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NapouaciGZeTal NEPMTWOoN TETPAXPOVOU KOPITOIOU UE VEaVIKO eAdOTwUa (Oni-
A0 TOU OUVOETIKOU 10TOU), EVIONIZOUEVO OTO APIOTEPS PIZOUNPIO, NPWTOEUYAVIZOPEVO OE NAIKIa SUO &-
TWV, NoU 8¢ ouvodeudTav and akTivVOAOYIKG EUPNUATA OOTEONOIKIAWONG KATA TO XpAOvo TG didyvwonc.
H KAIVIKA €EETAON TNG UNTEPAC TNC aoBevoUg 0dnynoe otnv evtonion napduolag BAABNG TNV IEPOKOK-
KUYIKN X@Pa. MEPIYRAQETal TO VeavIKO ENA0TWHA, CUZNTETAI N OXEON TOU WE TO 0UVOPONO Buschke-Olle-
dorff, KaBwW¢ Kal N NABOYEVEIQ KAl QAIVOTUMIKNA EKPPACN TNG EVAIAMENPOUOAC AUTAG KAIVIKAG OVIOTNTAC.

Familial Juvenile Elastoma and ifs Correlation with Buschke-Olledorff Syndrome

Sotiriou E., Apalla 7., Tsapanidou A., loannidis D.
Summary

We present the case of a 4-year-old girl with juvenile elastoma (connective tis-
sue naevi), over his thigh, first presented at the age of two, without any radiological evidence of os-
teopoikilosis at the time of diagnose. The clinical examination of her mother revealed a similar lesion over
the sacral region. Here we describe juvenile elastoma and we discuss the correlation with Buschke-Olle-
dorf syndrome, the phenotypic expression and the pathogenesis of this interesting clinical condition.

NEzEIz EYPETHPIOY ® TUv&pouo Buschke-Olledorf, veavikd EAGOTWUA, OMiA0I TOU CUVSETIKOU I0ToU, LEMD3
yovISIakA ‘WETGANAEN
Key WorDs @ Buschke-Olledorf syndrome, juvenile elastoma, connective tissue naevi, LEMD3 gene mutation

o veaviké ehdotwpa Oewpeital ondvia popen
T apapoparog 1 omidou U ouvdeukoU 10100

He 181aitepa kKMvikd kai 10tortaBoioyikda xapa-
Kmpiotukd. ITepiypdpnke yia mpamn gopd om PifAio-
ypagia to 1921 umé tov 6po “nevus elasticus regionis
mammariae”. ‘Bkrote éxouv dnpooieuBel apketéq re-
PIITOOEIC VEAVIKOU €AACTONATOG eite w¢ oropadikd-
Hepovepéva Tepiotaukd, €ite ota mhaiola o1Koyevav,
OUVOPOUIKOV HOPPQOV OTIKG to oUvdpopo Buschke-
Olledorf, oto omoio ouvundpxer e Siatapaxég v o-
otv."* To ovvSpopo Buschke-Olledorf eivar ondvia
Siatapaxn kAnpovopoUpevn KAtd 10V AUTOOWHATIKO
emKkparovvta xapakmpa. Qotdéoo, n actabng Sielo-
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Suukdmnta Kal eKPPAcTIKOTNTA TOU HeTaAAaypévou Yo-
vidiou, n avakdAuPn oAV S1aPOPEUKAOV HETANAA-
€ewv oto 1610 Yovid10°>7 oe ouvSuaond pe mv moikiho-
HOp®ia TV @avotUliwv HE TOUG OIToioug eKkONAGVO-
vtai, Oétouv ouxvd 1o epOpa me vrap&ng 1ou ouv-
Opo1IoU arOpN KAl O€ TEPITITROEIC TTOU Sev avixvelo-
vial akuvohoyikd eupnpara ooteonoikidwong.810

