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NepiAnyn

Ta kKANPOVOUOUUEVA KAPKIVIKA 0UvEpoua anoteAoUv Uia ETEPOYEVH opdda ve-
VETIKOV VOONUATWY PE KOIVO XAPAKTNPIOTIKO TNV EUPAvVION NOAAANA®Y KAKONBwV VEONNACINV OE VEQ-
pd, cuvhBwg, dtoua. Ta NEPICOGTERA and Autd NAPOUCIAZOUV XAPAKTNPIOTIKEG OEPUATIKEG BAABEG OI O-
noie¢ anotenouv NoAUTIMO 08nNyO oTtnv KAIVIKA SIAyvwon. £To p6po nepIfauBAveTal oUvVTopn Nepypa-
PN TWV OUVNBECTEPWV EE'AUTWV TWV NABNCEWV, UE AvaPOPd OTOV UMOKEIUEVO NABOYEVETIKO UNXAVIOUO
Kal €Ugacn 0ta dEPPATOAOYIKA TOUG Euphuata.

Familial Cancer Syndromes and Skin Manifestation
Matekovits A.E., Tsivitanidou-Kakourou T., Stratigos A.I.

Summary

Familial cancer syndromes are a miscellaneous group of genetic disorders in
which unigue cutaneous findings are a reliable marker of the increased individual risk of developing nu-
merous malignancies at a relatively young age. This article comprises a brief description of the most com-
mon cancer-associated genodermatoses, emphasizing their newly discovered underlying molecular
mechanisms, as well as their dermatologic manifestations.

AEZElz EYPETHPIOY ® KANPOVOUOUWEVT KAPKIVIKG CUVEPOMA, YEVOSEPUATOMNABEIEC OXETIZOMEVECG UE KAPKIVO

Kev Worps ® Familial cancer syndromes, cancer-associated genodermatoses

mdpxel évag peyalog apibpdég KAnpovopou-

Hevev ouvoponwv mou ouvdéetal pe avénpié-

vn emimwon kakonfeidv ota ndoxovia Ato-
pa. O1 VOoOAOYIKEC aUuTEC OVIOTNTES XAPAKINPiZovtal
®¢ KAnpovopoupeva kapkivika ovvdpopa (hered-
itary cancer syndromes). YuvnOw¢g npoofdAiioviai
ouyxpovwg didgopa dpyava, petafl avte®v Kkai 1o
S8éppua. O1 xapakmploukée SeppratoAoyikég ekSnAg-
oel1¢ arnotehouv éva xpnoipo diayveotko "mapddu-
po" yia tov éumeipo KMvIKS 1atpd. Xe oplopéveg Te-
PIITOOEIG Ta SePPATOAOYIKA eupnpata amoteAouv
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TOV KUP10 KOPHO TOU VOoNparog, omndte PiAdpe yia
yevodepparondbelec ouoxenuzopeveg [ie kakonoeiq
veomaoieg (cancer-associated genodermatoses).!
Yré 10 pi¢ v vénv SeSopévav ou mpoékuav
amd mv amokpumoypdenon tou avOp@Ivou yovi-
Sioparog ka1 xdpn otg BeAuwpéveg TEXVIKEG popia-
KNg PiroAoyiag, katéomn Suvatdc o akpiPfng mpoodio-
PIOHOC TWV YEVEUKGOV avepaA@v ou eufivovial yia
ta ev AMoyw oOvBpona.? Emmhéov, o1 eviaukég épeu-
veg TIou S1e€dyovial ta tedeutaia xpovia oxeukd pe
mv aiuomnaboyévela Tou KapKivou, avazemipmwoav
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10 evO1apEpoV yia ta KAnpovopouUpeva Kapkivikd
ouv8popa, ta onoia amoteholv zoviavd poviéia
Kapkivoyéveong ouveneia petaraewv mou ocuppPai-
vouv ota PAacukd kutapa (germline mutations).

Ta nepioodtepa amd autd ta voonpara KAnpovo-
pouvtal je aUTooWHIKA e€mKparovvia yovidia, mou
otnv mAe10voTnTd TOoUg €1val OYKOKATaoTtaAtikd Kai
naizouv onpavikd poAo oTov MoAAATAAc1acpo,
S1apopormoinon kai m @uololoyikn Si1adikacia amé-
MOONE IOV KUTIAP®WV. AVUIIPOOWIIEUTIKO TapAadery-
pa eivar ta yoviéia PTCH, PTEN ka1 APC. To yovi-
610 PTCH ouykekpipéva, kwSikomoei pia Siapepppa-
vikn kuttapikn npwieivn (hedgehog receptor) g o-
moiag n @uOloAOYIKA Aeltoupyia emtpémel mv opa-
A petaPBifaon evbokuttapiov onpdtwv kabopiot-
KN¢ onpaciag yia m @uololoyikn epfpuoyéveon towv
10TV Kai m diagopornoinon twv Kuttdpwv embdniha-
KNC Kal peoeyXupaukng mpoéhevonc.® Xto ouvdpo-
1o Gorlin, émou undpxel petdihaén tou yovidiou P-
TCH, ta moAhamAd Baoikoxkuttapikd embnihiopata
ouvodetovtal amd ouyyeveic okeAeTIKEC avwpaAiec.
Me avaroyo tpomo Spolv kai ta yovidia PTEN owm
vooo Cowden, ka1 APC om vooo Gardner.

A6 mv dAAn mAeupd, oe opiopéveg yevodeppa-
tomtdOeleg oU oxetizovial pe UPnAn emimwon Kap-
Kivov éxel Bpedel ehattwpaukog pnxaviopog ermi-
816pOwone twv Brapfav tou DNA mou cupfaivouv
(PUO10AOYIKA, petd amd emibpaon emPAaBov @uoi-
KoV N Xnjukev mapayoviwv. Ta yovidia mou eubeivo-
VIal yia ug Aeitoupyieg autéq eivar ouvnOwg autoow-
HIKA UTIOA€ITIOpEVA. YUVEN®G, TPEMeEl va emoupPei
petdAhaén ka1 ota 8o adknAdpopea yovidia mpo-
KeIPEVoU va ekppaoctei (paivotumkd n avenapkng
Aeitoupyia touc. Autd €xel wG ATOTEAECA O1 €TEPO-
Zuyoteg va eival @opeig tng véoou. ITapadeiypata
KANpovopoupevev voonpdiov autng meg opddag ei-
val n Mehayxpopaukn Enpodeppia (Xeroderma
Pigmentosum), to XUvSpopo Bloom, n Avaipia Fan-
coni ka1 1o XUvipopo Cockayne.

TTapéu omdvia, ta oIKoyevil KapKivikd oUvopopa
mpErtel va eival yvwotd otouc KAIVIKOUC 1atpouq Ao-
Yo ¢ ooPapng mpoyvwong Toug Kal ¢ KANPOvoil-
kne emPdpuvong S1adoxikav yeveov.* I8iaitepa on-
pavukog Kalr ouo1actkog eival o pdAog Tou KaAeital
va Si1adpapatioer o Sepparordyog OTIG MEPITTINOEIC
autég, kabwg evdexopévmg va efval o IpETOg Kal o
povadikdcg €181k6G mou €xel mv 1kavotnta va afiolo-
ynoel owotd ta deppaukd eupnpata Kai va ta evid-
€e1 ota mhaiola ouykekpipévou auvdpopou.

Ta ouxvltepa KAnpovopoUpeva KapKivika ouv-
Spopa pe g avtiotoixeg deppatoAoyikée, ouotpa-
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ukég Ka1 kakonOeig ekdniwoelg toug mepiAapPavo-
vtal otov ITivaka 1. X ouvéxela akohouBei olUvro-
Hn meprypagn tou kabevdg amd autd pe éppaon Ku-
ping ot avayvwpioijieg SeppatooyikE eKONADOEIG
ToUG.

NOXOX COWDEN

Iveoth Kal ¢ XOvOopopo moAAAIAGY apaptopd-
v, n véoog Cowden éAaPe to évopud g amd 1o
np@to Snpooieudév mepiotaukd, 1o 1963.! Xapakm-
pizetar and apapiopat@delc 6ykoug evOodepHIKNG,
1e008ePIIKNC KAl €KTOSEPIIKNG TIPoEAeUoNC, KABMC
emiong ka1 amnod e€epyaoieg tou paotov Kai tou Oupe-
og1600C.

