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PREAMBLE 

 

Medical Genetics had been a Department at the Jewish General Hospital from 2005-2018.  Since 

the end of 2018, with the restructuring of hospital departments in Quebec by the MSSS, Medical 

Genetics has become a Division in the Department of Specialized Medicine, at the Jewish 

General Hospital.  The academic activities of Dr. David Rosenblatt can be found in the annual 

report of the Finestone laboratory (https://publications.mcgill.ca/humangenetics/faculty-

profiles/finestone/).   Information on academic and research activities of all McGill faculty 

members can also be found in the annual report of the McGill Department of Human Genetics.   

 

DIVISION STATUS UPDATE 

 

Mission and objectives of the Division 

 

Medical Genetics at the Jewish General Hospital is committed to the best possible patient care 

and teaching in the area of prenatal diagnosis.  It is committed to excellence patient care, 

teaching and research in Hereditary Cancer.  In the area of Hereditary Cancer Research, it aspires 

to being among the best centers in the world. 

 

The Division strives to provide comprehensive service to our clientele.  Its priority is to assure 

that sufficient resources are available for prenatal, cancer and other general genetics services at 

the Jewish General Hospital.  The Division of Medical Genetics at the Jewish General Hospital 

attempts to make the needs of both individuals and families in the area of medical genetics better 

known to the hospital and the community at large.  

 

A nominative list of academic staff, their academic rank at McGill University 

 

Janine El Helou  Faculty Lecture 

William Foulkes  Professor 

Maria Lalous   Faculty Lecturer 

Marie Jeanjean  Faculty Lecturer (On leave in Florida as of August 2019) 

Lynn Macrae   Faculty Lecturer 

David Rosenblatt  Professor 

Nora Wong   Faculty Lecturer 

 

Nora Wong, Lynn Macrae (0.6 FTE), Marie Jeanjean and Janine El Helou (0.4 FTE), are genetic 

counsellors who are provide service in cancer genetics.  Maria Lalous and Janine El Helou (0.6 
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FTE) are genetic counsellor in the area of prenatal diagnosis.  Rose-Mary Scigliano and Martah 

Urquilla provide administrative support for the department, with various other individuals 

providing help on an ad hoc basis.  

 

Laura Hayes has the responsibility to help patients who carry mutations in cancer susceptibility 

genes navigate the medical system and obtain the follow-up care they require.   

 

Dr. Laura Russell, Dr. Bettina Mucha-Le Ny, and Dr. Thomas Kitzler are Medical Geneticists 

based at the MUHC with associate appointments in the JGH Division.   

 

Dr. William Foulkes supervises the clinical and research aspects of hereditary cancer 

predisposition at the JGH.  In his role as Director of the Program in Cancer Genetics, housed in 

the Departments of Human Genetics and Oncology at McGill, he has succeeded in bringing 

expertise together from these two different but crucially important disciplines.  Dr. Foulkes 

divides his time between the MUHC and the JGH.  His close links to the Departments of 

Oncology and Pathology, and to a number of surgical divisions, reflects the multidisciplinary 

nature of the clinical service. 

 

Dr. David Rosenblatt is the Division Chief. His PEM moved from the MUHC to the JGH in 

2019.   His research laboratory has remained at the Research Institute of the MUHC.  His area of 

research centres around inherited metabolic disease. Dr. Rosenblatt provides medical supervision 

of the activities in prenatal diagnosis at the JGH.  

 

Clinical Activities 

 

On the eighth floor of the A Pavilion, the division has administrative space and a dedicated 

counselling room, primarily used for prenatal diagnosis.  Plans are in place for the renovation of 

this area in 2020.  

 

The genetic counsellors in prenatal diagnosis also see patients in Obstetrical Ultrasound in 

Pavilion H.  Much of the clinical work in cancer genetics takes place in the Cancer Prevention 

Centre in the Segal Cancer Centre in Pavilion E, providing state of the art facilities for managing 

individuals and families with a hereditary predisposition to cancer.  

 

In the Hereditary Cancer Clinic, there were 549 new visits and 390 follow-up visits and 421 

phone consultations in 2019.   

 

The Hereditary Cancer team is piloting a new approach to genetic testing of women recently 

diagnosed with breast cancer – the GREAT/AGATA clinic, whereby a research genetic 

counsellor (Zoulikha Rezoug) is responsible for counselling and arranging BRCA1, BRCA2 and 

PALB2 genetic testing for all women diagnosed with first primary breast cancer, without regard 

to family history or age. The program is set to run for 3 years at the JGH, MUHC and St Mary’s 

Hospitals, and was funded by the JGH and the Quebec Breast Cancer Foundation. Thus far, 

approximately80 women have received results, of which 4 were positive for pathogenic 

mutations in BRCA1 or BRCA2. 
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In the Prenatal Diagnosis Clinic there were 375 new visits and 331 follow-up visits in 2019 as 

compared to 319 new visits and 220 follow-up visits in 2018.   In addition there were 834 total 

phone calls in 2019 as compared to 384 in 2018. 

