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IEPIAHYH: Ta pvedodvonrootikd cvvopopa (MAL) amoteAoVV €TEPOYEVT] OUASO KAMVIK®Y O10T0-
POYDOV TOV aPYEYOVOD OLUOTONTIKOD KVTTAPOL TOL XopakTnpilovTal omd un amodoTIKY| aiporoinom,
TOGOTIKES KO TOLOTIKEG SLATAPAYES TNG EPLOPAS, LLEAKNG KOl LEYOKOPVOKVTTOPIKNG GEPAG Kot avén-
pévn mbovotnrta petdmtoong o€ o&eio Aevyoupio. Ta MAX ota mondid eivor ordvieg oviOTnTeg e €T~
ol enintoon 1,8 ava ekotoppdplo Tadud ovd £toc. Ilapovotdlovy etepoyéveln 0G0 0Qopa TNV KAVIKN
TOVG EKQPpOoT) Kal T gpyactnplakd svpipata. H didyvoon tav MAX ¢ moudiknig nhkiog yiverat gv-
KkoAotepa Phoet g véag Ta&vounong tov Iaykdouiov Opyoaviopov Yyeiog (I1.0.Y.) mov Baciletol o
pop@oroyikd dedopéva. Avayvapilovtol Tpelg dloyvaotikég opnadeg: avBektikn kuttaponevio (RC, BAd-
oTEC PVEAOD <5%), avBekTikn avaipio pe nepicoeia Practdv (RAEB, Adoteg poehod 5-20%), kot av-
Oextikn avoio pe tepicoeia Practdv og petotpont] (RAEBT, BAdoteg poerhot 20-30%). Zto moudid
pue MAX mpofdiier cuyvotepa 1 OpopPorevia kot 1 ovdeteponevia o€ avtifeon pe tovg eviiAMKeS mov
KOplo cvunTopa givor n avopio. De novo MAZ gpeavifoviotl 6 @aivoTumiKA - TPONYOVLEVO PLGLO-
AOYIKG - ToUdLd, ®OTOCO GLYVA cuvdvalovtal pe cvyyeveic avopalies. To yeyovog awtd evioydel Tnv
VO0EON OTL YEVETIKEG AALOIDGELS LITOPEL VOL GUVEICPEPOVV GE dlaTapay TG aporoinone. Qotdco dev
€xel TAMPOG amocoENVIcHel 1 060G OV 0dNYEL GE U PVGIOAOYIKT 1] VEOTAAGLATIKT GLLLOTOINGT) KaL 1)
oyxéon G Le o yeveTikd vmootpopoa. H Oepaneutikn aviipetdnion mokilel amd anin mopokoAovdn-
on £mG HETAUOOYEVOT UPYEYOVOV QUUOTOMTIKOY KVTTAP®OV 1) 0VOCOKATAGTUATIKY Oepamneio. Xg ovtd
T0 GpBpo yiveror avackdmnon g taEvounong, thg d1dyvaong, g tafopuoioroyiog Kot tng Oepamei-

ag T@v MAX g modikng nAkiog.
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A.EIZArQrH

To, pvehodvomhaotikd cvvopoua (MAY) amotehovv
ETEPOYEVT] OULASO KAOVIKDV S10T0paYDY TOL 0pYEYOVOU
UNTPKOD OUOTOMTIKOD KLTTAPOL, oL YopaKTnpilo-
VIOl 07T0 U amwod0TIKY OiloToino” Kot moikilo Padud
petdntoong og o&eia Aevyarpio. To MAX mapotnpov-
VIO OTOVIOTEPO, GTO, TOSLA Kot Tovg @rfovg o oyéon
HE TOVG EVAMKEG, 1101 OLLMG 0T TIV TPOTYOOLEVT| dEKL-
€tio EYoVV TPOKVYEL APKETEC AEIOAOYES EMONUOAOYIKES
peléteg mov £xovy kabopicet tn cvyvotnta tov MAX ota
moudid o€ 1,8 avd ekotoppvplo avé £toc!2.

"Topéag Yyeiog Mondiov, latpucy Zyol Havemotnpiov loavvivev, lo-
Gvviva

2Tunpa HMadatpikng Apatoloyiag-Oykoloyiag, Noookopeio Iaidwv
«H Ayia Zogia», ABfva

AtevBvvon AAnAoypagiag: Zogia IToAvyxpovonodAov, audiatpog, At-
patoldyog, AtevBovipia Tov Tunpatog Iadatpikrg Apatoloyiog-
Oykoloyiag, Nocokopeio Taidwv «H Ayia Zogia», Abrva, e-mail:
sophpol@otenet.gr

B.TAZINOMHZXH - AIATNQXH

H etepoyéveta TG KMVIKAG KOl QLOTOAOYIKNG KO-
vog ot 01dyvooT, aAAG Kot Katd T dladpoun g vo-
GOV TTOPUAANAOL LLE TT] OYETIKT] OTOVIOTNTO TG VOGOV GTOL
7od1d, 00MyNGE €Ml LOKPOV GE L0l EUTELPIKT] KOL EV TTOA-
AOIC 0LTOGYEDIN KOl EMGPAAT SLOYVOGTIKT Kol KAVIKTY
OVTILETOTICN TOV TOSIOV pe MAX.

To peydio QAGUHO TOV OUOTOAOYIKOV OVOUOMDV
ent MAX kot 1 apyikny EAAeyn otabgpod GLGTALOTOC
Ta&vopNcE®mS, 0dNyNoayY oty TPOTaoT TG TaEVOuUN-
ong (French-American-British - FAB) mov otnpileton
OTIC LOPPOAOYIKES SLOTOPOYES TV QUUOTOMTIKDY GEL-
POV, OTMOG ALTEG EPPAVILOVTOL OTIG XPDCELS TOV TEPLPE-
PIKOD a{pHaToC Kot TV HOEMKOV enyplopdtov:. Av kot
N ta&wounon FAB apyikd ypnotpomormdnke amd didpo-
PO TOUSLOTPIKE, KEVTPO, GOVTOWO PAVIKE OTL TEPITOV TO
éva Tpito TV TUSTPIKAY TEpTTOoE®Y pe MAX mto-
péueve atavounto®. H ta&wounon tov Ioykoouiov
Opyoavicpob Yyeiog (IT.O.Y) to 2001, Baciopuévn oe de-
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dopéva and peydleg oelpéc evnAikav acbevav, Bedtince
TNV 0poAOYiD KOt EMETPEYE VO CUUTEPIANPOOVV TTEPLO-
00TEPEC TAdATPIKEG TTepTTdoelS. [Tapépevay ot vd-
tumot RA (refractory anemia, avBekticn avorpie), RARS
(refractory anemia with ring sideroblasts, avBektikn avar-
pio pe daktvitogideic odnpopractes), RAEB (refractory
anemia with excess of blasts, avOektikn avoipio pe me-
picoelo Practdv) Kot TpooTtédnke 0 VTOTLTOC avOEKTL-
K1 KuTTOpOTEVia pe ToAvypappiky dvoriacio (RCMD,
refractory anemia with multilineage dysplasia) ywa va
GUUTEPIAAPEL TEPIGGOTEPEG ATAEIVOUNTEG TTEPMTAOGCELS,
Aopapédnie o vmotvmog RAEBT (refractory anemia with
excess of blasts in transformation, avBextikr avautio, pe
mepiooelo PAOCTAOV Gg PETATPOTN) Kol EAATTOONKE GE
20% 10 T0G00TO TV PAACTAOV GTO TEPLPEPKO aipla 1)
GTO LEADYPOLL MG SL0OPLOTIKO EMIMESO dLAyVOOTG
g o&elag pveroyevovg Aevyapiog (OMA). Erniong o
vrotvmog CMML (Chronic Myelomonocytic Leukemia)
kot JIMML (Juvenile Myelomonocytic Leukemia) gvtd-
¥Onkav ot véa Katnyopio T@V HOELODTEPTAAGTIKMOV/
HVEAOSVOTAOCTIKOV GUVOPOUMVE.

