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Retinoblastoma and a Family in Crisis

John W. Saultz, MD, Jeffrey Olenick, MD, Kate Commerford, PhD, and Susan Clack, MD

Portland, Oregon

R. SUSAN CLACK (Third-year Family Practice

Resident): Today we will discuss the Andrew family
(names changed to protect confidentiality), which consists
ofthe mother, Carlie, the father, Lee, and their daughter,
Meagan. | first became acquainted with this family on an
obstetrics rotation in January of 1986, when Carlie became
my patient in her 37th week of pregnancy. Her pregnancy
had been complicated by genital herpes and a history of
intravenous drug use prior to becoming pregnant. At her
second prenatal visit, |1 noted that Lee had a prosthetic
eye. He stated that he had bilateral retinoblastoma diag-
nosed when he was 4 years old. | reviewed the literature
and learned that retinoblastoma can be an autosomal-
dominant trait. | recommended that they see a pediatric
ophthalmologist soon after the child’s birth. Lee stated
they had undergone counseling prior to starting a family,
andthat both he and Carlie understood the risks and would
comply.

OnJanuary 23, 1986, Carlie went into labor after hav-
ing prodromal symptoms of genital herpes. An active le-
sion was noted on the cervix, and a cesarean section was
performed. She had an uncomplicated postoperative
course and was discharged with the baby after four days.
At both the two-week and two-month postpartum ap-
pointments, | stressed the importance of ophthalmology
consultation, and appointments were made for the child,
although results of an eye examination were thought to
be normal in the Family Practice Center. These ophthal-
mology appointments were not kept.

The baby, Meagan, was admitted to the hospital on
April 30, 1986, for evaluation of mild cyanotic spells of
unknown etiology. She was discharged on the third day
with a heart rate monitor for use at home. Appointments
for the four-month and six-month well-child checkups
were kept in the Family Practice Center with normal find-
ingson examinations. Carlie continued to delay in keeping
anappointment with the ophthalmologist. When I asked
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her about this at the six-month visit, Carlie responded,
“I had a sprained leg. You don’t find anything wrong with
the child here in the clinic, and it can’t be that important,
since they didn’t do anything in the hospital.” The im-
portance of an ophthalmology consultation was again
stressed, and an appointment with the eye clinic was
scheduled and kept on July 30, 1986. The child was found
at that time to have bilateral retinoblastoma. On August
1, 1986, she was admitted to the hospital for metastatic
workup, which was negative. Radiation therapy was
started at that time.

DR. JEFFREY OLENICK (Assistant Professor of
Family Medicine)'. Retinoblastoma was one of the first
tumors recognized as having a genetic predisposition, and
that predisposition was one of the first to be analyzed in
terms of the genetic defect on the chromosomes of the
affected individual. Retinoblastoma is the most common
tumor that physicians will encounter in the eyes of chil-
dren, with an incidence of 1in 18,000 live births. Typi-
cally, the disease is discovered on funduscopic examina-
tion, when the physician sees a white reflex (leukocoria).
Several conditions that can cause leukocoria in children
are listed in Table I.1All children with leukocoria or a
family history of retinoblastoma should undergo very
careful eye examination under general anesthesia.

Forty percent of cases of retinoblastoma and virtually
all cases of bilateral retinoblastoma are associated with a
familial predisposition.2 The remainder are cases of spo-
radic mutation that are not considered to be inherited.
The average age of diagnosis of bilateral retinoblastoma
is 8 months, but the average age of diagnosis of unilateral
retinoblastoma is 26 months, a very great difference. Most
ofthe cases of unilateral disease are identified during rou-
tine examination, most commonly because ofleukocoria,
decreased visual acuity in the eye, hyphema, disconjugate
gaze, or other abnormalities of the eye examination. Ob-
taining a careful family history for all babies is essential
because, when positive, the child should have regular ex-
aminations under anesthesia every six to eight weeks until
the age of 2 years. Familial retinoblastoma will nearly
always be apparent by the age of 2 years.

The child who is found to have leukocoria should be
evaluated with a variety of tests. In the past, the diagnosis
was confirmed by the finding of calcifications on plain x-
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TABLE 1. CONDITIONS ASSOCIATED WITH LEUKOCORIA

Hypoplastic primary vitreous
Bacterial panophthalmitis
Parasitic infection

Cataracts

Retinopathy of prematurity
Retinal detachment
Retinoblastoma

Other tumors of the eye

ray films, but computerized tomography (CT scanning)
is now the standard diagnostic tool for retinoblastoma.
Magnetic resonance imaging (MRI) may eventually prove
to be the superior test for this disease because of the large
amount of bone in the area, as MRI is generally superior
to CT for examining soft tissues near bone.3 Another rea-
son to do CT or MRI scanning is to exclude intracranial
tumors, especially the so-called trilateral retinoblastoma
syndrome, in which there is disease in both eyes and the
pineal gland. This syndrome is nearly always familial.

