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Joel Hirschhorn is the Concordia Professor of Pediatrics and Professor of
Genetics at Boston Children’s Hospital and Harvard Medical School. He is
a senior associate member of the Broad Institute, and co-directs the Broad
Institute’s Metabolism Program.
Dr. Hirschhorn’s research focuses on using human genetics and genomics
” ) to identify genes that influence common diseases and quantitative
ra ¢ traits, including obesity and height. Hirschhorn was an early advocate of
collabora’uon meta -analysis, and stringent statistical thresholds, which were essential elements
of many recent discoveries in human genetics. He is a co-PI of the GENIE consortium studying the
genetics of diabetic kidney disease. He continues to lead a large international consortium (GIANT)
that has discovered almost all of the common genetic variants that are known to influence human
height and weight. His laboratory also develops and implements novel computational methods
to gain biological insights from human genetic data.
Dr. Hirschhorn received his A.B. summa cum laude in biochemistry from Harvard College and
later earned his M.D. and Ph.D. in genetics from Harvard Medical School. As a graduate student,
he employed yeast genetics to study chromatin structure and transcription with Fred Winston.
He completed his postdoctoral training with Eric Lander at the Whitehead Institute/MIT Center for
Genome Research, where he developed tools to interpret genetic association studies including
genotyping technologies and analytic methods. He started his own laboratory at Boston Children’s
Hospital in 2001. In 2011, Hirschhorn received, from the Society of Pediatric Research, the E.
Mead Johnson Award, a prestigious honor in pediatric research.

Dr. Oxana Ibraghimov-Beskrovnaya is Head of Renal Research and
Distinguished Scientific Fellow at Genzyme, a Sanoficompany. Her laboratory
investigates molecular pathogenesis of PKD and other renal disorders, and
applies this knowledge to the development of novel treatments targeting key
disease-promoting pathways. More recently she focused on the effects of
dysfunctional cilia-cell cycle regulation and differentiation in PKD and other
ciliopathies. This work resulted in discovery of cyclin dependent kinase
(CDK) inhibition as an effective approach for the treatment of PKD in preclinical trials. At present,
the laboratory explores the effects of glysosphingolipid modulation on cystogenesis and fibrosis.
Dr. Ibraghimov-Beskrovnaya has also established Renal Biomarkers group focusing on discovery
of urinary biomarkers for translational studies. She received her M.S. degree in genetics from the
Moscow State University and her Ph.D. in molecular biology from the Institute for Genetics and
Selection, Moscow, Russia. She completed her post-doctoral training at the University of lowa,
where she studied Duchenne Muscular Dystrophy and the role of dystrophin and dystrophin-
associated glycoproteins in DMD and other neuromuscular diseases.

Dr. Jackson’s lab focuses on enzyme mechanisms controlling cell growth and
division, and cancer. At Stanford, he studied cell and centrosome cycles,
SCF and APC/C E3 ubiquitin ligases and their inhibitors, cyclin-dependent
and Polo kinases, and the Cdc14 and PP2A phosphatases. At Genentech,
he has developed drugs targeting cell cycle checkpoints (including the
Chk1 inhibitor currently in clinical trials), cellular stress pathways, and tumor
metabolism. His lab studies protein modifying and regulatory enzymes
including acetyltransferases and E3 ubiquitin ligases controlling cell regeneration, cancer, and
signaling in primary cilia. His lab has developed methods for proteomic network building and
metabolomics to discover new human disease genes in ciliopathies, human degenerative
diseases, and cancer.
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Dr. Dontscho Kerjaschki is the Chair of the Department of Pathology at the
Medical University of Vienna. Dr. Kerjaschki received his MD and his license
for Pathology and Cytology from the University of Vienna in the 1970s. He
was Visiting Professor (1980-1989) at the Departments of Cell Biology at
Yale and the University of California, San Diego. He has received several
distinguished awards, and was elected a fellow of the Royal College and of

g & the German National Academy of Sciences. He has served on the editorial
boards of the Journal of the American Society of Nephrology, Journal of Clinical Investigation,
and as Associate Editor of American Journal of Pathology. His own publications currently number
240. His research is focused on the biology and pathology of kidney glomerular diseases and on
lymphatic vessels.