[TIEPITPAQH ITEPIIITQXHX

[Tapouoidzetar niepimwon TEIPAXPOVOU KOPITOL-
0U e aoupmepaukég mohhamiég Seppauxée BAarti-
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Seq ka1 ozidia kitp1vépubpng xpoidg mou opadornol-
oUviav oxXnpatizoviag acUppeTpn MAGKA OKIG) €KATO-
o1V Katd tn peyaiutepn diaperpod me (Eikéva 1). H
BAGPN eviomzdrav oto apiotepd PIZOPNPIO KAl XPo-
voloyouviav ané Sietiag, e mpoodeutikn engavion,
olpewva e 1o 10Top1ké Mmou A@dnke amd  pnté-
pa. Avaloyn midka pukpdtepng diapérpou mapan-
pNONKe Kai o pntépa, 0TV 1€POKOKKUYIKN XOPA, €-
v n 181a avépepe TG KA1 0 TAnmouc e PIKPNG a-
00evouc épepe mapopola PAdPn oto pnpd.

O 10tontaBoAoyikdg €AeyXog oUpP®VA e TOV O-
oo oto avatepo xOp1o unnpxe onpavukd av€npé-
vOg ap1Opog MEMaxupévav eAdOTIKOV VOV HE PU-
o10hoyikéc 11¢ KoAhaydveg iveg, emPeBaiwoe v
KAMvVIKN 81dyvwon tou omiAou tou €AacTKoU 10T0U
(Eikéva 2). AkoroUBnoe evOehexng veuporoyikog,
o@Baipodoyikée, kKapd10AOYIKOC KAl VEPPOAOYIKOC
éleyxoq Tou ntav @uololoyikéc. H akuvoypagikn
aneikovion v ootV dev katédeife onpeia ooteo-
moikiAwong, pehopedotwong N GAAWV OKEAETIKGDV a-
vopahiov. Ta vndloina mpooBefinpéva péin ng
o1koyévelag apvnOnkav va vrrofAnBoulv oe avdioyn
epyactnpiakn Siepelivnon, omdte Kai o €Aeyxog
TouC TIPOC autn v KateuBuvon Sev Katéotn duva-
10¢.

YYZHTHXH

01 omiAo1 Tou ouvOetKOU 10TOU aVIITIPOOKIIEUOUV
KaAonOn apaptedpata mouv pmopei va efvar mapévia

E. Ywtnpiou kat ouv.

Katd n yévvnon, va eppavizovidl oty mpetn maidi-
KN nAkia 11 aképn Kai petd mv evnhikioon. 12 K-
VIKA mmapouoidzovidl €ite og 81domapteq TOAAATIAEG
BAraudmdeig BAGPec, eite wg oAydp1Opeg opadomnoin-
péveg PAatideg 11 0zidia, xpo1dg KiTpIvng N 10U QU-
o1o0Aoy1koU Sépuaroc. O1 ouvnBéotepeg Oéoeig evio-
mong eival ta eyyug dkpa, ouxvotepa ta KAtw, Ol
yAoutoi Kai 1o poonIio. Alakpivovial oe 1€0oepic €-
mMpP€PoUC 10TOAOYIKEG KAtNyopieg avardyws TV OTol-
XelwV 10U OUVOETIKOU 10TOU TI0U €IMIKPAtouv otn PAd-
Bn. Autég eival o1 omido1 ek Kohhayovou, €€ ehaot-
KOU 10100, €K IIPWIEOYAUKAVAOV Kdl 01 PIKTOU T0-
Hou. 1315

Apaptodpata 1ou ouvéetuKkoU 10100 €X0UV TIepl-
ypagei om 81e6vin Piflioypagia eite wg pepovepé-
va-oropadikd mepiotaukd, eite wg oikoyeveic kard
TOV autoowPIKO €mKpatodvia Xapakinpa peraPifa-
ZOHEVEG TIEPIITAOELCG, €ite ota mAaioia ouvdpdpwv, 6-
TIOU OUVUIIAPXOUV Ji€ VOOOUG TwV ayyeiwv, puokap-
S10mdOelec, unoyovadiopd, ozddn okinpuvon Kai o-
oteomnoikihwon. 8211