 

The growth of non-invasive techniques for prenatal diagnosis and the rapid advances in next 

generation genetic technologies continue to have significant impact on current counselling 

models of practice. The genetic counsellors are currently evaluating new counselling approaches 

to ensure patients benefit from state of the art genetic services, while ensuring education and 

patient guided-care. Genetic counsellors share their knowledge with many McGill University 

students registered in the Genetic Counselling master program, the medical faculty or residents, 

and fellows from McGill and other universities. 

 

 

PND Annual Statistics (2005-2013; 2018-2019) 

Clinical Activities 

 

 

Consultation Type 2005 2006 2007 2008 2009 2010 2011 2012 2013 2018 2019 

new consultations 245 281 260 203 304 283 301 371 316 319 375 

return visits 75 162 112 306 156 97 123 204 217 220 331 

phone consults n/a n/a n/a n/a n/a n/a n/a n/a 3* 384 834 

Total 320 443 372 509 460 380 424 575 536 923 1540 

Increase over 2018 (%)           167     

 

 

 

Teaching and learning (undergraduate and graduate):  

 

Dr. Foulkes and Dr. Rosenblatt are involved in teaching at all levels-undergraduate, graduate and 

residency training. The genetic counsellors are actively involved in teaching in the M.Sc. 

program in Genetic Counselling and with residents in several specialty programs, in particular 

Medical Genetics and Obstetrics and Gynecology.  

 

McGill Genetic Counselling MSc Program: Role of Genetic Counsellors: 

 

Maria Lalous 

 

Student supervision 

 

Two first year genetic counselling students supervised for 4 weeks each 

Two second year genetic counselling student supervised for 6 weeks each 

One external Student (Sarah Lawrence) summer rotation student supervised for 4 weeks 

One MFM supervised in genetic counselling rotation for 4 weeks 

One Medical genetics Resident (R4) supervised for 4 weeks 

One GREI Resident – supervised for 4 weeks 

One Genetic Counselling student supervised for 3 weeks 
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Janine El Helou  

 

Teaching 

Class coordinator of HGEN-600D1 

Classes taught HGEN-617, HGEN-600D1, HGEN-600D2  

 

Application review and interview of genetic counselling candidates 

 

Student supervision 

 

Two first year genetic counselling students supervised for 8 weeks each 

One first year genetic counselling student supervised for 4 weeks 

 

Presentations at external institutions given 

 

May 2019 at the CHUM Réunion académique : Title: ‘Analyses somatiques et la boîte de 

Pandore’  

 

Committees and other activities 

 

Member of the board of Directors of the Canadian Association of Genetic Counsellors (Eastern 

Representative) 

 

Co-chair of the genetic counselling awareness committee of the Canadian Association of Genetic 

Counsellors 

 

Individuals who are interested in a career in genetic counselling shadowing in cancer clinics 

 

 

Nora Wong 

Teaching 

 

HGEN 610, HGEN 611 

Independent study project committee reviewer 

 

Student supervision 

  

Clinical Training Supervisor-Genetic Counselling Trainees (McGill) 

Nellie Fotopoulos 2019 (Y1) 

Robyn Hebert 2020 (Y2) 

  

Clinical Training Supervisor-Medical Genetics Residents (McGill) 

Abdu Alayoubi MD 

  

Tutor 1st year medical students (Block A)  

Small group sessions for on Family History Taking and Risk Assessment 

  

Community/Advisory Boards 
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Genetic Counselling Admissions Committee McGill: Application reviewer 

  

McGill University: Executive Board Member 

  

Communities of Practice: The Society of Gynecologic Oncology of Canada 

 
 
Lynn Macrae 

Teaching 

 

HBOC lecture taught in HGEN-600 

 

Application review of genetic counselling candidates 

 

Student supervision 

 

Two second year genetic counselling student supervised for 5 weeks each 

 

Presentations at external institutions given 

 

Septembre 2019 : « Les cancers héréditaires pour l`omnipracticien » given to a group of private 

practice family physicians 

 

 

Partnerships 

 

The faculty of the JGH Division has close working relationships with the hospital and university 

Departments of Medicine, Oncology, Pediatrics, and Obstetrics. 

 

 

Honours, awards and prizes 
 

Dr. Rosenblatt is the Chair holder of the Dodd Q. Chu and Family Chair in Medical Genetics at 

McGill. In 2018, he was the recipient of the Founders Award of the Canadian College of Medical 

Geneticists. 