KAnpovopeital pe autoowpikd emrparoyvia po-
1o Kai to unetBuvo yovidio €xel eviomobei oto Xpw-
poowpa 10. TIpdkelital yla T0 OyKOKATAOTAATKS Yovi-
610 PTEN, 10 omoio éxe1 Bpebel petalhaypévo kai oe
onopadikég PopPEC KapKIivou Tou Pactol Kal Tou
Bupeoe1bolc. Alapopetikég petarrdleic tou PTEN
ota BAacukd kUttapa euBivoviai yia GAha 600 kKAn-
povopoupeva Kapkivikd ouvlpona, pe mapdpola
KMVIKA Xapakmpiotukd pe m Néoo Cowden: 1o Xov-
dpopo Bannayan-Ruvalcaba-Riley (paxkpoxegpadia,
moAAaAd Mmepata Kai aipayyeiopara) Kai m vooo
Lhermitte-Duclos (duomAacukd yayyAlokutiopata
wmg mapeyre@aiidac). Ina to Adyo autd, €xel Tpota-
Oei n kovn ta§ivopnon avtev v voonpdiewv und
oV TTA0 "X0vOpopo apaptwpdiov Kal VEOITAACIOV
oxetuzoépevo e 1o yovidio PTEN" (PTEN hamartoma
tumor syndrome - PHTS).>

H Noéoog Cowden efvair yvwot yia tg deppato-
BAevvoyovieg ekbnhooelg tng, mou mepihappfdavouv
IPIXIANPP®PATA TIPOCKIIOU, oTiypoe1deic uniepkepa-
oelc Tahapev Kal meApdtov, modhamid 1vaopara,
Mnopata, Onigpara ka1 aipayyeidpara dépparoc. H
yA®Oooa mapoucidzetal pe MOAAEG PIKPEC 1VAOOELC
BAatidec diknv mAakootpwtou. Ta mpoavagepBévia
eupnpata epgavizovial kartd kavova petd mv epn-
Beia. ¥ta maib1d ouvnBwg ta péva evderkukd onpeia
mg véoou eival n pakpokepaiia, n NIa VONUKN Ka-
Buotépnon ka1 n ooxeoe1dng yAwooa.

‘BEva GAho ouxvd Xapdkmnpiotko Tou ouvopdpou
efval o1 moAAamdoi apaptwpatdelg moAUmodeg tou
YaotpeviepIKoU, e pikpn mbavomta kakonboug e-
Ealhayng, o1 omoiol 6pwg Snpioupyolv oUPTTIWHATO-
Aoyia améppadng n aipoppayiag amod to menuko.

Ta &0o tpita v acBevav pe véoo Cowden ma-
poucidzouv eupnpata amo 1o Bupeoeldn, pe av€npié-
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vn enimwon Oulakindoug adevokapKIveOPIATog, eVE
1a pia tapta avtdv epgavizel vooo Tou pactou pe
181aitepa av€npévn ouxvdnta Kapkivou tou pactou.
AXha veohdopata mmou €xouv avagepOei oe oxéon e
10 OUVOPO0 TTIOANATTAGV aPapTOPATIeV eival o1 Kap-
Kivol tou evdopntpiou, v wofnkav, g oupnbpag
Kdal TV veppmv.®

Katd ouvémela, o1 aoBeveic pe vooco Cowden
XpNZouv otevig mapakoroUBnong amd opdda e1d1-
K@V TToU Tiep1Aapfdvel yaotpeviepoAGYo, YUVAIKOAS-
Yo ka1 evBoKkp1voAGyo, 01 0TI0i01 O ouvepyaoia pe to
Seppatordyo mpETEl va PeEPIPVACOUV yia v TIPOAN-
Yn ka1 éykaipn Sidyveoon 1wv cofapev €mImAOKOV
TOU Voonparog autodu.

LYNAPOMO GARDNER

To Xuvbpopo Gardner n Oikoyevig Adevopat®-
Ong¢ IMoAumodiaon tou Eviépou, eivar véonpa mou
KAnpovopeital j1e autoomPIKO €mKpatég yovidio 1-
oxupng d1e106uTIKATNTAG KAl ERQAVIZETAL 1€ CUXVO-
mta nepinou 1 mpog 10000 yevvnoeig. Kupio xapa-
KIp1oTiKS ToUu ouvOpopou eival o1 ToAAammAoi TIpo-
KapKIvopat®oelg moAUnodec 10U YaoTpeviepikoU ow-
Anva. To yovidio APC (Adenomatous Polyposis
Coli), mou @uoloAoyIkd Taizel oyKoKATaotaAukd po-
Ao, éxe1 PBpebei petarraypévo 1déoo ot1o ev Adyw oUvV-
Spopo, 6oo ka1 oe omopadikd adevokaprivopata
tou maxéog eviépou.”

01 Seppaukég, OKEALTIKEC KAl 0OOOVIIKES avapa-
Aleg tng véoou amotehoUv mp@Ipa KAVIKA onpeia
TIOU TIpoNyoUvIal Katd MOAU 1wV CUPMOPATtov amd
10 Yyaotpeviepikd Kal mg epgdviong kakonbeiac. A-
6 10 8éppa xapakmpioukd KAViKG eUpnpa eivai o1
emdeppoeideic kKUotE1g, TOU KAVOUV TV eppavion
T0U¢ apéome Petd T yévvnon Kal evVioIizovidl Ku-
ping oto mpdowrio, otov Ipdxndo Kai om paxn. Xu-
vodelovtal ouxvd amod 1veopatd, ooteORATd KATW
yvdOou ka1 obSovuarpikég diatapaxéc (umepdpiOpa
Sovua, tepndoéva) kabwg ka1 AAAEC OKEAETIKEC AVw-
paklieg (e€ootnoelg, TAXUVON MEPIOOTEOU PAKPOV O-
OTV).

I81aitepa xpnoipo kKMvikd onpeio yia m S1dyve-
on Tou ouvopA}IoU eival n oUYYeEVAG UTIEPTPOPIA TOU
pedayxpwpatkou emOniiou tou ap@ifAnotpoe1doug
(congenital hypertrophy of the retinal pigment ep-
ithelium - CHRPE),® n onoia Siamotwwvetar katd m
BuBookoénnon kar epdoov amavidrar appotepOITAeu-
pa, Bewpeital maboyvwpovika yia m vooo.

01 adevopatmdelic moAUIodee avarntiooovial Ka-
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Td PNKog 6A0U ToU BAeVVOYOVOU TOU YAOTPEVIEPIKOU
pe peyaAutepn ouxvéomia Spwg oto maxy éviepo. H
kakonOng e€aihayn touc Bewpeitar oxeddv BéPain,
He péoo Spo nMkiag eppdviong Twv KApKIVOHATOV
ta oapdvia ém. Afizel va onpeindei 6u pia ouvndng
ETMIMTAOKN TWV KOAEKTOPOV TIOU TIPAYHATOIIO100vVIal
otoug acBeveic autoug eival n eppdvion tomkd din-
Onuk@v deopoe1ddv Gykav (peoeviépia wopdtoon)?
HE€0EYXUNAUKNC TIpoéAevong, Tou efopudvial amod
TOUC PUOATIOVEUPWUKOUC PAAAKOUC 10T0UC KAl PITOo-
pel va AaBouv onpavikég diaoctdoelc.

AX\eg veommhaoieg mou éxouv mapawnpnbdei oe
ouvduaopo pe v oikoyevn adevwpat®dn moAUIo-
Siaon eivai 1o nnatofAdotwpa, ta adevokapKive-
pata tou @Aoilol v emvePpidiov, 10 Ondhopat®-
Se¢ kapkivopa tou Bupeoe1dolc Kal o KAPKivog twv
petafaukoy timou kuttdpwv ng oupododxou KO-
omge.

A6 1a mpoavagepBévia TPoKUMITEl 10 CUNTIEPA-
opa éu o1 acBeveiq pe ovvépopo Gardner amote-
AoUv pia opdda atdpwv pe onpavukd emPapupévn
npoyvwon kai 181aitepeg Suokoiieq otnv mpoAnYn
KAl avupeIomon twv 81a@pdpav ekKSNAOOE®V ToU Vo-
onpatog t1ouc.

LYNAPOMO MUIR-TORRE

Eivai éva ondvio oGvSpopo mou avapépOnke yia
npom @opd owm d1ebvn PipMoypapia ota téAn g
Sexkaetiac tou e&nvia amnd tov Muir ka1 tov Torre, o1
omoio1 dnpocievoav avefaptta 6U0 mepiotankd e
KAPKIVOHATA €0WIEPIKOV Opydvwv Kal ouvimapén
OHNYHATOYOVOV VEOTTAACIGV, Je N Xwpic tautdxpovn
napouoia keparoakavlwpdtwv.

