
Why should my family consider parlicipating
in this research?

Families often wonder what caused their child to have a

neural tube defect. This study gives fafirilies an oppor-

tunity to learn more about spina bifida and other neural

tube defects (NTDs) and to contribute to research aimed

at identilying their causes. In the future, this research

may lead to better preventative measules and treatments

for neural tube defects.

NTDs, including anencephaly and spina bifida, are

caused by a combination of multiple genetic (inherited)

and environmental factors. Unfofiunately, many of

these facton, including the genes predisposing a person

to NTDS, are not known. Genes are made of DNA and

are our body's blueprint.

Spina bifida or

myelomeningo-

cele is the most

common form of

NTD. In order

to discover the

genes predispos-

ing some f'amilies

to have a child

with spina bifida,

it is necessary to

study DNA 1i'om

these families.

Goals of the study

. Discover predisposing genes for

spina bifida and other NTDs.
. Discover how environmental facton intenct

with genes to oause spina bifida.
. Provide accurate genetic counseling for

farri l ies.
. Provide accurate assessment offamilies at

increased risk.

lmprove treatment olNTDS.

lmprove preventative measures.

What will mv familv be asked to do?

Complete a telephone interview with a

member ofthe NTD Research Team regard-

ing your family medical and pregnancy

history.

Provide pennission to review medical records

and X-rays documenting the kind oINTD in

the family member(s).

Provide a DNA sample (i.e. from blood)

from several lamily members, such as the

individual(s) with a NTD, their parents, and

their siblings. The Study Coordinator will

help you arrange collection olthese samples.

Provide facial photograph ofthe

individual(s) with a NTD.

When possible, allow NTD Research Staffto

conduct a brief physical examination of the ..

lower back of family members without a

NTD.

Facts about participation

. Parlicipation is voluntary.

. There is no cost to the family.

. Travel to Dul(e is not required.

. Families are reimbursed for blood drawing

fees.
. Family information is confidential.

. Participation will not affect your health care.

Will my family receive results?

Individual or family results

are not available because

therc is culTently no genetic

test available. Because the

causes ofNTDs are complex,

the research laboratory results

from many lamilies will need

to be compared to uncover'

the specific genes involved. Each family ri'ill receive '...

informatiol on the overall study rcsults and the study's t,,

progress through the mail and/or annual newsletters.

, The research team

Marcy Speer, PhD is the Principal Investigator This

research is a collaborative e1lbrt amongst many myelo-

dysplasia clinics, physicians, and genetic counselors

across the United States and abroad.



What can my family do to help discover the
causes of spina bifida and other NTDs?

Research aimed at discovering the causes of spina bifida

and other NTDs will only be successful because ofthe
participation of families with individuals who have a

NTD.

Your lamily can padicipate in this research.

Your genetic counselor, Myelodysplasia Clinic, or

physician can help you obtain more information about

pafiicipating in the study or making a financial contribu-

tion to this research.

Does my family qualify for the study?

Any family who has at least one family member with

any type of neural tube delect qualifies to parlicipate in

the study.
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How can my lamily enroll in the study or get
more information?

A Duke NTD Research Team nlember can provide you

or your clinician with more information about the study

and answer any questions you may have.

Please contact:

NTD Research Team Member

Duke University Medical Center

Box 3445

Durham, NC 27710

Phone: (866) DUKE-NTD

(866-385-3683, toll-free in the US)

Phone: (919) 684-0767

Pager: (919) 970-9387

E-mail: ntd@chg.duhs.duke.edu

Web: http://www.chg.duke.edu

Funding is provided by the National Institutes ofHealth,
National Institute ofNeuroloeical Disorders and Stroke.
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The research team

Marcy Speel PhD is the Principal Investigator. This

research is a collaborative effort amongst many myelo-

dysplasia clinics, physicians, and genetic counselors

across the United States and abroad.

What can my family do to help discover the
causes of anencephaly?

Research aimed at discovering the causes ofanenceph-

aly will only be successful with the participation of

families whose baby has anencephaly.

Your family may be eligible for participation in this

research.

You, your physician or genetic counselor may call a

member ofthe NTD research team for more information

about participating in the study or making a memorial

financial contribution to this research.

I

How can my family enroll in the study or get
more infomation?

A Duke NTD Research Team member can provide you

or your clinician with more information about the study

and answer any questions you may have.

Please contact:

NTD Research Team Member

Duke Universiqr Medical Center

Box 3445

Durham, NC 27710

Phone: (866) DUKE-NTD

(866-385-3683, toll-free in the US)

Phone: (919) 684-0767

Pager: (919) 970-9387

E-mail: ntd@chg.duhs.duke.edu

Web: http://www.chg.duke.edu.

Funding is provided by the National Institutes ofHealth,
National Institute ofNeurolosical Disorders and Stroke.
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Study background

Neural Tube Defects (NTDs), including anenceph-

aly and spina bifida, are caused by a combination ol

multiple genetic (inherited) and environmental factors.

Unfortunately, many ofthese factors, including the

genes predisposing a person to NTDs, are not known.

Genes are made of DNA and are our body's blueprint.

Anencephaly is the most severe type olNTD. In order

to discover the genes predisposing some families to have

a baby with anencephaly, it is necessary to study DNA

from these families.

Goals of the study

. Discover genes predisposing an individual to

develop anencephaly or other NTDs.
. Discover how environmental factors intemct

with genes to cause anencephaly.
. Provide accurate genetic counseling for fami-

lies.
. Provide accurate assessment oflamilies at

increased risk.
. Improve treatment of NTDs.
. Improve preventative measures.

Why should my family consider pafiicipating
in this research?

Leaming that either a pregnancy or newbom has anen-

cephaly is often devastating news lor a family and this

time can be filled with feelings olshock, intense sad-

ness, guilt and disbelief. The focus during this period

olgriefis clearly on helping families make informed

decisions and preparations. Some iamilies report that

being pal1 of a research effort, which is attempting to

determine the cause ofanencephaly and other Neural

Tube Delects (NTDs), can be a helpful and comfoting

pal1 ofthis process. ln the future, this research may lead

to better preventative measures and heatment for neuml

tube delects (lllTDs).

Facts about participation

. Pafiicipation is voluntary.

. There is no cost to the family.

. Travel to Duke is not required.

. Families are reimbursed lor blood drawn on
parents.

. Family information is confidential.

. Participation will not affect your health care.

What will my family be asked to do if we
decide to pafiicipate?

Complete a telephone interview with a Duke

NTD research team member regarding your

family medical and prpgnancy history.

Provide permission to rreview medical

records and ultrasound or x-ray fi1ms docu-

menting anencephaly.

Provide a fetal DNA sample (i.e. amniotic

fluid after amniocentesis, tissue or cord blood

after delivery). Your genetic counselor or

physician will help obtain these samples.

Provide blood samples on parents and possi-

bly siblings olthe fetus. The NTD research

team will help you arrange to have these

samples collected.

When possible, allow NTD Research Staff to

conduct a brielphysical examination olthe

lower back of family members without a

NTD.

Will my farnily receive results?

Individual or family results are not available because

there is currently no genetic test. Because the causes of

anencephaly are likely to be complex, laboratory results

from many families will need to be compared to uncover

the causes. Each family will receive infomation on the

overall study results and the study's progress through the

mail and/or annual newsletters.