 

Dr. Foulkes won the Distinguished Scientist award of the Canadian Society for Clinical 

Investigation in 2019, was elected to the Royal Society of Canada in 2015, the Canadian 

Academy of Health Sciences in 2014 and was awarded the O. Harold Warwick Prize of the 

Canadian Cancer Society (Cancer Control) for 2013. Dr. Foulkes is a James McGill Professor of 

Medicine at McGill University.   

 

 

Fundraising 

 

Laura Hayes is supported by funds from the Hereditary Breast and Ovarian Foundation (HBOC). 
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Grants, Publications, and Service 

 

Highlights of the year for Dr. Foulkes were - 1) Brief Report on DICER1 and mesenchymal 

hamartoma of the liver published in NEJM (PMID:  31067372);  2) Discovery of a new 

syndrome caused by germline DGCR8 mutation – published in JCI – 31805011;  3) Two papers 

in Nature Communications – both as penultimate author (one as co-corresponding) 30718512, 

30718506;  4) Three substantial reviews of DICER1 published – 31620849, 31342592, 

30953130). 

 

Current Research Funding 

 

Dr. W.D. Foulkes 

 (PI)Canadian Institutes for Health Research, Foundation Award. Inherited susceptibility to 

cancer: from gene discovery to mechanisms to clinical applications. 2016-2023: $2,533,601 

CAD 

 (PI)McGill University. James McGill Professor Research endowment. 2016-2022, $75,000 

CAD. 

 (PI)Québec Breast Cancer Foundation/Jewish General Hospital Foundation. Genetic Rapid, 

Easy-Access Testing program for women with breast cancer. 2018-2021: $400,000 CAD 

(PI), Majewski J (co-A), Tonin P (co-A), Riazalhosseini Y (co-A), Rousseau F (co-A). Québec 

Breast Cancer Foundation/Cancer Research Society, The genetics of breast cancer in Quebec 

populations: twenty years after BRCA1/2. 2014-2019: $500,000 CAD 

Mes-Masson, A-M (PI); Foulkes WD (Co-PI), multiple other Co-PIs. Fonds de Recherche du 

Québec - Santé, Budget alloué dans le cadre du projet FRQS-Réseau de recherche sur le cancer - 

Axe de recherche et de banques de tissus et données en cancers solides (BTD). 2017-2019: 

$60,000 CAD 

 

Dr. David Rosenblatt 

 

CIHR Project Grant:  Next generation sequencing for the discovery of inborn 16/09-19/08 

errors of cobalamin metabolism 

 

NIH (R01): Ronin (THAP11) in Neural Crest Cell Development 19/07-24/06 

   PI: Ross A.Poché   Collaborator (PI): David Rosenblatt 
 

 

Publications in 2019  

 

Dr. David Rosenblatt 

 

1. Wang T, Azeddine B, Mah W, Harvey EJ, Rosenblatt D, Séguin C.  Osteonecrosis of the 

femoral head: genetic basis. International Orthopaedics 43:519-530, 2019. 
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2. Ruetz M, Campanello GC, McDevitt L, Yokom AL, Watkins D, Rosenblatt DS, Ohi 

MD, Southworth DR, Banerjee R. Allosteric regulation of oligomerization by a B12 

trafficking G-protein is corrupted in methylmalonic aciduria. Cell Chem Biol 26:960-969, 

2019 

3. Wehbe Z, Behringer S, Altabi KI, Watkins D, Rosenblatt DS, Spierkerkoetter U, Tucci 

S. The emerging role of the mitochondrial fatty acid synthase (mtFSII) in the regulation 

of energy metabolism. Biochim Biophys Acta Mol Cell Biol Lipids 1864:1629-1643, 

2019 

4. Abdrabo LS, Watkins D, Wang SR, Lafond-Lapalme J, Riviere JB, Rosenblatt DS. 

Genome and RNA sequencing in patients with methylmalonic aciduria of unknown 

cause. Genetics in Medicine 22:432-436, 2019 

5. Watkins D, Venditti CP, Rosenblatt DS. Vitamins: cobalamin and folate. In Rosenberg’s 

Molecular and Genetic Basis of Neurological and Psychiatric Disease, 6th Edition 

(Rosenberg RN, Pascual JM, eds.) in press. 

 

Dr. William Foulkes 

 

1. Bongiovanni M, Sykiotis GP, La Rosa S, Bisig B, Trimech M, Missiaglia E, Gremaud M, 

Salvatori-Chappuis V, De Vito C, Sciarra A, Foulkes W, Pusztaszeri MP. 

Macrofollicular variant of follicular thyroid carcinoma: a rare, underappreciated pitfall in 

the diagnosis of thyroid carcinoma. Thyroid. 2019 Nov 8. doi: 10.1089/thy.2018.0607. 