IIpéo@ata amoocagnviomnke n popiakn Bdon tou
VOON}ATog MOU KANPOVOHEITal € AUTOOWHIKO €1T1-
Kpatég yovidio. Ogeidetar oe petarAd&eig tou yovidi-
ou MSH2 oto xpopdéowpa 2q kai Aryétepo ouxvd
tou yovidiou MSH1 oto xpopdowpa 3q. Ta 8o autd
yovidia eAéyxouv éva e€e18ikeupévo pnxaviopd emi-
816pBwong g AdBoc¢ avuotoixiag fdoewv mou oup-
Baiver eviote katd mv avuypapn tou DNA, pe amo-
téAeopa m dnpioupyia pikpodopupopikng actddel-
ac (microsatellite instability), n omoia o8nyei omnv
Kapkivoyéveon.1213

Xapaxkmnpiotukrd Seppaukd eupnpata tov ouv-
Opdpou eival ta opnypatoyéva adevopara tou mpo-
O®ITIOU Kal Tou Tpaxniou. And maboAoyoavatopikng
amoyng, o1 GyKOl TV OPNYPAToyOvev adévav KaAu-
mouv 6Ao 10 @dopa amd mv amin unepmAdoia Kai
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1a adevopata éwg ta emOnhiOpata Kai 1a KapKive-
pata, pe ouxvin AAANAOEmMKAAUYN TWV 10TOAOYIKGOV
TOUC XApakImnpI1oukwv.'4 Yroug idiouc acBeveic ma-
pampoulvial ouxvd kepartoakavOopata, otg idieg
TIEP10XEC.

To 60% 1wV TAOXOVIOV elPavizouv adevokapKi-
V@LATA ToU TTaxX€0¢ eViEPoU, povinpn N moAAamAd, pe
péon nhikia d1ayveong g kakonOeiag ta 55 émn.
AgUtepa katd oeipd ouvxvomtag (20%) eivai ta kap-
KIVQJATA TOU OUPOIIOINTIKOU KAl TOU YEVVINIIKOU OU-
owmpatoc. Ta veomAhdopata avtd, av kKai ouvnOwg
moAAaTTAd, eivalr katd kavéva xapning kakonBeiac.
Emiong avagépovtal pe pikpotepn €mnwon Kakon-
On veomidopata tou aipomoinukoy 10100, TOU Ae-
oV €VIEPOU Kal TOU PactoU.

Afize1 va onpeiwBel éu ta opnyparoyéva adeve-
pata, oe avtibeon pe UC opnyparoyoveg UIEPTIAQ-
oieg, Sev eival ouxvd oto yevikd minBuopd. Ia to
A6yo autd opiopévol ouyypageic TIPOTPEMOUV OF &-
IaypUIvnon omy IepIntwon aveupeong €0Tw Kal &-
vé¢ opnypatoyovou adevoparog, 16img €av autod e-
viomizetal ota PAépapa, Kar mepaitépw Siepelivnon
T0U aoBevouc yia evOexOHEVO e0WTEPIKNG KaronOel-
ac.’® EmmAéov, ta dropa pe Beukd KANPovouiko 1-
otopik6 Oa mpénel va unoPfdiioviar ouxvda oe TIpo-
YPapHauopévoug IpoANIuKkouc eAéyxouc. ITapaiin-
Aa pe tov Kabiepwévo €mMo10 YEVIKO epyactnpiako
éAeyxo, mipoteivetal n avd Sietia KoAovookdomon jie-
1d v nAikia v 20 €160V, Kabdg Kal n yuvaikoAoyl-
kn e€étaon oe emoia Pdon yia ug yuvaikeg nhikiag
ave v 30 etov. INa mv opéAnyn g epedviong ve-
omhaociv tou Sépparog éxouv avapepOei evBappu-
VuKdA aroteAéopara pe mv amd tou otdépatog Xopn-
ynon peuvoei8@v. 1
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YYNAPOMO PEUTZ-JEGHERS

To ouvOpopo Peutz-Jeghers efval éva voonpa pe
Hakpd 1otopia. Oewpeitar éu o1 deppaukég ekOGniw-
og1¢ T0U ouvopdliou meprypdenoav amd tov i61o tov
Hutchinson to 1896, ev® eikooinévie Xpovia apyote-
pa o Jan Peutz 1¢ ouvébeoe e tv moAunodiaon
TOU YAOTPEVIEPIKOU OWANVA OTd IMAaiola evOg O1KOYE-
voug ouvdpopou. Metd amd GAha €1KOC10KI®) Xpovida,
o Harold Jeghers &npooieuce Aemtopepeic avaocko-
TNOE€1G TIEPIOTATIK@V € T0 &V Adyw oUuvdpopo, ouv-
Séovtac dppnkra to 6voud tou pe autd.

ITpdkeitai yia éva véonpa autoowHiKG €MKPATEC,
10 onoio xapaxkmnpizetal amd PeAAvETIKEG KNAISeg
0U 8épparog kal v BAevvoyovwv, moAAamAolg a-
Haptwpatwdelg MOAUTTOdeC TOU YAOTPEVIEPIKOU KAl
avénpévn eninmtwon d1a@épwv Kaprivopdtwv. To yo-
vidio mou BpéOnke va eublvetal yia v eppdavnon
g vooou xaproypapnfnke oto xpwpdoopa 19 kai
kadikomolei pia kivdon ogpivng-Opeovivng (STK11).
To 1810 yovidio anavidtar petadhaypévo Kai o€ OTo-
padikéc pLop@Pég KapKivou TTaykpéaroc.

O1 XapakINPIOTIKEG PEAAYXPOHATIKEG KNAiBeC TOU
ouvlpépou eival Si1akpitég, Siapérpou pIKPOTEPNC
0V TéVie X1MOOTQV, eppavizovial ouvnbwe amd m
veoyviKn nhikia kai katahapBdvouv v Kevipikn Ie-
P10XN TOU TPOOCW®IIOU, Ta Xe€iAn, 1o BAevvoydvo tou
otoparocg, kabag emiong kai ta SAKTUAA TV Ave Kai
0V KAtw Axpwv, 1c¢ nahdpeg kar ta néApata (Eikéva
1). Me mv mdpodo g nhikiag 1o xpopa v BraBov
e€aoBevei onpavukd, pe amotéheopa wmv e€dieryn
toug petd mv epnPeia. O1 BAGPec twv Prevvoydvav
wotdoo Tapapévouv @'opou zong. ITaboyeveuxkd, o1
KnAidec tou ouvlpopou Sev eivar amhég epehidec,
aAAd @aivetar va mpokUMIOUV amd tn
HeYAAN OUYKEVIP®WON HEAAVOC®UAT®V
oug devopiukég amoAnelg twv pehavo-
kuttdpwv, ouveneia aduvapiag petago-
pAcg ¢ pehavivng ota yeltovikd Kepati-

Eikéva 1 — XGvSpopo Peuz-Jeghers (amé to
apxeio g T. ToifitaviSou-Kdkoupou).
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vokuttapa.t Eivai eviehog kahonBei¢ kar ouviotouv
am\o¢ aioOnukd pdBAnpa.

O1 apaptopatddelg moivnodeg eviomnizovial Ku-
piwg oto Aemtd éviepo, av Kal Pmopouv va epgavi-
OToUV O€ OTI0108NTIOTe ONpeio TOU YaoTpevIePIKOU
owANva, amd moAU pikpni nhikia. AnpioupyoUv ouvi-
Bwg oupmmwparodoyia améepadng Kai aipoppayiec.
Yuaviog e€ahAdcovial.

Avubétwg, o1 aoBeveic pe ovvBpopo Peutz-
Jeghers engavizouv ouxvd kai oe veapd oxeukd n-
Mkia, mAnOo¢ KakOGnOwvV veorrAac1wv, Orwe o1 KapKi-
VOl TOU TIayKp€atog, TOU Pactol, Twv kwoOnkov Kai
WV Opxewv. 8

IIpdg 1o mapdv Sev untdpxel éva eviaio MPWIGKOA-
Ao yia n pakpoxpdvia mapakorotbnon v macxo-
viwv. Tivetal ®otéoco avuAnmtd 6t o meplodikog é-
AEYX0C TOU YAOoTpevIePIKOU ouoTniatog Kabmg Kai o1
npolnmukéc e€etdoelg yia evéexopevo avamnruéng ve-
omhaoiag emPBdAroviai.