H mpdt cofapr mpoondbeia ta&vounons tev -
ELOJVGTANCTIKOY Kl TOV HOEAODTEPTAACTIKMDY GUV-
Spoéuwv g madikng nhikiog £ywe and to EWOG-MDS
(European Working Group on Myelodysplastic syndromes
in Childhood) kot cuvéBaie onpovTikd 6Ty KATAVONGCT
TOV OVTOTHTO®V GVTAOV Kol 6T CLUVETOKOA0VON akpiPé-
oTEPN SLAYVOOT Kot GPTLO TEKUNPLOUEVT] OEpATEVTIKT
avtetonion’. H avoio amotelel to cvvnbéotepa tpo-
£€YOV GOUTTOLLO TNG ELPAVIONG TNG VOGOV GTOVG EVIAMKES
eved oto Toudwd avtiBeta mpofdAdel cuyvotepa 1 Bpop-
Bomevia kot n ovdetepomeviad. Zuvendg, 1diaitepa Yo to
madid, wpokpibnke and tov I1.0.Y. og TpospopdTeEPOg
0 0pog avlextikn kvtTapomnevia (refractory cytopenia,
RC) mpokepévov va ekppdoet ta MAZ mov g Guvoded-
ovtat 0o Practikod otoryeio’. H avOektikh avaoipio pe
TapPoLGio SaKTLAE®V odnpoPfractdv (RA with ringed
sideroblasts) kot 0 vwétvnog MAX pe mapovoio eAAeip-
patog (5q) [MDS associated with del(5q) chromosome],
emonpaivetal omd tov I1.0.Y. 611 ota Toudd ivar e€ot-
PETIKA OTLAVIEG OVTOTNTES £WG OVOTAPKTES, TOLAY(LOTOV
HE TNV £VVOLa TTOV OIAVTMOVTOL GTOVG EVIAIKES, EVD 1
cofapdTnTo TNG TOPOVGING SLOTANGING TEPIGCOTEPMV
NG HiOG AUATOAOYIKMV GEPMY OTNV OVOEKTIKY avopLio.
(refractory anemia, RA), gival ayvdotov onpociog ota
noud1a!’. Emmpdcbeta yio o moudid vrootnpiynke kot
€Y1ve amodeKTO GtV Ta&IvoUN Gt VT, OTL OV VITAPYOVY
emapkn dedopéva mov va vrootnpifovv 6t 20% mopov-
ola PAacT@OV évavtl ToL Tapadoctakoy opiov tov 30%,
Swyopifovv enapkéotepa pio RAEBT and pio de novo
OMA. ATOTEAEGLO. TV TPONYOLUEVOV NTOV VO d10TN-
pnBovV yio Ty modikn nAcio ot ovtotnteg tov RAEB
kot RAEBT, evd extponr tpog OMA dnidvel | mapov-
cia rLocTdOV Gve Tov Tapadoctakob opiov 30%. dvcikd

Tavta cLVVTOAOYILETOL 1 KAVIKT €1KOVO TOV 0l6OEVOVG
Kot 1 ToyvTNTo avENoNG TV PAACTAOV Yo TNV EKTIUN-
on 1oV avetépw. Tehkd, dTmg Kot 6TOVG EVAMKES, N
TPOYVeoN TV Taddv pe MAX npotapyikd kabopile-
Tl 0O TO TOGOGTO TV PAUCTMV TOV HVEAOV, TN GVON
TOV KUTTOPOYEVETIKMV OVOUUALDY KOL TOV 0AALYDV TOV
emovpPaivouy ota aporomtikd kKoTTapa Kot fefaing -
Kot To0TO £XEL LEYOADTEPT] OGO Y10 TO, TOUSLOTPIKG,
MAZX - TV vdeyouevn Topovsio GAANG VITOKEIEVNG Ot-
atapoyns. [lpoomabdvrog va tepthdpet dAa avtd Ta Yo-
POKTNPLOTIKG TV Todlatpikdv MAZ, dnpiovpyndnke to
wpoavapepBEv, amio oynpo tagvopnong, Paciopévo Ku-
piwg o€ HOpPOAOYIKE yapakTnPloTkd”!? kat axolovOn-
o¢e 10 2008 T0 T TPOSPATO, GOUPOVA LLE TIG VTOJEIEELS
tov I1.0.Y.". Katd tovto drokpivovrar 3 khpieg opadeg:
RC (<5% Prdoteg otov poerd), RAEB (5-20% PAdoteg)
kot RAEB-T (20-30% BAdotec) (Ilivakag 1). Ze mept-
TTMOGELS TOV SLOMIGTAOVOVTOL Ol TAPUKATO KOPVOTVTL-
k&G avopories: t(8;21)(q22;922), inv (16)(p13.1;922) 1
t(16;16)(p13.1;922) 1 t(15;17)(q22;q12), n wébnon bew-
peitat OMA ave&dpo amd 10 T0600T0 TV PAractmdv. H
OMA mov avantocoetat ent mponynBévioc MAX, avaeé-
petot wg myelodysplasia-related AML (MDR-AML, BM
blasts >30%) evd 1 ewovo poglodvonracios/OMA ota
mAaiclo Tov cVVopPoroL Down Tavopeital g dtokpity
ovtotta, oty g OMA eni VTOGTPOUATOG GLUVIPO-
pov Down ko e€apeiton omd T1g TANOLVGIOKES LEAETES
TV MAX712,