[Epub ahead of print] 

2. Yang X, Leslie G, Doroszuk A, Schneider S, Allen J, Decker B, Dunning AM, Redman J, 

Scarth J, Plaskocinska I, Luccarini C, Shah M, Pooley K, Dorling L, Lee A, …77 authors 

alphabetical…, Goldgar D, Hopper JL, Chenevix-Trench G, Pharoah P, George SHL, 

Balmaña J, Houdayer C, James P, El-Haffaf Z, Ehrencrona H, Janatova M, Peterlongo P, 

Nevanlinna H, Schmutzler R, Teo SH, Robson M, Pal T, Couch F, Weitzel JN, Elliott A, 

Southey M, Winqvist R, Easton DF, Foulkes WD, Antoniou AC, Tischkowitz M. Cancer 

Risks Associated With Germline PALB2 Pathogenic Variants: An International Study of 

524 Families. J Clin Oncol. 2019 Dec 16:JCO1901907. doi: 10.1200/JCO.19.01907. 

[Epub ahead of print] 

3. Rivera B, Nadaf J, Fahiminiya S, Apellaniz-Ruiz M, Saskin A, Chong AS, Sharma S, 

Wagener R, Revil T, Condello V, Harra Z, Hamel N, Sabbaghian N, Muchantef K, 

Thomas C, de Kock L, Hébert-Blouin MN, Bassenden AV, Rabenstein H, Mete O, 

Paschke R, Pusztaszeri MP, Paulus W, Berghuis A, Ragoussis J, Nikiforov YE, Siebert 

R, Albrecht S, Turcotte R, Hasselblatt M, Fabian MR, Foulkes WD. DGCR8 

microprocessor defect characterizes familial multinodular goiter with schwannomatosis. J 

Clin Invest. 2019 Dec 5. pii: 130206. doi: 10.1172/JCI130206. [Epub ahead of print] 

4. Page EC, Bancroft EK, Brook MN, Assel M, Hassan Al Battat M, … 46 authors…, 

Foulkes WD, … 80 authors…, Dudderidge T; IMPACT Study Collaborators, Offman J, 

Kote-Jarai Z, Vickers A, Lilja H, Eeles RA. Interim Results from the IMPACT Study: 

Evidence for Prostate-specific Antigen Screening in BRCA2 Mutation Carriers. Eur Urol. 

2019 Dec;76(6):831-842. doi: 10.1016/j.eururo.2019.08.019. Epub 2019 Sep 16. 
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5. de Kock L, Wu MK, Foulkes WD. Ten years of DICER1 mutations: Provenance, 

distribution, and associated phenotypes. Hum Mutat. 2019 Nov;40(11):1939-1953. doi: 

10.1002/humu.23877. Epub 2019 Aug 17. 

6. Kong T, Xue Y, Cencic R, Zhu X, Monast A, Fu Z, Pilon V, Sangwan V, Guiot MC, 

Foulkes WD, Porco JA Jr, Park M, Pelletier J, Huang S. eIF4A Inhibitors Suppress Cell-

Cycle Feedback Response and Acquired Resistance to CDK4/6 Inhibition in Cancer. Mol 

Cancer Ther. 2019 Nov;18(11):2158-2170. doi: 10.1158/1535-7163.MCT-19-0162. Epub 

2019 Aug 8. 

7. Figlioli G, Bogliolo M, Catucci I, Caleca L, Lasheras SV, Pujol R, Kiiski JI, Muranen 

TA, Barnes DR, Dennis J, Michailidou K, Bolla MK, Leslie G, Aalfs CM; ABCTB 

Investigators, … 80 authors alphabetical…, Foulkes WD, …157 authors alphabetical…, 

Dunning AM, Lush M, Wang Q, McGuffog L, Parsons MT, Pharoah PDP, Fostira F, 

Toland AE, Andrulis IL, Ramus SJ, Swerdlow AJ, Greene MH, Chung WK, Milne RL, 

Chenevix-Trench G, Dörk T, Schmidt MK, Easton DF, Radice P, Hahnen E, Antoniou 

AC, Couch FJ, Nevanlinna H, Surrallés J, Peterlongo P. The FANCM:p.Arg658* 

truncating variant is associated with risk of triple-negative breast cancer. NPJ Breast 

Cancer. 2019 Nov 1;5:38. doi: 10.1038/s41523-019-0127-5. eCollection 2019. 