NEYPOINQMATQXH

H veupivopdiwon vndyetar omv opdda twv veu-
podeppaukev nmabnoewv kar amotedei éva amd ta
ouxvotepa KAnpovopikd deppaukd voonpata otov
avBpwrio. H emimwon tng umoloyizetar adpd otg
1:3500 yevvnoeic. Me Bdon ug emkparoloeg KA1VI-
Kéc exbnAwoeig Siakpivovial emtd TUIIOl VEUPOIve-
pdwwong, pe ouxvdtepn v KAACIKA popen (TUmog
1) 11 véoo tou Von Recklinghausen, n onoia mmpe to
6vopd g and tov yeppavo 1atpd mou mv IPWIOTIE-
p1éypaye 1o 1882.

H veupoivopdtwon tdmou 1 mepiiapfdver mieid-
8a exkbninoewv amd 10 Séppa, 1o Kevipikd
Ka1 10 mepLPpepikd veupikd ovotnpa, ta o-
otd Kai toug evdokpiveic adévec. Amotehel
aUTOOWHIKS EMIKPATEG vOONA Je MANPN
S1e108uukdinta ka1 moikiAn éxkepaon. O-
peihetal oe petarhaén yovidiou Tou XpmHo-
oopatog 17 o 6éon 17q11.2, 1o otmoio eu-
BUvetal yia th oUvBeon piag MPWIEIVNG, NG

Eikéva 2 — Neupoivopdiwon tinou 1. Ynpeio
Crowe: molAamAéc epnAibeg pe oUpPPETPIKN €-
VvIoImon ou¢ pacxaaieg muxEc.

veupoiveopativing (neurofibromatin).l® H tedeutaia
@aiveral va oUPHETEXEl OTNV ATTOPEOOPOPUA®ON NG
npwteivng Ras-GPT, mpoidv tou mpwto-oykoyovidiou
ras, S1adpapatizoviag kat'avtév tov poro poio o-
ykokataotaiuko. To yovidio tng veupoivopativig €-
xe1 peydho péyeboc (350kb yevopikod DNA) kar ei-
val éva amd ta yovidia tou avOpamvou yovidiodpa-
10¢ e 1o peyahutepo pubpd petarlrdfewv. EEGANOU
nepimou 50% twv mepiotatik®v Nooou Von Reck-
linghausen mpoépxovtal amd véeg, autdpateg Petai-
AG€eic, pe apvnuko kKAnpovopikd 10topikd. Emimhé-
oV, T0 €upl VoooloyIKO @pdopa tou ouvdpouou Kal n
moikiAopop@ia twv mepiotaukev a prmopodoav va
armodoBouv oug moAudpi1Opeg Béoeiq petdAhadng e-
vid¢ tou i810U ToU YoviSiou ng veupoiveopativng.

H xAaoikn veupoivopdtoon eivar pia and ug Kaio-
tepa pedempéveg yevodepparordBeiec. Ta Seppatolo-
VIKd eupnpara me véoou amoteAolv ouvinbwg ta mpe-
ta ékdnia kAivikd onpeia. O1 Xapakmpioukég cafe-au-
lait knAideg epgavizovialr katd m yévvnon N apéowg
petd, katd m PBpegikn nAikia ka1 ouvexizouv va av€d-
vovtal oe péyefog ka1 va moAAarrhaoidzovial kaboin
mv TIpem dekaetia ¢ zwng, oe aviiBeon pe g avri-
otoixe¢ knhideg mou amavioUv omopadikd otov uyin
mAnBuopd. Xapakmpioukn Oewpeitar n ouykévipwon
HIKp@V Kapeoe1dwv knhdwv, ev €idn epnAhidwv, oug
Haoxaleg (onpeio Crowe)- Eikéva 2. Ta veupivopata
eppavizovral katd kavova petd mv epnfPeia, eival ou-
viOm¢ TOAAAG KA1 €VIOINZOVIal O€ OIO100NIIOTE On-
peio tou 8épnatog (Eikéva 3). Iotoloyikd, mpdxeltal
yia oykiia mpoepxdpeva amnd ta kuttapa tou Schwann
mou mep1BAalAouv 1a mepiPepika veupa. Meydia Oi-
Kwwtd veupivopata (plexiform neurofibromas), mou
e€oppvtar and 1o éAutpo Pabltepwv TIEPIPEPIKOV
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=l Ta ouxvétepa kKAnpovopoUpeva KapKivikd oUvopopa je g aviiotoixeg Seppatkég, OUOTNHATKES KAl VEOTTAAoAtl-
il kéc touc exSnAwoelc.
§ Kinpovo-
=8 Néonpa xémra Aéppna Bhevvoy6vol Aoind Yuowpara Kapxkivol
Néoog Cowden AE(1) TpixiAnpp@pata mpoo@ITou Apaptopatodelg moAs- Maotou
Yuypoe1Seiq UTiEpKREPATOOEI  TTODEC TOU YAOTPEVIE- Oupeoe1800¢
TTAAAPGV Kal TIEAPG TV pIKOU EvSopntpiou
Ooxeoe16n¢ YAwooa Qobnkev
YvSpopo Gardner AE Emdeppoe1deic kioteig Adevopatddelg moAv- Eviépou
1o8e¢ Yyaotepeviepikoy Hmartog
Ootedpata Kaww yvddou BOupeoe150Uq
YKEAEUKEC AVORAAeg
CHRPE?
Y6vdpopo Muir-Torre AE Ypnyparoyéva adevopata TTaxéog
eVIépou
KeparoakavBopata Oupoyevwwnukoy
YUvbpopo Peutz-Jeghers  AE Melayxpopaukég KnAideg Apaptopat@delg moAvs- IMaykpéatog
1108e¢ AeTITOU EVIEPOU Maotot
QoOnkav
Opxewv
Neupoivopd-twon’ AE Cafe-au-lait knAibeq Ip18a (0zid1a tou Lisch) Onruxa
E@nAideq otiq paoxdrec kar  YkeAeukég avwparieg yAoiopata
oug pnpofoufuvikéc muxég  Ymépraon Kakon6n
Neupivopata ofavvopata
Emvepp1Siov
Neupoodpropa
MEN I3 AE Ayyeloivopata Taotpodmwbekadaktuhikd  Ymdguong
Cafe-au-lait knAideq N ITaykpéatog
KoMAayovopata ITapaBupeo-
Anopata €18V
Emvepp18iov
MEN ITA AE Evtomopévn apudoeidwon Adevoparta mapa- Oupeoe160Ug
Oupeoe1bv Emvepp1Siov
MEN IIB AE Neupopata Luyyevég peyakoAov Bupeoe1dolg
Map@pavoe1dng ompatdtunog Emvepp18iov
Atwa€ia-Tnhayyeiektaoia  AY* Eupuayyeieq emme@urkOToOv [Mapeykepandikn atafia  Aeppopara
ka1 8épparog Onukokivnukn anpafia  Aeuxaipieg
[Mpoipn ynpavon Avoooavendpkela Muglo-
BAdotwpa
Y6vSpopo Gorlin AE BoBpia madapcv kar meNpdtwv - O8ovioyevei keparto- ToAhartha BCC®
KUOTEIG MueloPAd-
YKEAEUKEC AVORANeq owpa
Mehayxpopaukn AY DdwroevaioOnoia Kepatiuda TToAhamAd
Enpodeppia E@nAideq Neupoloyikée Siatapaxéq  BCC, SCC,°
AKUVIKEG UTIEPKEPATROOELG MM’, KNx8

Eneénynioeic ouviopoypapidv: (1) AutoowpikG emkpatéc, (2) Xuyyevig umeptpopia tou peAayXpopaukoy emoniiou
U ap@ifAnotpoeidolc (congenital hypertrophy of the retinal pigment epithelium - CHRPE), (3) XUvOpopo moAAa-
mANg evdokp1vikng veormiaoiag (multiple endocrine neoplasia -MEN), (4) Autoowpiké unoAeindpevo, (5) Baoikokutta-
p1xé emOnAimpa, (6) AxkavOoxuttapikd emOniiopa, (7) Kakénbeg peddvopna, (8) Kevipikd veupiké ovotpa.

