Disorder Makes Hunger a Constant Companion
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If you think you have trouble controlling your caloric
intake when food seems to be everywhere you turn, think
what it must be like for children born constantly hungry,
unable to feel full or satisfied and, as a result,
constantly obsessed with food and eating.

Think, too, what it must be like for their parents, who
must keep every edible locked away and severely restrict
the daily diets of their children lest they balloon to 400
unhealthy pounds.

About one in 12,000 to 15,000 children is born with a
complex genetic mistake known as Prader-Willi syndrome that
discombobulates the hypothalamus, a section of the brain
responsible for a wide variety of functions, including
appetite control.

Compounding the problem of calorie control, the syndrome
also results in poor muscle tone, a high percentage of body
fat and lack of energy.

All of these diminish the children's caloric needs to
two-thirds that of a normal child.

Although the eating disorder is the most obvious and
time-consuming symptom, it is only one aspect of this
complex ailment. At first, infants who have it feed poorly
and fail to gain much weight because their poor muscle tone
diminishes their ability to suck.

The syndrome can also result in failure to grow and mature
normally, a characteristic facial structure, disruptive
behavioral problems, respiratory difficulties,
obsessive-compulsive behavior (like picking at skin
irritations and repetitive thoughts and actions and a
strong need for routine), learning disabilities and
diminished intelligence.

Angelina Cervantes, 7, of Queens, could be the poster child
for Prader-Willi syndrome. She can never be left alone with
food. All edibles at home are stored out of reach or locked
away, and Angelina must be limited to consuming 950
calories a day, the amount in a quarter-pound cheeseburger,
small order of fries and a medium cola.

Although Angelina was unable to nurse and gained little
weight at first, by age 3 she was obsessed with food,
stealing it whenever she could and gaining weight rapidly.
But not until Angelina was in the first grade, when
behavioral problems prompted a consultation with a
neurologist, did Angelina's mother, Frann, learn why her
child's eating and weight were out of control and why she
seemed angry, frustrated and distracted and had begun
shoving her classmates.

Unraveling the Genetics

It was only two decades ago that the genetic underpinnings
of Prader-Willi syndrome were discovered.

Dr. David Ledbetter and his colleagues found that many
people with the syndrome were missing the same segment of
genes from Chromosome 15, a deletion that is now known to
account for about 70 percent of cases.

The missing genes are from a chromosome contributed by the
child's father. (Another genetic disorder, Angelman
syndrome, involves the same missing piece of Chromosome 15
contributed by the child's mother.)

These genes appear to hold the key to a normal
hypothalamus. At least three chromosomal errors can keep
the critical genes from working properly.

Even if a child has two normal chromosomes from the mother,
the genes in the Prader-Willi region will not work because
two or more of the genes must come from the father to turn
them on, a process called imprinting, which before 1989 was
thought to occur only in plants.

In all but about 5 percent of cases, the genetic defect in
Prader-Willi syndrome is not repeated in other children in
the family. But the condition can recur in a family when a
mutation occurs in the father, or was passed to the father
from his mother, in the genes responsible for imprinting.
In this case, there is an even chance that any child this
man fathers will inherit the defect and have the syndrome.

All families with a child with Prader-Willi syndrome can
benefit from a genetic analysis and counseling.

If the condition is found to be heritable, prenatal testing
is possible to enable a family to avoid a recurrence.

The Treatment

There is no cure for Prader-Willi syndrome,
though the possibility exists that further analysis of the
human genome will make it possible to supply the missing
genes or turn on those that are not working properly.

In June, Dr. David E. Cummings of the University of
Washington reported that a recently discovered "hunger
hormone" called ghrelin is present in significantly greater
amounts in people with Prader-Willi syndrome.

If a way can be found to suppress the action of this
appetite stimulant, it may ease or even eliminate their
voracious appetites.

For now, the primary treatment, approved by the Food and
Drug Administration, involves injections of the growth
hormone Genotropin. This hormone has been shown to increase
the height and lean body mass of children with the syndrome
and decrease the proportion of body fat.

The decrease in fat can help raise the child's metabolic
rate and increase the number of calories that can be
consumed without undue weight gain.

For example, Angelina, who has been treated with growth
hormone since September 2000, has lost 10 pounds and grown
3 inches, her mother reported.

Still, for a family trying to raise a child with
Prader-Willi syndrome, life is a constant challenge, and
for the child the struggle is lifelong. A research team
headed by Dr. Dena L. Goldberg, nutritionist at the
University of Wyoming College of Agriculture, recently
published the findings of two surveys conducted among
hundreds of Prader-Willi families and aimed at uncovering
effective coping strategies.

Among the most successful techniques were giving the child
small portions, always supervising the child around food,
providing more nonfood rewards and treats, locking up food,
keeping low-fat and low-calorie snacks on hand and devising
special diets.

Many parents send special foods to parties and to school
and do extensive counseling with others who supervise the
child and with school personnel to be sure that they
appreciate the importance of restricting the child's access
to food and of providing only low-calorie foods and treats.


Others have succeeded with established schedules for doling
out treats like ice cream, candy or cake that may otherwise
be off limits. In one case, the mother gives a high-calorie
treat to her child, whose birthday is July 15, on the 15th
of every month.

The Prader-Willi Syndrome Association (www.pwsausa.org) has
created a modified food pyramid for affected children and
adults to provide 800 to 1,200 nutritious calories each
day.

Its base has six to eight servings of vegetables, followed
by three to five servings of grain-based foods, four
servings of fruit, two servings of low-fat or fat-free milk
products and one or two two-ounce servings of meat, fish,
poultry, eggs, peanut butter or cooked dried beans.

The association can also help families find diagnostic and
treatment experts and support groups.

To deal with behavioral problems like tantrums and
inappropriate eating, some families use "time-outs" (most
effective with young children), nonfood rewards or treats
or tokens, points or chips, which can be increased or
decreased as needed and accumulated toward a real reward.

Also important for children with Prader-Willi syndrome is
an increase in exercise, which can be achieved perhaps by
rewarding the child for participation in each activity.
Weekly weigh-ins can be used to monitor the success of
diets and exercise programs and alert families to the need
for changes.
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