Dr. Cecilia Lo is a developmental biologist with a passion for cardiovascular
development and congenital heart disease. She received her BS degree from
the Massachusetts Institute of Technology and her PhD from Rockefeller
University. After postdoctoral training at Harvard Medical School, she
relocated to University of Pennsylvania, where she rose through the ranks
from Assistant Professor to full Professor in the Department of Biology. In
e 2001, she moved to the intramural research program at the National Heart
Lung and Blood Institute as Chief of the Laboratory of Developmental Biology and in 2004, further
appointed as the Director of the Genetics and Developmental Biology Center.
Dr. Lo relocated in 2009 as the founding Chair and Professor of the new Department of
Developmental Biology in the University of Pittsburgh School of Medicine, and holds the F. Sargent
Cheever Chair. Her research interests has been focused on investigations into the developmental
etiology of congenital heart disease, with her recent work focused on the use of forward genetic
screen in mice to identify genes and pathways that cause structural heart defects. In addition, her
laboratory has embarked upon clinical translational work in collaboration with clinician colleagues
to leverage findings from her mouse modeling to investigate the developmental mechanisms and
genetic etiology of human CHD. These studies have brought her unexpectedly to an appreciation
of the important role of cilia biology in congenital heart disease, currently a central focus of
research program in both her mouse modeling and human clinical translational studies.
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Peter Mundel holds an MD from the University of Heidelberg, Germany, where
he also began his career as a faculty member in the Department of Anatomy.
Dr. Mundel is considered an international authority in podocyte biology, and
has been working on the role of podocytes in kidney disease for more than
25 years. A major focus of Dr. Mundel’s research is the development of novel
treatments for glomerular kidney diseases through a detailed mechanistic
understanding of the cell biology and pathology of podocytes.

For the past two decades, aided by sustained NIH funding, Dr. Mundel has worked on the
validation of the kidney podocyte as a therapeutic target for proteinuria. Accordingly, his work
published in Nature Medicine in 2008 showed for the first time that the anti-proteinuric effect of
Cyclosporine A results not from its classically known immunomodulatory effect, but rather, from
stabilizing the podocyte actin cytoskeleton, leading to a commentary in the New England Journal
of Medicine titled “Proteinuria and immunity--an overstated relationship?”

The Mundel laboratory was also the first to report a role for B7-1/CD80 in podocytes in the
pathogenesis of proteinuria, as B7-1 expression had been believed to be restricted to antigen
presenting cells. Recently, in a paper published in the New England Journal of Medicine, Dr.
Mundel and his team showed that the B7-1 inhibitor CTLA4-lg induced remission of proteinuria
in patients with severe and refractory nephrotic syndrome, a first-in-human discovery described
by the associated editorial as a “A New Era of Podocyte-Targeted Therapy for Proteinuric Kidney
Disease.”

Dr. Mundel has also devoted substantial scientific effort to the study of synaptopodin, a molecule
he discovered 25 years ago. Highly expressed in kidney podocytes and neurons, synaptopodin
regulates the actin cytoskeleton. This work has led Dr. Mundel and his team into diverse areas
of investigation, including studies of neurons, cardiac myocytes and cancer cells, as well as
model organisms such as knockout mice and Drosophila. Similarly, the need for an appropriate
podocyte cell culture model to study synaptopodin led Dr. Mundel to the development of the
mouse immortalized podocyte cell line, an essential tool now freely shared with several hundred
laboratories worldwide.

Dr. Mundel has held leadership roles in various settings throughout his career, as Vice Chair for
Research in the Department of Medicine and Chief of Molecular Medicine at the University of
Miami, and as Associate Chief for Translational Research in the Nephrology Division at MGH.

Dr. Mundel has given more than 100 invited lectures nationally and internationally and he is
the recipient of numerous awards including the Heisenberg Award from the German Research
Foundation, the Wolfgang-Bargman Prize from the German Anatomical Society, and the Young
Investigator Award from the American Society of Nephrology and the American Heart Association.