8. Pelletier S, Larouche G, Chiquette J, El Haffaf Z, Foulkes WD, Hamet P, Simard J, 

Dorval M. Survey of primary care physicians' views about breast and ovarian cancer 

screening for true BRCA1/2 non-carriers. J Community Genet. 2019 Oct 28. doi: 

10.1007/s12687-019-00438-3. [Epub ahead of print] 

9. Kotsopoulos J, Gronwald J, Lubinski J, McCuaig J, Lynch HT, Neuhausen SL, Foulkes 

WD, Weitzel JN, Senter L, Tung N, Eng C, Karlan B, Sun P, Narod SA; Hereditary 

Breast Cancer Clinical Study Group. Does preventive oophorectomy increase the risk of 

depression in BRCA mutation carriers? Menopause. 2019 Oct 21. doi: 

10.1097/GME.0000000000001437. [Epub ahead of print] 

10. Glentis S, Dimopoulos AC, Rouskas K, Ntritsos G, Evangelou E, Narod SA, Mes-

Masson AM, Foulkes WD, Rivera B, Tonin PN, Ragoussis J, Dimas AS. Exome 

Sequencing in BRCA1- and BRCA2-Negative Greek Families Identifies MDM1 and 

NBEAL1 as Candidate Risk Genes for Hereditary Breast Cancer. Front Genet. 2019 Oct 

18;10:1005. doi: 10.3389/fgene.2019.01005. eCollection 2019. 

11. Friebel TM, Andrulis IL, Balmaña J, Blanco AM, Couch FJ, Daly MB, Domchek SM, 

Easton DF, Foulkes WD, Ganz PA, Garber J, Glendon G, Greene MH, Hulick PJ, Isaacs 

C, Jankowitz RC, Karlan BY, Kirk J, Kwong A, Lee A, Lesueur F, Lu KH, Nathanson 

KL, Neuhausen SL, Offit K, Palmero EI, Sharma P, Tischkowitz M, Toland AE, Tung N, 

van Rensburg EJ, Vega A, Weitzel JN; GEMO Study Collaborators, Hoskins KF, Maga 

T, Parsons MT, McGuffog L, Antoniou AC, Chenevix-Trench G, Huo D, Olopade OI, 

Rebbeck TR. BRCA1 and BRCA2 Pathogenic Sequence Variants in Women of African 

Origin or Ancestry. Hum Mutat. 2019 Oct;40(10):1781-1796. doi: 10.1002/humu.23804. 

Epub 2019 Jul 3. 
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12. Guillerman RP, Foulkes WD, Priest JR. Imaging of DICER1 syndrome. Pediatr Radiol. 

2019 Oct;49(11):1488-1505. doi: 10.1007/s00247-019-04429-x. Epub 2019 Oct 16. 

Review. 

13. Parsons MT, Tudini E, Li H, Hahnen E, Wappenschmidt B, Feliubadaló L, …48 authors 

alphabetical…, Foulkes WD, …147 authors alphabetical…, Investigators K, Lázaro C, 

De Nicolo A, Radice P, Engel C, Schmutzler RK, Goldgar DE, Spurdle AB. Large scale 

multifactorial likelihood quantitative analysis of BRCA1 and BRCA2 variants: An 

ENIGMA resource to support clinical variant classification. Hum Mutat. 2019 

Sep;40(9):1557-1578. doi: 10.1002/humu.23818. 

14. Nguyen VH, Bouron-Dal Soglio D, Foulkes WD. Mesenchymal Hamartoma of the Liver 

and DICER1 Syndrome. Reply. N Engl J Med. 2019 Aug 8;381(6):587. doi: 

10.1056/NEJMc1907523. 

15. Li A, Geyer FC, Blecua P, Lee JY, Selenica P, Brown DN, Pareja F, Lee SSK, Kumar R, 

Rivera B, Bi R, Piscuoglio S, Wen HY, Lozada JR, Gularte-Mérida R, Cavallone L; 

kConFab Investigators, Rezoug Z, Nguyen-Dumont T, Peterlongo P, Tondini C, 

Terkelsen T, Rønlund K, Boonen SE, Mannerma A, Winqvist R, Janatova M, Rajadurai 

P, Xia B, Norton L, Robson ME, Ng PS, Looi LM, Southey MC, Weigelt B, Soo-Hwang 

T, Tischkowitz M, Foulkes WD, Reis-Filho JS. Homologous recombination DNA repair 

defects in PALB2-associated breast cancers. NPJ Breast Cancer. 2019 Aug 8;5:23. doi: 

10.1038/s41523-019-0115-9. eCollection 2019. 

16. de Kock L, Hillmer M, Wagener R, Soglio DB, Sabbaghian N, Siebert R, Priest JR, 

Miller M, Foulkes WD. Further evidence that full gene deletions of DICER1 predispose 

to DICER1 syndrome. Genes Chromosomes Cancer. 2019 Aug;58(8):602-604. doi: 

10.1002/gcc.22728. Epub 2019 Jan 28.  

