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Conference Schedule
at a Glance
8:00-8:30 a.m.
Attendees Join
8:30-8:45 a.m.
Welcome and Introductions
8:45-9:45 a.m.
Non-Invasive Genetic
Testing in Pregnancy:
What to Tell Parents
9:55-10:55 a.m.
Genomic Medicine
in Diverse Populations:
From Biobanks to Patients
11:05-12:05 p.m.
Off Target Findings
for New Born Screenings
12:15-1:15 p.m.
Working Lunch Panel

The Patient Perspective:
Seeking Answers
with Genetic Testing
1:25-2:25 p.m.
Newborn Screening
and Genomics:
Ethics, Resources and Tools to
Support Families, Advocates,
Public Health Partners, Clinicians

Welcome to the Texas Department of State Health Services

(DSHS) Genetics Conference 2021. We are pleased that you
could join us online as we explore Hot Topics in Genetics.
It is now possible to obtain the sequence of all 3 billion
nucleotides of an individual’s DNA (the patient’s genome)
relatively quickly at a cost that is significantly decreasing.
These and related genetic studies on increasing numbers of
patients are helping to refine our understanding of the genetic
basis of disease.
An understanding of genetic principles is becoming an
increasingly important part of healthcare. Advances in genetics
are improving diagnostic capabilities allowing for improved
prognosistic and treatment options. At the same time, this
information adds complexity to communication with patients
and families. A genetic diagnosis may allow for preventive
strategies for patients and their family members or novel
treatments. Recent genetic advances impact prenatal
diagnosis, childhood and adult conditions, research and
treatment.
We are excited to present exceptional national speakers today
who will bring you cutting-edge knowledge. Thank you for what
you do daily to improve the health, wellness and future of your
patients and their families. We are glad you are joining us in
this opportunity to explore the rapid advances in genetics
bringing us into the future.
Please provide us feedback in our evaluation, which will be sent
to you via email following the conference. We welcome your
suggestions for future events.
Sincerely,

and Researchers

2:35-3:35 p.m.
New Advances in Genetic
Testing and Diagnoses in Rare
Diseases
3:45-4:45 p.m.
Increasing Use of Hereditary
Cancer Testing in Medicine
4:45-5:00 p.m.
Conference Wrap Up and
Closing Remarks

Debra Freedenberg, MD, PhD
Medical Director, Newborn Screening & Genetics
Texas Department of State Health Services,
Newborn Screening and Genetics Program

Continuing Education Credits Available
Continuing Medical Education:
The Texas Department of State Health Services,
Continuing Education Service is accredited by the
Texas Medical Association to provide continuing
medical education for physicians.
The Texas Department of State Health Services,
Continuing Education Service designates this live
event for a maximum of 7.00 AMA PRA Category
1 Credit(s)TM. Physicians should claim only the
credit commensurate with the extent of their
participation in the activity.
This course has been designated by The Texas
Department of State Health Services, Continuing
Education Service for 5.00 credit(s) of education
in medical ethics and/or professional
responsibility.
Continuing Nursing Education:
The Texas Department of State Health Services,
Continuing Education Service is accredited as a
provider of continuing nursing education by the
American Nurses Credentialing Center’s
Commission on Accreditation.

The Texas Department of State Health Services,
Continuing Education Service has awarded 7.00
contact hour(s) of Continuing Nursing Education.
Certified Health Education Specialists:
Sponsored by The Texas Department of State
Health Services, Continuing Education Service, a
designated provider of continuing education
contact hours (CECH) in health education by the
National Commission for Health Education
Credentialing, Inc. This program is designated for
Certified Health Education Specialists (CHES®)
and/or Master Certified Health Education
Specialists (MCHES®) to receive up to 7.00 total
Category I contact education contact hours.
Certified in Public Health
Up to 7.00 CPH Recertification Credits may be
earned at this event.
Genetic Credits
Category 2 credits are available through the
National Society of Genetic Counselors.

Conference Program
8:00 a.m. - 8:30 a.m.

Attendees Join Platform
8:30 a.m. - 8:45 a.m.

Welcoming Remarks and
Introductions
Debra Freedenberg, MD, PhD
Medical Director, Newborn Screening &
Genetics, Texas Department of State Health
Services
Debra Freedenberg, MD, PhD is the Medical
Director of the Newborn Screening Program and
Genetics at the Texas Department of State Health

Services. She has experience in academic,
private practice, and public health settings
covering all areas of genetics practice.
Dr. Freedenberg is board certified in pediatrics,
clinical genetics, clinical molecular genetics, and
medical biochemical genetics. She has particular
expertise in short term and long term follow up of
children identified by newborn screening and
serves on many national and regional committees
related to newborn screening and genetic
services.