Me Bdaon v maboyévela, o toadorpikd MAZ do-
Kkpivovtar og Tpmtonadn 1 de novo Kot e devtepomadn
(ITivaxag 2). EE’ opiopod wg devteponabn MAZ, opicOn-
Kav ta akoAovBovvta ynuetobepamneio 1/t aktivoPolrio
KO TO OVOTTTUGGOEVA ETTL VTOGTPDOUATOS YVOGTOV GUY-
YEVAOV KANPOVOLLOVUEVOV CUVIPOLOV HVEMKNG OVETAP-
KEWG 1 EMIKTNTNG amAacTikng ovaupiog”'2. Ta owoyevn
MAZX mpdopata vrdpyet 1 droyn vo aEloA0youVToL Mg
Wdoitepn OVTOTNTA KOL VO UMV EVTAGGOVTOL TALOV OTO,
devteporadn (C.M. Niemeyer, TpocOMIKN EXKOVOVIX).
‘O\ec o1 evamopévovseg Loppéc MAZ otol modidt ovope-
povTol ®G Tp®Tomad, LOAOVOTL TPOSIOECIKEG YEVETL-
k&g PAEPeg duvatdv vo VTOKEWVTAL GE TOAAG OO AVTA.
AvTég o1 vTokeipeveg dtatapoyEs 1 Unxaviopol, Tava
VoL GUVOLOVTOL KO LE TLEG POVOTLTIKEG LLOPPOAOYIKES
avopaiieg ol omoieg OA0 Kol TEPLEGOTEPO avoyvapilo-
vtat kot a&loAoyouVTaL 6T TAICL0 TG TOH0YEVELNS TV
ToudaTpikmv MAX!21,

. MPQTOMAGOH MAX

1. AvOekTikn kuttapomevia (RC)

H RC yapaxmmpiletar omd gppévovsa KuTTopomevia
pe <5% PBAdaoteg 6T0 pVEhd, <2% PAdoTteg 0TO TEPLPEPL-
K0 aipla Kol SLETAAGTIKEG AAAOIDGELG GTO LVEAOY PO
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Mivakag 1. Ta§ivopnon MAX atnv maidikn nAikia (M.0.Y 2008)"

Ynoopada MNepipepiko aipa Mugh6g ooTwv
AVOEKTIKNA KUTTAPOTTEVIQ Kuttapomevia piag i SVo osipwv  Avcaipomolia piag oelpdc: >10%
pe Suoaipomotia piag ogipdg(RC): <2% PAAOTEC TWV KUTTAPWV Miag HUENIKAG O€1pAG

avOEKTIKN avalpia
avOekTikr oudeTepomevia
avOekTikn BpopBomevia

AvBeKTIKA avalpia e mepiooela Kuttapomevia (-£¢)
BAaoctwv (RAEB) 2-19% BAAOTEG

AVOEeKTIKN avalpia pe mepicoela Kuttapomnevia (-ec)
BAaotwv oe petatpornr (RAEBT) 20-29 % BAdoTeq

N papsia Auer

*3 € MEPIMTWOEIG UE KUTTAPOYEVETIKEG
avwpalieg: t(8;21)(922;922), inv(16)
(p13.1:922) , t(16;16)(p13.1;22) ,
1(15;17)(922;912), Bswpeitat wg OMA
ave€dptnTa mocootol BAACTWV

<5% BAAOTEC

Avomhacia piag ri TOAWVY CEPWV
5-19% BAaoTEC

Avomaoia piag n ToAMwV CElpwv

20-29% PAAaoTeG

n papdia Auer

Mivaxkag 2. Ta§ivopnon MAX otnv maidikr nAIKA He
Baon tnv maboyéveon (M.0.Y. 2008)"

« De novo 1 mpwtomnadry MAX

« Aeutepomnadry MAZ ota mAaiola cuvépOoL KAN-
POVOMIKNAG MUENIKAG QVETTAPKEIQG N META amod
KUTTapoToSIKN Beparmeia VEOMAACUATIKWY 1 UN-
VEOTIAACUATIKWY A0OEVEIWY

» Oikoyevil MAZ

*Ta MAZ ota maubia pe oUvdpopo Down katatdooovtal TAéov
o€ AN katnyopia we kat n OMA mou oxetietal pe To ouvOpopo
Down

KO GTNV 0GTEOUVEMKT] Broyio. ATOTEAEL TV O KOV
katnyopia modtoTpikadv MAY kot avimmpocmnedel >50%
TV TepmTOcenv'. Xto nepiocdtepa madid pe RC ta
CUUTTOMOTO, GYETILOVTOL [LE TNV TOVKVTTOPOTEVID, GAAG,
og 20% tov acbevov dev avapépovtat KAMVIKE onpeio 1
ocvprtopata. O péoog 6ykog epubpdv (MCV) kot to emi-
nedo G epPpuikng apoceatpivig (HbF) otovg aobeveig
avTovg glvat cuyva avénpéva. Ot deikteg dpmg avtoi &i-
vt vy Bmg VYNAOT Kot 6TV TAELOVOTTA TV acbevhV
UE KANPOVOUIKES LDEMKEG OVETAPKELEG, GE OPIOUEVOVG
aoBeveic pe cofapn anlaotikn avaiio ot Stdyvoon
KOl 6TOVG TEPIGGATEPOVG KOTA TNV TOPEID VTHG TNG VO-
oov. Emiong oto emiypiopo tov TepIPEPIKOV OUILOTOG TO.
gpvOpoxvTTApPO TOPOoLSLAloVY GVVAOMG UAKPOKVTTA-
PMOT KOl OVIGOTOIKIAOKLTTAP®GT. Mmopel emimpdode-
TOL VO, DTTAPYOVY YIYAVTIO OLLOTETAMO, KOl OVOETEPOPIAQ.
ue moprveg Pelger-Huet 1/xon pe petopévn kokkimon'.

