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“Our investigators, whether pediatricians,
clinician-researchers or scientists, are creating
a world of hope for children through research.”

Message from the Associate Director

for Pediatric Research

Jacquetta Trasler, MD, PhD
Associate Director for Pediatric Research,

The Research Institute of the McGill University
Health Centre

Research—most especially, child health research—is an
expression of faith in the future. The moments of break-
through that we have celebrated in our Montreal Children’s
Hospital-based research programs this year give us a pre-
view of that future, as does every milestone toward comple-
tion of our new facility on the Glen Campus, scheduled to
open in 2014.

Our investigators, whether pediatricians, clinician-research-
ers or scientists, are creating a world of hope for children
through research. Finding concrete solutions to today’s
complex health problems starts with an unsolved clinical
problem. Experimental studies then lead to translational
research, bringing solutions from the theoretical realm to
the child’s bedside.

As the building of a new, world-class health centre and
research institute begins, our researchers are reaching
for collaboration across disciplines and across geographic
boundaries. Many, like those profiled in this issue, are
forming networks that span not only the pediatric and
adult sites at the MUHC but also the province, the nation
and the globe. The new Children’s research facility extends
more than the promise of better health care for future
generations of young Montrealers or Quebecers. It offers
hope for a better world, for children everywhere.

As always, we are moving forward thanks to the dedica-
tion and drive of our investigators, staff and trainees, and
thanks to the strong support of our Advisory Board and
funding partners, including the FRSQ, CIHR, CFI, MCH
Foundation and Foundation of Stars.
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“The cycle of life
begins with our

children. The same
is true for research.”

Message from the Director
of the Research Institute of the MUHC

The cycle of life begins with our children. The same is
true for research. Research into pediatric diseases is an
important and unique component of improved care for all of
our patients—young and old. Many life-saving discoveries
have been made at The Montreal Children’s Hospital, which
remains not only an integral part of the Research Institute
of the MUHC, but an important institution in the city of
Montreal. It's with good reason.

The first operation in Canada to repair a congenital heart
defect on a child was performed at The Children’s (then
the Children’s Memorial Hospital) in 1938. In 1949, it
was the first pediatric hospital in this country to establish
a division of medical genetics, and in 1951, the first
to open a clinic specifically for patients with genetic
disorders. Clearly ahead of its time now as then, The
Children’s continues to make progress toward its goal of
providing better futures for children every year.

Vassilios Papadopoulos,

New facilities currently underway will enhance world-class

; niy y _ DPharm, PhD
research with continued focus on prenatal and childhood Director. The Research Institute of the MUHC
origins of disease. Building upon the decades of pediatric Associate Executive Director for Research, MUHC

research behind us will ensure that our future research
continues to grow and prosper, as we all envision that
every child’s life should.
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“This has indeed been a year of hope turned into real
advances as our research community looks forward

to a new hospital and the facilities it will provide to meet
the never-ending challenge of seeking knowledge.”

Message from the Chair of the Advisory Group
on Research to the Council for Services
to Children and Adolescents (CSCA)

The Advisory Group on Research to the CSCA has found this
to be a particularly fruitful year in child health research at
The Montreal Children’s Hospital. A breakthrough in diabe-
tes and another in genetics by two teams of collaborating
researchers underline the practical nature of the information
gleaned from the research.

Bench-to-bedside, collaborative research has been the focal
thrust of research programs undertaken at The Children’s
this year. The quest for knowledge translation has been both
wide-ranging and forward-looking. From cancer research
and genetic disorders to questions of prenatal health and
development or those affecting reproductive health and
human growth, MCH investigators are moving knowledge
down paths leading to treatment and to a better under-
standing of the origins of the human condition.

The protection of children on the social level has not been

Gretta Tay|0r Cham bers, overlooked. Ethical issues in pediatrics have been examined
CC, 0Q BA, DLitt in a program bringing together researchers from the health
Chair of the Advisory Group on Research sciences, social sciences, childhood education and the
to the CSCA humanities. This has indeed been a year of hope turned into
Chancellor Emerita, McGill University real advances as our research community looks forward to

a new hospital and the facilities it will provide to meet the
never-ending challenge of seeking knowledge.

Child health research: a world of hope



“Clinical research
needs to be intimately
linked with clinical care
and with our patients.”

Message from the Associate Executive Director
of The Montreal Children’s Hospital

The first aim of the Montreal Children’s Hospital campus of
the Research Institute of the MUHC is to promote collabora-
tive basic and clinical research programs that will improve
patient care. As an overriding philosophy, clinical research
needs to be intimately linked with clinical care and with our
patients.

Although pediatric research is geared uniquely toward
children and adolescents, it is now clear that studying
the mechanisms of disease that result in pathology early
in life, or even prenatally, can also shape our understand-
ing of chronic diseases in our aging population. Similarly,
knowledge gained from the risk factors and mechanisms
that contribute to common disorders in adults, such as heart
disease and cancer, can also lead to preventive strategies
that benefit the pediatric population.

By enhancing collaboration between researchers engaged
with the pediatric and adult populations, the Research
Institute of the MUHC has served as a catalyst for success
as we develop our brand new research facility at the Glen.
Expectations are high for important pediatric research ad-
vances that will translate into improved health and health
care for the most important resource we have, the pediatric
population that we serve.

2009-2010 Annual Report  RI-MUHC at MCH
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Harvey J. Guyda, MD, FRCP(C)

Associate Executive Director
of The Montreal Children’s Hospital of the MUHC
Chair, Department of Pediatrics, McGill University



Our Researchers

New Recruit

Guilherme Sant’Anna, MD, PhD, FRCP(C)

Associate Professor of Pediatrics, McGill University
Department of Pediatrics, Neonatal Division, MUHC

Dr. Guilherme Sant’Anna, Respiratory Health and Neuro-
sciences Axes, received his MD from the Federal Flumi-
nense University and his PhD in Child Health (pulmonary
physiology) from the Instituto Fernandes Figueira/
FIOCRUZ, both in Brazil. He completed post-doctoral
training in pulmonary physiology, cardiovascular physiology,
and pediatrics at McGill University, and was an associate pro-
fessor in pediatrics at McMaster University. His research in-
terests are to better understand and optimize the respiratory
assistance that some preterm infants require after birth, and
the temperature and brain blood-flow control in asphyxiated
infants.