Special Thanks to the Planning Committee Members
and Special Consultant
Eugenia Dunham, MPH, MS
Manager, Newborn Screening Support Group
Department of State Health Services
Newborn Screening Unit
Special Consultant: Dr. Beth A. Pletcher, MD, FAAP, FACMG
Associate Professor of Pediatrics and Medicine, Rutgers New Jersey Medical School
Dr. Pletcher was first Chair of the AAP Section on Genetics and Birth Defects, is a past liaison to the
AAP Committee on Genetics, and recently served as an expert group member for an Academy
Genetics in Primary Care Institute Quality Improvement Project. Dr. Pletcher also was Co-Chair of
the University Hospital Bioethics Committee and serves as Co-Director of The Neurofibromatosis
Center of New Jersey. She is a Fellow of the American Academy of Pediatrics and a Founding Fellow
of the American College of Medical Genetics. Her clinical and research interests include:
neurofibromatosis, autism, Fragile X syndrome, craniofacial disorders, cancer genetics, public policy
on genetic screening, genetic education for primary care providers, pediatric workforce issues and,
most recently, the impact of adverse childhood experiences on future mental and physical health.
Codie Prinz
Program Educator, Newborn Screening Unit,

Texas Department of State Health Services

8:45 a.m. - 9:45 a.m.

Non-Invasive Genetic Testing
in Pregnancy: What to Tell Parents
Susan Klugman, MD, FACOG, FACMG
Montefiore Medical Center - Albert Einstein
College of Medicine
In the past, non-invasive prenatal tests were only
recommended for women at high risk for carrying a baby with
a chromosomal abnormality. High risk pregnancies include
moms-to-be who are 35 or older, previously had a child with a
genetic disorder, have a family history of a genetic condition,
or concern about the results of another prenatal test. Today,
genetic screening is offered to all pregnant women and usually
discussed during the first prenatal visit. The decision to test is
a personal one, and it is important for the family to understand
the meaning of a test that is low risk, not resulted or high risk.
Counseling phase is crucial. Attend this session to review
available tests, current guidelines, and learn how to discuss the
testing process and results with parents-to-be.
Session Objectives:
• Describe available genetic tests, including the
biologic specimen and basis for each test and
the steps in the analysis and disclosure of
results.
• Describe the role of the physician, nurse,
genetic counselor or clinic in working with
families whose baby or minor child has
received clinically actionable findings
unrelated to the initial reason for testing.
• List three issues that may concern families
when genetic testing is done.
• List three ethical issues that may arise related
to genetic testing.

Susan Klugman, MD,
FACOG, FACMG, serves as
Director, Reproductive and
Medical Genetics, and
Program Director, Medical
Genetics and Genomics
Residency at Montefiore.
She is also Professor,
Obstetrics and Gynecology
and Women’s Health at our
Albert Einstein College of Medicine. Dr. Klugman’s
clinical focus is on the evaluation of patients and
families at risk for genetic disorders during
pregnancy or preconception, including prenatal
diagnosis and consultation for patients
undergoing assisted reproductive technologies.
She also provides evaluations for patients at risk
for hereditary cancer syndromes. Dr. Klugman’s
research focuses on novel methods for prenatal
screening, testing and diagnosis as well as the
assessment of new modalities for diagnoses and
treatment of hereditary cancer syndromes. Her
work has been published in peer-reviewed
journals, book chapters, and other print
publications. She has completed six year terms
on both the Committee on Genetics of the
American Board of Obstetrics and Gynecology
and the Residency Review Committee for Medical
Genetics for the Accreditation Council of
Graduate Medical Education. In 2021 she will
serve as President Elect and 2023, President of
the organization.

9:45 a.m. – 9:55 a.m.

Break

9:55 – 10:55 a.m.

Genomic Medicine
in Diverse Populations:

From Biobanks to Patients
Noura Abul-Husn, MD, PhD
Icahn School of Medicine at Mount Sinai
Genome-first approaches are used to evaluate
the prevalence and clinical impact of human
genetic variants in unselected patient
populations. Implementation of a genomic
screening program in a highly diverse biobank
has improved healthcare understanding of the
penetrance and phenotypic spectrum of medically
actionable genetic conditions. This knowledge is
needed to develop strategies optimizing the
diagnosis and treatment of these conditions.
After attending this session, participants will have
a better understanding of how genome-first
approaches in electronic health record-linked
biobanks improve knowledge of genetic disease
and implement genomic medicine in diverse
populations.
Session Objectives:
• Recognize how research biobanks embedded
in health systems can drive genomic medicine
• Devise strategies to implement genomic
medicine in diverse populations

