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O OPOC EVIOTILOUEVOC MEAAYXPWLATLKOC
HLwoaiklopoc (MM) avadepetal o€ UNo-
N UTEPUEAQYXPWON UE TTOLKIAQ poTLBa
TToU akoAouBoUV TNV KAToVoun TwWV
vpapupwv Blaschko kat eivo n ekppaon
LLLOLC VEVETLKNC ETEPOYEVELOC. MTTIOpPEL VO
ouvoualetal pe eEWOEPUATLKEC
QVWHOALEC LE TILO CUXVEC TLC
ETUANTITIKEC KPLOELG, KABuOoTEPNUEVN
avarntuén, Suopopdila TPOCWITOU KoLl a0 LA
OKENETUKE AVWHOALES, e e oo o Wood 365

NMAPOYLIAIH NEPIITATIKOY

MNapouvaotalovpe Bpedoc, 9 unvwy, BNAu, teAelopnvo, Ywplc aAAEpYLEC, XWPLC VOONAELEC XWPLC ovOLPEPOUEVO ATOULKO N
OLKOYEVELOLKO LOTOPLKO OTIOOLLWV LE UTTOAELTTOMEVN KIVNTLKOTNTO OTO QPLOTEPO AVW AKPO (armo 3 pnNVwv) Umo
duoLkoBeparmeia tov npoonNABe otn matdLatplkn KALVLKN AOYw eMELCO0SI0U EMAEYUEVWV TTUPETIKWYV OTIOCLWV UE
eudavion emeltcodiov anwAelac cuveldbnonc e mpoonAwon PAEUUOTOC KOl TOVIKOKAOVIKEC CUOTIAOELC AVW KOl KOTW
akpwv dlapkelac cuvoAka 15 min. H deppatoloyikn e€etaon avedelée UTTOUEAAVWTLKN TTAAKO 0TN S€ELOL KATW KOLALOKN
XWPOL EMEKTELVOUEVN OTN HNPOROUBWVLIKN Xwpa KoLl TNC 0w emidaveLac tou O6eélov pnpou pe cadn oploBetnon otn
LLEON VPO amto TNV yevvnon. Napouaotiale duo knAidec café au lait ota akpa. Ot PAafec avadeilkvuovtov KaAUTEPQ
otn Auyxvia Wood. To urtepnyoypadnua kapoiac avedelée NYwyeVELC eotiec Oe€LaC KOLALOC CUUPBATEC ELTE UE
pafdopvwpata eite pe th PUCLOAOYLKN TPOOPUGCH TEVOVTLWY XOPOWV

O veVETLKéq é)\'evac Vl'a Tr] ustd)\')\'aﬁn 0“[0 VOViSLO TSC]‘ r’] O-TO TSCZ Vla 0((1.)5” GK}\'r']pUVO-n ﬁtav aanTlKéq' Kromann et al. Orphanet Journal of Rare Diseases (2018) 13:39

H OLEOV%KI’] eercbal)\ou Kol N oopuovwTtLala T[OLp(?(KEVTl’!Gr] r]tclxv PUOLOAOYLKEC. H uavvnwfn EVKE(I)OL}\OU’E5ELEE EKTETOMEVN Lo 1 Archetypical patterns of cutaneous mosaicism. (a)
dAoukn dvomAhaoila petwrtokpotadoBpeyuatika dela e Ttaxuvon Tou dAoLou, artAomoLlnon Twv AUAAKWVY KoLl Type 1a, (b) type 1b, (c) type 2, (d) type 3, (e) type 4, () type
SleVPUVON TOU TIOPAKELLLEVOU TIEPLPEPLKOU UTIAPAXVOELOOUC XWPOU. ZUVUTINPXAV SLATETAEVOL TIEPLOYYVELOKOL YWPOL 5, (g) type 6 seen from the front, (h) type 6 seen from the

OTNV UTTOKELPEVN AEUKN ouoia. Eywve cuotaon amo MNMatdoveupoloyo yra odpOalpoloyikr) kat opBomedikn ekTipnon SRS

KoOwC Kol KAPUOTUTIO yia avalntnon Lwoaiktopou Kot HeTtoAAaéewv mMTOR oto TEPLHEPLKO QLU TOL OTTOLAL ELVOLL EV
aVoLoVI.
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H dtayvwon tou peAayXpwHaTIKOU HwoaiklopoU eival ouvnBwc KAWVLIKA, LE BAaon To MPOTUTIO KOl TNV KATAVOWN TNC UTto- Ko uTteppeAayxpwonc.(fig.1). H yevetikn
avaAvon Ba npemnel va e€staletal o€ modla Pe eEWSEPULKEC avwMaALeC. H SLaxelplon Tou HEAQYXPWHOATIKOU LWOOIKIOMOU TEPLAAMBAVEL AESTTTOUEPEC LOTOPLKO KOLL
duoLKN e€€Taon yLa TNV EKTUNON TS €EWOEPULKNC cUuppeTOXNC. Otav umtapyet urtodia TnC vOoou, (Lo TPOCEKTIKN ¢éetaon He Tt Auxvia Wood pmopet va evioxUoel
TNV uTToEAAYXPwWON Kal va BonBnoet otnv emiBeBaiwon tnc dtayvwonc. Ektoc avtou, kabe aoBevnc pe vmopelayxpwon kota Blashko Ba mpemnel va aélohoyeitat yia
VEUPOAOVLKEC, LIUOOKEAETIKEC, KAPOLAKEC, OUPOYEVVNTIKEC Kal opOaApoAoyikeC avwuaAlec, av Kot n aéovikn topoypadia (CT) kat n poyvntikn topoypadia (MRI) Ba
NPETIEL VA SLEVEPYOUVTOL LOVO OE TIEPUTTWOELC VEUPOAOYLIKWY CUUMTWHATWY. H aktwvoypadio okeAeTOU MPETEL VO ONOKANPWVETOL OE OAEC TLC TIEPLUITTWOELC. 2TNV
neplntwon acBevwyv pe emIANTITIKEC OLatapayxec, Oa mpemel va Olevepyeital nAektpopvoypadpnua (HET).

H epdavion e€wdeppatikwv aAAOLWOEWYV KU pALVETAL arto 8% ewc 55% otn BLBAloypadia Kot palveTal Lo cUXVN EML UTIOUEAQYXPWONC OE OXEON UE UTTEPULEAQYXPWON
(73% versus 32%). Etepoyevelc KOPUOTUTILKEC AVWHAALEC aveuplokovTal EWC Kol o€ 43% Kot 32% o€ aoBevelc pe Kol XWPLC EWOEPULATIKEC EKONAWOELC OVTLOTOLYOL UE
rio ouyvn tnv translocation oto X ypwpoowpa (1). ZUuoTnVETOL KAPUOTUTILKN ovaAUcn o€ AeUPOoKUTTOPA TOU TIEPLPEPLKOU OLMATOC Kol SEPUATIKOUC LVOPBAAOTEC
ovotnuatika o aocBeveic pe MM (1). Asdbopevnc TNC YEVETIKNCG eTtepoyEveLac TNC MM to Next Generation Sequencing Ba prtopovoe va BswpnBel n e€etaon ekAoync
ETUTPETOVTAC TNV QVLXVELON HovoyovidLlakwv avwpaAlwy. Mpoodatec peAetec avedeéav kat to poho petarlaséewv mTOR o aocBeveic pe MM kot pAouwkn duomAaoia

(2) pe mBoavec BeparmeUTIKEC CUVETIELEC VIOl aluTOUC ToUuC aoBevelc.
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