By Axis of the Research Institute
of the McGill University Health Centre

Cancer Axis
Sharon Abish

David Mitchell

Janusz Rak

Cardiovascular
Diseases and
Critical Care Axis
Marie Josée Béland

Adrian Dancea

Chantal Frigon

Ronald Gottesman

Sam Shemie

Dominique Shum-Tim
Christo I. Tchervenkov
Davinia Withington

Endocrinology,
Diabetes,
Nutrition and
Kidney
Diseases Axis
Najma Ahmed

Lorraine Bell

Preetha Krishnamoorthy
Laurent Legault
Constantin Polychronakos
Gloria S. Tannenbaum
Michele Zappitelli

Health
Outcomes Axis
Maala Bhatt

Franco Carnevale
Evelyn Constantin
Geoffrey E. Dougherty
Ciaran Duffy
Mohamed EI-Sherbiny
Sylviane Forget
Bethany Foster

John Richard Hamilton

Michael S. Kramer
Lucyna Lach

Stephen Liben

Mary Ellen Macdonald
Romain Mandel

John Jack Manoukian
David McGillivray
Hema Patel

Robert William Platt

|. Barry Pless

Caroline Quach
Saleem Razack

Janet Elizabeth Rennick

Human
Reproduction
and Development
AXxis

Sam Joseph Daniel
Cynthia Gates Goodyer
Paul Goodyer

Indra Gupta

Roman Jednak

Loydie Jerome-Majewska
Céleste C. Johnston
Jean-Martin Laberge
Annette Majnemer

Aimée Ryan

Michael Shevell

Laurie Snider

Infection and
Immunity Axis
Martin Bitzan

Bruce Mazer

Christine T. McCusker
Jane McDonald

Dorothy Louise Moore
Marie-Noél Primeau

Earl Rubin

Ernest G. Seidman
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Medical Genetics

and Genomics Axis

Nancy Braverman
Kathleen Glass
Nada Jabado

Feige Kaplan

Robert K. Koenekoop
Rima Rozen

Charles R. Scriver
Jacquetta Trasler

Mental lliness and
Addiction Axis

Sylvie Daigneault

Anne Duffy

Eric Fombonne

Brian Greenfield

Lily Hechtman

Klaus Minde

Cécile Rousseau

Musculoskeletal
Disorders Axis
Gaélle Chédeville

Reggie Hamdy

Jean Albert Ouellet

Frank Rauch

Celia Rodd

Rosie Scuccimarri

H. Bruce Williams

Neurosciences
AXis

Jeffrey Atkinson
Marie-Emmanuelle Dilenge
Isabelle Gagnon

Erika Gisel

Pierre Lachapelle

Catherine Limperopoulos
Bernard Rosenblatt

Teresa Valois Gomez

Respiratory
Health Axis
Robert Brouillette
Larry C. Lands
Johanne Morel
Francisco J.D. Noya
Pramod Puligandla
Charles Rohlicek
Guilherme Sant’Anna

Researchers
Associated
with MCH
Mark Anselmo
Robert Barnes
Farhan Bhanji
Claudette Bardin
Margaret Berry
Karen A. Brown
Natalie Buu

Sarah Campillo

John Paul Capolicchio
Dominic Chalut
Aurore Coté

Joélle Desparmet
Giosi Di Meglio
Alessandra Duncan
Sherif Emil

Ricardo Faingold
Jean-Pierre Farmer
Shuvo Ghosh

Josée Lavoie

Serge Melangon
John Mitchell

José Luis Montes
Véronique Morinville
Thérese Perreault
Maria Ramsay
Patricia Riley

Melvin Schloss

Ted Tewfik

Blair Newell Whittemore
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Honours and Distinctions

2009

Dr. Harvey Guyda received the Contribution to Child Health
Award 2009 from the Board of Directors of the Canadian
Association of Pediatric Health Centres (CAPHC). The citation
noted Dr. Guyda’s significant contributions to child and youth
health in Canada and internationally over four decades.

Dr. Richard Hamilton was honoured by the Hospital for
Sick Children (Sick Kids) with an annual fellowship in his
name, in recognition of his founding role in the Sick Kids
Gastroenterology Division.

Dr. Jean-Martin Laberge was elected president of the
Canadian Association of Paediatric Surgeons.

Dr. I. Barry Pless was appointed to the editorial board of
Chronic Diseases in Canada, the official journal of the Public
Health Agency of Canada.

Dr. Constantin Polychronakos received the 2009 Canadian
Pediatric Society Research Award for his research on the
genetics of diabetes.

Dr. Janet Rennick was awarded the CIHR IHDCYH-
Canadian Association of Paediatric Health Centres (CAPHC)
2009 Poster Award and the McMaster Child Health Research
Institute—CAPHC 2009 Poster Award for Clinical Research.

Dr. Gloria Tannenbaum was elected to the Council of The
Endocrine Society, a distinguished international society
dedicated to meeting the needs of basic scientists, clinical
investigators and clinicians-in-practice.

2010

Dr. Maala Bhatt received the Terry Klassen Young Investiga-
tor Award from the Pediatric Emergency Research Group of
Canada.

Dr. Jean-Pierre Farmer received the 2010 Pfizer Award
of Excellence in Leadership from the Montreal Children’s
Hospital Foundation.

Dr. Jean-Martin Laberge received the 2010 Jean Coutu
Medical Award of Excellence from the Montreal Children’s
Hospital Foundation.

Dr. Annette Majnemer gave the 2010 Muriel Driver Lecture
at the annual meeting of the Canadian Association of Occu-
pational Therapy. The lectureship and accompanying prize
represent the most prestigious Canadian award for a body
of research in this field.

Dr. I. Barry Pless was the recipient of the 2010 Emeri-
tus Researcher Award from the Quebec Population Health
Research Network for his exceptional contribution to the
field, not only in Quebec, but nationally and internationally.

Dr. Janusz Rak received the 2010 Aldo Award of
Excellence in Research from the Montreal Children’s
Hospital Foundation.

Dr. Charles R. Scriver received the Pollin Prize, the high-
est international distinction in pediatric research. He also
received the 2010 Howland Medal, the highest award of
the American Pediatric Society; the Folling Award from the
European Phenylketonuria Group in Munich, Germany; and
the PKU Hero Award at the National PKU Alliance inaugural
meeting in Dallas, Texas.

Dr. Bruce Williams was honoured during the 1st Annual
H. Bruce Williams Pediatric Surgical Research Day at the
MCH. The day culminated with the official naming of the MCH
Craniofacial and Cleft Palate Unit as the Dr. H. Bruce
Williams Craniofacial and Cleft Palate Unit.

Child health research: a world of hope



Bench-to-Bedside
Collaborative Research

Selected Large-scale
studies

Reproductive Health

and the Environment

Dr. Cynthia Gates Goodyer, with co-principal investigator
Dr. Barbara Hales of McGill University, received $2.5 mil-
lion from the Canadian Institutes of Health Research (CIHR)
to head a team to study the effects of brominated flame
retardants exposure on human reproduction. Team mem-
bers from the RI-MUHC and McGill include Drs. Peter Chan,
Roman Jednak, Bernard Robaire, and Jacquetta Trasler.
The team also includes investigators from the University of
Montreal, the University of Toronto, the University of Western
Ontario, York University and Health Canada. The proposal
ranked first in its CIHR review committee.

Congenital Heart Disease

Dr. Rima Rozen is co-principal investigator on a project with
Drs. Gregor Andelfinger and Andrea Richter at Hopital Ste-
Justine, and Dr. Mona Nemer at the University of Ottawa, to
study congenital heart malformations. The research teams
were awarded $1.78 million by CIHR and $600,000 by the
Heart and Stroke Foundation to investigate the importance of
genetic factors in such malformations, which form the single
largest class of birth defects. Besides searching for new risk
factors, Dr. Rozen’s laboratory is studying the interaction of
genes and nutrition—the role of folic acid and of choline, in
particular—and identifying the mechanisms by which defi-
ciency of these nutrients can lead to heart defects.

Neurology

Drs. Michael Shevell, Annette Majnemer and Eric
Fombonne are involved in the creation of a National Cen-
tre of Excellence called NeuroDevNet. Led by Dr. Dan
Goldowitz at the University of British Columbia, NeuroDevNet
was awarded more than $19.5 million over five years from
the Networks of Centres of Excellence of Canada to broaden
understanding of the causes of pediatric disorders of
brain development. Dr. Shevell heads a cerebral palsy (CP)
demonstration project funded at $3.5 million. Dr. Majnemer
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is a co-investigator focusing on knowledge translation,
while Dr. Pia Wintermark, an MCH recruit arriving in 2010,
will participate in the CP project’s imaging component.
Dr. Fombonne is co-investigator of an autism spectrum
disorders demonstration project.