Dr. Yukinori Okada is a Tenure-track Junior Associate Professor at Tokyo
Medical and Dental University, Japan. He received M.D. and Ph.D. from
University of Tokyo. He has multiple professional backgrounds as a
rheumatologist, a statistician, and a bioinformatician. Through international
collaboration partnerships, he has identified more than a hundred of novel
| disease risk loci of multiple human complex traits by large scale genome-

. - wide association studies (GWAS). His recent research interests includes
genetic and bioinformatics analysis integrating big data obtained by technologies in the post-
GWAS era, such as next generation sequencing or typing of rare functional variants, and its
application to novel drug discovery (Okada et al. Genetics of rheumatoid arthritis contributes to
biology and drug discovery. Nature 2014).
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Susan Quaggin

Randall Peterson received his PhD from Harvard University where he studied
as a Howard Hughes Medical Institute predoctoral fellow in the laboratory
of Stuart Schreiber. As a graduate student, he pioneered the first in vivo
high-throughput chemical screens using zebrafish. Following graduation, he
completed a postdoctoral fellowship with Mark Fishman at Massachusetts
General Hospital. Dr. Peterson is currently Associate Professor of Medicine
at Harvard Medical School, Scientific Director of the MGH Cardiovascular
Research Center, and Senior Associate Member of the Broad Institute. He is the recipient of a
EUREKA award from the National Institutes of Health and is the Charles and Ann Sanders MGH
Research Scholar.

Dr. Pollak received a bachelors degree from of Princeton University and
an M.D. from New York University School of Medicine. He completed a
residency in Internal Medicine at Columbia-Presbyterian Medical Center in
New York, and clinical training in nephrology at the Brigham and Women’s
Hospital, Boston. After a research fellowship in the Department of Genetics
of Harvard Medical School, Dr. Pollak joined the nephrology faculty at
AL Brigham and Women’s Hospital and Harvard Medical School. In 2010, he
assumed the role of Chief of Nephrology at Beth Israel Deaconess Medical Center where he is
also Professor of Medicine at Harvard Medical School.

Susan Quaggin, MD graduated from the Faculty of Medicine at the University
of Toronto in 1988 and received her specialty degree in Internal Medicine in
1992. She completed her sub-specialty training in Nephrology in 1993 at U
of T and did a post-doctoral fellowship at Yale University where she studied
the genetic basis of kidney development.
In 1997, she returned to Toronto to do a second post-doctoral fellowship in
: mouse genetics in the laboratory of Janet Rossant. From 1997 until 2012,
she was at the University of Toronto where she was a Senior Scientist at the Samuel Lunenfeld
Research Institute, a practicing Nephrologist at St. Michael’s Hospital and the Gabor-Zellerman
Professor in Renal Medicine.
Quaggin has served as an elected councillor of the American Society for Clinical Investigation
(ASCI), is a member of the ISN Council and was elected to the American Association of Physicians
(AAP) in 2013. She received the Kidney Foundation of Canada 2009 Award for Research and a
Finnish Distinguished Professorship in 2012. In addition, Quaggin sits on the editorial boards of
several journals, is the Deputy Editor of the Journal of the American Society of Nephrology and
has organized a number of international renal and vascular meetings.
In January 2013, Quaggin joined Northwestern University Feinberg School of Medicine as the
Charles Horace Mayo Professor of Medicine, where she serves as the director of the Feinberg
Cardiovascular Research Institute (FCVRI) and chief of the Division of Nephrology.
Quaggin’s research program focuses on genetic pathways required to establish and maintain the
integrity of microvascular beds including the glomerular filtration barrier — a highly selective filter
that separates the blood from the urinary space. To understand the pathways and interactions
between perivascular cells and the endothelium, her research team has developed a number of
genetic models that permit cell and time-specific manipulation of gene expression.
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Dr. Somlo is the C. N. H. Long Professor of Medicine (Nephrology) and
Professor of Genetics and serves as the Chief of the Section of Nephrology
at the Yale University School of Medicine. Dr. Somlo’s research interests are
the genetic bases of human polycystic kidney and liver diseases with the
goal of understanding the role cilia and polycystin signaling pathways in both
normal adult tissue homeostasis and in progression of cystic diseases. His
laboratory has discovered genes for human autosomal dominant polycystic
kidney disease (PKD2), isolated polycystic liver disease (PRKCSH, SEC63) and recessive
polycystic kidney disease (PKHD1). They have used these discoveries to define both genetic
and cellular mechanisms underlying the respective human diseases. Dr. Somlo is a graduate of
Harvard College and the College of Physicians and Surgeons of Columbia University. He did his
clinical training at the Albert Einstein College of Medicine and Yale and was on faculty at Albert
Einstein before returning to Yale. He is a member of the American Society for Clinical Investigation
and Association of American Physicians for which he is also a Councilor. He is a recipient of the
Lillian Jean Kaplan International Prize for Polycystic Kidney Disease Research and the Homer W.
Smith Award from the American Society of Nephrology.