....................................................................
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Eikéva 3 — Neupoivopdiwon tnou 1. ITohhamha
VEUpIVOPATA ot pAaxn.

veUpwv, pmopei va epgavicfolv kar omv
naidikn nhkia. H mBavémnta e€adhayng
TOUC O€ VEUPOOApKaa eival mepimou 3%.%0

ITaBoyvwpovikd yia m vooo Oewpoulvial
1a apaptopatddn wvedn oykidia mg ip1dag
N ozid1a tou Lisch, ta omoia mpémnel va ava-
zntouvial katd mv o@Baiporoyikn e€étaon pe oxi-
opoe1dn Auxvia, mpokeipévou va empPePainbei n
S1dyvoon. Qotdoo, afizer va onpeiwbdel éu pévo to
5% twv Maibiev KATe TV IPIOV €TI0V TTAPOUCIAZOUV
1a ozidia tou Lisch, eve pe mv mdpodo g nAikiag
autd yivovtal otadiakd epgpavil, Gote va Xapaxkmpi-
zouv 10 90% twv atdpev petd mv nAkia v €€ e-
wv.2! Ta iayvwoukd kpimpia me véoou tou Von
Recklinghausen avagépovtai otov ITivaka 2.

O1 Xapaxkmp1louKES OKEAETKEC avwaAieg tou vo-
onpatocg mepihapfdvouv: pakpoke@aiia, okoAimon
ka1 SuomAaoia v Hakp®V 00TV, 1€ AVIIIPOOWIIEU-
uKOTEPN NV MAPApdpP®ON TV 00TV NG KVAUNG
kar m dnpioupyia PeuddpOpwong.??

01 ouxvétepeg kakonOeig veomhaoieg mou ouv-
Sudzoviar pe v veupoivopdtwon tinou 1 eival ta

oruKkd yhoiopata, mou anaviotv oto 15% twv aode-
VoV o€ veapd nAikia ka1 ouvnBwg ouvodevovial amd
npdpn Afn. O1 6YKOl TV EAUTIPWV TWV TEPIPEPIKOV
veupa&évev (kakondn ofavvopata) mpooBdidouv €-
va dAdo 15% tov acBevov kal eival 181a1tépwg erm-
Betikoi. To PAIOXPWHOKUTIWLA, TIOU O TTOAAEC On-
Hoo1eloe1g avaEperal Gl GUVUITAPXEL PI€ T VEUPOI-
vopdtoon, avamtiooetal o€ moAU PIKpO mooooTtd
(<1%) v aoBeviv.23 Avubétwe, and 1o oUVolo TV
acBevev 11 PaloXpWHOKUTIwIA UTIoAoYizetal du 1o
3% avunpoowretel acBeveic e vdoo Von Reckling-
hausen. Qot600, o éykog autdg Sev eival n amroKAel-
OUKN aitia vméptaong ota dropa pe veupoivopaiw-
on. TToAU ouxvd n unéptaon ogeiletal oe otévwon
mg veppikng apmpiag Adym evlotoixewpaukng avd-
muéng ofavvoparoc.?*

Alayvwotukd kpimpia veupoivopdiwong twinou 1 (NF1), otpgwva pe 1o Apepikaviké EOviko TSpupa yia m Neupi-
vopdtwon (The National Neurofibromatosis Foundation. Inc. 120 Wall St New York, NY 10005)

Alayveotikd Kpimpia Neupoiveopdtwong Tomou 1 (NF1)

ITivakag 2

[Ipémne1 va 10xUouv 0o N mepioodtepa amd ta akdroubda:
1. 'B& 1 mepioodiepeg cafe-au-lait knkideg diapérpou > 5mm oe dropa npoe@nPikig nhikiag 1 >15 mm oe eviAIKeg

2. Ao 1 TIEP100GTEPA VEUPIVOIATA OTIO1I0USNTIOTE TUTIOU N1 éva TOUAGX10TOV S1IKTUWTO Veupivepa

. Ommuk6 yhoiwpa

A~ W

Opwong

7. Yuyyeveic potou Babpou (yovéag, adehpdc/n, maidi) pe NF1, dieyvwobeioa pe ta avotépw Kpitipia

. "EpnAideq" paoxarav n pnpoPoufuvikev muxev (onpeio Crowe)

. Ao 1 meproodiepa ozibia tou Lisch (apaptoparta ipidac)

. Ooukég BAGPeg dnwg SuomAacia tou opnvoelSoUg 00ToU N TV PHAKPGOV 00TAV HE N Xwpic Snpioupyia Peuddp-
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AlAeg avagpepopeveg kKakonOeleg ToU €XoUV Kata-
ypagpei o€ jikpd oxeukd apiOpéd aocBevaov eival n ve-
avikin Xpovia puehoyeving Aeuxaipia, to paBdopuvo-
Od4pK®}a TOU OUPOIIOINTIKOU OUCTANATOC KAl TO Kap-
K1voe18é¢ tou dwdekadaktiiou.

Téhoc, mipémer va avapepBel 611 n veupoivopdtw-
on wmou 2 gpgavizel ehdxiota and ta deppaukd €u-
phpata tou wnou 1, pe kupiapxa otoixeia ta ofav-
vopata, eve ta ozidia tou Lisch anmouoidzouv. O 10-
o¢ autdg OVOpAzeTal KEVIPIKN VEUPOivopdiwon Kal
010 90% WV MIEPIIINOEDV ENPAVIZEL ANPOTEPOITAEU-
pA AKOUCTIKA VEUP®HATd, eVe je PIKPAOTEPN OUxvod-
NIa arnaviovial ta Pnviyyiopard.

Yuvenag, katd m Siepelvnon acOevayv e veupoi-
vopdiwon npénel va Aappdverar ndvrote vnéynv n
mbavéinta ouvinap&ng veomhaopaukav eepya-
010V, KUPIWG TOU KeEVIPIKOU VeupikoU cuotpatog. H
éykaipn S1dyvwon tou vOoNjarog je my avaznion
OV TIPOIPOV KAIVIKOV Onpeiov, 1000 0TouC TTAoX0-
Vviegq 600 Kal ooug ouyyeveig mpotou Babpol kai n
yeveukn oupBoulevtkn maizouv kabBopioukd péio.

LYNAPOMA IIOAAATIAHXZ ENAOKPINIKHZ
NEOITAAXIAX

Ta oUuvdpopa MOAAATIANG eVOOKPIVIKNC VEOITAA-
oiag (multiple endocrine neoplasia -MEN) eivai pia
opdda omndvinv voonpdtwv mou KAnpovopouvial Ka-
Td TOV AUTOO®WHIKO EMKPATOUVIaA TUIIo, TIPOocdAAouv
toug evookprveic adéveg kar ouvdudzovtal pe veo-
mAaoiec. Me Bdon yeveukd ka1 KMvikd kpitpia dia-
Kkpivovtal tpeic §exmpiotég ovidmtee: 1) MEN I n
Y0v8popio Werner 2) MEN IIA 1 XivSpopo Sipple
ka1 3) MEN IIB.2>

To oGvbpopio MEN I mepidapfdver dUo n mepio-
00TEPEC VEOITAAOTES TNC UTIOPUONG, TV VNO18iwv ToU
maykpéatog kai v napadupeoe1dov adévav. Epgpa-
vizetar ouveneia petadhd€ewv tou yovidiou MEN 1
o010 xpopoéowpa 11q13, 1o omnoio kKwdikomoiel pia
MMUPNVIKN TIPWIEIVN [€ OyKOoKAtaotaAukég 1810tn-
1e¢.2% To oUvBpopo oubudzetar ouxvd pe modhamd
yaotpodwdekadaktuMkda €Akn Adyw UTIEPYAoTpIvVAl-
piag (ouvbpopo Zollinger- Ellison).?” Ta ouvnBéote-
pa Seppatoloyikd eupnpata tou ouvdpdpou mepi-
Aappdvouv moAhamhd ayyeloivopata IpooEIIoU,
cafe-au-lait knAiGec, kKoAhayovopara, Mnepara kai
XapaxkmpioukéG PAatideg twv ovAwv. EmmAéov, o1
6yko1 g vmdéguong ouxvd euBivovial yia mv epgpd-
vion tou ouvdpdpou Cushing pe ug yvwotég Seppa-
toloyikée ekbnhwoeic tou (akpun, papfdaoeic, daou-

A.E. Matékofitg, T. Towfitavibou-Kdkoupou, AL Xtparnydg

p1x10116¢). O1 éyko1 twv vnoldinv tou maykpéarog
nepihapfdvouv ta wvoouMvopata, ta yaotpivepata
Kai ta yhoukayovepara. H umepékkpion yhoukayo-
vNng TPOKaAel 10 oUVOPOO YAOUKAYOVHOHATOS HE TIG
avtiotolxeg xapakmploukée deppatukég PAdPeg (pe-
TavVaoTeEUTKO VEKPOAUTIKG epUbnpa).