Bone scan, bone marrow biopsy, and lumbar puncture
are usually done to evaluate areas where the disease can
metastasize. The survival rate is 90 percent if the disease
has not spread beyond the globe (stage | and II). In disease
that has spread beyond the globe, either into the brain or
to distant sites, the survival rate is much lower.

Cases that are characterized by familial predisposition
are inherited as an autosomal-dominant trait. The locus
ofthe retinoblastoma gene was identified early in the his-
tory of karyrotyping. Retinoblastoma will develop in
about 50 percent of children with deletion of all or part
ofthe long arm of chromosome 13. This observation led
to the discovery of the gene for retinoblastoma on band
14 of the long arm of chromosome 13.4 The latest devel-
opment in the chromosomal analysis of this disease is
deoxyribonucleic hybridization analysis of the chromo-
somes of affected children, a process that may someday
make it possible to diagnose familial retinoblastoma pre-
natally. Children who have a familial predisposition are
also more likely to develop other tumors later in life, the
most common being osteosarcoma. About 13 percent of
children with the trait will develop other tumors. The
average age is 10 years and the mortality rate is nearly 85
percent.

DR. CLACK: Findings on Meagan’s metastatic workup
were negative, and she was scheduled to receive daily ra-
diation therapy. On August 16, approximately one week
later, Carlie came to the Family Practice Center com-
plaining of chest pain, epigastric tenderness, and episodes
of hyperventilation. Results ofa chest x-ray examination,
electrocardiogram, and laboratory studies were normal.
A week later, x-ray films of the upper gastrointestinal tract
were done, which also showed normal results. Ibuprofen
was prescribed and the symptoms slowly improved. Also
within a week of Meagan’s discharge, Lee complained of
intermittent back pain. He also improved with ibuprofen.
A social history revealed multiple areas of stress in the
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family. Besides Meagan’s hospitalization, Carlie lost ber
job as awaitress, and Lee’sjob was cut to 80 percent tine.

On October 9, 1986, Carlie came into the clinic com
plaining of amenorrhea and “feeling pregnant.” Tearfully,
she stated that she had not been taking her birth control
pills for the last month. Stresses that had changed at hone
included her husband losing his job, with their health in-
surance ending at the end of the month. Carlie hada
motor vehicle accident that destroyed the family car, ad
transportation was difficult to arrange for Meagan’s ra
diation therapy. There was increasing conflict between
Carlie and Lee and some talk of divorce. A pregnancy
test was positive and an examination revealed a ten-week-
sized uterus. After discussions with her minister and rer
husband, and after counseling in the Family Practice
Center, Carlie underwent an elective abortion on October
22 with no complications.

On November 6, 1986, Carlie presented to the Family
Practice Center with a complaint of weak legs. She stated
that she woke up in the morning to tend Meagan andwss
unable to stand for five minutes. She denied any change
in vision, loss of consciousness, or difficulty with her ams.
Afterward, she could walk normally, had a normal bowel
movement, and urinated. About one hour later she com
pletely lost use of her legs. At this appointment Carlie
also disclosed that several family members had been ur
supportive about the abortion, including Carlie’s step-
mother. In addition, the ophthalmologist had recently tod
Carlie that Meagan was blind in the left eye. Carlie fdt
the radiation therapy had failed. On examination, Carlie
was able to wiggle her toes but had no muscular strength
or pain sensation in the lower extremities. When the leg
was elevated and dropped, the patient was able to keegp
the leg from dropping so quickly that it injured her. Tre
deep tendon reflexes were intact and symmetrical, ad
she had normal rectal tone. During the examination, both
Lee and Carlie appeared less concerned than expected
about these symptoms. We felt the most likely diagnosis
was hysterical paralysis, but a neurology consultation wss
obtained, and the patient was admitted to the hospital for
further evaluation. A myelogram, spinal tap, and blood
studies all showed normal results, and her leg function
returned gradually over the next two days. We also oo
sulted with Dr. Kate Commerford during this haospital-
ization.

DR. KATE COMMERFORD (Assistant Professor ad
Behavioral Science Director): | was able to evaluate this
family both during and after Carlie’s hospitalization. L.
Clack obtained a family genogram, and psychological
testing was done including the Minnesota Multiphasic
Personality Inventory (MMPI) and the Holmes-Rahe Life
Stress Indicator.

