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Sickle cell disease:

Making sense of genetic disorder

As far as Lynnie Reid knew, her
newborn girl was as healthy as could be. All
of that changed about eight months later.
Instead of bounce, there was lethargy, and
no one could figure out the reason. When
the doctors finally did, Reid was even more
mystified.

“Hemoglobin” is not exactly the word
any young mother wants to talk about
in connection
with her child’s
health. But the
ill-sounding word
is actually a good
thing. In addition
to giving blood its
color, the iron-rich
protein is responsi-

More than 70,000
people in this country
have sickle cell
disease. It occurs in
one out of every 500

days in the hospital with her ailing daughter,
Reid asked her doctors about the prognosis.
It wasn’t good. The doctors said the baby
wouldn’t live past 18 years old. Reid didn’t
want to hear any of that sort of talk.

“That’s not an answer,” she told the
doctors.

It wasn’t. More than 30 years later, her
baby girl is still alive and Reid and her hus-
band went on to have
four more children.
Asson, Amiel, 15, has
sickle cell disease,
while the three other
children acquired the
sickle cell trait. In those
with the trait, less than
half of their hemoglo-

ble for transporting African American bin is defective, and

oxygen throughout . therefore, they are not

the body. births. medically impaired.
Like a lot Sickle cell is not

of people, Reid
had never heard
of hemoglobin.
But there she was
—all of 20 years old at the time — hearing
that she had “rare and defective” hemo-
globin. Making matters worse was that her
husband’s hemoglobin was equally defec-
tive — and together, they passed the genes
to their first-born child.

The diagnosis was sickle cell disease,
a blood disorder that transforms normally
round blood cells into twisted, sickle-shaped
cells that clump together and block the flow
of blood to different parts of the body. The
blockage caused by the abnormal red blood
cells often leads to periods of excessive pain
called “crises” and organ damage. In ex-
treme cases, sickle cell disease can be fatal.

After sitting and waiting for nearly 30

— National Heart, Lung,
and Blood Institute

a new disease. It first
came to light in the
United States in 1910,
when Dr. James Her-
rick of Chicago described a patient from
the West Indies who had anemia with un-
usual sickle-shaped red blood cells. About
40 years later, Linus Pauling correlated the
illness to a defect in a protein. That led to
the discovery of a mutation in hemoglobin
that swapped one amino acid (protein) for
another and resulted in the sickle hemoglo-
bin.

Sickle cell disease occurs more
frequently in people whose families come
from Africa, Central or South America, the
Caribbean, countries that border the Medi-
terranean, such as Greece and Italy, and
India and Saudi Arabia. According to the
National Heart, Lung, and Blood Institute,
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Amiel Reid played the cello at an event to honor Massachusetts first lady Diane Patrick. The event was
sponsored by the Boston & Vicinity Club and the League of WWomen for Community Service.

part of the National Institutes of Health,
more than 70,000 people in this country
have sickle cell disease. It occurs in one out
of every 500 African American births.

Dr. Maureen M. Okam, the direc-
tor of hemoglobinopathy at Brigham and
Women’s Hospital, explained that the
disease can be deceiving. The symptoms
can be mild or severe.

“Although you feel fine, you can still
have complications,” she warned. “There
still can be long-term effects. Regardless of
the daily manifestations of the disease, it is
still possible to suffer from strokes, kidney
failure or other complications.”

The disease occurs when an infant
inherits a sickle cell gene from each of
his or her parents. One of the most severe
forms of the disease is sickle cell anemia,
in which both parents donate the abnormal
sickle “S” gene.

Sickle cell trait, on the other hand, is
caused by the inheritance of only one sickle

cell gene from a parent. It is estimated that
one in 12 African Americans in this country
have the trait.

For the most part, people with the trait
are symptom-free and are not required to
take medication or follow any particular
precautions. But under extreme conditions,
such as high elevation or athletic competi-
tion, those with the trait can experience
complications as well.

Pittsburgh Steelers safety Ryan Clark
had his spleen and gallbladder removed
because of complications from sickle cell
trait.

The spleen is particularly vulnerable.
It filters out abnormal red blood cells and
helps the body’s immune system fight
infection. In those with sickle cell disease,
red blood cells become trapped in the
spleen, reducing circulation to the rest of
the body.

