI), co-investigators Dr M Wilson, Dr D Dossetor (Dept Psychological Medicine). Partly funded by Apex Grant.
2007-2008
Site PI CHW: Genotype-Phenotype Correlation in patients with Tuberous Sclerosis     Complex. Investigators: M Chopra, D Mowat, J Lawson, M Wilson, M Buckley (M Chopra funded 0.5 FTE by Sydney Children’s Hospital Foundation Fellow’s Award for Research)

2008-2009 Site PI CHW: Cognition and Autism in Children with Tuberous Sclerosis Complex. Investigators J Lawson, M Wilson, R Smith, K Williams, M Chopra, V Bayl. Supported by Grant from Sydney Children’s Hospital Foundation

2008-2009 Site PI Westmead: Development of Huntington Disease Predictive test Guidelines (For Intermediate Allele Results): An interview study. M Wilson and F Richards (in collaboration with Dr. Michael Hayden and graduate student, Ms. Alicia Semaka, University of British Columbia, Canada). Approval Number: HREC2008/3/4.16(2756) AU RED 08/WMEAD/55
2008-2009         Intergenerational repeat size changes of CAG repeat sizes in the HD gene. M  Wilson and F Richards (multicentre study in collaboration with Dr. Michael Hayden, Alicia Semaka, Simon Warby, of UBC). [HREC 09WMEAD/87;SSA REF NUMBER 08/CHW/91
2010-2015 
Site PI-CHW: Epidemiology and Natural History of Tuberous Sclerosis. John Lawson (PI-SCH), Maya Chopra,, David Mowat and Katrina Williams (associate researchers SCH site),   Robert Smith (Site PI – John Hunter Hospital), Meredith Wilson (Site PI-CHW). [HREC 09/HNE344]
2010-2011
Site PI-CHW: Mowat-Wilson syndrome and epilepsy. Gabriel Dabscheck, John Lawson, David Mowat (SCH), Meredith Wilson [HREC 09/HNE/231] 
2011-

Investigating the association between velopharyngeal insufficiency (VPI), brain stem pathology, and NF1 gene microdeletion in neurofibromatosis type 1 (NF1): HREAC 2006-016 (Pre-NEAF): Co-Investigator, with David Fitzsimons, Kathryn North, Yemima Berman, Deepak Gill.
2011-2017
AI: The Use of High Resolution Genomic Sequencing for Discovery of Genetic Disorders CHW HREC: 10/CHW/114 (previously 2005/2007 Christodoulou et al.)
2011-

Site PI CHW: Psychosocial experience of parents considering predictive genetic testing in their child(ren) for familial hypertrophic cardiomyopathy (HCM) or long QT syndrome (LQTS).
Nadine Gasparian

2012

AI: Correlation of FBC. HPLC, HbEPG and DNA testing results of patients investigated for haemoglobinopathy HREC ref. no. LNR/12/SCHN/244. (Benson, Curtin, Collins, Wilson. Kevin)
2012-2013
AI: CHARGE syndrome Multidisciplinary Service Improvement study (CHARLI): Quality Improvement Approval number 3672.   Peter Hsu, Sam Mehr, Alan Ma, Meerdith Wilson, Craig Munns, George Williams. 
2011-2013
Site PI: Neurofibromatosis Type 1 post transition: psychosocial influences on Quality of Life and uptake of health surveillance 



RAHC HREC 11/CHW/82 



Hilda Crawford, Belinda Barton, Meredith Wilson, Yemima Berman.



Funded by Wingfield George Anderson Be- quest from The University of Ulster, Coleraine, Northern Ireland, United Kingdom (Ms Crawford) with additional funding by the Institute for Neuroscience and Muscle Research, CHW. 
2015-2017
AI: The Australian 22q11.2 Deletion Syndrome Study (APSU) 


HREC Reference No: H-2014-0256 
2016-

Australian Genomics Health Alliance – NHMRC funded service development project



Associate Investigator; Site PI SCH-Westmead 



Member: Intellectual Disability Flagship (NSW)



Member: Acute Care Flagship (NSW) and National Working Party
2017

Site investigator CHW:: EPIC-ID The Economic and Psychosocial Impact of Caring for Families affected by Intellectual Disability:(PIs Field,  Schofield, Roscioli. Kirk; Colley, Kasparian, Shrestha; AIs Boyle, Christi, Bakshi)
2017

