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■ National Society of Genetic Counselors
233 Canterbury Drive

Wallingford, PA 19086-6617

Phone: 610-872-7608

E-mail: nsgc@nsgc.org

www.nsgc.org

This organization, which represents professional genetic

counselors, provides assistance in locating counselors and

provides a list of questions that might be asked when

meeting with a counselor. 
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This booklet is for people who have epidermolysis bullosa

(ep-ee-der-MOL-eh-sis bull-O-sa, often called "EB"), parents

and caregivers of children with EB, and others interested in

learning more about the disease.  The booklet describes the

disease and its symptoms and contains information about

diagnosis and treatment, as well as current research efforts

supported by the National Institute of Arthritis and

Musculoskeletal and Skin Diseases (NIAMS) and other

components of the National Institutes of Health (NIH).  It

also discusses issues such as skin care and quality of life for

people with EB.  If you have questions after reading this

booklet, you may wish to discuss them with your doctor or a

dermatologist (a specialist in treating skin conditions).

What Is Epidermolysis Bullosa?

EB is a group of blistering skin conditions.  The skin is so

fragile in people with EB that even minor rubbing may cause

blistering.  At times, the person with EB may not be aware of

rubbing or injuring the skin even though blisters develop.  In

severe EB, blisters are not confined to the outer skin.  They

may develop inside the body, in such places as the linings of

the mouth, esophagus, stomach, intestines, upper airway,

bladder, and the genitals.

The skin has an outer layer called the epidermis and an

underlying layer called the dermis.  The place where the two

layers meet is called the basement membrane zone.  (See the

diagram of the skin on page 3.)  The main forms of EB are
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■ The Dystrophic Epidermolysis Bullosa Research
Association of America, Inc. (DebRA)
5 West 36th Street

Suite 404

New York, NY 10018

Phone: 212-868-1573

Fax: 212-868-9296

E-mail: staff@debra.org and

debra.nurse@mindspring.com

www.debra.org

DebRA is a national, nonprofit, voluntary organization

formed as an information source for patients, family

members, the general public, and health professionals.

It also promotes and supports research and can provide

assistance in locating testing sites, medical treatment,

support groups, and genetic counseling.  A full-time EB

nurse educator is available to provide assistance and

support to EB patients, caregivers, and medical

professionals.

A molecular diagnostic laboratory affiliated with DebRA

is located at Thomas Jefferson University in

Philadelphia, Pennsylvania.  Your doctor can make

arrangements to submit blood samples for genetic

analysis.  A small fetal sample can be sent from a

doctor’s office to the laboratory to find out if a fetus is

affected by EB.
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In an autosomal dominant form of EB, the disease gene is

inherited from only one parent who has the disease, and

there is a 50 percent (1 in 2) chance with each pregnancy

that a baby will have EB.  In the autosomal recessive form,

the disease gene is inherited from both parents.  Neither

parent has to show signs of the disease; they simply need to

"carry" the gene, and there is a 25 percent (1 in 4) chance

with each pregnancy that a baby will have EB.  EB can also

be acquired through a mutation (abnormal change) in a

gene that occurred during the formation of the egg or sperm

reproductive cell in a parent.  Neither the sex of the child

nor the order of birth determines which child or how many

children will develop EB in a family that has the faulty gene.  

Skin Structure

Source: Adapted from Dystrophic Epidermolysis Bullosa Research

Association of America (DebRA).
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In Dystrophic EB, the fibrils that anchor the epidermis to the

underlying dermis are either  absent or do not function well.

Scientists are introducing a gene for absent collagen (type

VII) into cultured keratinocytes and fibroblasts (types of skin

cells) obtained from patients whose cells cannot make the

protein.  It is hoped that the gene-corrected cells eventually

can be transplanted back into the patients to promote and

sustain the formation of anchoring fibrils.

Applying newer diagnostic techniques, investigators are

beginning to link specific gene defects with the protein

problems they produce.  Now that the EB-causing gene

mutations can be identified, there is a way that ova (eggs) that

do not contain an abnormal gene can be selected for in vitro

fertilization outside the body, thus improving the chances of

having healthy children in families with the EB gene.

Researchers are also assessing the effectiveness of using

proteins called cytokines and new kinds of dressings to heal

blister wounds.

What Is the Epidermolysis Bullosa Registry and What
Does It Do?

The National EB Registry collects information from patients

with EB, characterizes the many different forms of EB, and

determines risks of various symptoms associated with the

disease.  The information is used for research to improve

understanding and provide better treatment of EB.  The

registry also provides initial diagnostic testing of patients.
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■ DebRA Molecular Diagnostic Laboratory at Thomas
Jefferson University
Ellen Pfendner, Ph.D.

Department of Dermatology and Cutaneous Biology

Thomas Jefferson University

833 Chestnut Street, Room 428

Philadelphia, PA 19107

Phone: 215-503-2176

Fax: 215-503-5788

■ National Information Center for Children and Youth
with Disabilities
P.O. Box 1492

Washington, DC 20013

Phone: 202-884-8200

Fax: 202-884-8441

E-mail: NICHCY@aed.org

www.NICHCY.org

The Center distributes information about services,

special education programs, and laws affecting disabled

children and adults.  It is supported by the U.S.

Department of Education.



This booklet is not copyrighted. Readers are encouraged

to duplicate and distribute as many copies as needed.

Additional copies of this booklet are available from

National Institute of Arthritis and Musculoskeletal

and Skin Diseases 

NIAMS/National Institutes of Health

1 AMS Circle

Bethesda, MD 20892–3675

You can also find this booklet on the NIAMS Web site 

at www.niams.nih.gov/hi/topics/epidermolysis_bullosa/

epidermolysis_bullosa.htm.

The mission of the National Institute of Arthritis and Muscu-

loskeletal and Skin Diseases (NIAMS), a part of the Depart-

ment of Health and Human Services’ National Institutes of

Health (NIH), is to support research into the causes, treat-

ment, and prevention of arthritis and musculoskeletal and

skin diseases, the training of basic and clinical scientists to

carry out this research, and the dissemination of information

on research progress in these diseases.  The National Institute

of Arthritis and Musculoskeletal and Skin Diseases Informa-

tion Clearinghouse is a public service sponsored by the

NIAMS that provides health information and information

sources.  Additional information can be found on the NIAMS

Web site at www.niams.nih.gov.
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