To ouvdpopo MEN IIA opizetar and m cuvlmap-
&€n puehoe1dolc kKapkivapatog 1ou Bupeoe1idole, ade-
VOPATewV 1V mapabupeoe1dov adévwv Kal gpaioxpw-
HOKUTIONATOC. AV Kal To oUvOpojlo Xapaknpizetal
amd yeveukn erepoyévela, éva aro ta yovidia mou
Bpiokovtalr petaihaypéva eival 1o TIPOTO-OYKOYOVi-
610 RET, mou eviomizetal oto xpopdonpa 10q11.228
Ka1 ehéyxel n oUvBeon evog ummodoxéa me Kivdong
g tpooivng. Aeppatoroyikd epgavizer eviote e-
viomopévn Aeixnvoeldn n kndodn apudoegidmon.

To oUvSpopo MEN IIB mniepidappdaver to pueloel-
0é¢ kapkivwpa tou Bupeoe1idolg Kal appotePOTTAEU-
pa paloxpwporutiowpata. H yovidiakn petaiia&n
oupPaivel kair oy Oepimwon auti OTO IPMWIO-OYKO-
yoviéio RET.2? H MEN IIB ouxvd cuvundpxel pe m
véoo Hirschsprung (ouyyevég peydkoAov), n omoia
KAnpovopeital pe to i810 yovi610.3° Amé m veoyvikn
Ka1 Bpe@ikn nMikia epgavizovial moAAamAd veupo-
Hara ta omoia Xapakmpioukd avammiooovial OToug
emmePUKOTES, ota XeiAn, oto BAevvoyévo tou otdja-
10C, TNC PIVOC Kal Tou Adpuyyd. AVIIOTOiX®C, Ta Veu-
popata tou Sépparog efivar hiydtepa kai Siatdooco-
vial ouvnOwg otV KEVIPIKNA TIEPIOXN TOU MPOOMIIOU.
O1 aoBeveic mapouoidzouv owpaukn didmhaon mmou
Oupizer oGvdpopo Marfan (apaxvoSakturia, okele-
UKEC avwpaAieq omovOUMKNAC otnAng ka1 Oopaxka,
xahapédmta apBpooewv).

ATAEIA-THAAITEIEKTAZXIA

To otvdpopo atafiac-tnAayyelektaciag n oGvopo-
po Louis-Bar oto voooloyiké tou (pdopa ouvdudzel
VEUPOAOYIKEG ekOndqoelg, avoooavendpkela, xapa-
KINPIOTIKEG eupuayyeieq emImepukOtov Kal 8épparog
Ka1 TIp@OIN €pAvion Kakénbwv veorrAaoimv.

KAnpovopeital pe autoowpiKO UTIOAEITIONEVO
TPOIIo KAl ep@avizeral pe ouvxvomnta pikpdtepn amd
1:40000 yevvnoeic. To petadhaypévo yovidio, ATM
(Ataxia-Telangiectasia Mutated),3' edpdze1 oto xpw-
poéowpa 11 ka1 1o mpoidv g PetdPpacng tou sivai
H1a xivdon 1ou €uBlveral yia v avixveuon mpi-
Hov BAapav tou DNA ka1 v evepyomnoinon g d1a-
Sikaoiag eméiopbwong N amOMTIWONS 10U KUTIAPOoU,
npiv autd IPOoXwPNoel oy endpevn eaon 10U KUt-
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tapikoU kKUKAou. To DNA twv maoxéviev 1mapouoid-
ze1 e€aipeuxkn evaioOnoia owmv enidpaon g 10vi-
zouoag akuvoPoliag e anotéhecjia v eUkoAn dia-
OKeUn Tou Kai m Snpioupyia XpwHoowH1aKNG aotd-
Be1ag, n omoia mpodiabétel omv epedavion Kapxi-
vov.32

I81aitepo evdiapépov mapouoidzel 1o yeyovog du
01 ETEPOZUYATEC TNC VOOOU, 01 popeiq dSnhadn twv je-
taAhG€ewv tou ATM, unioAoyizovial oto 1% tou yevi-
KoU mhnBuopol ka1 mapouoidzouv auénpévo Kivou-
VO en@dviong Kapkivou pactol Kai Aepgaoparog.>?
Katd ouvénela, 1o mpooddékipo empPinong twv atd-
PV autev untoloyizetar nepimou 8 xpdvia Ppaxvte-
po armo 1o €00 Opo.

O1 exSnA®OoEeIC TOU GUVOPOHIOU OTOUC TTACXOVIEG
yivovtal epipaveic Katd mv mpoipn mardikn nAikia.
ApXIKA KUP1apXoUV 01 VEUPOAOYIKEG eKONADOEIC 1€
Siatapaxéc o Badion Adyw g apxdpevng mapeyke-
pahdikng atafiac. H ataia embeivoverar mpoodeu-
ukd (mpoodevtukn mapeykepahdiki arafia) kair ou-
vodeletal and mv epgdvion xopeloabétwong, Suoto-
viag ka1 omrukokivnukng anpa&iac. H teAeutaia ouvi-
otatail oe kaBuotepnpévn évapén g ekovolag Kivn-
ong ou opBaijikol BorBol ka1 Bewpeital mpaipo,
€181k6 ka1 a&iémoto otoixeio ou ouvdpdou. Ta nd-
oxovta maidid, mapdu mapoucidzouv QUOIOAOYIKNA
vonukn avdmtuén, Kivnukd KataAnyouv oe coPapn
avarmpia, ouvnOwg mpiv v nhikia v 11 etov.

Ta moikiha veupodroyikd eupnpata Sev
otoixe100etolv amd péva toug m didyve-
on, kaBwg aveupiokovral ka1 oe dNAa mai-
S1atpikd veupodoyikd voonpata. Aviifeta,
n epedvion twv XdpakmnpIoUK®OV eupudy-
YEIQV TV EMITEPUKOTOV HeTd v nAikia
OV IPIOV €10V KateuBuvel TIPog T owotn
S1dyvaon (Eikéva 4). Autég ouvoSelovial
Kal amd Aemtég eupuayyeieg 6éppatog mou
eviormizovtal oto mpdowto, ota Aofia twv

Eikéva 4 — Atafiac-TnAayyeiektaociag (And to
Athavia [Taidiatpiking Aeppatodoyiag, twv
Kane K, Bisonette Ryder J, Johnson RA, Baden
HP, Stratigos A, Ex66oei¢ MacGraw Hill, New
York 2002, avadnpooieuon pe ekboukn ddeia).
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QIWV KAl OTI¢ MTUX£C TV Akpwv. Me v mdpodo tou
xpbévou 1o déppa mapouoidzel TpOIPIN ynpavon, pe
anoAela vmodopiou Afmmoug, okAnpuvon Kai arpogpia
g emdeppidag kabB®G Kar AeUKavon WV IPIXQOV.
AXAeg Seppatoloyikée eKONAWOEIC TTOU €XOUV ava-
@epBOei oe aoBeveic pe atafia-tnhayyeiektaoia eivai
o1 moikihoSeppatikég ahroiwoelg, o1 cafe-au-lait kn-
Aideg, n xpovia opnypatoppoikn Seppatiuda pe Phe-
@apiuda, n pedavizouoa akavlmon Kai opiopEveq
XAPAKINPIOTIKES PN-AOIPOOEIC KOKKIOPATOOeIG BAd-
Bec pe tdon e€éAkmong.

To ouvdpopo katatdooetal omv opdda twv mpe-
torrafwv avoocoavernapkelav, kKabwg o1 acBeveic ma-
pouc1dzouv otV TAe10VOTNTA TOUC OUYYEVEIC avmpa-
AMeg 11 ka1 ayeveoia tou OUpou adéva pe anotéieopa
va €Xouv onpaviikd peiopévn KUTIapikin avooia kai
Siatapaypéveg xupikée avooodroyikég avudpdoeig.34
Kartd ouvénela mapoucidzouv urotpomidzouoes Aol-
no€eic xupimg tou avamveuoukoy. O1 Bpoyxektaoieg
Kal n ouvernakéioubn avanveuoukn averdpkela a-
motehoUv v KGp1a aitia Bavdatou otoug acBeveig
autouc.

