
Previous Recipients of
LSA Medical Research Grants

2008 & 2009  Zelig S. Dolinsky, Ph. D.  Biomedical 
Research Consultant, Manchester, CT $42,500 Phase I and II 
of the 2008 Comprehensive Study on Lowe Syndrome.

2007 Yuxin Mao, Ph.D.,  Associate Research Scientist in 
Medicine, Dept. of Cell Biology and HHMI, Yale Univ. 
School of Medicine.  $20,000 for studying the Structural 
studies of the Lowe syndrome protein, OCRL1.

2007 Ora A. Weisz, Associate Professor, Depts. Of Medicine 
and Cell Biology and Physiology , Univ. of Pittsburgh 
School of Medicine.  $20,000 for studying the OCRL 
function in renal epithelial membrane traffic.

2005 Maria Antonietta DeMatteis, M.D., Head of the 
Laboratory of Physiopathology of Secretion within the 
Department of Cell Biology and Oncology in Consorzio 
Mario Negri Sud, Chieti, Italy.  $25,000 for studying the role 
of OCRL-1 in endocytic pathways in immortalized human 
cell lines and in proximal tubular cells from patients with 
Lowe syndrome.

2003 Erik M. Jorgensen, Ph.D., and Kimberly R. Schuske, 
Ph.D., Department of Biology, University of Utah.  $25,000 
for a continuation of the project funded by the 2002 grant.

2002 Erik M. Jorgensen, Ph.D., and Kimberly R. Schuske, 
Ph.D., Department of Biology, University of Utah. $30,000 
for Genetic Suppressors of 5-Phosphatase Mutants in C. 
Elegans.

2002 Jeremy W. Thorner, Ph.D., Department of Molecular 
and Cell Biology, University of California/Berkeley. $30,000 
for Phosphatidylinositol 4-Kinase, Pik1, Shuttles Between 
the Nucleus and the Cytosol: Exploring the Physiological 
Function of PtdIns[4]P Generation in the Nucleus. 

2000 Bonnie Blazer-Yost, Ph.D., Biology Department, 
Indiana University/Purdue University in Indianapolis, IN. 
$15,000 for Stable Expression of the OCRL1 Gene in Renal 
Epithelial Cells: Models for Studying the Localization, 
Regulation and Metabolic Role of the OCRL1 Protein. 

1999 Bonnie Blazer-Yost, Ph.D., Biology Department, 
Indiana University/Purdue University in Indianapolis, IN. 
$15,000 for The Phosphoinositide Pathway in Regulation of 
Ion Transport Phenomena in a Renal Distal Tubule Cell 
Line. 

1999 Dewey Royal, Ph.D., Department of Molecular Biology 
and Biochemistry at Rutgers University. $15,000 for 
Dissecting the Phosphatidylinositol System in C. elegans.

For a full listing of research grants, please see 
http://www.lowesyndrome.org/Research/Grants/previousAwards.

html.

“Care today…cure tomorrow”

Lowe Syndrome Association
PO Box 864346
Plano, TX 75083

Phone: 972-733-1338
http://www.lowesyndrome.org

Reproduction of this pamphlet or any parts thereof is not 

allowed without the prior written consent of the LSA.
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The Leland McSpadden Memorial 
Fund for Medical and Scientific 

Research on Lowe Syndrome

With a gift to this fund, you will provide hope 
for a better future for children with Lowe 

Syndrome.

“They need 

more than a 

kiss and a 

band-aid to 

make it all 

better.”

LSA Medical and Scientific Board

Mark R. Benfield, M.D.
University of Alabama Children’s Hospital

Eileen D. Brewer, M.D.
Texas Children’s Hospital

Lawrence Charnas, M.D., Ph.D.
Shire Human Genetics Therapies

Zelig Dolinsky, Ph.D.
Biomedical Research Consultant

Richard A. Lewis, M.D.
Baylor College of Medicine

Van Miller, M.D., Ph.D.
Texas Child Neurology

Robert L. Nussbaum, M.D.
Department of Medicine and the Institute for Human 

Genetics, University of California

Sharon F. Suchy, Ph.D.
GeneDx, Inc. 

Jeremy W. Thorner, Ph.D.
Dept of Molecular & Cell Biology

University of California

Steven Wassner, M.D
Pediatric Nephrology

Penn St. Children’s Hospital

Philip Zeitler, M.D., Ph.D.
Dept. of Endocrinology

Children’s Hospital, Denver, CO



The LSAõs Medical Research Program

How we choose research projects

When funds are sufficient to make a grant possible, the 
LSA issues a “Request for Proposals.”  We look for 
proposals that will lead to a better understanding of the 
metabolic basis of Lowe syndrome; to better treatments 
of the major complications of Lowe syndrome, to the 
prevention of Lowe syndrome, and/or to a cure for Lowe 
syndrome.

