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NMEPIAHWH

Mepiypdperal nepintwon ayopiol, nAikiag 5'/, eTwv, pe 10TopI-
k& xpoviag BpopPoneviag, oto onoio diayvwodnke puUAOCUVOETN
OpopPokutraponevia (XLT). H XLT anoteAel nnidtepn popeni Tou
ouvdpdpou Wiskott-Aldrich (WAS). Mpdkeitar yia ondvio, puhoolv-
O€TO YeveTIkG véonpa, nou opefleTal otn peTdAagn Tou yovidiou
nou kwoikonolel Tnv npwTteivn WASP. Kupiapxo xapakTtnpioTikéd
edpnpa kal Twv dUo Poppwyv anoTeAel n BpopBokuTTaponevia pe
XaPAKTNEIOTIKG algoneTdAia pikpoU pey€Boug, evw To €klepa, ol
unoTPonIddoUscEeG MNIPWEEIG KAI O AVOCOAOYIKEG DIATAPAXEG, €ival
mOavdv va anoucidlouv oTnv NNIGTEPN pop®n Tou. (AeAr A “Mai-
d1arp Khiv Maven ABnvaiv 2008, 55(2):162-165)

Aéeigc gupeTnpracpo: ouivopouo Wiskott-Aldrich, ouyyevric
BpouPokurTaponevia.

EIZATQIrH

To ouvdpopo Wiskott-Aldrich (WAS) kai n puhoolvdeTn OpopBokuT-
Taponevia (XLT) anoteAoUv dIapopPETIKEG KAIVIKEG EKPPAOEIG TNG Id1aG
KAIVIKAG ovTOTNTaG. MpdKeiTal yia puAOoUVOETO UNoAEINOpEeVO voonuad,
TO onofo ogeileTal oe PeTaMMAEEIC evdg yovidiou, nou BpiokeTal oTo
BPaxy okéNoC Tou X xpwlooWHaToc . To GUYKEKPINEVO yovidio gival
unelBbuvo yia Tnv kwdikornoinon TG npwreivng Tou ouvopopou Wiskott-
Aldrich (WAS protein-WASP)**. ¥1abgpé SiayvwoTikd elpnpa kal Twv
dUo poppwyv anoTeAel n BpopBokuttaponevia pe pikpd péyebog aruo-
neTaNwy, evw To €kCepa, o1 AIPWEEIS KAl 01 AVOOOAOYIKEG DIATAPAXEC,
xapakTnpiCouv, kupiwg, TNV KAACIKA pop@n Tou ouvdopdpou WAS. H
avixveuon pikpri¢ noodtntac WASP ota kUTTapa Tou aipgonoinTikou
OUOTAPATOG KAl O MPOOdIOPIOPOS TNG METAAAENG TEKNPILVOUY TNV
Sidyvwon ¢ XLT’. To kAIVIKé oUvOpopo NepIyPEPNKE yia NEWTN
popd 10 1937 and Tov Wiskott, evw To 1954 o R. Aldrich anédeiée Tnv
PUAOCUVOETN KANpOvouIK&TNTA TNC véoou'. H enfiTwor Tou avépxeTal
010vs og 4/1.000.000 yevvrioelg eTNoiwG.
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MEPITPA®H NEPINTOQIHE

Ay6p1 5'/, €TV, pe 10TopIkd xpbviag BpopRone-
viag, e10rx0n otnv KAIVIKA pag Adyw eunUpeToU €wg
39° C ané dekanpépou. MpdkerTal yia 1o delTePO
naidi TNG OIKOYEVEIAG, PAIVOTUMIKG UYIWV YOVEWV.
Ané T0 aTopiké 1I0TOPIKO TOU aoBevoug avapEpovTal
noAanAéc voonAeiec:

+ o€ nhikia 40 nuepwyv Aoyw PBAevvoaigaTnpwy

Kevwoewv pe OpopPonevia
+ €NeIc0diWwV EYNUPETOU YAOTPEVTEPITIOAG PIE BPOu-

Bonevia kar cuvundpxouca AMIA - -- AeUKONEVia

oTIG NAIKIE¢TwY 5, 7, 9 ka1 10 pnvwy, Ta onofa kal

anoddéOnkav o€ 10yeveig AoINWEEIG Kal
- eMéyxou TnG BpopPoneviac oTic nAikie¢ Twv 11 kal

19 pnvwv kai 31/2 ETWV.

210 d1dypappa aneikovideTal oxnPaTiké n d1akU-
Havon Twv TIHWY Twv algoneTalwy.

