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Summary 
Cutaneous benign tumors and disorders of pigmentation (hipopigmented as well as hyperpigmented 
spots) are most common skin symptoms in hereditary skin diseases. At the samc time these are the 
basic cutaneous problems which cosmetologists have to deal with in the ir prac tice. They are moslly 
seen at birth or develop during the first years of I ife. In the majority of cases they indicate the pre
sence or, more often, the increased risk of various systemic disorders development. The fact that su
ch skin les ions are seen severa) years before systemic a lterations occur de termine the importance o f 
correct interpre tation of such skin symptoms for the complications preventi ve purposes. 

Riassunto 
I tumori cutane i benigni e le discromie (aree ipopigmentate ed iperpigmentate) sono sintomi cutanei 
mo lto comuni nelle mala ttie ered itarie della pe lle. Allo stesso tempo esse rappresentano i primi pro
blemi cutanei che i cosmetologi devono affrontare ne lla pratica. 
Le discromie si riscontrano maggiormente alla nasc ita o si sviluppano durante i primi anni di vita. 
Nella maggioranza de i casi indicano la presenza o, più spesso, il rischio crescente dello sviluppo di 
varie malattie sistemiche. 
Il fatto che tali lesioni cutanee si ritrovano alcuni anni prima che le alte razioni sistemiche si svilup
pino, determina l'importanza di una corretta diagnosi di tali s intomi cutane i a l fine di prevenire futu
re complicazioni . 
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Hereditary skin diseases represent the most se
rious among cutaneous disorders. A s a rule ge
nodermatoses are associated with various syste
mic disturbances. Jn most cases cutaneous le
sions develop a long time before systemic alte
rations become evident. The importance of cor
rect interpretation of such skin symptoms is 
beyond doubt. Jt is a prereqiusite for the early 
diagnosis which in turn determines further pro
gnosis. 
The data discussed below were obtained during 
the long-term cl inical observation of patients 
w ith var ious hereditary skin pathology. A li of 
them developed serious systemic complications, 
partly as a result of misinterpretati on of thier 
cutaneous lesions prior to their referral to our 
department. 
For the purposes of this article we ha ve subdivi
ded the most common sk in changes in two 
groups: disorders of pigmentation and benign 
cutaneous tumors. 
Anal ysis of over 150 case histories revealed that 
such lesions often do not attract the attention of 
paecliatri tians, generai physicians ancl someti -

Fig. I 
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mes even that of dermatologists. Moreover, the 
lesions are often being treated as a simple co
smetic problern. Absence of appropri ate treat
ment results in development of systemic corn
plications, inreversible in rnost cases, inclucling 
rnalignant transforrnation of benignant tumors. 
Hyperpigmented spots (cafe-au-lait rnacu les), as 
well as freck ling in auxillary and/or ingu inal 
fo lcls are the earliest skin symptoms of von Rek
linghausen disease (neurofibrornatosis ty pe I) 
(5). l t is known that various skeletal abnorrnali
ties, not equally severe in ali cases, are com
rnonly seen in neurofìbromatosis. These abnor
mal i ties tenei to progress with advancing age 
and sornetimes leacl to chronic cardiac ancl pul
monary insuffi ciency. Fractures of the bones 
easily develop. In the boy shown on Fig. I a 
very slight trauma resul ted in the vertebra! co
lumn fracture and in a severe 4th degree kypho
scoliosis wilh subsequent cardiovascu lar and re
spiratory impairment and pronounced physical 
retardation. 
Multiple lentigines, predominantly locali zed pe
riori fici all y, on muco us membranes, digits, 
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palms and soles are a lso seen at birth or appear 
duri ng the first years of !i fe. They are asympto
matic. In some patient these spots were diagno
sed as moles which d id not require further me
dica i o bservation. But being a symptom of 
Peutz-Jegers-Touraine syndrome (periorific ial 
lentiginosis) (4), they are the markers of the 
small and large intestine polyposis which deve
lops severa! years later with the increased risk 
of malignant transformation of polyps into ade
nocarcinoma. 
Maple leaf - like hypopigmented spots, seen in 
children, are the earl iest cutaneous signs of Bur
nevi I le-Pringle disease (Fig. 2). As we could 
see, some of the patients consulted at our de
partment due to the previous misdiagnosis had 
an advanced epilepsy and pronounced mental 
retardation. lt should also be remembered about 
the increased incidence of malignant brain tu
mors development as well as cardiac and renai 
compl ications in these patients. The vita! impor
tance of therapeutic investigation of such chil
dren before the systemic pathology develops is 
obvious. 
Cutaneous changes in the giri , shown on Fig. 3 
were diagnosed as multiple pigmented naevi. 
But lentigines of generalized pattern are the ear
liest symptom of LEOPARD-syndrome. Pa
tients must be under clinica! supervision to pre
vent the development of cardiovascular, neuro-

Fig. 3 
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logie complications etc. 

Pigmented spots in neurofibromatosis I type are 
seen at birth and in some patients almost 15-20 
years before the development of neurofibromas, 
which so metimes, es pecia lly in case of 
plexiform neurofibromas may transfer in to neu
rofibrosarcoma. The misdiagnosis in patient 
shown of Fig. 5 and removal of just a s ing le 
derma! neurofibroma at a beauty care center re
sulted in development of thousands of neurofi
bromas which covered most of body surfaces 
including the face. 
lnherited cutaneous tumors, especially if they 
develop in early childhood may be helpful in 
preventing serious systemic complications. For 
in stance, it is know n thai in overwhelming 
majority o f patients with neurofibromatosis type 
2 bilatera! acoustic neuromas result in deafness 
on average at the age 20-30 (6). That is why it 
is very important for the patient to be under me
dicai supervision, in case cutaneous schwanno
mas are diagnosed in association with multiple 
cafe-au-la it spots. 
Spitz nevus (Fig.4) is not a genodematosis per 
se, but we have seen severa! cases of congenita! 
spindle and epithelioid celi nevi, that were trea
ted with e lectrocoagulation as angiomas when 
solitary, and as molluscum contagiosum when 
multiple in infants. As it is, Spitz nevus is one 

of the most common simulators of ma
lignant melanoma of the skin, both cli
nically and histologically (l ,3). Howe
ver, when it recurs after such unneces
sary medicai manipulation s (with a 
great deal of inflammation, as we have 
seen), it may acquire more atypical fea
tures that become mis leading for the 
pathologist. 
We have suggested that multiple cuta
neous le iomiomas (Fig. 5) indicate the 
increased risk of uterine myoma. Such 
association was present in ali fami ly 
cases observed by us. It is very impor-
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tant to say that ali out patients underwent hyste
rectomy at chi ld-bearing age. A s cutaneous 
changes are seen severa( years before the uteri
ne myoma develops, the importance of timely 
diagnosis cannot be overestimated. 
T he presence of multi ple sebaceous tumors 
(adenomas as a rule) should rise suspicion and 
prompt examination should be made to reveal 

Fig. 4 
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the internal malignancies (gastrointestinal most 
commonly), which usual ly precede cutaneous 
lesions. 
Thus certain skin lesions can be helpful in cor
rect diagnosis of internal pathology, which, if 
made in time, improves further prognosis and 
course of the disease. 

Fig. 5 
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