Trying to figure out the odds of a par-

Reid, continued to page 4

Myiesha Demery has come a long
way. Born in the Virgin Islands, she
moved to Boston when she was 5 years
old in part because of her medical condi-
tion.

She was diagnosed with sickle cell
disease — both her parents carried the
trait — but doctors in St. Thomas could
offer little in the way of treatments. She
was told to simply eat foods that were
thought to boost the oxygen in her blood.

Quite naturally, her condition wors-
ened and the painful flare-ups occurred as
often as three times a week.

“It can be sudden,” she said. “It can
start in one spot and quickly spread to ev-
ery joint in my body within 30 seconds.”

When asked to give the pain a rat-
ing between one and 10, she could only

\Iaugh. “Our pain far exceeds that,” she

Myiesha Demery, 32, came to Boston from the U.S. Virgin
Islands at the age of 5 for treatment for sickle cell disease.

s .
Early awareness key to managing symptoms

explained.

Not everyone with sickle
cell disease experiences such
acute pain. The symptoms
range from very mild to requir-
ing frequent hospitalizations.

Most common are the
signs of anemia — fatigue, diz-
ziness, headache, shortness of
breath and cold hands and feet.
Sickle cell disease has multiple
complications. In the hand-foot
syndrome, the sickle red blood
cells block the small blood ves-
sels of the hands and feet, caus-
ing pain, swelling and fever.
Infections, such as pneumonia
or the flu, are common. People
with sickle cell disease are at
higher risk for stroke, damage

to the retina of the eye, development of
gallstones, leg ulcers and delayed growth
in children.

The damage is significant. Accord-
ing to a report by the Centers of Disease
Control and Prevention, roughly 75,000
hospitalizations between 1989 and 1993
were due to sickle cell disease at a cost of
$475 million.

A more recent report published in the
April 2009 issue of the American Journal
of Hematology estimates that the yearly
cost of medical care exceeds $1.1 billion.
The authors cautioned that this estimate
does not include lost productivity and
premature mortality.

Fortunately, it is often possible to
avoid some of the problems. Regular
checkups are important, and yearly flu
shots and other immunizations can reduce
the risk of infections. Hydration — drink-
ing eight to 10 glasses of water every

Myiesha, continued to page 4J

September is Sickle Cell Awareness Month




Sickle cell disease: The fight for survival starts early

hildren with sickle cell disease — also referred
to as sickle cell anemia — can lead healthy and
productive lives. With medications for pain and
infection, timely immunizations and adherence
to healthy habits, children can live a life filled with school,

pain called “crises.” A crisis occurs when red blood cells
clump in the bloodstream and block the flow of blood,
causing pain and ultimately tissue damage. The
pain can be pervasive — invading the stomach,
bones, lungs and joints — and can last a few

cooked foods; wash vegetables; cook meat until it is well
done; and do not eat raw or undercooked eggs.

: Keep up with immunizations
\ \ "

In addition to the regular
childhood vaccines, a few extra are

LN ]

family and other activities they enjoy. This is not to mini-
mize the severity of the disease. Sickle cell anemia — an
inherited illness caused by an abnormality in the red blood
cells — can be a painful and deadly disorder. It is marked
by serious infections, persistent anemia, painful episodes
and damage to several organs of the body.

How can | tell if my child has sickle

cell disease?

Fortunately, all 50 states
as well as Washington, D.C.,
Puerto Rico and the U.S. Virgin
Islands offer newborn screen-
ing for sickle cell disease. Most
states, including Massachusetts,
mandate the screening, which
is usually performed within
48 hours of birth. Since most
screening programs have been
in effect for several years, cases
are now caught early rather than
later. The advantage to early
screening is early treatment.

Helping children live well with

sickle cell disease

After learning their child has sickle cell disease,
parents may wonder what life will be like for him or
her. Will it ever be normal? What should they do to help
prepare their child for the future?

The quality of life will also depend on whether the
disease is mild or severe and the effectiveness of treat-
ments. Infections are a major problem for infants and
young children, and can be fatal. Sickle cell anemia can
harm the spleen, an organ that helps fight infections. In
addition, pneumonia is often the cause of death in young
children with sickle cell anemia.

The disease is also characterized by episodes of

Since 1990, the Massachusetts Department of Public Health
has mandated newborn screening for sickle cell disease.

hours, days, weeks or even months.