O epyaoTnpiakdg éAeyxog nou npaypaTonomen-
KE OTIG MpoNyoUuEVEG VOONAeieg kal nepieAdpfave
eNAveIAnppéva JueAoypdupaTa Kal OOTEOMUEAIKA
Broyia, kabwg kal digpelivnon yia CUYYEVEIG AOIPw-
&eig, ouyyevii ouoTnpaTikG epudnuaTwdn Auko, HIV,
dev kaTedel&e Tnv aitia TG BpopBoneviag.

Katd tnv eicaywyn Tou, o acBeviig Atav og kaAn
yevikn katdoTtaon, napouoiade wxpdTnTa, didonap-
TEG EKXUMWOEIG KAl METEXEIEG KAI X0 NEPIKAPDIAKAG
TPIBAG katd Tnv akpdéaon TnG kapdIdg.

H yevikn afpatog €dei&e BpopBonevia (48000/
mm3), e aipgonetdAia pikpou peyébouc (MPV 4, 8fl,
(PUOIONOYIKEG TIEG (DT): 7,4 - 11,4fl). H akTivoypagia
ThAekapdiag avedei&e peydAn avénon TG KAPSIOKNAG
oKIAG (e1Ikdva 1a) Kal 0 UNEPNXOYPAPIKAG EAEYXOG
kapdI1d¢ kaTédelée napouoia nepikapdiakou uypou
(13-15cm’ ) (eikéva 1B8).

O €\eyxoq yia niBavé autodvooo véonua eixe Ta
akéAouBa anoteAéopaTta: avTinupnvikd avTiowuaTa:
a00evg BeTiké (1/160), anti-DNA: apvnTikd, avTi-
owpata évavti kapdiohinivng ACA IgG: apvnTikd kal
IgM: 42 U/L (®T: 0-20), av1i-B2 GPI : apvnTikd Kal
peupaToeldn napdyovra: 34 U/L (PT: 0-30). O éhey-
XOG TNG XUMIKAG avooiag Tou aoBevols anéPn gpuolo-
AoyikéG. To pueAdypappa €dg1&e peyakapuokUTTapa
o€ puolohoyiké aplOuod, apkeTd pikpoU PeyEBoug,
XWPIG oNPAvTIKEG OUONAAOTIKEG AANOIWOEIG.

H ek yeveTnc xpdvia pikpoBpopuokutTaponevia
kal n napoudoa kKAIVIKRA eikdva Tou acBevolq Je ne-
pIkapdiTIda NiBavoy opeINdevNG oe avoooAoyIKA
diatapaxn, €0eTav Bdoipec unoyieg yia WAS / XLT,
onoéTe kal avadnTribnke n Unapé&n petald&ewy
oTo yovidio Tn¢ WASP. Enionpaiveral 611 o péoog
oyko¢ Twv alpgonerahinv (MPV) anoteAel anapai-
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IXHMA 1.

TnTO €pyaoTnpiakd elpnua oTn diapopodidyvwon
NG ouyyevouc BpopPoneviac’. MNa 1o Adyo auTé,
oTdABnke deiypa afpatog Tou naidiol oe e&eidi-
KEUMEVO KEVTPO TOU e§wTeEPIKOU, nou emiBePaiwoe
TNV PeEIwPEVN napaywyn TnG npwteivng WASP e
MEBODOO nAekTpopdpnong SDS-PAGE kal Tekunpiw-
o€ Tnv Unapén onpelaknig petdMaéng oto yovidio
WASP pe poplakég Texvikég. H perdAaén autn e-
vTonioTnke oTh Béon 257, énou undpxel avTikatd-
oTaon voukAeoTIdiou adevivng avri youavivng, kal
n onofa kwdikonoiel aAayr apivo&éog and BaAivn
o€ pebeiovivn otn B€on 75 Tng npwteivng. Ta eupn-
MaTa autd €éBgoav Tn dIdyvwon TNG UAOCUVOETNG
BpouPokutTaponeviag.

XYZHTHXIH

To WAS - XLT eival éva ondvio puhoolvdeTo
voonpa PE XapAKTNPIOTIKG GaIvoTUNo, 0 onoiog
nepiAapBdver pikpoBpopPokutraponevia, €k(epa,
unotponidfouoeq AoIpwéeIC kal auénpévo kivouvo
avdntuéng avoooloyikwy diatapaxwy. O1 ekdNAW-
OEIG aUTEG napouaiddouy heydAn eTepoyEéveia oTnv
EMPAVION TOUG Kal e&apTwvTal and To yovoTuno Kal
10 BaBpé ékppaons Tng WASP. To unglbuvo yovidio
Tou ouvdpdpou (WAS - XLT) npoodiopioBnke oTo
Bpaxy okéAog Tou X XpWHOOWHATOG, oTnv Béon
X11.22-X11.23 10 1994. To yovidio gpépel 12 e&dvia
kal efval unedBuvo yia TNy Kwdikononon piag evoo-
KUTTAPIaG NPWTEIVNG, Nou KaAeiTal kal olahopopivn
(CD 43) kai n onoia anoteAeitar and 502 apivoééa.
H WASP ekppdletal eniAekTIKG oTa kUTTAPA TOU
algonoinTikoU cuoTAPATOC. MpdkerTal yia pia oyv-
BeTn NpwTeivn e NOAANAEG AeITOUPYIKEG MEPIOXEG,
MEéow Twv onofwy eunAékeTal oTnv napaywyn kai
TNV anopdkpuvon Twv alpgoneTaliwy, otn yetddoon
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EIKONA 1. X1nv akTivoypa®ia TnAekapdiag (eikdva 1a) avayvwpifetal n avénon Tng kapdiakrig CIAOUETAG KAl OTO
unepnxokapdioypdenpua (gikéva 1) n napoucia nepikapdiakol uypou.

