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Fetal Cardiac Rhabdomyoma
as a Representing Sign of
Tuberous Sclerosis: Case Report

Tuberoz Sklerozun Eslik Ettigi
Fetal Kardiyak Rabdomiyom

ABSTRACT Tuberous sclerosis is one of the neurocutaneous syndromes which are defined with
tumoral and non-tumoral proliferations and anomalies. Cardiac rhabdomyomas are diagnosed in
43% to 60% of the individuals who are affected by tuberous sclerosis. Due to this close relationship,
the individuals who are diagnosed with cardiac rhabdomyomas should be assessed in aspect of
tuberous sclerosis and the individuals who are identified with a high index of suspicion for tuber-
ous sclerosis should be examined to specify any existing cardiac tumor. This case report describes
the diagnosis and spontaneous regression of an intrauterine cardiac rhabdomyoma which eventu-
ally turned out to be a representing sign of tuberous sclerosis during neonatal period.
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OZET Tuberoz skleroz, tiimoral ve nontiimoral proliferasyonlar ve anomaliler ile tanimlanan néro-
kutan6z sendromlardan biridir. Bu sendromun etkiledigi olgularin %43-60 kadarinda kardiyak rab-
domiyom mevcuttur. Rabdomiyomlar, cocukluk ¢aginda en sik goriilen kalp tiimérleridir. Tuberoz
skleroz ile kardiyak rabdomiyomlar arasindaki yakin iligki nedeniyle, kardiyak rabdomiyom sapta-
nan olgular tuberoz skleroz bakimindan arastirilmali ve tuberoz skleroz varhigindan siiphelenilen
olgular kardiyak rabdomiyom yoniinden taranmalidir. Bu yazida, prenatal dénemde kardiyak rab-
domiyom tanis1 konulduktan sonra postnatal donemde yapilan incelemelerle tuberosklerozun be-
lirlendigi ve klinik izleminde kardiyak rabdomiyomun geriledigi bir olgu sunulmustur.

Anahtar Kelimeler: Gebelik; rabdomiyoma; tiiberosklerozis
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uberous sclerosis is one of the neurocutaneous syndromes which are

defined with tumoral and non-tumoral proliferations and anomalies.

This hamartomatous polyposis syndrome causes the involvement of
central nervous system, skin, retina, heart, kidneys, lungs, bones, gastroin-
testinal system and endocrine glands. Thus, tuberous sclerosis results in
cerebral cortical anomalies, subependimal tumors, seizures, mental retar-
dation, renal angiomyolipomas and cardiac rhabdomyomas."? It is well
known that cardiac rhabdomyomas exist in 43% to 60% of the individuals
with tuberous sclerosis.? Due to this close relationship, the individuals who
are diagnosed with cardiac rhabdomyomas should be assessed for tuberous
sclerosis and the individuals with a high index of suspicion for tuberous
sclerosis should be examined for any existing intra-cardiac tumor.!
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This case report describes the diagnosis and
spontaneous regression of an intrauterine cardiac
rhabdomyoma which eventually turned out to be
a representing sign of tuberous sclerosis during
neonatal period.

CASE REPORT

A 21-year-old, gravida 2 para 1 woman was admit-
ted to the Department of Obstetrics and Gynecol-
ogy at the study center. The patient revealed that
she was married to her first degree cousin and she
gave birth to a healthy baby boy by cesarean sec-
tion three years ago. According to her last men-
strual period, she had a singleton 32 week old
pregnancy. The ultrasonographic examination
showed a living fetus with biometrical measure-
ments that were compatible with those of 32 week
gestation. Moreover, a hyperechogenic mass of 13
mmx12 mmx10 mm was detected within the fetal
heart (Figure 1). Due to previous history of ce-
sarean delivery, a baby boy with a birth weight of
3200 grams (25-50 p), length of 49 cm (10-25 p) and
head circumference of 34 cm (10 p) was delivered
by cesarean section at 39th week of pregnancy.

The newborn had systolic arterial blood pres-
sure of 72 mmHg, diastolic arterial blood pressure of
43 mmHg and arterial oxygen saturation of 98%.
There were no cardiac murmurs or dysrhythmias on
cardiac auscultation. Complete blood count of the
newborn was reported as hemoglobin: 17.1 g/dL,
hematocrit: 47.6%, leukocyte count: 16 600/mm?
and platelet count: 334 000/mm?. The hepatic and
renal function tests of the newborn were within
the normal limits. Echocardiography demonstrated
four rhabdomyomas (with diameters of 17 mm, 9
mm, 3 mm and 1 mm) which were situated inside
the left ventricle and over the intraventricular sep-
tum (Figure 2). Moreover, 4 mm-wide patent fora-
men ovale and 2 mm-wide ductus arteriosus were
visualized. Telecardiographic and electrocardio-
graphic findings were normal.

Cranial tomography of the newborn indicated
the existence of subependymal tubers (Figure 3).
Electroencephalography and neurological exami-
nation were completely normal. Both dermatolog-
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ical examination (under Wood’s lamp) and oph-
thalmological assessment revealed nothing patho-
logical. Genetic analysis could not be carried out
due to technical inadequacy.

