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S U M M A R Y 
Tuberous sclerosis (TS) is a rare and an 

autosomal dominant nevrocutaneus syndrome. 
Tfie classic features of litis disorder are mental 
retardation, epilepsy, and adenoma sebaceum. 
The incidence of telt disease is estimated to be 
approximately 1/109.000. Here, an II years old 
patient diagnosed as TS is presented. Tlie 
patient was examined by using clinical, 
laboratory, and radiological methods and TS 
was discussed in all aspects. 
KcyWords: Tuberous sclerosis lipilepsy 

Adenoma sebaceum. 

T J Research Med Sci V.8, US, 1990,447-150 

TS is a complex developmental defect with 
multiple hamartomas in many organs, but par
ticularly the skin, brain, eye, kidney, and heart. The 
characteristic skin lesions arc adenoma sebaceum, 
epilepsy, and mental retardation. The incidence of 
the disorder in the U.S. and Western Europe is in 
the region of 1/100.000. Since the disorder is seen 
occasionally, we would like to present a case of TS 
seen in our clinic. 

C A S E R E P O R T 

An 11 year-old girl was admitted to our clinic 
complaning of erythema and papules on her face. 
She developed convulsions three times at the age 
of 9 months with normal body temparature. 
Adenoma sebaceum on her face first appeared 
when she was four years old and increased gradual
ly by the time. There was no remarkable evidence 
in her family history. 
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ÖZET 
Tuberous seterosis (TS), klasik belirtileri; 

mentai retardasyon, epilepsi ve adenoma 
sebaceum olan, otozomal dominant geçiş 
gösteren ve ender görillen nörokutanöz bir 
sendromdur. Hastalığın irısidansıntn 1/100.000 
olduğu tahmin edilmektedir. Burada TS 
tanısı konulmuş 11 yaşında bir hasta tak
dim edildi. Hasta klinik, laboratuvar ve 
radyolojik olarak incelendi ve sonuçlan 
tartışıldı. 

Anahtar Kelimeler: Tuberous sclerosis Epilepsi 
Adenoma sebaceum. 
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Her physical examination showed; the lesions 
on her face were firm, discrete, pink papules with 
telengiectatic vessels. They were distributed 
symetrically and were most numerous around the 
nose and malar areas (Figure 1) These papules 
were on the gums and lips. Ovoid and ash-leaf-
shaped depigmented macules were presented on 
the extremities, lumbosacral region, and ab
domen (Figure 2). She had multiple shagreen 
pathes on the lumbosacral region and the ab
domen (Figure 3). She appeared to be of normal 
abnormalities. There were no systemic symptoms 
on the physical examination. Ophalmologic ex
amination showed; on the right retina 2 yellow 
piques, and retinal oedema in both eyes. 

Laboratory studies revealed; Hb, sedimanta-
tion rate, fasting blood sugar, platelets, liver func
tion tests, and urinanalysis with normal findings. 
Roentgenograms of skull, elbow, hands, legs, and 
feel were normal. E E G and echo-cardiography 
showed no abnormality. 
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Figure 1. Adenoma sebaceum on the face 

DISCUSSION 
TS is a dominantly inherited disorder common

ly manifested in the skin and central nervous sys
tem but affecting several other organ systems as 
well. Both sexes are affected equally and the 
syndrom has been reported to occur among all 
race. A round 86 % cases are thought to be the 
result of new mutation (4,9). 

The basic lesion in TS is a neuroectodermal 
tumor or hamartoma that contain blood vessels, 
adipose tissue smooth muscle and fibrous tissue 
(1,3,4,6). 

Skin lesions are found in about two-thirds of 
the patients with TS. Lesions of four types are 
patognomonic. 

The facial cutaneous lesions, the so-called 
adenoma sebaceum or angiofibroma, may rarely be 
present at birth, or develop in infancy, but usually 
appear between the ages 3 and 10. The earliest 
manifestations of facial angiofibromatosis may be a 

Figure 2. Shagreen patches on the lower back 

mild erythema over the cheeks, nose and forehead. 
They gradually increase in size but may grow rapid
ly at puberty and then remain unchanged. A n 
giofibromas are firm, discrete, yellowish or telan
giectatic papules, 4 mm in diameter, extend from 
the nasolabial furrows to the cheeks and chin, are 
rarely found in eyelids and in the ears. 
Fibromatous tumours are occasionally on the gums 
and palate and very rarely are found on the tongue, 
larynx and fharynx (1,3,6). 