SPHERE Academic Health Science Partnership: GenomeConnect Translational Genomics Clinics Clinical Academic Committee: (T Roscioli, A Colley, M Wilson, D Scofiled, K Dunlop, M Buckley)  
2018

AI: The Use of High Resolution Genomic Sequencing for Discovery of Genetic Disorders - Amendment CHW HREC: 09/CHW/29 R Jamieson PI; (Previoulsy Christodoulou PI; 10/CHW/114 )
2018 

PI: Audit of Chromosome Microarray Referrals to CHW Clinical Genetics in 2017 
CHARLI Quality Improvement Activity number: 5948 
QI Ethics Number: QIE-2018-03-04



M Wilson, Qian Li, Tina Willmore

Teaching

1. Training

a. Supervision of Advanced Trainees in Genetics 

Since 1991, supervision of 2 advanced trainees per annum based in Dept Clinical Genetics at CHW. Since 2007, share in supervision of an adult advanced trainee position in Dept Genetic Medicine at Westmead 

- includes shared supervision of all trainees, plus responsibility for formal supervision as primary supervisor or co-supervisor on a rotating basis with other geneticists
Fellows supervised (*formal RACP supervisor or co-supervisor)


Lesley Ades

Robert Ogle

Anne Turner

Kathryn North

Robyn Jamieson

Debbie Kennedy

Janice Fletcher

Linda Goodwin

David Mowat

Rani Sachdev

Ingrid Sinnerbrink

Michael Field

Nigel Clarke

Yemima Berman

Drago Bratkovic

Tracy Dudding

Emily Oates

Michel Tchan

Jason Pinner

Michelle Lipke  

Maya Chopra

Sondhya Ghedia

Alan Ma

Sarah Sandaradura

Emma Palmer

Madhura Bakshi

Heather Moore-Barton

Lisa Ewans

Elizabeth Ellis

Anne Baxter

Annabelle Enriquez

Suganya Vignakaran 2015 
Amali Mallawaarachchi 2015 
Hugh McCarthy 2015
Lucy Ding 2015
Kate Wilson 2016
Jaap Schilperoort 2016
Anna Znaczko 2016
Clara Chung 2017 

Sarah Josephi-Taylor 2017

Sunita Gurnasinghani 2017

b. Supervision of Associate Genetic Counsellors – as part of team work practices (co-counselling, medical supervision prior to consultations, review and co-signing of correspondence)

Formal supervision of counsellors preparing for Part 2 certification by HGSA

2010-2011 

Zoe Milgrom 

2011-inactive 2014
Sarah Ogilvy

2011- 2015

Edwina Rickard/Middleton
2015-2016

Michelle Stewart (outreach)

Day to day supervision: other counsellors
Gillian Shannon (Orange outreach)

Stephanie Broley

Lisa Smith

Mona Saleh

Gayathri Parasivam

Lucy Kevin

Lyndal Douglas

Kirsten Boggs

Tenielle Clinch
c. Supervision of medical students allocated to Department for clinical experience (2 weekly rotations)
    Supervision of medical student 5 week elective terms

2. Lectures 

(a) Annual (recurrent) lectures to: 

Sydney University Medical Course Year 1
2007-:  Ethics of Prenatal Diagnosis (annual)
Diploma of Child Health (CHW)
2000- 2014: Genetics in General Practice (Annual)
2015- : Genetics Testing Old and New
Master of Genetic Counselling (University of Sydney)
2011- : Triplet Repeat Disorders and Mosaicism (Annual Lecture)
2007- 2016: Master of Medicine & Reproductive Health (Uni of Sydney)

Ethics in Clinical Genetics Practice (Annual Lecture)

FRACP teaching (CHW): various lectures over years,  
FRACP teaching (Westmead): various lectures over years
(b) Other lectures given over the years to various graduate & post-graduate courses including Graduate Medical Program, Dental School  Sydney Uni and Westmead, Audiology students, Orthodontics Post-Graduates, RACOG teaching
(c) Invited lectures given at hospital seminars and clinical meetings
3. Teaching prep and admin at department/school or faculty level