Since cardiac rhabdomyomas did not cause ob-
struction and dysrhythymias, neither surgery nor
anti-arythymic treatment was initiated. It was
noted that intracardiac masses of the infant under-
went spontaneous regression at the third month of
life. However, phenobarbital treatment (5 mg/kg,
orally) was initiated as he began to experience
grand mal seizures.

DISCUSSION

Primary cardiac tumors are rarely encountered in
children. As declared by the autopsy studies, the
incidence of primary cardiac tumors is 0.27% dur-
ing childhood. Rhabdomyomas are the most fre-
quently observed cardiac tumors at the pediatric
age group. The incidence of cardiac rhabdomyomas
has been reported as 1/40 000 during the first
month of life. These tumors usually appear as mul-
tiple masses that are situated inside the ventricles
and near the interventricular septum.>>

Cardiac rhabdomyomas may remain asympto-
matic or cause symptoms related with intracardiac
obstruction, atrioventricular valve dysfunction and

FIGURE 1: Ultrasonography demonstrated a hyperechogenic mass of 13 mm
x12 mm x10 mm within the left ventricle of the fetal heart (as shown by white
arrows).
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FIGURE 2: Echocardiography demonstrated a 17 mm-wide rhabdomyoma
which was located over the intraventricular septum (as shown by the blue arrow).

FIGURE 3: Subependymal tubers (as shown by the black arrow) were visu-
alized by cranial tomography.

cardiac failure. Thus, these intracardiac masses may
lead to arhythymia/dysrhythmias, pericardial effu-
sion, fetal hydrops and even sudden fetal/neonatal
demise. Ventricular tachycardia, supraventricular
tachycardia and Wolff-Parkinson-White syndrome
are the dysrhythmias that are associated with car-

diac rhabdomyomas.®1°

Echocardiography is the primary method
in the diagnosis and clinical follow up of cardiac
rhabdomyomas. These tumors can be visualized as
hyperechogenic masses by means of echocardio-
graphy which is performed after 32 week of
pregnancy and during postnatal period. Due to
their close relationship, echocardiographic demon-
stration of a cardiac rhabdomyoma should be ad-
dressed as the first sign of tuberous sclerosis in case
of positive family history or consanguineous mar-

riage.1’2'6'1°
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Tuberous sclerosis is generally identified with
the triology of mental retardation, epilepsy and
adenoma sebaseum. Despite being inherited by au-
tosomal dominant pattern, family history is nega-
tive in nearly 75% of the affected individuals due to
the existence of new mutations. Molecular charac-
terization of related mutations of TSC1 and TSC2
genes might be helpful in predicting short- and
long-term neurodevelopmental outcomes.”

Cardiac rhabdomyomas are detected in about
half of the patients with tuberous sclerosis. The
majority of the tuberous sclerosis patients with car-
diac rhabdomyomas are asymptomatic while the
symptomatic patients are lost during the first two

weeks of life 1!

The most noteworthy characteristic of this in-
tracardiac tumor is that it may undergo spontaneous
regression. That is, prominent rhabdomyomas
which were spotted before birth may even disap-
pear during childhood. Previously published studies
claim that cardiac rhabdomyomas resolve sponta-
neously in approximately 70% of the patients who
are able to achieve four years of age. Since the over-
all outcome of isolated cardiac rhabdomyoma ap-
pears to be favorable, conservative approach based
on echocardiographic assessment is usually recom-
mended for these intracardiac tumors. Surgery may
be required in case of mechanical obstruction or
life-threatening dysrhythmias.>*

This case report describes the diagnosis of a
rhabdomyoma which appeared as multiple intrac-
ardiac masses residing within the interventricular
septum and left ventricle at the 32" week of preg-
nancy. Clinical follow up with echocardiography
was scheduled since there were no clinical signs or
symptoms and mechanical obstruction could be
specified. A diagnosis of tuberous sclerosis is made
when subependymal tubers were visualized by cra-
nial tomography. Repeat echocardiography at the
third month of life indicated spontaneous dissolu-
tion of the intra-cardiac tumor.

In conclusion, prenatal evaluation of the fetus
by ultrasonography should include a detailed as-
sessment of the fetal heart so that any existing
intra-cardiac mass could be identified. Whenever
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the presence of an intra-cardiac mass is estab-
lished, rhabdomyomas are the first to be consid-
ered in differential diagnosis. Any fetus diagnosed
with cardiac rhabdomyoma should be examined
thoroughly by echocardiography and any subsist-
ing mechanical stenosis, obstruction or dysrhyth-
mia should be determined carefully. A newborn
with cardiac rhabdomyoma should be treated in
accordance with the clinical symptoms and signs

and the parents should be counseled about the
life-threatening complications such as mechani-
cal and rhythmical problems. Moreover, the close
association between cardiac rhabdomyoma and
tuberous sclerosis should be taken into account.
Systematic postnatal evaluation of tuberous scle-
rosis should be performed even in cases of cardiac
rhabdomyoma without a family history of tu-
berous sclerosis.
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