AeUtepeg oe oe1pd Ovnrdntag €pxovial o1 veo-
mhaopaukég e€epyaoieq. I81aitepa avnpévn eival n
enimoon v Aeppopdiov (B-CLL) ka1 twv Asuxal-
mov (T-CLL). Avagépovial emiong ouxvd puelo-
BAactopara, yhoiopata kar adevokapKIvopata oto-
paxou.® Opiopévorl kapkivikoi deiktee (a-FP, CEA)
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aveupiokovtal auénpévol Kai PropouUv va XPnoijpo-
noinfolv ota mhaiocla ToU IPOCUPITIWHATIKOU eAEY-
xou. H Oepamevukn avuperdmon v Kakonfeihv
autev duoxepaivetar and mv npoavapepBeioca uyn-
A euaioOnoia v acBevov omnv enidpaon g 10vi-
zouoag akuvoPoAiacg. EmmAéov, onpei@vetal 6t Kai
Op10}1€VOl aVTIVEOTTAAOHATIKOI TTapAyovieg, Omwe n
HUITAEONUKIVI, N AKUVOPUKIVN-D KAl n KUKAOPKOPA-
pidn mpénel va amogeldyoviair oe acBeveic pe ata-
&a- mlayyelektaocia kai veomidopata Aep@ikoU 1-
oto0U.

H npdyvwon tou ouvlpdpou Bewpeitar kakn. To
mpocddéxipo emPinong v acBevav eivalr onpavukd
ehattwpévo kai ondvia emepvd mv tpitn Sekaetia
mg¢ zwng. O1 TAoXoVIeC aVIIEINITIZOVIAl CUPITI®WHA-
ukd kai vnmoPdilovial oe €ViaukoUg TIPOANTIUKOUG
ehéyxoug yia mv éykaipn diamiotwon apxopevng Ka-
konBeiac. H mpoyevvnukn Sidyvwon tou ouvpdpou
eival eIk ka1 €xe1 fapUvouca onpaocia.

LYNAPOMO GORLIN

To oUv8popo MOANATAGV BACIKOKUTIAPIKGOV OTTi-
Awv nepiypdepnke 1o 1960 amd toug Gorlin ka1 Goltz.
KAnpovoypeital pe autooopikd emkpatovvia tpomo
Kal ogefdetal oe petdAha&n tou KataotaAtkoUy OyKo-
yovidiou PATCH oe kUttapa g PAacukng oeipdg.
Yopaukég petarraeic tou ev My yovidiou éxouv a-
vayveplotel oe omopadikoUg Pacikoruttapikdug 6-
yroug tou &épnatog kabmg kar oto puehoPfrdotwpia.30

To olGvdpolio xapakmnpizeral and mv IpEipn ep-
@dvion moAudp1Opev mkpev Sidomaptev Paciko-
KUTIapIR@Vv oyKiSiwv tou 8épparog, mou KAvIKd TIpo-
0O011014Z0OUV H€ XOP1aKOUC OTIiAOUG 1 1€ opnypatop-
poikég unepkepatnoelg (Eikéva 5A). Ta Pacikokurt-
apikd auvtd kapkivopata rmapovoidzouv nma Piolo-
YKl ouptiepipopd kar ouvnfng Kavouv mv ep@avi-
on 1oug Tpiv v nAikia v eikool e1v. H enidpaon
¢ nAakng akuvoBoiiag oe ouvéuaopd e 10 PHTo-
wro tou dépparog maizouv kabopioukd péAo omv
ekONAmOoN TV PACIKOKUTIAPIKGOV KAPKIVOPATWV TOU
ouvopdpou. Frol, acBeveiq KeAUKNC KAtaymyng pe é-
viovn €ékBeon omnv unepiddn nhiakn akuvoBoliia, 6-
¢ o1 Kdrtoikol e Avotpaiiag,®” epgavizouv Baoi-
Kokuttapikd emOnhiopara moAd vepitepa Kai oe je-
yahutepo ap1fpd amd toug aviiotoixoug acbeveic A-
(PPIKAVIKNC KATAYWYNC, O1 OToio1 pmopei va ekOnAw-
OOUV Td UTIOAOITIA XAPAKINPIOTIKA TOU ouvdpopou
xwpi¢ Pacikokuttapikd kapkivopara.3® Emmiéov, a-
&ize1 va onpeiwdei 6u ta dropa pe ovvépopo Gorlin
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xapakmpizovial amé 181aitepn eunmdBeia onv ermi-
dpaon g 10vizouoag akuvoBoAiag, pe amotéhecpa
va mapoucidzouv TePIooOIepoUC Kal 1o embet-
KoUC BaciKoKUTIapikoug G6YKOUG.

Eva dho xapakmpiotukd SeppiatoAoyikd KAIVIKO
eUpnpa, 1o omoio ouvnOwg mpolndpxel ¢ epEAVvI-
ong v PBacikokuttapkav emOnhopdiowv, eival ta
BoBpia v maAapdv kal twv neApdiewv. Autd npémnel
va avazntouvialr oe KdOe mepimwon epgdviong Pa-
OIKOKUTIApIKOU Kapkivou tou Sépparog oe dropa n-
NMxKiag pukpdIEPNG IOV IP1AVIA ETQV.

H ouxvitepn e§ndeppikn ekdniwon tou ouvdpod-
pou eivail o1 moAhamAéc odovioyeveiq Kepativoku-
OT€1C TWV 00TV ¢ Gvw Kal e Kdtw yvabou, tomka
S1nBnukéc BAdPec, o1 omoieg arneikovizovtal akiivo-
YPa@ikd.* Yuvnbwg ouvundpxouv kair GAAeC okede-
ukég avopahiieg, dnwg diatapaxég Sidmiaong twv
MAEUP®V, TwV oTTovOUAwV Kal tou otépvou (Eikéva
5B). O1 mep1006TeEPO1 aoBeveiq €Xouv XapaxInploT-
KO TIpoowneio pe pakporepaiia, IPOIETEIA PETRD-
o, utiepteAop1opd Kkai mpoyvabiopd.* Ymv akuvo-
ypagia kpaviou aveupiokoviar katd kavéva acfé-
OtwOoN 10U pecorofiou Kal ye@UpmOnN 10U TOUPKIKOU
epimriou.

To ouxvotepo KakonBeg vedTAaopa oU OXetize-
ta1 pe 1o ouvopopo Gorlin eival 1o puedofrdotwpa,
10 omoio engavizetar oe maidid nAikiag pikpdrepng
wv ermtd ewv.*! Ta 1o Adyo autd cuomveral €moia
napakohoUBnon pe payvnukn topoypagia twv mai-
010V pe oUvlpopo TTOANATIAGOV BACIKOKUTIAPIKGOV
omidwv. Ye [KpOTepn ouxvotnta amaviovialr dilol
OYKO1 TOU KEVIPIKOU VEUPIKOU oUOTNNATOC, OInG Ta
ACTPOKUTIONATA, Td PNVIYYIOHATA Kal Ta Kpaviopa-
puyyopara.

O1 mdoxovtieg amd ouvdpopo Gorlin mpémel va
napakolouBoulvial otevd amd 1o Seppatordyo toug,
wote kKdOe Umomn Seppaukn PAGPn va avupetwri-
zetal éykaipa. Emiong Oa mpémner va tehoGv vnd mv
napakoAotBbnon odovuidipou yia 1o evbexdpevo a-
vamuéng oSovioyevev KUOTEWV.

MEAATXPQMATIKH EHPOAEPMIA ———

To olGvSpopo autd mpwtoava@épbnke to 1874 a-
6 toug Si1donjioug SeppatoAdyouq NG €moXNg eKel-
vng, toug Hebra ka1 Kaposi. Xapakmpizetar and e-
Eaipeukn Qpuroevaiodnoia ka1 MOAU IpOIPN ePEAVI-
on Kapkivwv tou §éppatog. Xnpepa miéov yvopizou-
pe éu 1o véonpa autd, mou akoAouBei Tov TImo g
AUTOOWHIKNAC UTIOAEITIONEVNC KANPOVOPIKOTNTIAG, O-
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Eikéva 5 — LGvSpopo Gorlin. A. TToAAarmAd BaciKoKUTIapikd KapKive-
pata pedayxpopaukol wnou. (And o Atiavia ITaidiatpikig Aepua-
todoyiag, twv Kane K, Bisonette Ryder J, Johnson RA, Baden HP,
Stratigos A, Ex86oeic MacGraw Hill, New York 2002, avadnpooieu-
on pe ekboukn 4deia). B. KupookoMwukég Siatapaxéc oe acBevn e
ouvdpono Gorlin (A6 1o apxefo g T. ToiPitavidou-Kdxkoupou).