Yta Todid, Onmg Kot 6Tovg eViMKkeg, éva, MAX yo-

pig abénomn Practdv pmopel va epeavicel pe Kuttopo-
mevio KoL VIEPTAAGTIKG VELD TV OGTAV. L€ OTLOVTIKO
oG TOG00TO TV TS TPkdV MAZ (75%) o puehdg
etvan vromAaotikds. H popeoroykn ewdva g RC pe
VROKVLTTOPKS HLELO gival TapdLOLd LE QVTH TOL TOPOL-
TNPELTOL OE TEPMTAOGELS LE VOPLLO- 1] VITEPKVTTAPLKO V-
€L0. Yrdpyovv meployég epvbpomoinong e avoplueg
TPOSPOLES LOPPES, TTOV GUVOIEVOVV KAUTA TOTOVG TEPLO-
¥£€G KOKKL0TO{nong Kot Leavifouy GNUavTIKn EAATTOON
N TANPY] ATOLGIN TOV LEYOKAPLOKVTTAP®V. ATOTOOVTOL
TOVAGYLOTOV dVO 0GTEOHVEMKES Ployieg Yo va evTomt-
o0l 10 YopaKTNPIETIKO 16TOAOYIKO poTifo®!!.
KAnpovopukég avendpreleg Tou HUEAOD TOV 0CTMV
omw¢ M ovarpio Fanconi, 1 cuyyevig duokepdtwon, To
obvvdpopo Shwachman-Diamond, 1 apeyarxapvokvttapt-
K1 Opopfonevia Kot 1) TAVKLTTOPOTEVIN LLE GUVOGTEMOT)
KepKidog-wAEVNG dev givarl dSuvatdv vo dSopopodioyvm-
6000V amd v RC povo pe v 16Toroyikn ekova 1 T
pop@oloyia entypiocpatog aipotog ) poehod. Avtd pmo-
peil va yivel pe ) puoikn e&étaon, 6mov TPETEL VAL OTo-
KAe16000V GKELETIKES OVMUOAIEG KO VO LOAES € GALYL
Opyavo. Kol ETTAEOV TPETEL VAL YIVEL TTPOCEKTIKT AWM
OTOMIKOD KOl OIKOYEVELOKOD 10TOPIKOV KOl EPYOCTNP1-
KOG Eleyyog mpog T owotn Katevbuvor. [apovoidlet
iaitepo evdtapépov 1 dtakpion g RC and ) cofa-
pn amhaotiky avoio. Xe avtifeon pe ) RC o poeide
pmopet vo Tapovctdlet meployég pe AmokvTTapa kot Alyo
LLEALKE KOTTOPO, OTAOAELL TOV EPLOPOPAACTIKGOV VIIOL-
Slwv kot oyeticd avénpévo apBpd dopwv epvbpofira-
OTMOV, YOPIg TAPOVCIN LIKPOUEYAKAPVOKVTTAP®V, EVD
LETA 0O 0VOCOKATACTAATIKN Bepameia ) mapaTnpovLe-
N 1oToA0YIKN €KOV dev pmopei va dtokpiBel amd avtn
nov mapatnpeitar ot RCS. Enpavtikd eniong givon va
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yiveTal dtapopikn S1yvmon omd U Lo TOAOYIKA Todt-
ATPIKA VOGTLLOITO, TTOV TPOKAAOVY SVGTAAGTIKEG HAAOLM-
GELG 0TO LELD, OTMG EIVOL OPIGUEVES 10YEVELG AoDEELS,
SLTPOPIKEG OVETAPKELEC, VOO LOTOL TOV LETUBOAMGHOV 1)
oV KoAAayovov. H dlapopikr d1dyvoon tov todatpt-
kv MAY eaivetan otov [Tivoka 3.

‘Ocov apopd oTIg YEVETIKEG OV UaAies oV eppavilo-
vtai oto todid pe RC, perétec tov EWOG-MDS éyovv
deiket OtT1 o€ peydAo mocooto (68%) dev avevpioketal
KOO0, YV®OOTH KOPLOTLTIKY ovopoiio. H cuyvotepn
APOUOCOUIOKT avopaAio fTav 1 povosopio 7 (16%), 1
tproopia 8 (3%) kat ot cvpmlokeg avoparies (3%). Xtig
MEPMTAOCELG e povooopio 7 o pésog ypovog e&EMENG
KoL EKTPOTNG TG VOGOL glvat dVo £n. AvtiBétmg, ache-
veic pe tproopio 8 /Kot GAAOVE KopvoTOHTOLS, UTOPE]
VO TOPOVCLACOVY HaKPE Kot oTafepn Topeio TG vOcou’.

[T01d16 pe LGIOAOYIKO KAPLOTLTTO N YPOUOCDUIKES
AVOUOAMEG GAAES EKTOG 0d LOVOSmLLia 7/7q - 1] GOUTAOKO
KopVOTLTO, KOBMDG Kot Toudid Tov dev ypetdlovtot pLetayyi-
o€1¢ 1 6gv TaPOVGLALOVY OVOETEPOTEVID, UTOPEL VO, TTOPO-
pévouv vd Tapakorovdnon (“watch and wait strategy”).
Av otovg Tapomave acbeveig Tapovciocdel kuttapone-
via mov ypNlet Bepamneiog, TOtE 01 OepanevTIKEG EMAOYEG
neplapfavovuy gite HeTapudoyevon apyEYovOY aLOTOoL-
NTIKOV KOTTAP®V 1 avocokatacTahtikn Oeparneio. Eyet

Mivakag 3. Noonupata mou pmopei va mpoKaAéoouv
HOPPONOYIKEG SlaTtapaxEG MAPOMOLEG E TNV AVOEKTI-
KN KuTtapomevia tng maitdiknig nAikiag

+ NOLHWEELG (T1.X. KUTTAPOMEYANOIOG, EPTINTOIOC, TTapBo-
16¢ B19, omhayvikn Agiopaviaon)

+ Avemdpkela Brrapvav (mm.y. avemdpkela Brrapivng B12,
@UANIKOU, Brtapivng E)

« Metafolikég Slatapayéc (.. avemdpkela peBalovi-
KAG Kivdong)

« Néool koAayovou

+ AUTOAVOOEC AEPPOUTIEPTIAACTIKEG SlaTapaxéG (T.X.
avemdpkela FAS, FAS ligand)

+ Noonpata ENepng prtoxovdéplakol DNA (cUvdpopio
Pearson, cUv&popo Kearns-Sayre)

« KAnpovopoUpeva olvépoua HUENIKAC QVETTAPKEL-
ag (avaipia Fanconi, 0. Kostmann, o. Shwachmann-
Diamond, avaipia Diamond-Blackfan, cuyyevric du-
OKEPATWON, AUEYAKOAPUOKUTTAPIKY Opoupomevia,
OpopPomevia pe ENePn KepKIdAC, MAVKUTTAPOTIE-
via e OLVOOTEWON TNG KEPKIGAG UE TNV WAEVN, CUV-
Spopo Seckel)

« Mapo&uoptkn vuxTePIVA alpoo@atpivoupia (PNH)

+ 1810maBr¢ emMiKTNTN AMAACTIKN Avalpia 0T GAcn TNG
AMATOAOYIKNAG avAKapyNng

vrootnpyel 6TL vokeipevol unyavicpol avtoavosiog
oupfdrlovy ot dnpuovpyia kuttaponeviag ota MAZ kot
oe 35-50% tov evniikov ne MAZ éyet vmapéet ovtomo-
KPLOT 0TIV 0vOGoKaTOOTAATIKT Ogpameia's. Ta dedopéva
tov EWOG-MDS avagépouvv 0Tt 6€ Todid e VToTAN-
otk RC pe puotoroyikd koapvdtumo mov Aafav avo-
GOKOTOOTAATIKY Bepameia 1| cuvolkn emiPimon Kot 1
grevbepn vrotpomng enifioon ota 3 £ frav 90% wau
55% avtiotoyad. QoTtOG0 dEV VILAPYOVV OTOTEAEGULOTO.
v TN pokpoypovia ékfacn tov achevav avt@v. Ocov
apopd acBeveic pe RC kot povoowpia 7/7q - | odumho-
KOLG KOPLOTLIOVG, TPOTEIVETAL VOPIG OTNV TTopEia TNg
vOGOL VO YIVETAL LETAROCYEVOT) OPYEYOVAV OLLLLOTOINTL-
KoV kuttapmv omd HLA copfato d6t. H Setng ehevbepn
voo0L emPBiwon He SIPOPETIKNG EVTAOTG TPOTOPUCKED-
ootk oynpota extipdrol og 75-80%. Xmdvio mopatn-
peitol vroTpony| TG TpwTonadovg vOcou evd 1 KHpLa
attio g amotuyiog ival n BvntoTo TOL CGYETI(ETAL pE
TN HeTapooyevTikn dadikacia. Towg petapdoyevon pe
YoUNANG évtoong nporopackevactikn Oepancio (Reduced
intensity conditioning) 8o LTOpoVGE VA LEIDGEL TNV TPO-
) kot Oyipn to&wdra. QoTOGO GTHV TEPINTTOON OVTY
€ALOYEVEL O KIVOLVOG amOPPIYNG TOV LOGYEVUATOC, OVAL-
TTUENG HEKTNG YILLOpoG 1] Kot aval@mTipmong TG vOGov.
e o wotikn pekét amd to EWOG-MDS, 19 moudud
pe RC mov petapooyedbnkay pe younAng éviacng mpo-
TOPUCKEVACTIKO Gy Le Bdor T AovvTapapmiv, 1
GLVOAIKT Ko 1 EAeVBepn vooou emPimon oty 3etio NTav
84% war 74% avtictorya. Ot Loyd&elg anoteAovoay Tig
oLYVOTEPEG EMMAOKEG. AVTA TO ATOTEAEGUATA T)TOV G-
vkpiowa pe exeiva aoBevadv mov Elafav woyvpng évia-
OT|C TPOTAPUCKELACTIKY Ogpameio '8,