Fabiola Terzi, M.D, PhD, is Director of Research at INSERM (Institut National
de la Sante et de la Recherche Medicale) and head of the team « Mechanisms
and Therapeutic Strategies of Chronic Kidney Disease » at Paris Descartes
University, Necker Hospital, France. She obtained a MD from the University
of Milan and certified in Pediatrics and Nephrology at the Universities of
Milan and Paris Descartes. She received her PhD in Physiopathology at
Paris 7 University. Since 2014, she co-head the Department of « Cell &
Growth » at the Institut Necker Enfants Malades, in Paris. Her major research interests focus
on the mechanisms that control the progression of chronic kidney disease (CKD). Towards this
goal, she has developed several experimental models of CKD in mice from different genetic
background and genetically modified animals. She has also fostered several translational studies
aiming at identifying novel biomarkers and targets of CKD progression in humans. Dr Terzi has
been awarded the « Grand Prix de I’Academie Nationale de Medecine » and the « Prix de la
Fondation du Rein ».

Vicente Torres received MD and Doctoral degrees from the University of
Barcelona and moved to the Mayo Clinic in 1972 for research training and
residencies in Internal Medicine and Nephrology. He joined the faculty at
this institution in 1979 and became Professor of Medicine in 1991. He has
served as chair of the Division of Nephrology at Mayo, Director of the NIH
funded Mayo Kidney Disease Research Training Grant, on the Scientific
Advisory Board of the PKD Foundation, and on several NIH study sections
and committees. His research in the last twenty years has focused on PKD. He directs the NIH
funded Mayo PKD Translational Center, is a principal investigator for the NIH funded CRISP
imaging and HALT-PKD clinical trial consortia, and for Industry funded clinical trials of vasopressin
V2 receptor antagonists. He was awarded the 2007 Lillian Jean Kaplan International Prize for
Advancement in the Understanding of Polycystic Kidney Disease.
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Sakari Vianharanta

[eonard Zon

Sakari Vanharanta completed his undergraduate studies at the University of
Helsinki, Finland, where he attended the MD/PhD programme. After a short
period of clinical training, he moved to New York to work as a postdoctoral
fellow at the Memorial Sloan-Kettering Cancer Center. In 2014, he joined the
Medical Research Council Cancer Unit at the University of Cambridge as a
junior group leader.

Dr. Zon is the Grousbeck Professor of Pediatric Medicine at Harvard Medical
School, Investigator at Howard Hughes Medical Institute, and Director of
the Stem Cell Program, Children’s Hospital Boston. Dr. Zon received a
B.S. degree in chemistry and natural sciences from Muhlenberg College
(1979) and an M.D. degree from Jefferson Medical College (1983). He
subsequently did an internal medicine residency at New England Deaconess
Hospital (1986) and a fellowship in medical oncology at Dana-Farber Cancer
Institute (1989). His postdoctoral research was in the laboratory of Stuart Orkin (1990). Dr. Zon
is internationally recognized for his pioneering work in the fields of stem cell biology and cancer
genetics. Dr. Leonard Zon has been the pre-eminent figure in establishing the zebrafish as an
invaluable genetic model for the study of the blood and hematopoietic development. He is
founder and former president of the International Society for Stem Cell Research and chair of the
Executive Committee of the Harvard Stem Cell Institute (HSCI). In 2005, he completed a term
as President of the American Society for Clinical Investigation. In that same year, Dr. Zon was
elected to the Institute of Medicine of the National Academies. In 2008, Dr. Zon was elected to
the American Academy of Arts & Sciences. In 2010, Dr. Zon was awarded the E. Donnall Thomas
Lecture and Prize from American Society of Hematology. In 2013, Dr. Zon received the ISEH
Donald Metcalf Lecture Award.
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