Shagreen patch, an irregularly thickened, 
slightly elevated, soft, skin-colered plaque, is usual
ly in the lumbosacral region. They usually appear 
during childhood. It is present in 70 % of adults 
and in 21 % of children with TS (5-6). 

Depigmanted patches occur in 50 % of the 
cases with TS. These lesions are ovoid or ash-leaf-
shaped, and most easily detectable by examination 
under Wood's light, are frequently present on the 
trunk or limbs. They are very valuable physical 
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Figure 3. Depigmented macules on the leg 

signs, for they may be found at birth or in early in
fancy, some years before other cutaneous signs of 
the disease developy, may suggest the correct diag
nosis in infants with convulsions (7,8). 

Other skin lesions seen frequently but non-
pathognomonic, include fibroepithelial tags, cafe 
au lait spots, hemangiomas, pigmented nevi, 
poliosis, lipomas, and syrgocystadenomas (4,6). 

Periungual and subungual fibromata 
(Koenen's tumors) occur in about 50 % of paitents 
and appear at or after puberty. They are often mul
tiple (1,4,6). 

Mental retardation is present in 60-70 % of 
cases may also be progressive. Mental develop
ment may be found normal throughout childhood 
but subsequent deterioration is uncommon (3). 
Same cases have presented graduated from univer
sity has been reported (2). 

Epilepsy is seen in almost all mentally retarded 
patients. In most cases it beings in infancy or early 

childhood, thus often preceding the skin lesions by 
many years. Occasinally epilepsy begins at puberty 
or adult life. Epilepsy becomes more frequent and 
severe with TS have a history of spasms in infancy 
(9). Our case had a history of infantile spasms. In
tracranial tumors are uncommon. These lesions 
are presumably responsible for epilepsy, retarda
tions, and psychotic changes (6). 

Retinal lesions known as phakomas, occur in 
50 % of cases, but may be hard to detect. Pigmen
tary and the other retinal anomalities can occur 
(1,4,9). 

Renal and cardiac hamartomas are usually-
asymptomatic unless by reason of their size 
or site. Renal lesions increase in size and 
number with age. They may simulate polycystic 
disease (3,8,9). 

Pulmonary lesions are rare and seldom cause 
symptoms. They may rupture and produce 
pneumothorax, puimonary insufficiency, and 
death. Pulmonary changes may be detected by a 
chest film. It shows a coarse, motteled, honeycomb 
appearance in the lungs (3,6). 

Laboratory findings: Intracranial lesions occa
sionally become calcified and are rarely detectable 
in infancy. They are usually not apparent until later 
childhood or adult life. Computerized axial tomog-
rafy may facilitate the early diagnosis of intrac
ranial lesios (3,7,9). Cortical thickening is seen in 
long bones. Cystic lesions of the phahanges and 
irregular thickening of the cortex of metatarsals 
and metacarpals have been reported, and similar 
lesi-ons localized in vertebrae, pelvis are seen 
(1,4,6). 

A high percentage of patients have electroen-
cephalographic abnormalities, but the changes are 
not specific (6). 

The diagnosis of TS is apparent when the clas
sical triad of adenoma sebaceum, epilepsy, and 
mental retardation is present. In the absence of the 
latter two components of the syndrome, diagnosis 
depends on the cutaneous lesions, particularly 
those considered charecteristic (adenoma 
sebaceum, Koenen's tumors, shagreen patch and 
depigmanted macules). Retinal phakomas are also 
diagnostic. Affected patients with normal intel
ligence have beeen described (2,7). 
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Prognosis is good in patients with only skin 
lesions. Survival of the case which is fully 
developed in infancy is poor, 3 % of the patients 
die in the first year, 28% under 10 and 75% before 
28. Death may result from epilepsy, intercurrent in
fection but occasionally from an acute heart 
failure, or renal or pulmonary insufficiency (3,6). 

Adenoma sebaceum can be improved by dia-
termy or dermabrasion. Gingival and subungual 
fibromas can be treated similarly. Epilepsy may be 
controlled by anticonvulsants. The treatment of 
lesions in other organs is unsatisfactory; surgical in
terventions may be required to relieve the 
symptoms (1,4,6). 
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