Major advances have been made in the
treatment of sickle cell anemia — from the
reduction of infections to the approval by the
Food and Drug Administration of hydroxy-
urea, an anti-cancer medicine that has proven
effective in reducing crises. Although studied in
adults, hydroxyurea is often offered to children
as well. In some cases, bone marrow transplants
have cured the disease.

There are
some things you
can do as a par-
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recommended for children with
sickle cell disease. Yearly flu vac-
cines as well as pneumococcal and
meningococcal vaccines for pneu-
monia and meningitis, respectively,
are encouraged. Meningitis is an
inflammation of the membranes
that cover the brain and spinal
cord, and can result in brain dam-
age. Prior to the development of
these immunizations, pneumonia
was one of the leading causes of
death in children with sickle cell.

ent to keep your
child healthy and minimize
complications.
Prevent infections
Antibiotics, adminis-
tered twice a day from the
age of two months to five
years, have proven suc-
cessful in
lowering the
incidence of
infections in infants and children with
sickle cell.

Hand washing is one of the most
effective ways to prevent the spread of
infections. Wash your hands before eating
or preparing food, after using the toilet or
changing diapers, and after contact with
someone who has an infection. Use soap
and clean water or gel hand cleansers.

Food safety can prevent salmonella,
bacteria especially harmful to children
with sickle cell. Salmonella can be found
on fruits and vegetables, in dairy and
meat products, poultry and even on some
pets. To prevent contamination, wash
hands, cutting boards and utensils after touching un-

Coping with sickle cell anemia.

Sickle cell anemia is an inherited blood disease in which
the body makes fragile, sickle-shaped red blood cells. This leads to
fatigue, pain, infections, and organ damage. Sickle cell anemia
affects more than 70,000 people in the U.S. and is most common
among blacks and Hispanics.

While there is no cure, treatments are available to help alleviate
pain, control infections, and prevent complications.

If you or someone you love suffers from the disease,
be sure to get regular checkups and

talk to your doctor about strategies for managing pain
and maintaining a healthy lifestyle.
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Some experts recommend protec-

tion against hepatitis A as well.

Have regular checkups

The Centers for Disease Control and Prevention
recommends a schedule of regular visits to the doctor
— every two to three months for infants from birth to age
1; at least four times a year for children from age 1 to 2;
and at least yearly for children 2 and older. Children with
sickle cell are followed by pediatricians
as well as hematologists, who specialize
in disorders of the blood.

Encourage healthy habits

Children with sickle cell should
drink lots of fluids — preferably water
— each day to keep hydrated and reduce
the clumping of red blood cells. Although
exercise is encouraged, rest is important
as well. Overdoing it can lead to an at-
tack. Extremes of temperature can cause
a problem — kids need to be kept warm
in the winter and cool in the summer.

Be aware of symptoms

The symptoms of sickle cell vary by
severity of the disease and do not appear
until 4 months of age or older. As noted in
http://www.kidshealth.org and http://www.
familydoctor.org, some of the symptoms to look for are:

* Anemia

* Swelling of the feet or hands

« Skin or nail beds suddenly turn pale

* Eyes or skin turning yellow

* Infection

« Pain in joints, stomach, chest or muscles

* Fever

* Episodes of pain

Know when to call the doctor

There are some symptoms that require immediate
professional medical care.

* Fever above 101 degrees

« Difficulty breathing

* Chest pain

» Abdominal (belly) swelling

* Severe headache

* Seizure

« Signs of a stroke — sudden weakness, slurring of
speech, numbness and tingling, sudden change in vision

Because of advances in the treatment of sickle cell
disease and better understanding of the disease, life ex-
pectancy has significantly increased in the past 20 years.

R_esources f_or
families and children

Greater Boston Sickle Cell Disease Association
Purpose: Offers comprehensive support services to patients
with sickle cell disease and their families, and educates the
general public on matters pertaining to sickle cell disease and
sickle cell trait.

Location: 1542 Tremont Street, Roxbury

Contact: Rev. Ronald Stephenson, 617-427-4100

Web address: http:/iwww.cscsginc.org

Sickle Sisters
Purpose: Offers support and information to teenage girls
who have sickle cell disease

Location: Boston Floating Hospital for Children (Pediatric
Hematology and Oncology), 750 Washington Street, Boston
Contact: Jeanne Hampton, 617-636-5535

SickleCellKids.org

Purpose: A fun, educational Web site for kids with sickle cell
disease, their families and friends

Web address: http:/iww.sicklecellkids.org







