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Human Genetics
Division Details
RESEARCH AND TRAINING DETAILS

Faculty 30

Joint Appointment Faculty 5

Research Fellows and Post Docs 9

Research Graduate Students 17

Total Annual Grant Award Dollars $3,138,499

Total Annual Industry Award Dollars $696,070

CLINICAL ACTIVITIES AND TRAINING

Clinical Fellows 5

Inpatient Encounters 723

Outpatient Encounters 5,645

 Visit Human Genetics

Division Highlights
D. Brian Dawson, PhD
Dr. D. Brian Dawson, PhD, began integration of clinical cytogenetics and molecular genetics laboratories within the Division of Human

Genetics. In order to achieve integration, initiated multiple activities included: A Pulse survey of clinical lab directors by clinical

technologists, consolidation of Cytogenetic and Molecular Genetic DNA extractions, a visit to Mayo medical labs with key lab members to

help inform opportunities for automation/process improvement, formation of teams for communications, recognition and remote reporting in

response to Pulse Survey, started LGG management monthly meetings, started working with Cincinnati Children's Human Resources to

develop a comprehensive plan for clinical laboratory director development, and started planning for renovations to improve

workflows/integration and LIS replacement with Cerner Epic.

Lisa J. Martin, PhD
In a groundbreaking study, researchers from Cincinnati Children’s and Medical College of Wisconsin joined forces with investigators from

the University of Pittsburgh School of Medicine to combine genomic studies in humans and mice. Using a novel statistical approach,

developed by Dr. Lisa Martin, PhD, the researchers were able to demonstrate that there is significant overlap between the genes identified

in mice and humans. This study, published online May 22, 2017, in Nature Genetics, is the first to demonstrate a shared complex genetic

etiology between human and mouse. This work is an essential step towards moving beyond the current surgical interventions to alternative

strategies that may improve long term outcomes.

Carlos Prada, MD

https://www.cincinnatichildrens.org/research/divisions/h/genetics
https://www.cincinnatichildrens.org/bio/d/brian-dawson
https://www.mcw.edu/MCW
http://www.medschool.pitt.edu/
https://www.cincinnatichildrens.org/bio/m/lisa-martin


In August 2016, we began the Rasopathy Clinic in the Division of Human Genetics at Cincinnati Children's. As of June 2017, the division

evaluated over 150 patients in our clinical program. There has been expansion to the current molecular panel for RASopathies in the

institution from 12 to over 20 disease-associated genes, expanding the ability to confirm a diagnosis in our program. However, 30% of

patients remained without an identifiable causative gene, while many others have variants of uncertain significance in known genes.

This year, we received a Center for Pediatrics Genomics grant to further study novel approaches to diagnose and follow-up our patients

with RASopathies. There are some candidate genes for novel RASopathies that will receive validation with animal models in collaboration

with our team of basic scientists, Drs. Nancy Ratner, PhD, and Steve Wu, MD (tumors); Dr. Ronald Waclaw, MS, PhD (brain); Dr. Joshua

Waxman, PhD (heart): and Dr. Robert Hufnagel, MD, PhD (eye).

Ying Sun, PhD
In collaboration with Dr. Chuanju Liu, PhD, a professor at NYU, our study identified progranulin as a biomarker and new therapeutic target

for Gaucher disease. The recombinant progranulin reversed most effects of Gaucher disease in mouse and human cells and mouse

tissues. Our results provide a new treatment option for inherited Gaucher disease. The published study is in EBioMedicine, and reported in

Science Daily. Our NIH R01 grant application of determining the precise mechanism by which progranulin diminish Gaucher disease

received Impact Score 25 and 10th percentile in NINDS TAG study section.

Partnering with two corporations, Sanofi Genzyme and Lysosomal Therapeutics, we developed new blood brain barrier penetrant small

molecules for neuronopathic Gaucher and Parkinson’s disease. These are the first treatments which address neuronopathic components of

these diseases. Both drugs are currently in Phase I (Lysosomal Therapeutics), and Phase II (Sanofi Genzyme) human trials.
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Grants, Contracts, and Industry Agreements
Annual Grant Award Dollars
Investigator Title Sponsor ID Dates Amount