Dr. Abul-Husn is a
physician-scientist working
to uncover the clinical
impact of human genetic
variation in diverse
populations and drive the
equitable implementation
of genomic medicine. Her
scientific contributions
include pioneering
genome-first approaches
to provide novel clinical insights and inform
therapeutic discovery. She is an expert at
leveraging large-scale genomic data linked to
electronic health records, and her work has been
published in leading journals, including Science,
Cell, and the New England Journal of Medicine.
In her current role, Dr. Abul-Husn directs a
genomic screening program for medically
actionable conditions in the ancestrally diverse
BioMe Biobank, and is leading efforts to integrate
genomic risk information into clinical care for
diverse patient populations. She participates in
national consortium-based genomic medicine
research, and is a principal investigator in the
eMERGE (electronic Medical Records and
Genomics) Network. Dr. Abul-Husn directs a new
Genomic Health Clinic to provide the clinical
infrastructure for genomic risk communication,
and has initiated a Genomic Medicine Track for
Internal Medicine residents to expand genomics
knowledge across medical specialties.

10:55 a.m. – 11:05 a.m.
Break

11:05 a.m. - 12:05 p.m.

Off Target Findings for Newborn
Screenings
Melissa Wasserstein, MD
The Children’s Hospital at Montefiore
In this session, attendees will receive an
overview of the ethical issues associated with
detection of off target findings while screening
newborns for complex disorders, including the
challenges of informed consent, prognostication,
and long-term follow up, and parental
psychosocial impact.
Session Objectives:
• Describe various off target findings that may
be uncovered through newborn screening for
complex disorders.
• Define the ethical and practical challenges
that off target findings pose in newborn
screening.

Dr. Wasserstein is NIHfunded clinical
researcher whose work
focuses on evaluating
the safety and
effectiveness of novel
treatments for patients
with inborn errors of
metabolism. Currently,
Dr. Wasserstein is
leading the U.S.’ largest
pilot newborn screening program for multiple
disorders, including Sanfilippo syndrome type A
and type B, recently launched across eight
hospitals in New York.

The new screening test — called ScreenPlus – will
expand the current newborn testing program to
include 14 additional disorders not currently on
New York state’s routine infant screening panel.
This pilot program will provide critical information
about whether these screening methods can be
added to routine newborn-screening panels
nationwide. Prior to joining CHAM, Dr.
Wasserstein was Director of the Program for
Inherited Metabolic Diseases at Mount Sinai
Health System.

12:05 – 12:15 p.m.

Break

12:15 – 1:15 p.m.

Lunch Session:
The Patient Perspective:

Seeking Answers with Genetic
Testing
Carlos Bacino, MD, FACMG
Texas Children’s Hospital, Baylor College of
Medicine And Patient Families
Genetic diagnoses or test results have significant
and far-reaching implications for family
members. During session, a physician and
patients will discuss the impact of genetic testing
results on families. Issues include the impact of
testing on children and adolescents, identification
of untreatable conditions, misattributed
paternity, and results of unknown significance.
Feelings can include shock, denial, guilt, blame,
alienation, sadness, and futility. There may also
be relief in understanding what the family will
confront in the future. It is important that
patients understand the cause of the disorder
and their inability to cause or change genetic
risk. Sometimes feelings of guilt and blame can
be channelled into efforts at risk reduction
through environmental modifications.
Session Objective
• Recognize the role of clinicians in discussing
results of medically prescribed and
commercially available molecular tests

Dr. Bacino is involved in
the diagnosis and
management of patients
with birth defects and a
variety of genetic
disorders. He participates
in subspecialty clinics
such as the Skeletal
Dysplasia and
Craniofacial Clinics. As
the Medical Director of
the Kleberg Cytogenetics
Laboratory, he has a particular interest in
structural chromosomes abnormalities and
genomic disorders, as well as the mechanism of
origin of these chromosome anomalies. In the
area of clinical genetics, he is actively involved in
the diagnosis and management of pediatric
patients with birth defects and rare genetic
disorders. He is also interested in the clinical
aspect of bone disorders and participate at the
Skeletal Dysplasia Clinic at TCH. Currently, he
supervises and trains medical students,
residents, and fellows.
As the Medical Director of the BMGL Cytogenetics
Laboratory, he has a particular interest in
structural chromosomes abnormalities and
genomic disorders (contiguous gene
deletion/duplication syndromes).

1:15 – 1:25 p.m.

Break

1:25 – 2:25 p.m.

Newborn Screening and Genomics:

Ethics, Resources and Tools to
Support Families, Advocates, Public
Health Partners, Clinicians and
Researchers
Amy Brower, PhD
American College of Medical Genetics and
Genomics
The increasing use of genomics in newborn
screening has accelerated the need for the
engagement of families and advocates with public
health experts, clinicians and researchers. This
session will highlight innovative approaches to
create resources and tools to support these
efforts, and will include an important discussion
of ethical considerations based on an awareness
of increasing health care disparities with
population-based genomic screening.
The presentation will provide a comprehensive
overview and update for professionals who care
for families with conditions identified through
newborn screening.
Session Objectives:
• Describe the key components of newborn
screening in the United States.
• List two emerging principles related to the
use of genomics in the neonatal period.

