4050.0, "Genetics and Newborns
Screening: Practice, Policy and
Ethics"

Panelpha (Penny) Kyler
U.S. Department of Health and Human
Services

Health Resources and Services
Administration

Copyright 2007, Panelpha Kyler, pkyler@hrsa.gov



Using community based
participatory approaches to
provide genetics education
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Community Based Participation

The W.K. Kellogg Foundation’s
Community Health Scholars Program
proposes that “community based
participatory research in health is a
collaborative approach to research
that equitably involves all partners”
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Community Based Participation

“Participatory approaches are
grounded in the assumption that
knowledge that Is connected to
people’s lived experience IS more
readily translated into action than
knowledge that is disconnected from
practice”
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HRSA Initiatives for Families and
General Public

LSUHS - 7 Things Parents Want
to Know

March of Dimes - Community
Genetics Education Network
(CGEN)

Genetic Alliance - Family Health
History
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Learning Objectives

Recognize the ethical, legal, financial
and social practice and public policy
concerns regarding community
engagement.

Describe the concerns of families and
other stakeholders in regards to lack
of genetic education, services and
Input into policy development
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Factors Limiting
Participation

Underserved and underrepresented
families are coping with practical
ISsues on a day to day basis.

Practical issues often make it difficult
for individuals and families to receive
genetic services or participate in the
development of educational
materials.
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NBS Communication Challenges

New technology/rapidly changing

environment

State programs differ ( disorders

screened, info given, process of
reporting results)

Parents/ public lack basic knowledge

Best practices yet to be identified
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Hidden Barriers to Informing
Parents about NBS

Patients/ providers/nurses/ state programs:
[0 Agendas/ communication styles/ knowledge level differ

Patients:
[0 Education/ Literacy/ Language
[0 Health Literacy:
Capacity to
e Obtain, process, understand basic health
Information and services

e Make appropriate health care decisions (act on
Information)

e Access/ navigate healthcare system
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Is the layout user-friendly?

1. Is the layout userfriendly?

First impressions are important!
Does the pamphlet:

* Have ample white space#?

* Limit paragraphs to 4 to 5§ lines?

* Use bullets, boxes, indentation, bolding, vertical lists?

* Use bitold rather than trifeld format®

* Use font that is 12 point or larger?

* Avoid use of ALL CAPS, italics and pect

large blocks of text?

talf if fonts in

tests?

Maost babies are healthy when they are born.
problem,

mantal retardation or death,

How will my baby be tested?

your baby's heel,

How will | get the results of the tests?

Parents are notified of test results if thare is a problem,

Ask about results when you see your baby's doctor.

Why does my baby need Newborn Screening

We test all babies because a few bables look healthy but have a rare health

If we find problems early, we can help prevent serious preblems like

Before you leave the hospital, a nurse will take a few drops of blood from

The hospital will send the blood sample to a newhorn screening lak.
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Do illustrations convey the message?

2. Do illustrations convey the message?

A p!'-:h.rre may be warth a thousand words —
but which thousond®

Are pictures and caphons:

* Serving a purpose Iithe}-' are not iusl d&cnrufin’e}?

* Clear and realishic®

* Familiar and likely to be understood?
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Is the message clear?

These Tests Could Save Your
Baby’s Life
Newborn Screening Tests

3. Is the message clear?

= |s the message obvious on the cover, tifle, and headings?
= Are key messages easy lo pick out®
* Does pamphlet get to the point quickly?

* Does pamphlet easily inform the readers of what
they need to know and dot

Does caver graphic:

. Turger expectant parents® NEWBORN SCREENING
PROGRAM

Yeour baby and every newbam buabry Testing for some: rare health
disoeders. PYU, Congeniasl
Hypothyroidium, Shkis Cell
Anemis sed Calactosem

WHENT a

Tast befere you ki your baty boms
froim the hospitad or wiikin your HOW?
baby"s firs week of lifk if not born With & tiny ameust of blood
54 hawphal froen the baby's heel
WHERE? WHYT
A blod sample i taken i the Becusse finding snd Iresting these
harpitsl or wi the clinke. The westing condibns ealy cail inake a big
i done ot the Depanmest of Health difference in your hahy's healgh
Inboratory.
DEPARTMENT OF HEALTH
Keeping Your Hometown Healthy
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Is the Information manageable?

4. Is the information manageable?

Does the pomphlet:

* Focus on "need o know" rather than

U E-]

"nice to know"§

» Stick to a few key messages to avoid information
overload?

* Limit the use of graphs and stafistics? Whtyicisme by e 1o L et

Routine newborn screening can determine if your baby has any of the following conditions: PKU (Phenylketonuria),
Hypothyroidism, Galactosemia, Sickle Cell Disease or CAH (Congenital Adrenal Hyperplasia). These are rare, but
serious conditions which can cause brain damage or even death if not treated. Even if your baby looks healthy, he
or she may have one of these conditions. If any of these cenditions go untreated, serious problems will arise.
Therefore, (state) law requires that all newborn babies be tested. The blood tests will identify babies who need more
testing, counseling and treatment. It is critical to detect these conditions as soon as possible. A few days or weeks
could make the difference between life and death or disability.

(College Reading Level)

Why does my baby need Newborn Screening tesis?

Most babies are healthy when they are born.
*  Afew babies look healthy but have a rare health problem.
*  Babies who are born with these diseases seem normal at birth.

We test all babies to find the ones who may need treatment.

If we find problems early, we can help prevent serious problems like mental retardation or death.

(7th Grade Reading Level)
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“Meant for Me”

5. Does the pamphlet make the
reader feel "this information is meant
for me"?

Does the pl:rmph let:

*Use a personal, conversational tone rather than a

textbook or bureaucratic ons?

