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Cardiac rhabdomyomas as
prenatal diagnostic markers of
tuberous sclerosis complex™

rrrrrrr

Dear Editor,

Tuberous Sclerosis Complex (TSC) is a rare genetic neuro-
cutaneous syndrome, with a frequency of 1/6,000-10,000
live births, characterized by hamartomas and multiple skin
manifestations.! Adequate diagnosis is challenging, there-
fore the TSC Alliance? convened on criteria, which include
cardiac rhabdomyomas, a type of hamartomas, as a main
diagnostic feature.® These tumors are diagnosed via ultra-
sound during the second and third trimester, correlating with
TSC in 70%-90% of the cases.>*

The authors present three male patients with a prenatal
diagnosis of cardiac rhabdomyomas and postnatal confir-
mation of TSC. Dermatologic examination of all patients
revealed multiple hypopigmented macules in the trunk and

* Study conducted at the Neonatal Maternal Hospital **Minister Dr.
Ramon Carrillo’’, Cordoba, Argentina.

scalp (Fig. 1), more evident under Wood’s lamp (Fig. 1).
Patient A had no family history of TSC and presented fetal
arrhythmia caused by multiple cardiac tumors located in the
left ventricle, which regressed during the first year of life.
Patient B presented a fetal asymptomatic solitary rhabdomy-
oma, which also regressed during the first year. In this case,
the authors noticed his mother had multiple hamartomas
of the face (Fig. 2) so after further examination, she was
also diagnosed with TSC. Patient C had three cardiac rhab-
domyomas diagnosed in the third trimester causing cardiac
flow obstruction. Three months after birth, he was admitted
due to seizures, which led to the confirmation of tuberous
tumors in the brain and retinal hamartomas. Despite medi-
cal efforts, he had a fatal outcome. The diagnosis of TSC
in all patients was based on two major clinical criteria:®
hypomelanotic macules (>3, at least 5mm in diameter)
and cardiac rhabdomyomas. Cardiac rhabdomyomas are the
most frequent childhood primary heart tumors in the gen-
eral population.® Despite their benign nature, they may
cause complications such as arrhythmias, outflow obstruc-
tion, pericardial effusion, cardiac compression, and fetal
hydrops. TSC should be suspected when multiple, clearly
demarcated, hyperechoic ovoid tumors are found. The most
frequent location is the interventricular septum. If pos-
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LETTER - CLINICAL

CASE 1

Figure 1
each case

Case Bs mother shows multiple hamartomas of the

Figure 2
face

sible, searching for hamartomas in other locations with
fetal MRI is suggested.”> Also, genetic testing assessment
of three generations, along with a thorough dermatologic
exam of relatives is indicated. When performed, a histolog-
ical description of the tumors presents myocytes containing
high quantities of glycogen, known as spider cells.?

Fetal prognosis is dependent on effective intrauterine
monitoring and an adequate birth plan. Up to 85% of the
cases do not need medical or surgical treatment since
most have partial or complete regression from birth to
adolescence.” While skin findings might not be evident at
birth, periodic dermatology consults are required in the
search for angiofibromas, ungueal fibromas, hypomelanotic

CASE 2

(A-I) Clinical images at physical examination, under Woods lamp and sonographic imaging of cardiac rhabdomyomas of

macules and/or Shagreen patch.? These cases exemplify the
importance of identifying rhabdomyomas, to help prepare
for postnatal care, counsel parents and through adequate
family history, identify affected relatives'-* of this rare neu-
rocutaneous syndrome.
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Gheck for
Updates

Case for diagnosis. Multiple
nodules on the scrotum™

Dear Editor,

An 83-year-old male visited us complaining of multiple nod-
ules on the scrotum that first appeared 20 years previously.
They had been increasing in size and recently started to
bleed easily. Physical examination revealed 2 exophytic and
pedunculated red nodules sized 25 x 25mmand 13 x 13 mm,
which protruded from both sides of the scrotum (Fig. 1). He
has a history of prostate cancer, obstructive hypertrophic
cardiomyopathy, aortic regurgitation, chronic atrial fibrilla-
tion, chronic renal failure, and submucosal tumors of the
esophagus. A biopsy specimen showed upwardly protrud-
ing tumors with acanthosis and papillomatosis (Fig. 2). The
dermal papillae were covered by numerous foamy histi-
ocytes and hyperplasia of capillaries (Fig. 3). The foamy
cells were positive for Periodic Acid Schiff and CD68 antigen
(Fig. 4).

What is your diagnosis?

a) Viral wart;

b) Condyloma acuminatum;
c) Verruciform xanthoma;
d) Adult xanthogranuloma.

* Study conducted at the Department of Dermatology, Fukushima
Medical University, Fukushima, Japan.

Discussion

From the histopathological findings, the nodules were
diagnosed as Verruciform Xanthoma (VX). Xanthogran-
uloma was excluded because Touton-type giant cells
were not observed. Both of the nodules were surgically
removed, and they showed the same histopathological fea-

Figure 1 Well-circumscribed, exophytic and pedunculated
nodules on the scrotum
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