17. Roussel L, Landekic M, Golizeh M, Gavino C, Zhong MC, Chen J, Faubert D, Blanchet-

Cohen A, Dansereau L, Parent MA, Marin S, Luo J, Le C, Ford BR, Langelier M, King 

IL, Divangahi M, Foulkes WD, Veillette A, Vinh DC. [Loss of human ICOSL results in 

combined immunodeficiency.] Med Sci (Paris). 2019 Aug-Sep;35(8-9):625-628. doi: 

10.1051/medsci/2019126. Epub 2019 Sep 18. 

18. Foulkes WD, Polak P. Journey's End: the quest for BRCA-like hereditary breast cancer 

genes is nearly over. Ann Oncol. 2019 Jul 1;30(7):1023-1025. doi: 

10.1093/annonc/mdz152. 

19. Kotsopoulos J, Lubinski J, Lynch HT, Tung N, Armel S, Senter L, Singer CF, Fruscio R, 

Couch F, Weitzel JN, Karlan B, Foulkes WD, Moller P, Eisen A, Ainsworth P, 

Neuhausen SL, Olopade O, Sun P, Gronwald J, Narod SA; Hereditary Breast Cancer 

Clinical Study Group. Oophorectomy and risk of contralateral breast cancer among 

BRCA1 and BRCA2 mutation carriers. Breast Cancer Res Treat. 2019 Jun;175(2):443-

449. doi: 10.1007/s10549-019-05162-7. Epub 2019 Feb 12. 

20. Shorstova T, Marques M, Su J, Johnston J, Kleinman CL, Hamel N, Huang S, Alaoui-

Jamali MA, Foulkes WD, Witcher M. SWI/SNF-compromised cancers are susceptible to 
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bromodomain inhibitors. Cancer Res. 2019 May 15;79(10):2761-2774. doi: 

10.1158/0008-5472.CAN-18-1545. Epub 2019 Mar 15. 

21. Apellaniz-Ruiz M, Segni M, Kettwig M, Gluer S, Pelletier D, Nguyen VH, Wagener R, 

López C, Muchantef K, Bouron-Dal Soglio D, Sabbaghian N, Wu MK, Zannella S, 

Fabian MR, Siebert R, Menke J, Priest JR, Foulkes WD. Mesenchymal hamartoma of the 

liver and DICER1 syndrome. N Engl J Med. 2019 May 9;380(19):1834-1842. doi: 

10.1056/NEJMoa1812169. 

22. Gallon R, Mühlegger B, Wenzel SS, Sheth H, Hayes C, Aretz S, Dahan K, Foulkes W, 

Kratz CP, Ripperger T, Azizi AA, Baris Feldman H, Chong AL, Demirsoy U, Florkin B, 

Imschweiler T, Januszkiewicz-Lewandowska D, Lobitz S, Nathrath M, Pander HJ, Perez-

Alonso V, Perne C, Ragab I, Rosenbaum T, Rueda D, Seidel MG, Suerink M, Taeubner 

J, Zimmermann SY, Zschocke J, Borthwick GM, Burn J, Jackson MS, Santibanez-Koref 

M, Wimmer K. A sensitive and scalable microsatellite instability assay to diagnose 

constitutional mismatch repair deficiency by sequencing of peripheral blood leukocytes. 

Hum Mutat. 2019 May;40(5):649-655. doi: 10.1002/humu.23721. Epub 2019 Mar 6. 

23. Foulkes WD, Witkowski L. Case 35-2018: A Woman with Back Pain and a Remote 

History of Breast Cancer. N Engl J Med. 2019 Apr 11;380(15):e22. doi: 

10.1056/NEJMc1817336. 

24. de Kock L, Priest JR, Foulkes WD, Alexandrescu S. An update on the central nervous 

system manifestations of DICER1 syndrome. Acta Neuropathol. 2019 Apr 5. doi: 

10.1007/s00401-019-01997-y. [Epub ahead of print]. Review. 

25. Fahiminiya S, Sabbaghian N, Albrecht S, Nadaf J, Callegaro-Filho D, Foulkes WD. 

Ovarian small cell carcinoma in one of a pair of monozygous twins. Fam Cancer. 2019 

Apr;18(2):161-163. doi: 10.1007/s10689-018-0108-0. 