Let’s look first at the family genogram (Figure 1). Calie
is the fourth of five children. Her mother, Flo, had n+
merous marriages, and is currently involved in an abusive
relationship that is not a marriage. On the other side of
the family, Lee is the second of two boys. Carlie has hed
atotal of four pregnancies, three ofwhich ended in elective

THE JOURNAL OF FAMILY PRACTICE, VOL. 26, NO. 6,1988



RETINOBLASTOMA and family crisis

abortions. The third pregnancy resulted in the birth of
Meagan. As far as we know in this family, the retino-
blastoma has been found only in Meagan and Lee.

Genograms may also include information regarding the
relationships in the family. This genogram conveys a sig-
nificant amount of conflict between family members.
Carlie has conflict with Lee, Lee’s brother, her own sister,
her stepmother, and with Lee’s maternal grandmother.
Theonly close positive relationship for Carlie is with Lee’s
natural mother. Carlie appears to have an overly close
relationship with her own mother, which includes frequent
conflict. Lee’s relationships are also either conflictual or
neutral, but there are none with any real closeness. Lee’s
conflicts are primarily with Carlie, Carlie’s mother, and
her sister.

The Holmes-Rahe Life Stress Indicator5is a test used
to measure the amount and nature of stress on an indi-
vidual during a given time. Holmes and his colleagues
have developed scales to measure life experiences; scores
of 300 or greater have been found to correlate positively
with increased incidence of illnesses. It is now thought
thatilinesses do not occur at random; rather, they coincide
with events in a person’s life and with the person’s emo-

™E JOURNAL OF FAMILY PRACTICE, VOL. 26, NO. 6, 1988

tional state.6 Carlie’s score over the preceding six months
was 389, an increase from six months to one year ago
when her score was 325, and an even greater increase
from one to two years ago, when her score was 147. It is
often helpful to patients to see by numerical indication
that there has been increased stress. Carlie was quite sur-
prised and very impressed with her score. Dr. Clack and
| felt at the time that this test helped her to make con-
nections between her stress and her physical complaints.

Carlie’s MMPI results yielded a profile that indicates
that Carlie is not psychotic; rather, her dysfunctional be-
havior was related to neurotic or personality processes.
For those who are familiar with the MMPI, Carlie’s profile
is coded by the Welsh system as 3"'4217'6 80-/9:5 F-L/K.
These results are typical of patients who are psychologi-
cally immature and egocentric. These patients tend to
resist the idea that psychological factors are involved in
their physical problems and lack insight into the origins
of their own behavior. In fact, they tend to blame other
people or circumstances for their difficulties. Carlie’s
MMPI results indicate considerable hostility and an in-
ability to discharge that hostility directly. Her results point
to the presence of significant family problems. She re-
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ported both marital and family discord with very little
understanding of her own role in them. In fact, it would
be typical for a person with this pattern to irritate other
individuals into attacking them in some manner. Finally,
Carlie’s MMPI results are consistent with those of people
who under stress develop physical complaints with ob-
vious secondary gain characteristics.

Carlie’s history and testing are both consistent with the
diagnosis of conversion disorder. Conversion disorder is
described in the revised third edition of the Diagnostic
and Statistics Manual ofMental Disorders (DSM-I111-R)7
as “an alteration or loss of physical functioning that sug-
gests physical disorder, but that is apparently an expression
ofa psychological conflict or need.” The la belle indiffer-
ence, in which the patient’s attitude suggests a lack of
concern that is inconsistent with the severity of the prob-
lem, is particularly classic of this disorder. Conversion
disorders in which an actual paralysis occurs are extremely
rare. Years ago, hysteria and conversion disorders appear
to have been more common. The word hysteria comes
from a Greek word meaning womb because the diagnosis
has been more common in women and was thought to
result from a misplacement or wandering of the womb.
Today a conversion disorder more often presents as pseu-
doseizures or as sensory abnormalities such as a “gloved
hand” in which sensation to the hand and fingers is lost.

As with malingering or factitious illness, conversion
disorders are not really diagnoses as much as they are
ways to describe the manner in which the patient responds
to stressors. For example, in this case one ofthe interesting
factors was that Carlie’s paralysis occurred when she was
on her way to take care of her child. It seems obvious that
the conversion substitutes physical symptoms for re-
pressed instinctual impulses not acceptable to the patient.
The paralysis then alleviates the need for her to address
her conflict specifically. In addition, conversion reaction
is thought to be a way to seek the sick role, which Carlie
did periodically throughout her entire relationship with
Dr. Clack. Conversions can be a nonverbal means of
communicating distress in the physician-patient relation-
ship. Itis not necessarily a matter of a physician not being
able to respond so much as the patient being unable to
communicate.