Ol TopoTave SUTICTOGEL; CUHPOVODV KOl [LE TO
gupnuarta and pio pokpd perétn oto Tunua Moadrorpr-
KNG Apotoroyiog-Oykoroyiag (TAO) Tov Nocokopeiov
MMoidwv «H Ayio Zogio», mov apopodoe TV KAVIKY &l-
Kkova, mopeia kot Ekfacn tov MAX mov dayvacOnkoy
Kot avtietonictnkov oto Tunqpa pog katd v mepio-
30 1988-201013:1920,

MehetOnkav 34 acBeveig pe npotonabéc MAZ (17
ayopua, 17 kopitoia, nikia 0.2-15.3 e1dv, didpeon nit-
kia 8 €tn). H didyvmon PacicOnke otnv kAvikn €wod-
va., T1 LOPPOAOYIO TOV OILOTOC, GTO LVEAOYPALLLLO, CTNV
0GTEOUVEMKT Proyio Kot 6TV KAUGGIKY KOl LOPLOKT
KutTOpOoYEVETIKN avdAvon. Eikootéél maudid eiyav ov-
Bextuc) xutrapomevia (RC), éva elye avBextikn avopio
ue mepioogio Practdv (RAEB) kot entd RAEB o¢ pe-
tatpon (RAEBT).

O1 6uYvOTEPES AUOTOAOYIKES dLoTaPOYEG OTOL 26 TG
pe RC ftav: Agvkomevia 75%, Opopfonevia 71%, avoupio
50%, ovdetepomevia 38%, avénuévo MCV 34% ko aw-
Enuévn HBF 18%. AvomhaoTiKég 0ALOIDCELS TOV TPLOV
celp®v dumotddnkay 6to pouerdypappa oto 83%, 43%
kot 87% tov acbevav avTioToryo VO HEIWUEVT KOTTOPL-
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KOTNTO 6TV 00TEONVEMKT| Broyia og 74% tv acOevv.
XpoHooOUKES avopaAics dtumotddnkay o€ 8/26 maidid
(30,7%), povocopia 7 ot 2 acBeveis (7,5%), tproopio 8
oe 1 (4%) xar GAAeg avoparieg oe 5 (19,2%). Gawvotv-
TKEG VO LOAleS otV KAvikn e&étaon avevpédniay og
11/26 moidud (42%). Metapdoyevon apyEyovaoy oipo-
TOMTIKOV KUTTAP®V £Yve 6g 7 moudid (2 pe povosmpio
7 ko 5 pe coPoapn KuTTOPOTEVIR), (VOGOKOTOCTAUATIKY
ayoy o€ 2 Todld Kot TAKTIKY), TPOGEKTIKY| TOPAKOAOV-
Onon oto vrorowa 17 Toudud. Zvvorkd 1 Setng emiPico-
on otovg acbeveig pe RC Ntav 90%.

2. AvBekTikn) avaipia ue mepioocia BAactwv
(RAEB) - AvOsKTIKn avaiuia ue mepiooeia
Twv BAaotwyv o€ uetaudpewon (RAEBT)

Ot voTuTol awTol gRPavifovtal omavioTEPO AALY
&yovv avénpévn mbavotnta extponng oe OMA. H RAEB
yapoktnpilerol amd kvttaponevia, 2-19% Prdoteg 6T0
TEPLPEPIKO aijLo, SvomAacio piog 1| TOADY GEPDOV Kol
5-19% BArdaoteg oto poerd. X RAEBT Swmiotdveton
Kuttoponevia, pe 20-29% Praoteg N pafdia Auer oto
TEPLPEPIKO aliplol Ko dSvomhacio piag 1 TOAADV GEPDV,
20-29% PAdGotec 1 pafdio Auer oto pverd. Ocov ago-
pa otn Bepamneio, ota TEPIGCOTEPA TOSIATPIKE KEVTPO
N HETAUOGYEVOT aPYEYOVAOV OLUOTOINTIKMY KVTTAPWOV
gpopuoletar pe emtuyn avénon g emPioong? oAl
N onuacio g ynueodepansiog Tpw T LETAROCKELON
dev £yl oo amocoenvioTei?!.

2 kN pog perén, éva moudi gixe RAEB kot 7
RAEBT. Avonlactikég aALo1OGELS TG pLOPAC, HLENL-
KNG KO LEYOKOPVOKVTTOPIKNG GEPAS S1OmoTMOONKOY GTO
poehoypappo 6to 86%, 71% kan 87% twv acbevov avti-
GTOLY0L EVO LELOUEVT] KUTTUPIKOTNTO TNV OGTEOUVEAKT
Bovia og 43% twv acBevdv. Ola To madid eiyav Kopv-
OTLTTIKEG OVOUOAIEG, Owg povoowptia 7 (4), vrtodirho-
€1oia (1), tproopia 8 (1) kot cdumiokeg avopolieg (2).
DovoTuTIKEG avOUaAieg 0TV KAVIKY e€Taon avevpé-
Onkav og 2 mod1d. Metaptocygvon apyEyovmy OLLoToL-
NTKOV KLTTAPV £yve 6 5 modd, ynpeodepaneio og
3 Moym Edhenymng dOTr. Zuvokd 1 Setig emPimon tov
acOevav e avotépm opddac frav 15%!°.