Perinatal Health

and Child Development

Dr. Jacquetta Trasler is co-principal investigator on a study
called Etude 3-D (Découvrir, Développer, Devenir) led by
Dr. William Fraser at Hopital Ste-Justine. The multidis-
ciplinary team of researchers from five universities was
awarded $10 million over five years from CIHR to study the
effects of perinatal events on child development. Pregnant
women, fathers and newborns from some 5,000 families
in Quebec and Eastern Ontario are being asked to take
part. The researchers will examine the long-term impact
of adverse prenatal risk factors (social, behavioural, en-
vironmental and genetic) on the health of future generations.
Dr. Trasler leads a project studying health outcomes in chil-
dren born using assisted reproductive technologies.

2010 Breakthrough

Diabetes

Dr. Constantin Polychronakos and his research team made
a discovery that brings new hope for a cure for diabetes.
They found that a previously unstudied gene known as RFX6
is necessary for the generation of islets of Langerhans, the
cells that produce insulin in the pancreas. Published in
Nature in 2010, this work was conducted in collaboration
with a team at the University of California at San Francisco.
It opens the door to finding a cure through gene therapy or
therapeutics that will create new islets.




INnvestigator

and Trainee Awards
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Investigators

Canada Research Chair
Tier 1

® Eric Fombonne

e Ernest Seidman

Tier 2

o Catherine Limperopoulos

Fonds de la recherche

en santé du Québec
National researcher

® Bruce Mazer

Research Scholar—Senior

 Robert Platt

Clinical Research Scholar—Senior
e |ndra Gupta

Research Scholar—Junior 2

¢ Nada Jabado

Clinical Research Scholar—Junior 2
e Sam Daniel

o Bethany Foster

e Caroline Quach

e Frank Rauch

¢ Dominique Shum-Tim

Clinical Research Scholar—Junior 1
e Evelyn Constantin

¢ |sabelle Gagnon

e Janet Rennick

¢ Michele Zappitelli

Kidney Foundation of Canada
Krescent New Investigator Award
e Michele Zappitelli

Post-doctoral Fellowships

Canadian Institutes
of Health Research
e Valerie Marcil

e Huigi Qu

Fonds de la recherche en santé
du Québec

 Flavia Lombardi Lopes

e Serge McGraw

e Julien St-Jean

Heart & Stroke Foundation
of Canada
e Danny Del Duca

Kidney Foundation of Canada
¢ Reyhan El Kares

Doctoral Research Awards

Canadian Institutes
of Health Research
¢ Donovan Chan

e Karine Jacob

 Nafisa Jadavji

e Xiaoyang Liu

e Kirsten Niles

¢ Denise Keiko Shikako Thomas

Fonds de la recherche
en santé du Québec

¢ Danny Del Duca

* Inga Murawski

e Manon Ranger

e Hana Zouk

Kidney Foundation of Canada,
KRESCENT Program
e Karen Hornby

Social Sciences

and Humanities Research
Council of Canada

¢ Anne-Marie Piché

Master’s Research Awards

Canadian Institutes
of Health Research
e Aysegul Erman

e Tara Errington

e Mallory Owen

e Bryan Ross

Fonds de la recherche
en santé du Québec

e Jessica Chan

e Grzegorz Sobieraj

Natural Sciences

and Engineering Research
Council of Canada

¢ Michelle Miller

Sick Kids Foundation
¢ Nathalie Chokron
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Step into an
MCH laboratory.

Enter a world of hope.



Researcher Profiles

12

Ethical Issues
in Pediatrics

Many ethical issues are emerging with advances in pediatric and neonatal care. Concerns arise as to
whether some therapies are warranted in situations where the child’s outcomes are guarded or uncertain,
prompting questions about “What is in the child’s best interest?” and “Who should decide what is best for
the child?” This last question leads to examination of the roles of parents and health care professionals,
and the degree of recognition that should be given to the voices of children.

1R Y
}.\ e

Franco A. Carnevale, RN, PhD
Health Outcomes Axis

Associate Professor, School of Nursing
Associate Member, Department of Pediatrics
McGill University

Chair, Pediatric Ethics Committee
Associate Member, Pediatric Critical Care
McGill University Health Centre

Dr. Carnevale and his collaborators have been examining
such questions as they touch critically ill or disabled
children. Their research has demonstrated that

1. parental responsibility has been inadequately understood
(there is uncertainty, for instance, over which types of
decisions should be parental and which should
be medical);

2. children’s voices have been largely disregarded; and

3. disabled children tend to be significantly discounted
(i.e., there is a prevalent view that life with disability
is not worthwhile).

Having extended this research from North America into
France, Italy and Brazil, Dr. Carnevale is now developing
an interdisciplinary research program on childhood ethics.
This program brings together researchers from the health
sciences, social sciences, childhood education and the
humanities. It fosters hope for children and families by
sensitizing health care professionals to important ethical
concerns through educational programs and policy develop-
ment, inspiring changes in clinical practice.

Child health research: a world of hope



Understanding Juvenile
Idiopathic Arthritis

Many people are surprised to learn that children can be afflicted by arthritis. In fact, juvenile idiopathic
arthritis (JIA) is among the most common chronic conditions affecting Canadian children. Up to one in
1,000 children under 16 years of age may be affected, and in over half of these cases, active disease
persists into adulthood. With this in mind, Dr. Ciaran Duffy has led the development of a national research
network that emphasizes health-related quality of life outcomes in JIA.

With the collaboration of over 40 investigators from coast
to coast, an initial study called “ReACCh Out” has enrolled
more than 1,500 new-onset JIA patients. This study aims to
achieve a better understanding of the course and outcome
of the disease and to identify, at an early stage, factors as-
sociated with a better response to treatment. The largest
such longitudinal study worldwide, it has also prepared the
way for studies on the biologic basis of the disease. One
such study (BBOP) seeks to identify environmental, genetic
and biologic factors predictive of certain disease outcomes,
particularly health-related quality of life. A recent additional
focus, again led by Dr. Duffy, is on exercise and physical
activity in JIJA—the LEAP Study.

The network undertaking these studies, the Canadian
Alliance of Paediatric Rheumatology Investigators (CAPRI),
has drawn some $10 million in grant funding. It has
expanded to link with investigators in the United States
and several European countries through the Understanding Ciaran M. Duffy, MB BCh,
Childhood Arthritis Network (UCAN). FRCP(C), FRCP(I)

Health Outcomes Axis
Professor of Pediatrics, McGill University
Director, Division of Rheumatology

and Associate Physician-in-Chief
The Montreal Children’s Hospital of the MUHC

13
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Researcher Profiles

14

Reproductive Health
and Human Growth

Brominated Flame Retardants and Reproductive Health

Research suggests that brominated flame retardants (BFRs) are affecting early stages of human
development, and that at least one outcome is abnormal male reproduction. BFRs are used in
consumer products to prevent them from catching fire too rapidly. Over 80% of exposure to BFRs is due
to contaminated dust in our living spaces, with the remainder coming from food.