26. Shuen AY, Lanni S, Panigrahi GB, Edwards M, Yu L, Campbell BB, Mandel A, Zhang 

C, Zhukova N, Alharbi M, Bernstein M, Bowers DC, Carroll S, Cole KA, Constantini S, 

Crooks B, Dvir R, Farah R, Hijiya N, George B, Laetsch TW, Larouche V, Lindhorst S, 

Luiten RC, Magimairajan V, Mason G, Mason W, Mordechai O, Mushtaq N, Nicholas G, 

Oren M, Palma L, Pedroza LA, Ramdas J, Samuel D, Wolfe Schneider K, Seeley A, 

Semotiuk K, Shamvil A, Sumerauer D, Toledano H, Tomboc P, Wierman M, Van 

Damme A, Lee YY, Zapotocky M, Bouffet E, Durno C, Aronson M, Gallinger S, 

Foulkes WD, Malkin D, Tabori U, Pearson CE. Functional Repair Assay for the 

Diagnosis of Constitutional Mismatch Repair Deficiency From Non-Neoplastic Tissue. J 

Clin Oncol. 2019 Feb 20;37(6):461-470. doi: 10.1200/JCO.18.00474. Epub 2019 Jan 4. 

27. Pejovic T, McCluggage WG, Krieg AJ, Xu F, Lee DM, Witkowski L, Foulkes WD. The 

dilemma of early preventive oophorectomy in familial small cell carcinoma of the ovary 

of hypercalcemic type. Gynecol Oncol Rep. 2019 Feb 17;28:47-49. doi: 

10.1016/j.gore.2019.02.002. eCollection 2019 May. 

28. Grolleman JE, de Voer RM, Elsayed FA, Nielsen M, Weren RDA, Palles C, Ligtenberg 

MJL, Vos JR, Ten Broeke SW, de Miranda NFCC, Kuiper RA, Kamping EJ, Jansen 

EAM, Vink-Börger ME, Popp I, Lang A, Spier I, Hüneburg R, James PA, Li N, 

Staninova M, Lindsay H, Cockburn D, Spasic-Boskovic O, Clendenning M, Sweet K, 
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Capellá G, Sjursen W, Høberg-Vetti H, Jongmans MC, Neveling K, Geurts van Kessel A, 

Morreau H, Hes FJ, Sijmons RH, Schackert HK, Ruiz-Ponte C, Dymerska D, Lubinski J, 

Rivera B, Foulkes WD, Tomlinson IP, Valle L, Buchanan DD, Kenwrick S, Adlard J, 

Dimovski AJ, Campbell IG, Aretz S, Schindler D, van Wezel T, Hoogerbrugge N, Kuiper 

RP. Mutational Signature Analysis Reveals NTHL1 Deficiency to Cause a Multi-tumor 

Phenotype. Cancer Cell. 2019 Feb 11;35(2):256-266.e5. doi: 10.1016/j.ccell.2018.12.011. 

29. Xue Y, Meehan B, Macdonald E, Venneti S, Wang X-Q, Witkowski L, Jelinic P, Kong 

T, Martinez D, Morin G, Firlit M, Abedini A, Johnson R, Cencic R, Patibandla J, Chen 

H, Papadakis A, Auguste A, de Rink I, Kerkhoven R, Bertos N, Gotlieb W, Clarke B, 

Leary A, Witcher M, Guiot M-C, Pelletier J, Dostie J, Park M, Judkins A, Hass R, Levine 

D, Rak J, Vanderhyden B, Foulkes WD*, and Huang S. CDK4/6 inhibitors target 

SMARCA4-determined cyclin D1 deficiency in hypercalcemic small cell carcinoma of 

the ovary. Nat Commun. 2019 Feb 4;10(1):558. doi: 10.1038/s41467-018-06958-9. (*co-

corresponding author) 

30. Xue Y, Meehan B, Fu Z, Wang XQD, Fiset P-O, Rieker R, Levins C, Kong T, Zhu X, 

Morin G, Skerritt L, Herpel E, Venneti S, Martinez D, Judkins AR, Jung S, Camilleri-

Broet S, Gonzalez A-V, Guiot M-C, Lockwood W, Spicer J, Agaimy A, Pastor W, Dostie 

J, Rak J, Foulkes WD, Huang S. SMARCA4 loss is synthetic lethal with CDK4/6 

inhibition in non-small cell lung cancer. Nat Commun. 2019 Feb 4;10(1):557. doi: 

10.1038/s41467-019-08380-1. 

31. Metcalfe K, Lynch HT, Foulkes WD, Tung N, Olopade OI, Eisen A, Lerner-Ellis J, 

Snyder C, Kim SJ, Sun P, Narod SA. Oestrogen receptor status and survival in women 

with BRCA2-associated breast cancer. Br J Cancer. 2019 Feb;120(4):398-403. doi: 

10.1038/s41416-019-0376-y. Epub 2019 Feb 6. 

32. McCluggage WG, Chong AS, Attygalle AD, Clarke BA, Chapman W, Rivera B, Foulkes 

WD. Expanding the morphological spectrum of ovarian microcystic stromal tumour. 

Histopathology. 2019 Feb;74(3):443-451. doi: 10.1111/his.13755. Epub 2018 Dec 5. 