A. OIKOTENH MAZ

O epumtdroets pedviong MAX og péAn g idtog g
0KOYEVELNG, OV O€ oyetilovtal e KATolo YVOOTO KAN-
POVOLIKO GUVOPOLO PVEAKNG OVETAPKELOG, EIVOL GTIAVIEG
ot d1efvn PiAoypaeio Kot emopévmg SHGKOAO Vo, LEAE-
m0Oovv cvotnuatikd. To poprakd Tove, dpuwg, vrofabdpo
amotelel onpavtikd medio Epguvag mov Pondd yevikdte-
po. N dradeviavon g maboyéveons tov MAZ. TIpdopa-
Ta, M HeAETN owoyeveldv pe MAX avédei&e tn onpacio

v yovidiov RUNXI1 and CEBPA otovg pnyoavicpovg
7oV 001 YOoVV € pveglodvomiacio kot ektpont] oe OMA.
H povoowpia 7 o€ cuvdvacud pe otkoyevég MAL éyel
dmiotmhel oe apkeTEG OKOYEVELEG OALG dgV £XEL OTTO-
CAPNVIOTEL EAV TPOKELTOL VIO TNV OPYLIKT OVOUAAIL TOV
odnynoe o€ poehodvoniacio 1 €6V ELEAVICTNKE deVTE-
pomafdg KoTd T d1dpketa eEEMENG 1 EKTpOTNG ToL MAX.
AvoTUYDG, 6TV TAELOYN QL0 TOV VITOAOITOV TEPITTMCE-
@V okoyevv MAX mov £xovv dNHOGIEVTEL Ol LOPLUKES
avopoiec Topopévouy adtevkpivioteg? .,

Kotd v nepiodo 1988-2010 oo Tpnpo [otdiorpikng
Aaroroyiog —Oykoroyiog tov Nocokopeiov Iaidwv «H
Ayio Zogion, dtayvdetnkav 10 Teprt®oElg 01KOYEVODG
MAX. ®oawotvnikég avopoties oty KAvikn eEétaon
avevpEdnkay ota Lol Toudid. Avo adépeia dlomeTmonKe
ot elyav ™ v6c0 g Na&ov, 01KkoyeVoHg GUVOPOLLOV KAN-
POVOLIKA LETUPPACOUEVOV LLE QVTOCOUATIKO VITOAELTO-
LEVO YOPAKTIPA, TTOV GUVOVALEL £VTOVA GYOLPE LOAMA,
VIEPKEPATMOT TOAANUDY KOl TEAUATOV Kal appLOULoyo-
vo pvokapdtonddeto g de&1dg kothiog, N oroia propel
vo 001 yNoeL 6€ awpvidlo Bavaro. Q¢ vebbvva Bewpov-
vtat To. yovidwn g plakoglobin kot desmoplakin, pm-
TEIVAV TOV AELTOVPYOVV MG HOPLO TPOGKOAANGNG HETAED
TOV KUTTAP®V, 1 LETAALAEN TV 0moimV EKTOG amd dep-
LOTOAOYIKES Kot KOpOLoAOYIKES Sratapayés, Oewpnticd Oa
UITOPOVGE VoL 00N YNOEL GE SLTUPOYT TOV LUKPOTEPIPAA-
AOVTOG TOV LVEAOD KOl ETOKOAOVON StaTapory| TG OLpO-
7o{NoNG TOL TOTOV TNG pveAodVoTANGIaC .

E. AEYTEPONAGH MAZ

Qg devtepomadn opilovral ta MAZ mov mpokvTTouy
petd amd ynueobepomeio /Kot oktivofolrio Kot To ovo-
TTUGGOLEVO ETTL VTOGTPMUOTOS YVOCTMOV KANPOVOLOV-
HEVOV GUVOPOL®Y HVEAIKNG OVETAPKELNG 1) EXIKTNTNG
OTAOGTIKNG OVOLLLIOG.

Ot aoBeveig pe ovvopopo Shwachman-Diamond €yovv
mBavotnta va avortoéovv MAE og mtocootd 10-25%%
eve 48% twv acBevav pe avopio Fanconi pnopet va avo-
nwTogel Agvyopio 1 MAX péypt v niikia tov 40 etdv
Kot oyetifeTan cuyva pe povocsopio 7 1 SITAAGLOCHO
1q. H dwepopikn d1dyveon g avOeKTIKNG KUTTOPOTEVI-
ag pe tnv avoipio Fanconi pmopei va givar S0okoAn .
Yt moudid pe ovvopopo Kostmann 1o m0G0ot6 eKTpomig
oe MAZ/OMA givan mepimov 10%. X115 poég nepunto-
CELG TapoINPEiTOL LEPIKN 1] TANPNG ATMOAELD TOV YPO-
HOCOUATOG 7, oYEdOV TAVTO TPONYOOVTOL LETOAAAEELG
otov Vtodoyéa Tov G-CSF. MAX og moudid pe avoupio
Diamond-Blackfan 1} cuyyevi| duokepdtmon €xet omavia
neprypoget*2. MAZ éyer avapepfei og mocootd 10-15%
oe acbfeveig pe amiaotikn avaipio wov dg Bepamedo-
vt pe petopdoyevon®. Ot mepumtmoelg devtepomadong
MAZX petd omd ynueobepaneio (aAkvAovvTeg Topdyo-
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VTEG, 0VAOTOAEIG TOTOIooEPAGNG) N akTIvofoAia £xovv
34,35

TN TPOHYVOOoN’

2T.MAOOTENETIKOI MHXANIZMOI
ENAP=HZ TQON MAZ ZTA NMAIAIA

Ot toBoyeveticoi UnyaviGpol Kot To, YEYOVOTO TOL G1)-
HOTO30TOOV TNV Evapén TG poelodvuomAaciog eivat Evpo-
Tepa Ayvoota. Qotdco apketd dedopéva vrootnpilovy
TNV OVGLUCTIKT CUUUETOYT CUYKEKPIUEVAOV UTYOVICULOV
otV évapén Kot GUVTIHPNGCT) THG LLEAOSVOTAAGIAG LLE KO-
P10 TNV CVENUEVT AOTTMOT TV CUOTIOUTIKMY GEPOVE,
H omdémtoon Tov aponomTik®v KuTTapmv avEAveTL e
v nAkio vrodnidvovtag 6Tt amatteital pio oepd ye-
YOVOT®V VO, EMGLUPOHV £0G 0TOV KkPpacOel TANP®S Eval
MAZX. Tétola yeyovota pmopet vo, amoTteAovy: o) 1 adv-
vopio, €yyeVig N OTASIOKA OTOKTMUEVT], EMOOPOOOTG
Brapadv Tov DNA, B) n ékbeon oe emyeveic To&kovg
TOPAYOVTEG KOL 1] OVETAPKELD TOV OPYOUVIGHOD —AOY®
Ymopéng cvykekplévav germline TOAVHOPOIGUDV-VO,
TOVG EE0VOETEPDGEL KOl Y) 1] TAPOVGIO LETOALAEEDV TOV
TPOTOTOLOVY 030VG HETAYMYNG UNVOLOTOG LE ETAKOAOV-
00 Vv epedvion piog poeMKNg Kakonetog.