Dr. Cindy Goodyer is leading a multidisciplinary research
team from five Canadian universities and Health Canada
to study the effects of BFRs on developmental abnormal-
ities of reproductive systems and fertility. The team is also
exploring ethical, legal and social issues surrounding BFRs
since they pose a potential health risk not only to individuals,
but to future generations.

The Human Growth

Hormone Receptor

Dr. Goodyer’s laboratory also studies human growth. This
program aims to create a “biological blueprint” that will
allow researchers to define genetic alterations in children
with abnormal growth or with metabolic disorders, including
obesity. Her group is presently working to identify regions
within the growth hormone receptor (GHR) gene that control
expression of the receptor in GH target tissues such as bone,

liver or fat.

Cynthia (Cindy) Gates Goodyer, PhD
Human Reproduction and Development Axis
Associate Professor of Pediatrics,
McGill University Br P o > - P Br
Endocrinology Research Laboratory, [;-} ___.' ”' ‘ | -\I
Research Institute of the MUHC - {,‘4’: £ i
at The Montreal Children’s Hospital Fl -~ =

3 e

| |
Br Br
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Cancer Research
and Genetic Disorders

Penetrating Brain Tumours

As a hemato-oncologist, Dr. Nada Jabado provides care for children with cancer and inherited genetic
disorders. As a researcher, she studies brain tumours, the leading cause of cancer-related mortality and

morbidity in children.

Nearly half of these tumours are pediatric astrocytomas
(PAs)—the high-grade tumours often being fatal, and low-
grade ones requiring treatments that may cause permanent
brain damage. Dr. Jabado has established an international
network to gather and investigate PAs.

One of her chief discoveries is that pediatric and adult as-
trocytomas are distinct molecular entities, contraindicating
the “cut-and-paste” of therapies from adults to children.
Dr. Jabado’s laboratory has also identified new molecular
and genetic targets involved in PA formation and progres-
sion. These molecular events may be amenable to therapies,
a prospect that could lead to improved outcomes in children
with a devastating cancer.

Genetic Breakthrough

Dr. Jabado has formed an international network to inves-
tigate genetic disorders of unknown causes at the clinical,
biological and molecular levels. With collaboration from the
McGill Human Genetics Department, the McGill Innovation
Centre, and Genome Quebec, she is co-running a project
using next-generation exome sequencing. This novel tech-
nology allows researchers to unravel the genetic code of
affected children in record time, and helps identify abnormal
genes responsible for a disease. The team has identified
two genetic disorders in this way—a medical breakthrough
in Canada—and is working to better prevent the diseases,
advise families, and adapt treatments to individual patients.

2009-2010 Annual Report  RI-MUHC at MCH

Nada Jabado, MD, PhD

Medical Genetics and Genomics Axis

Associate Professor of Pediatrics,
McGill University

Pediatric Hematology-Oncology
The Montreal Children’s Hospital
of the MUHC
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Researcher Profiles
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Blindness: Genetic Discoveries

that Lead to Treatments

Blindness in children is a common and lifelong condition. The causes are most often hereditary, and
currently, there are no cures. However, research is revolutionizing the management of Leber congenital
amaurosis (LCA) and retinitis pigmentosa. In these disease groups, vision is lost because of a genetic
insult leading to photoreceptor cell death or cell dysfunction. Dr. Koenekoop’s laboratory is contributing to
the discovery of new genes and mechanisms as well as testing new treatments based on these findings.

4

|

Robert Koenekoop,
MD, PhD, FRCS(C)

Medical Genetics and Genomics Axis

Associate Professor of Ophthalmology,
McGill University

Director, McGill University Ocular

Genetics Laboratory

Director, Pediatric Ophthalmology

The Montreal Children’s Hospital of the MUHC

The laboratory, with collaborations from the University of
Nijmegen in Holland and Baylor in the United States, has
discovered the last four of 15 genes identified to date for
LCA. One gene discovered by another group, RPE65, was
found to be treatable by gene replacement—first in blind
mice, then in blind dogs, and recently in humans. More than
30 humans have been treated, including children, and some
vision has been restored.

Dr. Koenekoop’s laboratory is participating in the first human
drug trial for LCA patients with LRAT or RPE65 mutations.
Initial results point to the existence of dormant photo-
receptors that can be revived by gene or drug replacement,
confirming that genetic discoveries can lead to an under-
standing of disease pathways, then to treatments.




Selected Publications

(from nearly 300)

2009

Al-Kindy HA, Gelinas JF, Hatzakis G, Cote A. Risk factors for
extreme events in infants hospitalized for apparent life-
threatening events. J Pediatr 154(3):332-7, 337 e1-2, 2009.

Almodhen F, Loutochin 0, Capolicchio JP, Jednak R,
El-Sherbiny M. The role of bladder urine transforming
growth factor-betal concentrations in diagnosis and
management of unilateral prenatal hydronephrosis.
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2014-8, 2009.
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tigation of reported associations between the 20qi13
and 21922 loci and pediatric-onset Crohn’s disease in
Canadian children. Am J Gastroenterol 104(11):2824-8,
2009.

April KT, Feldman DE, Zunzunegui MV, Descarreaux M,
Malleson P, Duffy CM. Longitudinal analysis of comple-
mentary and alternative health care use in children with
juvenile idiopathic arthritis. Complement Ther Med
17(4):208-15, 2009.

Beguin PC, El-Helou V, Assimakopoulos J, Clement R, Gosselin
H, Brugada R, Villeneuve L, Rohlicek CV, Del Duca D, Lapointe
N, Rouleau JL, Calderone A. The phenotype and potential
origin of nestin+ cardiac myocyte-like cells following
infarction. J Appl Physiol 107(4):1241-8, 2009.

Beland MJ. The new guidelines for preventing infective
endocarditis: Controversy over the diminished role of
antibiotics. Paediatr Child Health 14(3):171-2, 2009.

Bhatt M, Joseph L, Ducharme FM, Dougherty G, McGillivray D.
Prospective validation of the pediatric appendicitis score
in a Canadian pediatric emergency department. Acad
Emerg Med 16(7):591-6, 2009.

Birnbaum R, Limperopoulos C. Nonoral feeding practices for
infants in the neonatal intensive care unit. Adv Neonatal
Care 9(4):180-4, 2009.

Bitzan M, Poole R, Mehran M, Sicard E, Brockus C,
Thuning-Roberson C, Riviere M. Safety and pharmaco-
kinetics of chimeric anti-Shiga toxin 1 and anti-Shiga
toxin 2 monoclonal antibodies in healthy volunteers.
Antimicrob Agents Chemother 53(7):3081-7, 2009.

2009-2010 Annual Report  RI-MUHC at MCH

Carnevale FA, Vissandjee B, Nyland A,
Vinet-Bonin A. Ethical considerations
in cross-linguistic nursing. Nurs
Ethics 16(6):813-26, 2009.

Cotellesso A, Mazer B, Majnemer A.
Community-based  occupational therapy
services for children: a Quebec survey on service
delivery. Phys Occup Ther Pediatr 29(4):426-44, 2009.

Cumyn L, French L, Hechtman L. Comorbidity in adults with
attention-deficit hyperactivity disorder. Can J Psychiatry
54(10): 673-83, 2009.

Del Duca D, Wong G, Trieu P, Rodaros D, Kouremenos A,
Tadevosyan A, Vaniotis G, Villeneuve LR, Tchervenkov Cl,
Nattel S, Allen BG, Hebert TE, Rohlicek CV. Association of
neonatal hypoxia with lasting changes in left ventricular
gene expression: an animal model. J Thorac Cardiovasc
Surg 138(3):538-46, 546 e1, 2009.