Rolf Walter Stottmann,

PhD

Forward Genetic Analysis of

Congenital Defects in Cortical

Circuits and Structure

National Institutes of

Health

R01 NS085023 05/15/2014

-

04/30/2019

$435,934

Elizabeth K Schorry, MD NF Consortium Infrastructure and

Trial#1: Open-label, Phase 2 Study

of Bevacizumab in Children and

Young Adults with

Neurofibromatosis 2 and

Progressive Vestibular

Schwannomas that are Poor

Candidates for Standard Treatment

with Surgery or Radiation

Department of Defense

(University of Alabama-

Birmingham)

W81XWH120155 05/15/2012

-

05/14/2018

$39,817

Rolf Walter Stottmann,

PhD

A Genetic Approach to Defining

the Ttc21b Interactome in

Mammalian Ciliopathies

National Institutes of

Health

R01 GM112744 02/01/2015

-

01/31/2019

$300,300

Stephanie Ware Genotype-Phenotype Associations

in Pediatric Cardiomyopathy

National Institutes of

Health (Wayne State

University)

R01 HL111459 08/10/2014

-

03/31/2018

$148,200

Ying Sun, PhD The Development of Small

Molecule Inhibitors for Gaucher

Disease Type 3

National Institutes of

Health (University of

Michigan)

UH2 NS092981 08/01/2015

-

07/31/2020

$318,262

Ying Sun, PhD Nanovesicle-based Intravenous

Protein/Enzyme Therapy for CNS

Disorders

National Institutes of

Health (University of

Cincinnati)

R21 NS095047 08/31/2015

-

08/31/2017

$68,250

Ying Sun, PhD Non-invasive iPSC-based

Therapies for Treatment of

Neurodegenerative Diseases

The Local Initiative for

Excellence Fdtn

Sun LIFE 07/01/2015

-

06/30/2017

$50,000

Taosheng Huang, MD,

PhD

SLC25A46 Mutations Cause Optic

Atrophy, Axonal Neuropathy, and

CerebellaNeurodegeneration

National Institutes of

Health

R01 EY026609 05/01/2016

-

04/30/2018

$390,000

Ge Zhang, MD, PhD Integrated GWAS and EWAS of

Cardopmetabolic Traits in and

Island Population

National Institutes of

Health (University of

Cincinnati)

R56 HL128493 09/19/2016

-

08/31/2020

$23,324

William C Nichols, PhD Clinical and Mechanistic Role of

HDGF in Pulmonary Hypertension

National Institutes of

Health (Johns Hopkins

R01 HL135114 01/01/2017

-

$98,609

https://www.ncbi.nlm.nih.gov/pubmed/26993266


School of Medicine) 12/31/2020

Danil Prows, PhD 

Nives Zimmermann

A Novel Mouse Model of

Eosinophilic Vasculitis with Cardiac

Complications

National Institutes of

Health

R21 HL135507 01/12/2017

-

12/31/2019

$117,000

Nancy Doan Leslie, MD Cincinnati Regional Medical

Center: Genetics Services

Ohio Department of

Health

Leslie ODH

03130011G

07/01/2016

-

06/30/2018

$309,906

Louis Muglia Harnessing “omics”: A Systems

Biology Approach to Discovery of

Biological Pathways in Placental

Development and Parturition

National Institutes of

Health

R01 HD091527 03/10/2017

-

02/28/2022

$668,125

Ying Sun, PhD Non-invasive iPSC-based cell and

Gene Therapies for Treatment of

Parkinson’s Disease.

The Michael J Fox Fdn

for Parkinson's Research

13558 04/04/2017

-

04/03/2019

$125,000

Elizabeth K Schorry, MD A Study of INFUSE Bone Graft in

the treatment of Tibial

Pseudarthrosis in NF1

Department of Defense

(University of Alabama-

Birmingham)

W8IXWH-12-I-

0155

05/15/2016

-

05/14/2018

$28,000

Elizabeth K Schorry, MD A Study of INFUSE Bone Graft in

the Treatment of Tibial

Pseudarthrosis in NF1

Department of Defense

(University of Alabama-

Birmingham)

W81XWH-12-I-

0155

05/15/2016

-

05/14/2018

$17,772

Total Annual Grant Award Dollars $3,138,499

Annual Industry Award Dollars
Investigator Industry Sponsor Amount

Howard Saal, MD BioMarin Pharmaceutical Inc. $206,996

Laurie A Bailey Genzyme Corporation $75,000

Nancy Doan Leslie, MD Alexion Pharmaceuticals, Inc. $161,922

Robert J Hopkin, MD Protein Sciences Corporation $123,902

Ying Sun, PhD Shire Human Genetic Therapies $128,250

Total Annual Industry Award Dollars $696,070