H gpguvntikn mpoomddeia to tehevtaio ypovia €xet
GTPOPEL GTO VO EMGNUAVEL KL VO SIEPEVVIOEL GAAQL
TPOTLTTA VOCTLLOTO, LLE KOWVEL YOPAKTNPIOTIKE, OTIMG KO1-
véG KuTTapOYEVETIKEG PAAPeS (T.y. Lovoowia 7), poe-
MKT aVETAPKELD LE GLVOIO EIKOVO, HVELOSVGTANGIOG
N/ko avEnpuévn petdntmon o€ poehikn Kokonoeta. Té-
TOLO, VOOT|LLOLTOL ELVOL TO, KAT|POVOLLOVLEVE, GOVIPOLLOL [L-
eMng avemdpkelog: avayio Fanconi, ta chvdpopa tng
Bapetdg KANPOVOUIKNG 0VOETEPOTEVING, TO GVVOPOLO
Shwachmann-Diamond, n avoipioo Diamond-Blackfan,
1 GLYYEVIC BLOKEPATMON Kot GAAD OLKOYEVT] GUVOPOLLOL
poelkng averapkelog Kadmg kat 1 OMA pe povooopio
7, OV TPOKVTTEL EML TETOIOV VIOGTPMDUOTOS 4,

Z.NMAOOIENETIKOI MHXANIZMOI
EZEAI=ZHZ MAZ XTA NAIAIA

‘Onmg Kot 6TOVG EVAAIKEG £TG1 Kot 6ToL Todld O Kiv-
duvog e&EMEng evog MAX mpog GAAo emBETIKOTEPO 1
ekTpomng Tov 6 OMA, mowiAAel oNUAVTIKA, OVOAOY®G
TOV VIOKEIUEVOV YEVETIKOV PAAPOV, 0modetkviovTag T
peydAn etepoyévela Tov voonpatog. Ewduotepa oto ot~
S8, M TOIKIAOHOPPIC T®V VITOKEUEV®V YEVETIKGOV BA0-
Bov eaivetar va givorl eapeTikd peydn, dedopuévou 0Tt
KoL 6€ KAMVIKO KOl LOPQOAOYIKO EMinEdO, GuyVA eivat 0d1-
vatn 1 01dkpion HeTa&d evog vrokvTTapikod MAY (Tov
glvar ko 1 Treloyneio Tov MAZ ota moidid) Kot gvog
KANPOVOLOVUEVOD OTAAGTIKOD GUVOPOLOL 1] EMIKTNTNG
amAaoTiKNG avalpiog. Emmpocheta, kuttopoyeveticég

avopaAieg Tov 6ToVg eviiAkeg cuvdvalovtol pe eEEM-
&n ko teMkn extpomn tpog OMA, émwg 1 povoowio
7, ota Toudd LTopel Vo GuVOSEVOVY EKTOG OO £VaL TP®-
tonaféc MAX kot éva KAnpovopoduevo chvopopo poe-
MKNG avemdpkelog 1 éva devtepomtadég MAY m.y. petd
amd Oepaneio yio TponynBév Kakdneg vedTAOCLA, LE
SL0QOPETIKN EKAGTOTE PBLOAOYIKT oNpocio Kol KAVIKN
oLumePIPOPa >+, XopakTnploTikd yvopicpoto g eEeM-
&ng evoc MAX ota Toudid OTms Kot GTOVG EVIAKECS, Oo-
TEAOLV 1N HEl®OT TOV PLOLOY ATOTTM®ONG Kot 1 avEnom
TOV TOAAOTAAGLOG OV T®V TUBOAOYIKMY OLOTOMTIKOV
KUTTAp@V. ZOVETMG, KaOE yeveTikn BAAPN 1 GuVOLAGHOG
BAapdV OV cUVEIGPEPOLY TNV ATOPLOLUGT TG 1GOp-
POTLOG OVTAG LILEP TOV TOALUTAAGIAGIOV, 001YEL OTIV
gxtpomn tov MAX ntpoc OMA.

2t Todd aTOAELD TOV YPOUOCMUOTOG 7 TANPNG 1|
pepucy [-7 1 del(7q)] amavtdtot oto 30% TtV TpmTomTaL-
0dv MAX kot wepinov oto 50% t@v devteponadidv petd
Kupiog Tponyndeica ynuelobepameio 1/kot oktivofolio.
Mepovopévn andAeio, LEPOLS 1 OAOL TOV YPWOUOCMLLO-
T0G 5 omdvia avevpiokeTal ot TAldld Kot T0 GOLVOPOUO
del(5) amovoialet oty moudikn NAKio eV ATMOAELN TOV
YPOUOCMUOTOS 5 amavTdTol Lovo 6T TAMico cvvOe-
TOV KUTTOPOYEVETIKOV avopoldv®’. Onwg tpoava-
0€pOnke, T0 EVOLOQEPOV GTO. TALOLA EIVOIL OTL LLOVOC®LIOL
7 avevpioketon kot oty JIMML aAld kot 6 MAX ov
TPOKVTTOVV ENL VTOKEEVOL GLVIPOLLOL KA POVOpOVLLE-
VNG HLEMKNG AVETAPKELNS, CLUVLTTAPYEL P LETOAAAEELS
tov RAS ko oravimg €xet meprypaget Kot 0g 0uKoyevig
vocog o€ Bpéen (familial monosomy 7)*. Eivol Aouwdv
AKpwG evolopEPoVoa 1 dlePEHVNOT TV EUTAEKOUEVOV
YOVIdimV oV EAAEITOVY 0td TO YPWUOCOUE 7 GTNV o
Boyévela g pvehodvomraciog.

AMLEG OTLAVIES YPOHOCOUATIKES AVOLLOAIEG TNG TOUL-
KNG NAkiag glvat 1 Tpioopio 8, 0 TOALATAUGIAGLOG TOV
MLL «ot 31dpopes YpOUOCOUOTIKEG LETADEGELS OTMG
NUP98-TOP1, MLL-CREBBP, AML1-FOG2, nov na-
PAyoLV VRPIOIKES TPMTEIVEG e TKOVOTNTO dNUIOVPYIOG
AELYOLUIKOD (AVOTOTOV 2,