Duval M, Daniel SJ. Facial nerve palsy in neonates
secondary to forceps use. Arch Otolaryngol Head Neck
Surg 135(7):634-6, 2009.

Fodil-Cornu N, Kozij N, Wu Q, Rozen R, Vidal SM. Methylene-
tetrahydrofolate reductase (MTHFR) deficiency enhances
resistance against cytomegalovirus infection. Genes
Immun 10(7):662-6, 2009.

Foster BJ, Ali H, Mamber S, Polomeno RC, Mackie AS.
Prevalence and severity of hypertensive retinopathy in
children. Clin Pediatr (Phila) 48(9):926-30, 2009.

Foster BJ, Warady BA. Clinical research in pediatric
nephrology: challenges, and strategies to address them.
J Nephrol 22(6):685-93, 2009.

Frigon C, Loetwiriyakul W, Ranger M, Otis A. An acute pain
service improves postoperative pain management for
children undergoing selective dorsal rhizotomy. Paediatr
Anaesth 19(12):1213-9, 2009.

Gagnon |, Galli C, Friedman D, Grilli L, Iverson GL. Active
rehabilitation for children who are slow to recover
following sport-related concussion. Brain Inj 23(12):
956-64, 2009.

Gao Y, Fotovati A, Lee C, Wang M, Cote G, Guns E, Toyota B,
Faury D, Jabado N, Dunn SE. Inhibition of Y-box binding
protein-1 slows the growth of glioblastoma multi-
forme and sensitizes to temozolomide independent
06-methylguanine-DNA methyltransferase. Mol Cancer
Ther 8(12): 3276-84, 2009.

17




Selected Publications

18

Halton J, Gaboury I, Grant R, Alos N, Cummings EA,
Matzinger M, Shenouda N, Lentle B, Abish S, Atkinson S,
Cairney E, Dix D, Israels S, Stephure D, Wilson B, Hay J,
Moher D, Rauch F, Siminoski K, Ward LM; Canadian STOPP
Consortium. Advanced vertebral fracture among newly
diagnosed children with acute lymphoblastic leukemia:
results of the Canadian Steroid-Associated Osteoporosis
in the Pediatric Population (STOPP) research program.
J Bone Miner Res 24(7):1326-34, 2009.

Hamdan FF, Piton A, Gauthier J, Lortie A, Dubeau F,
Dobrzeniecka S, Spiegelman D, Noreau A, Pellerin S,
Cote M, Henrion E, Fombonne E, Mottron L, Marineau
C, Drapeau P, Lafreniere RG, Lacaille JC, Rouleau GA,
Michaud JL. De novo STXBP1 mutations in mental
retardation and nonsyndromic epilepsy. Ann Neurol
65(6):748-53, 2009.

Herbert RJ, Gagnon AJ, Rennick JE, 0’Loughlin JL.
A systematic review of questionnaires measuring
health-related empowerment. Res Theory Nurs Pract
23(2):107-32, 2009.

Hermeto F, Bottino MN, Vaillancourt K, Sant’Anna GM.
Implementation of a respiratory therapist-driven protocol
for neonatal ventilation: impact on the premature
population. Pediatrics, 123(5):€907-16, 2009.

Hueber PA, Fukuzawa R, Elkares R, Chu L, Blumentkrantz M,
He SJ, Anaka MR, Reeve AE, Eccles M, Jabado N,
Iglesias DM, Goodyer PR. PAX3 is expressed in the
stromal compartment of the developing kidney and in
Wilms tumors with myogenic phenotype. Pediatr Dev
Pathol 12(5):347-54, 2009.

Jacob K, Albrecht S, Sollier C, Faury D, Sader E, Montpetit A,
Serre D, Hauser P, Garami M, Bognar L, Hanzely Z,
Montes JL, Atkinson J, Farmer JP, Bouffet E, Hawkins C, Tabori U,
Jabado N. Duplication of 7q34 is specific to juvenile
pilocytic astrocytomas and a hallmark of cerebellar and
optic pathway tumours. Br J Cancer 101(4):722-33, 2009.

Khanna H, Davis EE, Murga-Zamalloa CA, Estrada-Cuzcano A,
Lopez I, den Hollander Al, Zonneveld MN, Othman MI,
Waseem N, Chakarova CF, Maubaret C, Diaz-Font A,
Macdonald I, Muzny DM, Wheeler DA, Morgan M, Lewis LR,
Logan CV, Tan PL, Beer MA, Inglehearn CF, Lewis RA,
Jacobson SG, Bergmann C, Beales PL, Attie-Bitach T,
Johnson CA, Otto EA, Bhattacharya SS, Hildebrandt F
Gibbs RA, Koenekoop RK, Swaroop A, Katsanis N. A common
allele in RPGRIP1L is a modifier of retinal degeneration
in ciliopathies. Nat Genet 41(6):739-45, 2009.

Kramer MS, Kahn SR, Platt RW, Genest J, Rozen R, Chen MF,
Goulet L, Seguin L, Dassa C, Lydon J, McNamara H, Dahhou M,
Lamoureux J, Evans RW. Antioxidant vitamins, long-chain
fatty acids, and spontaneous preterm birth. Epidemiology
20(5):707-13, 2009.

Kramer MS, Matush L, Bogdanovich N, Aboud F, Mazer B,
Fombonne E, Collet JP, Hodnett E, Mironova E, Igumnov S,
Chalmers B, Dahhou M, Platt RW. Health and development
outcomes in 6.5-y-old children breastfed exclusively for
3 or 6 mo. Am J Clin Nutr 90(4):1070-4, 2009.

Lach LM, Kohen DE, Garner RE, Brehaut JC, Miller AR,
Klassen AF, Rosenbaum PL. The health and psychosocial
functioning of caregivers of children with neuro-
developmental disorders. Disabil Rehabil 31(9):741-52,
2009.

Lan J, Ribeiro L, Mandeville |, Nadeau K, Bao T, Cornejo S,
Sweezey NB, Kaplan F. Inflammatory cytokines, goblet cell
hyperplasia and altered lung mechanics in Lgl1 mice.
Respir Res 10:83, 2009.

Le May S, Johnston CC, Choiniere M, Fortin C, Kudirka D,
Murray L, Chalut D. Pain Management Practices in a
Pediatric Emergency Room (PAMPER) Study: interventions
with nurses. Spine (Phila Pa 1976) 34(24):2679-85, 2009.

Levi D, Polychronakos C. Regulation of insulin gene
expression by cytokines and cell-cell interactions in
mouse medullary thymic epithelial cells. Diabetologia
52(10):2151-8, 2009.

Limperopoulos C, Robertson RL, Sullivan NR, Bassan H,
du Plessis AJ. Cerebellar injury in term infants: clinical
characteristics, magnetic resonance imaging findings,
and outcome. Pediatr Neurol 41(1):1-8, 2009.

Montpetit K, Hamdy RC, Dahan-Oliel N, Zhang X,
Narayanan UG. Measurement of health-related quality of
life in children undergoing external fixator treatment for
lower limb deformities. J Pediatr Orthop 29(8):920-6, 2009.

Morgan C, Zappitelli M, Gill P. Statin prophylaxis and
inflammatory mediators following cardiopulmonary
bypass: a systematic review. Crit Care 13(5):R165, 2009.