* Foucs on parent rather than on the NBS program®

* Use familiar words, situations and pil:turE5'=.-’

» Address the reader; personalize infermation
"'"}ruur f:HJi::y"r not “the I:In'b}r"":la

* Show cultural sensitivity®

Newborn Screening is offered to families with new babies as a service
through the Department of Health. The initial screening tests are performed
by the Department of General Services, Division of Consolidated Laboratory
Services (DCLS) which is located in (city). DCLS also performs repeat tests on
infants up to six months of age. This service makes it possible to find out
whether newborn babies might have disorders that may result in serious
problems if treatment is not started soon after birth. Every infant in (state) is
tested a few days after birth unless a parent or guardian objects on the
grounds that the test conflicts with their religious practices.

How will my baby be tested?

* Before you leave the hospital, a nurse will take o few drops of blood
from your baby's heel.

* The hospital will send the blood sample to @ newborn screening lab.
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Family Health History

DOES IT RUN IN THE FAILY? DOES IT RUN IN THE 2?

A Guide to A Guide for

Family Health History Understanding Genetics
and Health

Change the cover
illustration to be f~[
more
representative of

your community.

v ( [
ﬂ._ Add your own
————— P e Organization name
S == here e

~

------- | === GENETIC ALLIANCE
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Family Health History

Supplemental Materials
Healthcare Provider Card

Purpose: This card is for the individual to fill out
and bring to their healthcare provider.

One side of the card concentrates on concerns
about family health history.

*On the other side, there is information for the
provider on how to best use the family history to
determine the patient’s risk of getting a disease.
eIntermountain Health Care is currently
conducting interviews with primary care providers
to determine what types of information they want.
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Summary of family health history

1 am concerned about my family history ol (check all that apply)

Health Concerns/Risk Factors

O Heart disease or heart anack O Breast cancer

O Sooke O Ovarian cancer

O Diaberes/'sugar discase O Colon cancer

O High blood pressure O Endometrial{uterine y cancer

O High cholesterol O Other cancer:

O Asthma O Mental health:

O Hearing loss at young age O Muntal retardation/developmental delay
O Vision loss at voung age O Alzheimer discase/dementia

O Genetic conditions:

Prenatal Concerns
O Birth defects O Miscarriage/stillbirth
O Genetic conditions:

Idenoify family members with cach condition checked. incloding age of diagnosis. current
ape or age at death and cause of death ( use exira sheets if needed)

Rnlltinn;hip'] Condition | oAge of onset | Current age | Age, canse at death

Evaumple!
Brather Hiph Blood Pressure 75 45
Morker High Blood Pressure 4 1 | 65, Sroke

Please include information about vour cluldren, vouwr brothers and sisters,
moether, fmather s side: aunts, uncles, grondpavenis), father (father s side: aunts, uncles,
wramdparend)

Funded in part by a gram (LS BEAODGEES6) from the Masemal und Child Health Bureou, Health Besources und Services Sscddministrmison
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Resources for the Provider

Recognizing Family Risk (Genetic Red Flags)

#  Family history of known genetic disorder
F  Multiple affected family members with same or related disorders
#  Earlicr age at onset of disease than expected
o Breast, ovarian and endometrial cancer = 30 ¥1s {pre-
munopausal)
o Colon and prostate cancer < 50 vrs
o Stroke and noninsulin-dependent digbetes = 50 yrs
o Dementia <= 60 yrs
o Coronary artery discase < 35 yrs males and < 65 yrs in
females
F Budden cardiac death in a person who seemed healthy
#  Multifocal or bilateral occurrence in paired organs
F  Ethnic predisposition to certain genetic disorders

Diats Collection | Risk stratification Intervention

Fersanalized prevention
F o Sbong = pecamiendarions & veferral
for Murther eealvation

Family =
Personalized prevention
Health ——  VWoderate 2 r
; recsmiendarinmsg
Iislory

Stancird prevenlien

— % ‘Yweah e x
recommendations

General Guidelines for Risk Stratification

High Risk
1. Premature discase in a | "-degree relatives, (sibling, parent or
child)
2. Premature Jiscase ina .':'"'--;]cgruu relativie {CAD onlv)
3. Two affected 1%-degree relatives
4. One 1%-degree relative with late or unknown discase onset and

an atfected E"E-dugruu relative with premature disease from the

same lineage

Two 2™ -dlegree maternal or paternal relatives with at least one

having prematire onset of discase

. Three or more affected maternal or paternal relatives

7. Presence of a “moderate risk™ family history on both sides of
the pedigroe

Lh

Maoderate risk:
1. One I"-degree relutive with lute or unknown onset of disease
2. Twao 2% -degree relatives from the same lineage with late or
unknown Jiscase onset

Average risk:
1. Noaffected relatives
2. Only one affected 2"-degree relative from one or both sides of
the pedigree
3. No known family history
4. Adopted person with unknown family history

Scheuner etal., Am ] Med Genen 1997, T1:315-324

Family History Website Hesources
1. CDC - wwwede govigenemics famhistory famhist him
2. AAFP Genomies CME — wyrw gafparg
3 LS. Surgeon General — wwyw hls gov fainilvhisters!
4 Genetie Alliance — wosy geneticalliasee org Gumilyhealihhisionry
5. Recent Literature — www geneticallionee. org M. literanure
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Components for community
engagement

Trust

Message resonates with community
Constant communication

Technical assistance- as needed

Understanding of differences
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Contact Information

For guestions please contact
Penny Kyler Pkyler@hrsa.gov

[L1Thank You
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