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Epidermolysis Bullosa

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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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.
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Jefferson University
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V.

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
WED site at www.niams.nih.gov.
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