Nakhla M, Scuccimarri R, Duffy KNW, Chedeville G, Campillo
S, Duffy CM, Azouz EM, Shenouda N, Sharma AK, Rodd C.
Prevalence of vertebral fractures in children with
chronic rheumatic diseases at risk for osteopenia.
J Pediatr 154(3):438-43, 2009.

Child health research: a world of hope



Oen K, Tucker L, Huber AM, Miettunen P, Scuccimarri R,
Campillo S, Cabral DA, Feldman BM, Tse S, Chedeville G,
Spiegel L, Schneider R, Lang B, Ellsworth J, Ramsey S,
Dancey P, Silverman E, Chetaille AL, Cameron B, Johnson N,
Dorval J, Petty RE, Duffy KW, Boire G, Haddad E,
Houghton K, Saint-Cyr C, Turvey SE, Benseler S, Cheang M,
Yeung RSM, Duffy CM. Predictors of early inactive disease
in a juvenile idiopathic arthritis cohort: results of a
Canadian multicenter, prospective inception cohort study.
Arthritis Rheum 61(8):1077-86, 2009.

Ouellet JA, Geller L, Strydom WS, Rabzel M, Reindl R,
Jarzem P, Arlet V. Pressure mapping as an outcome
measure for spinal surgery in patients with myelomenin-
gocele. Spine (Phila Pa 1976) 34(24):2679-85, 2009.

Papenburg J, Fontela P, Raynal L, Jette L, Ismail J, Bekal S,
Al-Zahrani |, Quach C. Panton-Valentine leukocidin in
pediatric community-acquired Staphylococcus aureus
infections. Clin Invest Med 32(5):E352-9, 2009.

Pickell L, Li D, Brown K, Mikael LG, Wang XL, Wu Q, Luo L,
Jerome-Majewska L, Rozen R. Methylenetetrahydrofolate
reductase deficiency and low dietary folate increase
embryonic delay and placental abnormalities in mice.
Birth Defects Res A Clin Mol Teratol 85(6):531-41, 2009.

Qu HQ, Verlaan DJ, Ge B, Lu Y, Lam KCL, Grabs R, Harmsen
E, Hudson TJ, Hakonarson H, Pastinen T, Polychronakos C.
A cis-acting regulatory variant in the IL2RA locus.
J Immunol 183(8):5158-62, 2009.

Razack S, Faremo S, Drolet F, Snell L, Wiseman J,
Pickering J. Multiple mini-interviews versus traditional
interviews: stakeholder acceptability comparison. Med
Educ 43(10):993-1000, 2009.

Riou EM, Ghosh S, Francoeur E, Shevell MI. Global
developmental delay and its relationship to cognitive
skills. Dev Med Child Neurol 51(8):600-6, 2009.

Robinson JL, Davies HD, Barton M, O’Brien K, Simpson K,
Asztalos E, Synnes A, Rubin E, Le Saux N, Hui C, Langley JM,
Sauve R, de Repentigny L, Kovacs L, Tan B, Richardson SE.
Characteristics and outcome of infants with candiduria
in neonatal intensive care—a Paediatric Investigators
Collaborative Network on Infections in Canada (PICNIC)
study. BMC Infect Dis 9:183, 2009.

Rousseau C, Benoit M, Lacroix L, Gauthier MF. Evaluation of a
sandplay program for preschoolers in a multiethnic neigh-
borhood. J Child Psychol Psychiatry 50(6):743-50, 2009.

Roy MJ, Dionne S, Marx G, Qureshi |, Sarma D, Levy E, Seidman

EG. In vitro studies on the inhibition of colon cancer by
butyrate and carnitine. Nutrition 25(11-12):1193-201, 2009.

2009-2010 Annual Report  RI-MUHC at MCH

Rung J, Cauchi S, Albrechtsen A, Shen L, Rocheleau G,
Cavalcanti-Proenca C, Bacot F Balkau B, Belisle A,
Borch-Johnsen K, Charpentier G, Dina C, Durand E,
Elliott P, Hadjadj S, Jarvelin MR, Laitinen J, Lauritzen T,
Marre M, Mazur A, Meyre D, Montpetit A, Pisinger C,
Posner B, Poulsen P, Pouta A, Prentki M, Ribel-Madsen R,
Ruokonen A, Sandbaek A, Serre D, Tichet J, Vaxillaire M,
Wojtaszewski JFP, Vaag A, Hansen T, Polychronakos C,
Pedersen 0, Froguel P, Sladek R. Genetic variant near IRS1
is associated with type 2 diabetes, insulin resistance and
hyperinsulinemia. Nat Genet 41(10):1110-5, 2009.

Saleem S, Li J, Yee SP, Fellows GF, Goodyer CG, Wang R.
beta1 integrin/FAK/ERK signalling pathway is essential
for human fetal islet cell differentiation and survival.
J Pathol 219(2):182-92, 2009.

Schisterman EF, Cole SR, Platt RW. Overadjustment bias
and unnecessary adjustment in epidemiologic studies.
Epidemiology 20(4):488-95, 2009.

Shevell MI, Dagenais L, Hall N. Comorbidities in cerebral pal-
sy and their relationship to neurologic subtype and GMFCS
level. Neurology 72(24):2090-6, 2009.

Shikako-Thomas K, Lach L, Majnemer A, Nimigon J,
Cameron K, Shevell M. Quality of life from the perspective
of adolescents with cerebral palsy: “l just think I'm a
normal Kid, | just happen to have a disability.” Qual Life Res
18(7):825-32, 2009.

Sobieraj G, Bhatt M, LeMay S, Rennick J, Johnston C. The ef-
fect of music on parental participation during pediatric
laceration repair. Can J Nurs Res 41(4):68-82, 2009.

Steinbok P, Gan PYC, Connolly MB, Carmant L, Barry SD,
Rutka J, Griebel R, Aronyk K, Hader W, Ventureyra E,
Atkinson J. Epilepsy surgery in the first 3 years of life:
a Canadian survey. Epilepsia 50(6):1442-9, 2009.

Stroh T, van Schouwenburg MR, Beaudet A, Tannenbaum
GS. Subcellular dynamics of somatostatin receptor sub-
type 1 in the rat arcuate nucleus: receptor localiza-
tion and synaptic connectivity vary in parallel with the
ultradian rhythm of growth hormone secretion. J Neurosci
29(25):8198-205, 2009.

Tamarkina E, EI-Sherbiny M, Jednak R, Capolicchio JP.
The “incidental anesthetic”—an opportunity for the
endoscopic correction of vesicoureteral reflux in
children. Can Urol Assoc J 3(3):225-228, 2009.

19



Selected Publications

20

Tannenbaum GS, Ramsay M, Martel C, Samia M,
Zygmuntowicz  C, Porporino M, Ghosh S. Elevated
circulating acylated and total ghrelin concentrations
along with reduced appetite scores in infants with failure
to thrive. Pediatr Res 65(5):569-73, 2009.

Torban E, Goodyer P. The kidney and ear: emerging parallel
functions. Annu Rev Med 60:339-53, 2009.

Trasler JM. Epigenetics in spermatogenesis. Mol Cell
Endocrinol 306(1-2):33-6, 2009.

Vayalumkal JV, Gravel D, Moore D, Matlow A. Surveillance
for healthcare-acquired febrile respiratory infection in
pediatric hospitals participating in the Canadian
Nosocomial Infection Surveillance Program. Infect Control
Hosp Epidemiol 30(7):652-8, 2009.