Carlie’s diagnoses also include dependent personality,
possibly with passive-aggressive tendencies. Unfortunately
people with this kind of psychological makeup do not
have a good prognosis in terms of being able to handle
things better in the future. The combination of conversion
disorder with dependent personality puts her at risk of
having numerous extensive diagnostic workups for her
physical complaints.

Questions have been raised about how to approach such
a patient. Because it is important to avoid extensive di-
agnostic testing when the patient presents with new
symptoms, one possibility would be to do the medical
workup very slowly. Another approach would be to make
concrete suggestions to the patient that relate to antici-
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pating the next symptom and then dealing with it. These
new symptom possibilities and their related coping strat-
egies should be specific and should be done in concert
with any medical tests. It may be useful to use her suy
gestibility in a treatment mode such as hypnosis.

Patients with conversion disorders present an excellent
opportunity in which to convene the family, which en
help alleviate the patient’s need to use the physical com
plaints as a way to gain attention.

DR. PETER GOODWIN {Family Practice Faculty):
How fixed are the patterns on the MMPI? How likdly
might they be a temporary finding given the situation?

DR. COMMERFORD: The MMPI scores definitely
fluctuate; however, what you tend to see is a moderation
of the peaks and valleys, rather than an overall changein
the pattern.

DR. CLACK: Carlie did fairly well after Dr. Commer-
ford and | discussed the results of the MMPI with ter.
She had occasional visits for minor illnesses during te
winter and early spring of 1987. Both Lee and Carlie were
unemployed. As Meagan’s eye tumor did not shrink &
much as anticipated, enucleation was being considered,
In late February amitriptyline was prescribed for Carlie,
and improvement was noted in her depression over tre
ensuing weeks. The social situation improved after tre
family moved in with Lee’s father and stepmother. Lee
began a vocational rehabilitation training program ad
obtained part-time work.

Late in the spring Carlie confided to me that she fdt
she was the cause of Meagan’s disease because she hed
been on drugs during the pregnancy. She admitted feeling
guilty about not taking the child to the ophthalmologist
sooner and was anxious about my impending graduation
from the residency, which would require her to havea
new primary care physician. At that time she also com
plained of light-headedness and had several witnessed
episodes of seizure-like activity. Currently she is in tre
process of being evaluated for these with an electroen-
cephalogram (EEG) and CT scan, and we have discussed
the possibility that these episodes are also stress related,
in keeping with her diagnosis of conversion disorder.

DR. JOHN SAULTZ (Assistant Professor of Family
Medicine and Residency Director): The adjustment ofpe-
tients to a change in physicians is an important issue in
all residency programs each June when third-year res-
dents graduate. Dr. Clack has spent a lot of time with this
family, and her leaving will represent a major stress
them. This case also had an emotional impact on te
physicians involved, which in turn can alter many aspeds
of the physician-patient relationship.

DR. CLACK: Each time | saw the family during tre
first six months of Meagan’s life, | stressed the need
keep the ophthalmology consultation appointments, bt
they didn’t do it. It took almost six months to work
through blaming myselffor not personally taking the cild
to the ophthalmologist. | am sure this caused the parents
to feel even worse.

continued on pagee
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continued from page 624

DR. SAULTZ: How did you present the idea of ddrg
a CT scan and an EEG to this patient to avoid reinforcing
her behavior?

DR. CLACK: 1 actually told her that I thought the
workup would be negative. She said that was fine, butshe
needed to reassure her husband. She believes that these
episodes are stress related.

DR. SAULTZ: When one reviews the various problerrs
that have occurred over an 18-month period with thee
three people and their physicians, it is reductionistic to
simply call this a “case of retinoblastoma.” Most of tHis
Grand Rounds was spent discussing family issues, which
were of great importance to caring for this family. We
have not been able to delve into the pattern of drug ad
alcohol abuse in the parents, which is clearly important,
and we have only briefly touched on the many social
problems confronting this family. Indeed, the whole focus
ofthis presentation has moved away from retinoblastoma
and has instead been directed on the effect of this problem
on the family and the effect of the family’s dysfunction
on Meagan’s health care. Finally, it is clear that Dr. dak
has become an integral part of this family’s ability to cope
with both stress and illness, emphasizing the intimate role
of the family physician within the family system.
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