In her role at the
American College of
Medical Genetics and
Genomics (ACMG), Dr.
Brower’s work focuses
on creating informatics
tool and an expert
network of clinicians,
researchers sand
public health teams to
advance research in newborn screening. Dr.
Brower was a member of the Human Genome
Project Team and spent a decade in industry
developing molecular diagnostic tools. She is a
former member of the Secretary's Advisory
Committee on Heritable Disorders in Newborns
and Children (ADHDNC) and a member of the
Follow-up and Treatment Subcommittee and cochair of its Quality Measures and Health Outcome
Workgroup. She serves several advisory boards
focused on incorporating genomic medicine into
clinical care to improve health outcomes. Dr.
Brower lectures on genomics, neuroscience,
embryology and child development for doctoral
level programs.

2:25 – 2:35 p.m.
Break

2:35 – 3:35 p.m.

New Advances in Genetic Testing
and Diagnoses in Rare Diseases
Carlos Bacino, MD, FACMG
Texas Children’s Hospital, Baylor College of
Medicine
This session will discuss the approach to genetic
testing in rare disorders including the use of
exome, genome and RNA sequencing and provide
some clinical examples.
Session Objectives:
• Discuss the advantages and limitations of
exome sequencing.
• Describe the sequencing in clinical research
use of RNA and potential clinical applications
An Associate Professor at
the Department of
Molecular and Human
Genetics, Baylor College
of Medicine, Dr. Bacino is
involved in the diagnosis
and management of
patients with birth defects
and a variety of genetic
disorders. He participates
in subspecialty clinics
such as the Skeletal
Dysplasia and Craniofacial Clinics.

As the Medical Director of the Kleberg
Cytogenetics Laboratory, he has a particular
interest in structural chromosomes abnormalities
and genomic disorders, as well as the mechanism
of origin of these chromosome anomalies.
In the area of clinical genetics, he is actively
involved in the diagnosis and management of
pediatric patients with birth defects and rare
genetic disorders. He is also interested in the
clinical aspect of bone disorders and participate
at the Skeletal Dysplasia Clinic at TCH. Currently,
he supervises and trains medical students,
residents, and fellows. As the Medical Director of
the BMGL Cytogenetics Laboratory, he has a
particular interest in structural chromosomes
abnormalities and genomic disorders (contiguous
gene deletion/duplication syndromes).

3:35 – 3:45 p.m.
Break

3:45 – 4:45 p.m.

Increasing Use of Hereditary Cancer
Testing in Medicine
Sharon Plon, MD, PhD
Baylor College of Medicine/Texas Children's
Hospital
As patients are diagnosed with cancer
predisposition syndromes, it is important to be
familiar with the data that demonstrates that
instituting defined cancer surveillance guidelines
improves survival from cancer in patients with
cancer predisposition syndromes compared to
those that do not have increased surveillance. Dr.
Plon will review recent large studies from multiple
cancer centers that demonstrate the yield of
cancer predisposition syndromes in cancer
patients unselected for hereditary risk. The
presentation will review the increasing FDA
approval of agents for the treatment of cancer
based on the finding of cancer predisposition
mutations in cancer patients resulting in
increased guidelines that recommend genetic
testing for cancer patients.
Session Objectives:
• Describe how hereditary cancer testing is
used to manage cancer risk.
• Explain how hereditary cancer testing may be
used to decide on cancer treatment regimens.
In 1995, Dr. Plon
founded and currently
serves as chief of the
Cancer Genetics Clinic
in the Texas Children’s
Cancer Center. Her
translational research
has included studying
physician
interpretation of
genetic test results as
well as laboratory research on the identification
of novel childhood cancer susceptibility genes.
Drs. Plon and D. William Parsons are principal
investigators of the NHGRI-funded project on the

incorporation of genome sequencing into the care
of newly diagnosed childhood cancer
patients. Dr. Plon is also one of the principal
investigators of the Clinical Genomics Resource
(ClinGen). She served as the chair of the
NHGRI/NBCI ClinGen Executive Committee in
2014. She is a diplomat of the American Board of
Medical Genetics in the field of Clinical Genetics.
Dr. Plon has served on the steering committee of
the Whole Genome Laboratory and Cancer
Genetics Laboratory since 2011.

4:45 – 5:00 p.m.

Conference Wrap-Up /
Closing Remarks
Debra Freedenberg, MD, PhD
Medical Director, Newborn Screening
& Genetics, Texas Department of
State Health Services
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