Whitcomb BW, Schisterman EF, Perkins NJ, Platt RW.
Quantification of collider-stratification bias and the
birthweight paradox. Paediatr Perinat Epidemiol 23(5):
394-402, 2009.

Zappitelli M, Bernier PL, Saczkowski RS, Tchervenkov Cl,
Gottesman R, Dancea A, Hyder A, Alkandari 0. A small
post-operative rise in serum creatinine predicts acute
kidney injury in children undergoing cardiac surgery.
Kidney Int 76(8):885-92, 2009.

2010

Al-Masri M, Krishnamurthy M, Li J, Fellows GF, Dong HH,
Goodyer CG, Wang R. Effect of forkhead box 01 (FOX01)
on beta cell development in the human fetal pancreas.
Diabetologia 53(4):699-711, 2010.

Bell LE, Sawyer SM. Transition of care to adult services for
pediatric solid-organ transplant recipients. Pediatr Clin
North Am 57(2):593-610, table of contents, 2010.

Bernat JL, Capron AM, Bleck TP, Blosser S, Bratton SL,
Childress JF, DeVita MA, Fulda GJ, Gries CJ, Mathur M,
Nakagawa TA, Rushton CH, Shemie SD, White DB. The
circulatory-respiratory determination of death in organ
donation. Crit Care Med 38(3):963-70, 2010.

Braverman N, Zhang R, Chen L, Nimmo G, Scheper S, Tran T,
Chaudhury R, Moser A, Steinberg S. A Pex7 hypomorphic
mouse model for plasmalogen deficiency affecting the
lens and skeleton. Mol Genet Metab 99(4):408-16, 2010.

Chan J, Deng L, Mikael LG, Yan J, Pickell L, Wu Q, Caudill MA,
Rozen R. Low dietary choline and low dietary riboflavin
during pregnancy influence reproductive outcomes and
heart development in mice. Am J Clin Nutr 91(4):1035-43,
2010.

Cohen JM, Hutcheon JA, Kramer MS, Joseph KS,
Abenhaim H, Platt RW. Influence of ultrasound-
to-delivery interval and maternal-fetal characteristics on
validity of estimated fetal weight. Ultrasound Obstet
Gynecol 35(4):434-41, 2010.

Constantin E, Tewfik TL, Brouillette RT. Can the 0SA-18
quality-of-life questionnaire detect obstructive sleep
apnea in children? Pediatrics 125(1):e162-8, 2010.

Dauletbaev N, Lam J, Eklove D, Iskandar M, Lands LC.
Ibuprofen modulates NF-kB activity but not IL-8
production in cystic fibrosis respiratory epithelial cells.
Respiration 79(3):234-42, 2010.

Dorfman AL, Chemtob S, Lachapelle P. Postnatal
hyperoxia and the developing rat retina: beyond the
obvious vasculopathy. Doc Ophthalmol 120(1):61-6, 2010.

Haidar ZS, Tabrizian M, Hamdy RC. A hybrid rhOP-1 delivery
system enhances new hone regeneration and consolida-
tion in a rabbit model of distraction osteogenesis. Growth
Factors 28(1):44-55, 2010.

Hazel E, Zhang X, Duffy CM, Campillo S. High rates of
unsuccessful transfer to adult care among young adults
with juvenile idiopathic arthritis. Pediatr Rheumatol Online
J 8:2,2010.

Huber AM, Gaboury I, Cabral DA, Lang B, Ni A, Stephure
D, Taback S, Dent P, Ellsworth J, LeBlanc C, Saint-Cyr C,
Scuccimarri R, Hay J, Lentle B, Matzinger M, Shenouda N,
Moher D, Rauch F, Siminoski K, Ward LM. Prevalent vertebral
fractures among children initiating glucocorticoid therapy
for the treatment of rheumatic disorders. Arthritis Care Res
(Hoboken) 62(4):516-26, 2010.

Jerome-Majewska LA, Achkar T, Luo L, Lupu F, Lacy E.
The trafficking protein Tmed2/p24beta(1) is required
for morphogenesis of the mouse embryo and placenta.
Dev Biol 341(1):154-66, 2010.

Kang TS, Wang L, Sarkissian CN, Gamez A, Scriver CR,
Stevens RC. Converting an injectable protein therapeu-
tic into an oral form: phenylalanine ammonia lyase for
phenylketonuria. Mol Genet Metab 99(1):4-9, 2010.

Lands LC, Iskandar M, Beaudoin N, Meehan B, Dauletbaev N,
Berthiuame Y. Dietary supplementation with pressurized
whey in patients with cystic fibrosis. J Med Food
13(1):77-82, 2010.

Limperopoulos C, Tworetzky W, McElhinney DB, Newburger
JW, Brown DW, Robertson RL Jr, Guizard N, McGrath E, Geva
J, Annese D, Dunbar-Masterson C, Trainor B, Laussen PC,
du Plessis AJ. Brain volume and metabolism in fetuses

Child health research: a world of hope



with congenital heart disease: evaluation with quanti-
tative magnetic resonance imaging and spectroscopy.
Circulation 121(1):26-33, 2010.

Louie CM, Caridi G, Lopes VS, Brancati F, Kispert A,
Lancaster MA, Schlossman AM, Otto EA, Leitges M,
Grone HJ, Lopez |, Gudiseva HV, O'Toole JF, Vallespin E,
Ayyagari R, Ayuso C, Cremers FPM, den Hollander Al
Koenekoop RK, Dallapiccola B, Ghiggeri GM, Hildebrandt
F, Valente EM, Williams DS, Gleeson JG. AHI1 is required
for photoreceptor outer segment development and is a
modifier for retinal degeneration in nephronophthisis.
Nat Genet 42(2):175-80, 2010.

Macdonald ME, Rigillo N, Brassard P. Urban aboriginal under-
standings and experiences of tuberculosis in Montreal,
Quebec, Canada. Qual Health Res 20(4):506-23, 2010.

Miller M, Gravel D, Mulvey M, Taylor G, Boyd D, Simor A,
Gardam M, McGeer A, Hutchinson J, Moore D, Kelly S. Health
care-associated Clostridium difficile infection in Canada:
patient age and infecting strain type are highly predictive
of severe outcome and mortality. Clin Infect Dis 50(2):
194-201, 2010.

Murray L, Reidy M, Carnevale FA. Stakeholders’
conceptualizations of the nurse practitioner role in the
pediatric emergency department. Nurs Leadersh (Tor Ont)
22(4):88-100, 2010.

Nadeau K, Montermini L, Mandeville I, Xu M, Weiss ST, Sweezey
NB, Kaplan F. Modulation of Igl1 by steroid, retinoic Acid,
and vitamin d models complex transcriptional regulation
during alveolarization. Pediatr Res 67(4):375-81, 2010.

Parkinson N, Collins MM, Dufresne L, Ryan AK. Expression
patterns of hormones, signaling molecules, and transcrip-
tion factors during adenohypophysis development in the
chick embryo. Dev Dyn 239(4):1197-210, 2010.

Pless IB, Stein REK, Walker DK. Research Gonsortium on
Children with Chronic Conditions (RCCCC): a vehicle for
interdisciplinary collaborative research. Matern Child
Health J 14(1):9-19, 2010.

Prsa M, Holly CD, Carnevale FA, Justino H, Rohlicek CV.
Attitudes and practices of cardiologists and surgeons
who manage HLHS. Pediatrics 125(3):e625-30, 2010.