pefdetal oe oeilpd petadhd€ewv yovidiov unediBuvav
yia mv emdi6pOwon tou DNA. Me Bdon to ehattiw-
patukoé yovidio éxouv mepiypagei oki® umoopddeg
tou ouvOpopou (complementation groups), OTI®WG
@paivetrai otov ITivaka 3. O1 unoondadeg A ka1 C efvai
o1 emkpatéotepec.*? O PaIVOTUIIOG TWV ETEPOZUYRTOV
Sev éxe1 mpoodiopiotei pe oagnvela. ITiotevetal o6t
atopa pe moAléc epniidec Ba pmopovoav va eivai
popeic g mdbnong, pe dyvootn mpog 1o mapov emi-
Bdpuvon wg 11pog 1o evdexdpevo avdmtuéng veorrha-
o160V

Yroug mdoxovieg n éviovn @pwtoguaiodnoia yive-
Ta1 avoAninni vepic o zon, o¢ eppdvion epubnpa-
T0C KAl OUPMI@HAtoAoyiag nAakoU eykayparog, je-
14 am6 eAdxiomn ékBeon otov nNA1o. v nhikia twv
800 etV n mAelovoINTa WV AcOeVaV epgpavizel epn-
Aideq ota pwtoekteBeipiéva pépn tou ooparog (Eiko-
va 6). X1n ouvéxela 1o 8éppa yivetar tpaxy, e€'ol kai
0 Xapakmpiopog me vooou w¢ peAayxpwpaukn &n-
poSeppia. Amé v maidikn nAhikia apxizouv va kd-
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ceesesesscse

VOUV TV €J(PAVION TOUC 01 AKUVIKEG UTIEPKEPATNOELG
Kal ta emOnhidpata, oo ta akavBoxkuttapikd oo
Kai ta Paocikokuttapikd. Kakénbeg peddvopa ekdn-
Aoveral oto 5% twv MEPIMIOoE®wV Kal apopd dtopa
nhikiag pIKpOIEPNE TV €iKoo1 etwv.+3

IMaparinia pe ug deppaukég BAdPec eppavizo-
vial aAho1)oEelIg TV 0POaipaV, 6iwe pwtoofia, Ke-
patiuda, ektpomio Kai emOnMopata BAepdpwv.

Ta dropa pe tov undtummo A g vooou ouvnOwg
avamtiooouv VEUPOAOYIKEC S1atapax€g, 01 Omoieg
eviexoévmg opeidoviar oug abpoicurég emPArafeiq
emdpdoeic mou déxovial e 10 IEPAca ToU Xpivou
Ta veupikd KUTIapa Kdai 1i¢ OIoieg 0 opyaviopog twv
acBevodv aduvartei va emdiopOwoel. H Baputepn
pooBoAnl Tou veupikoU cuotnparog mepiypdeetal
w¢ ouvdpopo De Sanctis-Cacchione ka1 mepihapfd-
vel juIKpoke@aiia, otadiakn €KMwon twv VONTKOV
AEITOUPYIQV, UTIOAe1TIOeVn owpaukn avdmtuén, Ba-
pnkoia, xopeloaBétwon, atafia ka1 otadiakn eykatd-
otaon tetparrhnyiac. 4
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2l O1 unoopddeg tng MeAayxpopaukng Enpodeppiag (Xeroderma Pigmentosum complementation groups) Kai ta Ku-
‘g’ p16teEpa KMVIKO-emSnp10AoyIKd T0UC Xapakmpioukd. 4’
% Tewypagikn Aeppaukég Neupoloyikd
Ymoopdda Zuxvémta Katavopn Nt exSnAoelg gupnpata
XPA Yuxvi lanwvia 159 Nai Yuvnbwg Bapeid, omavidtepa
Euporn nmotepa
HIIA
Méon Avaton
XPB IIoAG onidvia  Euponn 3 Na: Mérpia npdg coPapad
lanwvia XP-CS?
XPC H ouxvétepn Euponn 191 Na Ox1 (avagepdpeva vrorhivikd
HIIA €UpNata oe eVIAIKEQ)
Ianwvia
XPD H onmaviétepn  Euponn 5216 Nai Mértpia npdg coPapad
HIIA
Ianwvia
TaAAia Nai XP-CS
HIIA, Euporn Ox1 TpixoBeloduotpopia
XPE Yrdvia Euporn 13 Nai Ox1
Ianwvia
XPF Yuavia lanwvia 16 Nai Ox1
Euporn
XPG IToAG omdvia HITA 5 Nai Ox1, ektég e XP-CS
Eupomnn
XPV Yuxvn Ianwvia 130 Na: Ox1
Euporn
HITA
Méon Avatoin

Eneénynioei¢ ouviopoypagldv: 1Avagepdpevog apiOpde nepiotatkav, 2Xuviuaopée XapakmpioTKOV PeAAyXPpOUATKAG

&npodeppiag ka1 ouvdpdpou Cockayne.

01 mdoxovieg amd pehayxpopaukn Enpodeppia
Siatpéxouv emiong peydlo kivbuvo eppaviong e€n-
SepPatKOV KAPKIvVeV. XUxvotepa avapepopevol €i-
vail o1 GyKO1 TOU KEVIPIKOU VEUPIKOU OUCTAHATOC, TOU
nvedova, TWV VEQPP®V, TOU YAOTPEVIENPIKOU CUOTNHA-
TOC KA1 TOU a1p0IIo1ntikoy 101ou.

Yuvenag, o1 acBeveic Ba mpémer va epappozouvv
avowmpotata pérpa nAIOIIPootdoiag, va armo@eltyouv
wmv €ékBeon oe 10vizouoa akuviforia Kair oe AAAOUG
YVOOTOoUCg Kapkivoyévoug mapdyoviec. Ta amd tou
otoparog xopnyoupeva peuvoeldn €xouv amode1xOef
xpnoipa om xnpelonpo@uiaén évavu v deppat-
KoV emOnhopdiov.*® H avupetdmon v KapKivev
tou &épparog oe mpRiIpo o1ddio Pehucvelr v mpo-
yvwon. H akoopetpia ka1 n adpn veuporoyikn e€éra-
on katd taktd xpovikd Siaotipara pmopei va amo-

KaAOouv apxopeveg veupodoyikéc diatapaxéc. H
YEVEUKN OUPPOUAEUTIKA TWV TIACXOVIWV Kal TV Jie-
AQV TV OIKOYEVEIQV TOUG €xel 181aitepn onpacia kai
n mpoyevvnukn 81dyvwon Propel va mpaypatonoin-
Oei oe e€a181keupéva epyaotipia.®

YYMIIEPALMA

ITapd v etepoyévela Kai g moikideg ekSnAw-
O€1G TOUG, Ta OIKOYEVI KAPKIVIKA oUvOpopa amote-
Aouv jia evdiagpépouoca opdda mabnoewv mou xapa-
Kmpizovial and pia kKAnpovopoUpevn mpodidOeon
yid mv avamuén kahonBwv kar Kakonbwv veorha-
o10v. KAivikd o1 veormAaciec autéc avarrriooovidl o€
dtopa veapng nkikiag ka1 mpoofdAirouv Sidpopa 6p-
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Eikéva 6 — Mehayxpopaukn Enpodeppia: mok-
Aamm\éc @akég oe Tp@Ia Pwtoynpacpévo &ép-
pa. (Ané 1o apxeio g T. Toipitavibou-Kdkou-

yava oe moAhamhég Oéoelg, oupmepihap-
Bavopévou kai tou Séppatog. H onpeiodo-
yia tou &épparog ota voonpata avtd €xel
181aitepn onpaocia, agevog pev eneidn n a-
vayvopion tewv deppaukav PAaBov uro-

BonBd m Si1dyvwon ka1 mepatépw avuije-

TOION 1OV TMOAUTTAOK®V aut®v ouvipo-

PV, agetépou de Aoyw g dpeong ékepa-

ONG WV UNIOKeINeVeV aBo@uololoyIKOV Pnxavi-
opav oto S8éppa (mx. n avnpévn evaiobnoia tou
Séppatog omv unep1ddn aktvoBoria t pelayxpw-
paukn &npodeppia). [Tapdu n onouvdaidétnia v ma-
Onoewv autdv otnv kaBnpepivin kKMavikn npdén efvai
rieplopiopévn Aoym g onavidmrdg toug, n arokd-
AUPN TV HOPIAK®V HETABOAOV Kal TV UMelBuvev
YoviSiV TV YEVEUK®OV aUIOV OUVOPOI®V €Xel OUp-
BdArer onpavukd o yevikOtepn katavonon mg B1o-
Aoyiag tou Kapkivou oe oAAEC amd TG ormopadiKEg
TOU NOPPEC.
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