210 eminedo TV YOVISIaKdV LeTaAAAEE®Y, 0501 TOV
ooaivetal vo ennpedalovtal Kot oto moudid aAld AyoTe-
po ovyvd, givat ot 080t TV RAS yovidiov, petarraselg
TOV OTOI®V TPOAYOVV T |1 OTOSOTIKY QLLOTOINGCT Kol
TN AEVYOYUIKT] EKTPOTN, TOPAKOAVOVTAS T O10POPOTOi-
10T TOV ALOTOUTIKMV KLTTAPMV KoL 001 YDVTOG OE TAE-
ovéKTNUa ToALamAacloopoD®®. AAleg pHeTOAAGEELS TOV
&yovv meprypagpei ce RAEB, RAEBT kot OMA petéd MAY,
aeopovV ToV peTaypaekd Tapdyovta RUNXI, andieio
NG AgITovpyiog ToV 00iov 0dNYEl G€ AEVLYOLLUKT EKTPO-
7. MetaAdd&eig tov RUNXI, cuyvé cuvordpyovy Kot
L€ COUOTIKEG LETAALAEELS TG 000V PETAY®YNG VOO~
10 Tov RAS. AAdeg petadddelg ota MAX agpopodv 1o
TP53 evd amevepyomoteitar S0 vreppebvrioong To yo-
vidio CDKN2B (cyclin-dependent kinase inhibitor 2B)*.
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Téhog pio 006¢ TG omoing evde OpEVOG TOOOYEVETL-
KOG poLog Yo To MAX gupioketan vio diepgvvion eivorm
006¢ Wnt/B-catenin. H 080g avtr| mailel onpovtikd poro
o€ €M LEPOVG GTOLYELD TG KUTTOPIKNG Brodoyiag, Teptha-
Bavovtoag ™ dtéyepon ™G EKOPACTG OPLOUEVMY YOVISI®V,
™V avamtuén Kot TV Kivinomn tov kuttdpov. Ot katevi-
VEG, 0eV etval LOVO eEQPETIKE CNULOVTIKES Y10L TNV EMLTE-
AECT TOALDV EVOOKVTTUPIKMV EMKOVOVIOV GE ENITESO
peTaymYNG UNvopatog — teptiapupavovtag v 066 Wnt
- 0AAG AapBavouy pépog otn dnpovpyio SLKLTTUPIKAOV
deopov (intercellular adhesive junctions). Otav vaepek-
Ppalovtar 1 LETOAALACCOVTOL AEITOVPYOVV MG OYKOYOVEC.
H 0386¢ petafifaong onpoatog Wnt/B-catenin, mailet on-
HaVTIKO pOAO GTN PUOUICT TOV TOALUTAAGLOGOV, TNG
emPioong Kot TS S1PoponoinoNg TOV OLOTOUTIKOV
KUTTAP@V KoL Stkaimg 1) LEALOVTIKY €pEuva QOivETOL VO
GTPEPETOL TTPOG T1] dEPEHVIOT TOL POLOV TNG OTN PLGIL-
oAoyia kon otnv TadoAoyia Tng aoroinong®.

H. ZYMIMEPAZMATA

To MAZX givot omdvio voonua oty Toudikn nAtkio Kot
01 TaBOYETIKOL TOV UNYOVIGHOL TAPOUEVOLV VIO SlEPEVVT)-
o1n. O cvyvotepog vdTLTTOG TV MAX givor 1) avBekTIKT
KuTTaponevia, Le eEAPETIKN TPOYVMGT), Kol O TodiaTpog
TPEMEL VO TO VITOTTEVETOL OE TALdT 10V TOPOLGLALEL EfL-

Hévouca KutTapoevia oe o 1) TeEPIocOTEPEG GEPEG LE
GLV0OE SVCTAAGTIKG LOPPOLOYIKE, EVPTLLOTO GTO TTEPL-
@epkd aipo. Ta wodid pe ovBeKTIKN KOTTOPOTEVID GL-
AVE EYOVV NTTLEC PAVOTLTIKES, GVYYEVEIG OVOUOAEG GTNV
KAMvikn e€€tao, e GVYVOTEPEG TN SVOHOPPIL TPOGHTOV,
TN VONTIKY LOTEPNOT KOl TO KOVTO avAoTNLa, 1) €0peoN
TV onoimv TPEmEL va BETeL TNV VITOYin Y10 VTOKEILEVO
MAZX. BéBaia avtég oL ovaUaAies aveupicKovTaL Kol oTa.
KANPOVOLOVLEVE GOVIPOLLO, LDEMKTG AVETAPKELNG TO EV-
deyopevo Yopéng TV onoimv TPEmEL va SlePEVVATOL KOl
Vo 0moKAEloVTaL KOTd TN S10QOPIKT| d1dyvVOGoT TMV TTail-
dwtpikddv MAZ. Eriong npénetl va ivat yvootd 6Tt kol
UN-0UATOAOYIKG VOOHLOTA TNG KOONUEPIVIG KAVIKNG
TPAENG, OTIMG 01 L0YEVEIC AOUMDEELC, OL SIUTPOPIKES OvE-
TAPKELEG K.O, LTOPOVV VO, TPOKAAEGOVY SVCTAUCTIKES
OALOIDOELS GTO HVEAD TV OGTAOV.

Onwc avédel&e 1 HEAETN LG, O QULVOTVTIKEG OVOLLO-
AMeg oplopévov madimv pe tpmtonadég i otkoyevég MAX
UTTOPEL VO VTTOKPOTITOVY GUYKEKPILEVO YEVETIKO GUVOPO-
po. To yovidia avTdv TV GLVOPOUMOV 1] YELTOVIKG, YOVIOla
GLUPETEYOVY 0T POOLLIOT TG aupoTToinoNg N EUTAEKOVTOL
0€ YPOUOCOUKES AVOUOAIEG TOL GVYVA OVEVPICKOVTOL
o€ apaToroyikég kakondeies. Tlepartépm avitvon tov
HOPLOK®OV UNYAVIGUDV QDTOV TOV GUVOPOL®Y, LLE ELQaL-
o1 TNV EUTAOKT TOVG GTIV QULoToinoT, 0o GuVEICEEPEL
HEAMAOVTIKG 6T dtodedkovon g Ttoboyévelog tov MAX.

Myelodysplastic syndromes in children

by Alexandros Makis!, Georgia Avgerinou?, Sophia Polychronopoulou?

'Child Health Department, University of loannina Medical School, loannina, Greece, *Department
of Paediatric Haematology-Oncology, “Aghia Sophia” Children’s Hospital, Athens, Greece

ABSTRACT: Myelodysplastic syndromes (MDS) comprise a group of clonal hematopoietic stem cell
disorders, characterized by ineffective hematopoiesis, quantitative and qualitative abnormalities of the
erythroid, myeloid and megakaryocytic cell lineages, and an increased propensity to evolve into acute
leukemia. Myelodysplastic syndromes in childhood are rare hematological malignancies with an annual
incidence of 1.8 per million. They appear with distinct clinical and laboratory features. To accommodate
the characteristics of pediatric MDS, a new, widely accepted classification of myelodysplastic diseases
in childhood has greatly facilitated diagnosis. A simple classification scheme based on morphological
features and conforming to the WHO (World Health Organisation) suggestions was proposed. It rec-
ognizes three diagnostic groups: refractory cytopenia [RC, bone marrow (BM) blasts <5%], refractory
anemia with excess of blasts (RAEB, BM blasts 5-20%) and refractory anemia with excess of blasts in
transformation (RAEBT, BM blasts 20-30%). In children with MDS, the main symptom is thrombocy-
topenia and neutropenia, in contrast to adults, in whom the main symptom is anemia. De novo myelo-
dysplastic syndromes arise in previously healthy children, however congenital physical abnormalities
often accompanying the disease, strengthen the assumption that predisposing genetic lesions may con-
tribute to the disturbance of hematopoiesis. The pathways leading to the promotion of abnormal and/or
malignant hematopoiesis in connection with the prevalent underlying genetic background have not yet
been elucidated. Therapeutic interventions include: watch and wait strategy, stem cell transplantation or
immunosuppressive therapy. This article reviews classification, diagnosis procedures, pathophysiology,

and treatment strategies in MDS in childhood.
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