Qu HQ, Jacob K, Fatet S, Ge B, Barnett D, Delattre O,
Faury D, Montpetit A, Solomon L, Hauser P, Garami M,
Bognar L, Hansely Z, Mio R, Farmer JP, Albrecht S,
Polychronakos C, Hawkins C, Jabado N. Genome-wide
profiling using single-nucleotide polymorphism arrays
identifies novel chromosomal imbalances in pediatric
glioblastomas. Neuro Oncol 12(2):153-63, 2010.

2009-2010 Annual Report  RI-MUHC at MCH

Raghavendran S, Bagry H,
Detheux G, Zhang X, Brouillette RT,
Brown KA. An anesthetic mana-
gement protocol to decrease
respiratory  complications  after
adenotonsillectomy in children with
severe sleep apnea. Anesth Analg 110(4):
1093-101, 2010.

Saferali A, Grundberg E, Berlivet S, Beauchemin H, Morcos L,
Polychronakos C, Pastinen T, Graham J, McNeney B,
Naumova AK. Cell culture-induced aberrant methylation of
the imprinted IG DMR in human lymphoblastoid cell lines.
Epigenetics 5(1):50-60, 2010.

Sheth SS, Waserman S, Kagan R, Alizadehfar R, Primeau MN,
Elliot S, St Pierre Y, Wickett R, Joseph L, Harada L,
Dufresne C, Allen M, Allen M, Godefroy SB, Clarke AE. Role
of food labels in accidental exposures in food-allergic
individuals in Canada. Ann Allergy Asthma Immunol
104(1):60-5, 2010.

Smith SB, Qu H-Q, Taleb N, Kishimoto NY, Scheel DW, Lu Y,
Patch A-M, Grabs R, Wang J, Lynn FC, Miyatsuka T, Mitchell J,
Seerke R, Désir J, Vanden Eijnden S, Abramowicz M, Kacet
N, Weill J, Renard M-E, Gentile M, Hansen |, Dewar K,
Hattersley AT, Wang R, Wison ME, Johnson JD,
Polychronakos C, German MS. Rfx6 directs islet formation
and insulin production in mice and humans. Nature
463:775-780, 2010.

Snider L, Majnemer A, Darsaklis V. Virtual reality as a
therapeutic modality for children with cerebral palsy.
Dev Neurorehabil 13(2):120-8, 2010.

Stang AS, McGillivray D, Bhatt M, Colacone A, Soucy N,
Leger R, Afilalo M. Markers of overcrowding in a
pediatric emergency department. Acad Emerg Med
17(2):151-6, 2010.

Yang S, Platt RW, Kramer MS. Variation in child cognitive
ability by week of gestation among healthy term births.
Am J Epidemiol 171(4):399-406, 2010.

Zhang Z, Pascuet E, Hueber PA, Chu L, Bichet DG, Lee TC,
Threadgill DW, Goodyer Paul. Targeted inactivation of EGF
receptor inhibits renal collecting duct development and
function. J Am Soc Nephrol 21(4):573-8, 2010.

#
*l =
g
m_ﬂ’*” .
- : 14




FUﬂdiﬂg (01/04/2009-31/03/2010)

22

Major Benefactors of the Research Program at
The Montreal Children’s Hospital of the MUHC

Donation from the Montreal
Children’s Hospital Foundation:
$2.3 M

Thanks to the generosity of its donors, the Montreal
Children’s Hospital Foundation disbursed $2.3 million in
support of pediatric research in 2009—-2010, contributing to
the progress of a number of significant projects.

Among the Foundation’s major partners in this contribu-
tion are Shire Canada (research to improve diagnosis and
treatment of attention-deficit hyperactivity disorder), the
Cole Foundation (leukemia research), and the National Bank
Financial Group (research into the preconception and pre-
natal causes of birth defects in children, to better understand
normal embryonic development and how it can be affected
by environment and genetics). Leucan, the Children’s
Leukemia Research Association and the Fast Foundation
were also important contributors to the MCH Foundation’s
substantial disbursement for this year.

The Montreal Children’s Hospital Foundation continues
working toward its objective of raising $100 million in
The Best Care for Children campaign to construct the
new Montreal Children’s Hospital and its new research
institute home on the Glen Campus. To date, this campaign
has raised $74 million.

Website: childrenfoundation.com

t The Montreal Children’s

"V‘ Hospital Foundation

Donation from the Foundation
of Stars: $1.1 M

The mission of the Foundation of Stars is to ensure a healthy
future for kids by increasing public awareness of the wide
impact of children’s diseases and by raising funds to
advance pediatric research.

Donations from the Foundation of Stars allow us to train fu-
ture researchers and recruit senior and junior investigators
to The Montreal Children’s Hospital site. They finance essen-
tial state-of-the-art laboratory equipment and contribute to
the costs of modifying our space facilities to accommodate
new basic and clinical research programs. In addition, these
funds allow us to initiate innovative pilot research projects in
preparation for submission to federal and provincial funding
agencies for stable, ongoing financial support.

Website: telethon.qc.ca

Foundation

of stars

Children's health
research
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External Peer-reviewed
Funding by Source

6,541,933 Canadian Institutes of Health Research
1,270,238 Fonds de la recherche en santé du Québec
600,000 National Institutes of Health (U.S.)
369,450 Juvenile Diabetes Research Foundation International
274,796 National Cancer Institute of Canada
160,987 Natural Sciences and Engineering Research Council of Canada
152,426 Kidney Foundation of Canada
91,163 Foundation Fighting Blindness (Canada)
87,897 Fonds Québécois de la recherche sur la nature et les technologies
82,745 Sick Kids Foundation
68,660 Heart & Stroke Foundation of Canada
61,034 Canadian Blood Services
37,228 Social Sciences and Humanities Research Council of Canada
29,726 Canada Foundation for Innovation
25,151 Cancer Research Society
13,480 Fonds Québécois de la recherche sur la société et la culture
6,986 Networks of Centres of Excellence
5,808 Canadian Association of General Surgeons
5,696 Dairy Farmers of Canada
1,756 Multiple Sclerosis Scientific Research Foundation
$9,887,445 TOTAL

FRSQ Infrastructure Budget

The Fonds de la recherche en santé (FRSQ) finances technical and administrative infrastructure
costs of recognized research centres in Quebec.

313,569 Administrative salaries
52,301 Administrative expenses
269,390 Core services salaries
186,402 Core services expenses
-376,493 Less cost recovery, basic research
188,008 Clinical research salaries
18,947 Clinical research expenses
-63,649 Less cost recovery, clinical research
$588,475 TOTAL
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Our Research Community

The Research Institute of the McGill University Health
Centre at The Montreal Children’s Hospital is composed of
over 100 researchers and over 100 graduate students and
post-doctoral fellows engaged in a broad spectrum of basic
and clinical research. It also comprises more than 100 tech-
nicians, coordinators, nurses and administrative personnel.

Our research community constitutes the pediatric site
of the Research Institute of the McGill University Health
Centre, a world-renowned biomedical and health-care
hospital research centre. Located in Montreal, Quebec,
Canada, the Institute is the research arm of the MUHC, the
university health centre affiliated with the Faculty of
Medicine at McGill University.

The Research Institute of the McGill University Health Centre
is supported in part by the Fonds de la recherche en santé
du Québec (FRSQ).

Our website:
http://www.thechildren.com/en/research
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