H ouvinapén ehaoctoparog 1 KoAAAyovopnatog
(61domiapng @akoe1ibolg Seppatoivmong) pe ooteo-
noikidwon eival yvoot ¢ oUuvépopo Buschke-
Ollendorff. pia omdvia avtoowpaukn emkpatovoa
Siatapaxn pe peydin @aivotumikn erepoyéveid. O 6-
po¢ ooteonolkiAwon mepiypdgel v Umapén moAia-
TAQV, AOUPITIOHATKGOV, IEPIYEYPANLEVOV OOTEOIU-
KVOUK®OV TEPIOX®V, peyéBoug 1-10 mm oug emeu-
O€1C KAl PETaPUOEIC TV PAKPOV 00TQV, O0Td HIKpd o-
OTd 10U Kapmou, twv @AaAdyywv Kal tou tdpooy, Ka-

Eikéva 1 — Bhatidec ka1 ozidia kitpivépu-
Opng xpo1dg apiotepoy pizopnpiou.
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OIKOTENEZ NEANIKO EAASTOMA KAI H ZXEXH TOY ME TO LYNAPOMO BUSCHKE-OLLEDORFF

Exéva 2 — Au€npévog apiBpog nemaxupé-
VOV €AACTIK®V VGOV Xopiou.

B¢ ka1 ota mhaud ootd g uéhou. H meprypapei-
0a aKuvoloyIKki €1K6vd, av Kai oavia, Oa mpémer va
S1apopodiayveotel amd mv Unap&n OCUKGV Jeta-
otdoeav AAANG npwronadolc sotiac. '8 [TAnv mg o-
oteomnoikihwong, aoBeveiq pe oGvdpopo Buschke-
Ollendorff ocuxva epgavizouv pehopedotwon, 6pog
TIou Xpnoiporoleital yia va neprypayel oUuyKkekpijié-
vng popeng urnepdotwon Imou apopd Kuping otov o-
ouko6 @Ao16 mg kvnpne. H pedopedotwon oe aviiOe-
on Jl€ MV 00TeOTIOIKIAwoN €ival ouvnOwg cupmopa-
ukn kai ouvodeletal and avoparieg v mapakeije-
VOV HAAAKQOV 10TV, OTIwG POVIHEC OUCTIACELS TV
apBpwoewv, okAnpodepioerdeic PAGPeg tou umep-
Keipievou Séppatog, PUIKEG atpogieg, aipayyeidpara
Kai Aepoidnpa.t*-2!

IIpdopateg peAéteg katadelkviouv MwG oV di-
uonaboyévela 1V omiAwv Tou oUvOeTIKOU 10T0U Kal
OV emMpEPoUC ouvopouwv ota omoia amaviwviai,
ouppetéxouv petadrdadeic (loss-of-function mu-
tations) oto yoviéio LEMD3, 10 omoio avtaywvizetai
(aokei 10xupn apvnukn pubpioukn Spdon) ug o-
800¢ tou transforming growth factor-f (TGF-B) ka1
¢ ooukng npwteiving BMP (bone morphogenic pro-
tein).> Ero1 Siatapaypévn Aettoupyia tou LEMD3 ou-
vendyetai d1éyepon (evioxuon g Spdong) twv TGF-
B xa1 BMP, odny@vtag oe Siatapaxég e puoloAoyl-
k¢ avdowéng tou ouvdeukoU KAl TOU OoTitn 10T0U.
Yuvenwg, eival Aoyikd diapopeukég petarradelg tou
LEMD3 va tautonolovial &g UreUbuveg y1a 01Koye-
vei¢ mepimoelc ouvopopou Buschke-Ollendorff n
Siatapaxev, oug omoiec aveupiokovial POvo OOUKEQ
A pévo Seppaukée ahhoidoeig.>72223 Tédog, n Umap-

Tpos 18, Tevyos 4, Orusfpios - Asképppios 2007 &

&n owpaukev petadddfewv oe Sidpopa otddia g
epBpuoyéveong ouvendyetal TEIAPINLIOPIAKN-TIEPIO-
XIKN ep@dvion v BAapav, eaivopevo yvwotd og

pwodaikiopée.®
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