33. van der Tuin K, de Kock L, Kamping EJ, Hannema SE, Pouwels MM, Niedziela M, van 

Wezel T, Hes FJ, Jongmans MC, Foulkes WD, Morreau H. Clinical and Molecular 

Characteristics May Alter Treatment Strategies of Thyroid Malignancies in DICER1 

Syndrome. J Clin Endocrinol Metab. 2019 Feb 1;104(2):277-284. doi: 10.1210/jc.2018-

00774. 

34. Castellsagué E, Li R, Aligue R, González S, Sanz J, Martin E, Velasco À, Capellá G, 

Stewart CJR, Vidal A, Majewski J, Rivera B, Polak P, Matias-Guiu X, Brunet J, Foulkes 

WD. Novel POLE pathogenic germline variant in a family with multiple primary tumors 

results in distinct mutational signatures. Hum Mutat. 2019 Jan;40(1):36-41. doi: 

10.1002/humu.23676. Epub 2018 Nov 20. 

35. Gayden T, Sepulveda FE, Khuong-Quang DA, Pratt J, Valera ET, Garrigue A, Kelso S, 

Sicheri F, Mikael LG, Hamel N, Bajic A, Dali R, Deshmukh S, Dervovic D, Schramek D, 

Guerin F, Taipale M, Nikbakht H, Majewski J, Moshous D, Charlebois J, Abish S, Bole-

Feysot C, Nitschke P, Bader-Meunier B, Mitchell D, Thieblemont C, Battistella M, 

Gravel S, Nguyen VH, Conyers R, Diana JS, McCormack C, Prince HM, Besnard M, 

Blanche S, Ekert PG, Fraitag S, Foulkes WD, Fischer A, Neven B, Michonneau D, de 

Saint Basile G, Jabado N. Author Correction: Germline HAVCR2 mutations altering 

TIM-3 characterize subcutaneous panniculitis-like T cell lymphomas with 

hemophagocytic lymphohistiocytic syndrome. Nat Genet. 2019 Jan;51(1):196. doi: 

10.1038/s41588-018-0304-8. 
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Academic and community engagement service outside of McGill  

 

Dr. William Foulkes 

 

December 16, 2019 

Title: Inherited defects in microRNA biogenesis and susceptibility to neoplasia and 

hyperplasia 

UCLA Dept Human Genetics Lecture 

UCLA, California 

 

November 9, 2019 

Title: Cancer Genetics – one family at a time. Distinguished Scientist Award Lecture 

2019 Annual Scientific Meeting of CSCI-CITAC, Banff, Alberta 

 

October 26, 2019 

Title: Performance of an e-health decision-support tool for identifying cancer predisposition 

syndromes in Canadian pediatric oncology centres 

51st congress of the international society of paediatric oncology (SIOP), Lyon, France 

 

Sep 9, 2019 

Title: How can we best identify those with (or at risk for) hereditary breast and ovarian 

cancer? 

Benzon Symposium No. 65 – Targeting Breast and Ovarian Cancers, Copenhagen, Denmark 

 

Jul 24, 2019 

Title: It all starts with the family: a human genetics approach to rare tumors 

Very Rare Cancer Workshop, New York Genome Center, New York, United States 

 

July 11, 2019 

Title: Mutational Signatures for Disease and Variant Classification 

Mutographs Annual Meeting, Lyon, France 

 

June 5, 2019 

Title: The Mooring of Starting Out: Families, Genes and Cancer, Keynote Lecture 

Department of Pathology and Laboratory Medicine Annual 22nd Laurence Becker 

Symposium, SickKids, Toronto, Canada 

 

May 23, 2019 

Title: Families, Genes and Cancer 

Federation CJA (Combined Jewish Appeal), Dollard-Des-Ormeaux, Canada  

 

May 13, 2019 

How do we identify all those at risk for hereditary cancer? 

Norwegian Centres of Excellence, Centre for Biomarkers in Cancer, University of Bergen, 

Bergen, Norway 
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May 3-4, 2019 

Title: CNS manifestations of DICER1 syndrome.  

SNO Pediatric Neuro-Oncology, Basic and Translational Research Conference, San 

Francisco, United States 

 

 

Supplemental Information 
 

Consulting activities: Both Dr. Foulkes and Dr. Rosenblatt are involved in editorial reviews of 

manuscripts, and on various committees at the local, provincial and national levels. Dr. 

Rosenblatt serves on the committee of INESSS that evaluated the introduction of new laboratory 

tests in Quebec. He is a Corresponding Editor of the journals, Molecular Genetics and 

Metabolism and Human Mutation.   

 

 

 

Respectfully submitted, 

 

 

 

David S. Rosenblatt, MD 

Chief, Division of Medical Genetics, Department of Specializes Medicine, Jewish General 

Hospital 

 

April 15, 2020 

 