Preparation of lectures 

HOD teaching roles

a.. Coordination/liaison with Department clinical staff to provide series of genetics lectures to others eg for FRACP teaching at CHW and Westmead. 
b. Triage of requests to Department for lectures from medical colleagues, allied health & community groups
c. Contribution to marking of DCH written examinations
Other

2016: Contribution to revised genetics lecture program for CHW med students. 
Developed new module (presentation plus cases) on “Genetics of Intellectual Disability”.
2016 (with Dr Kate Wilson) development of formal student goals/tasks proforma for med student clinical rotations in Dept of Genetics 

4. Other

Co-supervisor (with A/Prof Widmer, Prof Christodoulou, Dr B Bennetts) of Dr M Malandis for MDSc, 2003-2004:  “A clinical and molecular genetics study of oligodontia in three Australian families”. 

Role: input to design of project, clinical supervision and interpretation of all patients examinations, provision of genetic diagnosis/counselling for study subjects, critical review of thesis. 
Services and leadership
(a) Head of Department of Clinical Genetics (CHW) October 1998- June 2009 
· Coordination of all aspects of organisation of  Clinical Service

· Preparation of CHW Clinical Service reports and all other reporting as required 

· Monthly attendance Western Sydney Genetics program Management meeting

· Preparation of monthly report for WSGP meeting

(b) PT HOD (0.2FTE) from July 2009, to assist Dr Felicity Collins (who was 0.8FTE HOD to Nov 2014), then A/Prof Zankl (acting HOD) to Dec 2015: Resigned as PT HOD late 2015.
(c)  Reappointed full-time Head of Department Clinical Genetics CHW Sept 2016- current
(d) Head of Department Genetic Medicine Westmead Hospital (formally recognised in 2004) to May 2014
· Coordination of all aspects of organisation of  Clinical Service for staff of CHW working at Westmead in honorary capacity (from Oct 1998, when appointed  HOD at CHW)
· Monthly attendance at Clinical Executive Group, Chronic & Complex Medicine Directorate , SWAHS, with monthly reporting summary and other SWAHS reporting as required
· Preparation of Westmead Clinical Service reports and all other reporting as required 
· Included administrative responsibilities for Dept Clinical Genetics at Nepean Hospital (budget review, cost recovery genetic testing, performance appraisals SMPs, staff appointments, regrading) until 2010
· Planning, design of infrastructure and recruitment of staff for new on-site Department of Genetic Medicine at Westmead from August 2008-Jan 2010

· Coordination of all aspects of organisation of Clinical Service for new Department of Genetic Medicine at Westmead (honorary capacity) Jan 2010-May 2014.

 (d)
Chair, AGMDS Governance Committee 2008-2015 (Shared Service Agreement for adult metabolic services of WMH, POW,JHH).
(b) Patient Support Group activities
Committees 

2003- ongoing: 
Australian Medical Representative, International Cornelia de Lange Association 


Member International Specialist Advisory Committee 

1992-2001: 
Member, NFAA (Neurofibromatosis) Medical and Scientific Advisory Committee
2002-2005:  
Member, CHARGE Syndrome Australian research group
2012-

Advisor, Mowat-Wilson support group (USA) 
Talks/Other Activities                       

· Lectures to support groups: weekend patient group meetings including CdLS, VCFA, TS, rare chromosome disorders, Sotos syndrome etc.  Requests come direct via support group or via AGSA (Association of Genetic Support of Australasia) 
· Attendance at and active liaison with parents and families at International Disorder-Specific meetings including Smith-Magenis syndrome, VCFS and Cornelia de Lange syndrome conferences

· Articles for support group newsletters, in particular translating new genetic advances into lay language eg for Articles for KIT (Cornelia de Lange syndrome Association Newsletter), VCFS newsletter
Mowat-Wilson syndrome support groups (Australia and USA)
Participation in video for Australian support group
Assistance at MWS clinics held at SCH Randwick 2014, 2016

2013: Sydney (SCH) Mowat-Wilson Family Seminar: attendance, presentation

2014: Kansas City USA- Mowat-Wilson 2 day Family Seminar: attendance, opening presentation
2016: Seattle, USA: Mowat-Wilson Family Seminar: attendance, opening presentation

2017: Washington USA- Mowat-Wilson 2 day Family Seminar: attendance, opening presentation

2018: Lisbon Portugal: European Mowat-Wilson Family Seminar: attendance, opening presentation
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