Specific research goals

Specifically, we consider supporting research aimed at 
one or more of the following:

1. Achieving a thorough understanding of the 
metabolic basis of Lowe syndrome, especially how a 
Phosphatidylinositol enzyme deficiency leads to the 
various features of Lowe syndrome;

2. Developing a better understand and treatment of 
the major complications of Lowe syndrome 
including but not limited to neurological and 
behavioral problems, corneal keloids, degenerative 
bone and joint disorders, and renal diseases.  
Proposal for long-term or cross-sectional study of 
the progression of renal and/or neurological features 
will be given special consideration.

All proposals are reviewed thoroughly by at least three 
qualified members of the medical and scientific 
community.  After consulting with members of our 
Medical and Scientific Advisory Board, the LSA Board of 
Directors makes the final decision.

Other ways we support and encourage research

Research roster–The LSA maintains a list of families 
with affected children who are willing to participate in 
research projects.

Medical Research Awards–When appropriate, the LSA 
recognizes outstanding research accomplishments with a  
special award.

Brain and Tissue Bank–The LSA encourages its 
members to register with the Brain and Tissue Banks at 
the University of Maryland.

Staying informed–Our newsletter and web site feature 
news articles about the latest in research.  In addition, 
scientists frequently make presentations about their work 
at our international conferences.

Previous grants given by the LSA

From 1988 to 2009, the LSA awarded a total of 
$327,500 in small grants to support projects primarily 
in the areas of genetic and basic research.  These 
projects were conducted by researchers at several 
leading research institutions.  For a partial list, refer 
to the other side of this brochure.  For a complete list 
please see the LSA website.

Donations

All donations to the Leland McSpadden Fund are 
used for medical research.  The LSA is an all-
volunteer organization; no funds are used for 
salaries.  Other related administrative costs are 
covered by a separate LSA operating budget.

All donations to the Leland McSpadden Fund are tax 
deductible to the extent provided by law.  The IRS 
recognizes the LSA as a Section 501(c)(3) non-profit 
charitable organization.

What is Lowe Syndrome?

Lowe Syndrome is a rare genetic condition affecting 
males that causes multiple physical and mental 
disabilities and serious medical problems.  Symptoms 
include congenital cataracts, poor muscle tone, mental 
retardation (in most cases), seizures, kidney problems, 
short stature, bone and joint problems, and shortened life 
span.

How can research help?

Research is crucial in order to unravel the scientific 
puzzles of Lowe syndrome, develop new treatments, and 
perhaps even someday find a cure.

•Basic Research
In many ways, Lowe syndrome remains a mystery.  
Scientists know it is caused by a mutation in a specific 
gene, leading to the absence of an essential enzyme.  
However, they do not know why the lack of this 
enzyme causes the many problems in Lowe syndrome 
such as the eye, kidney, and brain abnormalities.  
Some biomolecular researchers are learning how the 
enzyme functions in the cell in order to understand 
how its absence has such devastating consequences.

•Genetic Research
In recent years, genetic research has led to better 
diagnostic and carrier testing for Lowe syndrome.  At 
the present time, genetic researchers, using the latest in 
gene cloning and other technologies, are attempting to 
develop an animal model for Lowe syndrome.  
Perhaps in the future, research may lead to gene-based 
therapies.  

•Applied Research
Some physicians and scientists would like to learn 
more about the clinical features of the disease and find 
more effective treatments.  Because there is no cure, 
Lowe syndrome is treated symptomatically.  However, 
a few advances have been made in recent years in the 
way these symptoms are treated.  Much more research 
is needed in order to find better ways to manage the 
serious problems in the eye, brain, bones and joints, 
and kidney.  

Funding is critical in order to support researchers who 
are interested in working on Lowe syndrome.  Because it 
is uncommon, there is little public awareness and thus 
concern about Lowe syndrome.  One important research 
project is underway at the  National Institutes of Health.  
The rest is up to us.  The LSA has a strong commitment 
to support medical research.  However, we need your 
help to do more.

In March of 2001, the LSA helped make 

possible a ground-breaking research workshop 

at the National Institutes of Health in 

Bethesda, Maryland.  

This event brought together scientists from all 

over the world in the first-ever discussion on 

the Lowe syndrome enzyme.  With your help, 

more scientific and medical discussions and 

investigations like this can take place.

The Leland McSpadden 
Memorial Fund
for Medical & Scientific 
Research on Lowe 
Syndrome was 
established in 2000 to 
honor Leland 
McSpadden, 1978 –2000.  
Leland’s life inspired the 
founding of the Lowe 
Syndrome Association.
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