oNPATWY Tou KUTONAJOPATOG, OTOV MOAUNEPIOUO TNG
AKTIVNG TOU KUTTAPOOKEAETOU, oTnV aMnAenidpaon
TWV KUTTApwY, 0TN dNUIOUPYIa aVOOOAOYIKWY OU-
vAyewy, 0TN GayokuTTApwon Kal oTnv napaywyn
Kal TNV aneAeuOépwon Twy oUSETEPOPIAWY' . "Exouv
npoodiopioBel nepioodTepeg and 158 diapopeT-
KEC METAANGEEIC Nou exTelvovTal 0 OAO TO PAKOG
Tou yovidiou Kkal ol onoieg €iTe avaoTéAhouv eiTe
dlatapdlouv Tnv ékppacn TnG WASP. MeTald&eig
nou ENITPENOUV PEIWPEVN NApAywyn NPwTEivNg
ekdNAWvovTal pe NMIGTEPN POPEPA TNG VOOOU, EVW
aUTEG Nou odnyoUv O€ PN €kPPacn TNG NPWTEIVNG
oxeTiCovTal pe Bapdtepn kAIVIKA gikéva’™,

O1 kMIVIKEG ekdNAWOoEeIG Nou unodnAwvouv Tn Oi-
atapaxit WAS - XLT napouaoidlovrar ouxvd and m
yévvnon kal NePIANAPBAVOUV NETEXEIECG, EKXUPWOEIG
KOl QIJOPPAYIKEG KEVWOEIG. To €k(epa eival ouxvi
ekdnAwon Tou kAaoikoU cuvdpdpou. Or AoIPWEEIG
(nx. nveupovia, depuaTikEG Aolpwéelg) anotelolv
OUXVEG EMNAOKEG KATG TOUG MPWTOUG 6 PAVEC TNG
(wng, evw n gp@dvion kal N BapdTnTa TwWV AvVOOO-
Aoyikv diatapaxwy noikiker kar e§aptdTal and T
MeTdMa&n kal Tnv ékppaon Tng WASP.

2100gp6 eUpnpa TNG dIGYVWONG KAl TwV 2 HOPPUV
ToUu cuvdpdpou anoTehel n BpopBokuTTaponevia nol-
KIAnG BapuTnTag, pe xapakTNPIoTIKA PIKPS HEYEDOG
algonetahiwy (3,8 - 5fl). Enionpaiveral 611 0 péoog
Oykog Twv aipgonetaAimv (MPV) anoteAel onpavikéd
gpyaoTnplakd elpnua, 1010ITEPa XpRaoiho otn dla-
PopodIdyvwon TNG ouyyevouc BpopBoneviac’. ITny
napovoa nepintwon nrav kal éva and 1a Bacikd
oToixela TNG KAIVIKAG Tou NpoBoArig, mou kaBodriynoe
Tnv dlayvwoTikA npoogyyion. Eival evdiapépov O
n dIdyvwon €yIve o NPOXwWPNPEVN nAIkia yia €va
voonpa pE ekONAWOEIG and TN veoyvikh nepiodo

kar agou eixe voonAeuBei noAanAwg. Meyovég nou
enionpaiver kar TNy avdykn napakoAouBnong xpo-
viwy alpgaToloyikwy NpoBAnpdTwy ot e€eIdIKEUEVA
KEVTPQ.

AoOevei¢ pe XLT dev napouoidlouv ouvribwg
AoIpWEEIG, €kCepa Kal avOOOAOYIKEG OIATAPAXE,
ME anoTéAeopa ouxvd va TiBeTal AavBaopéva n
d1dyvwon Tn¢ xpdviag 1d1onabou¢ OpopPonevikig
nop@upag ITP, otnv onoia, épwg, Ta aigoneTdAia
€xouv péyefoc puolohoyiké h auénpévo™®. XTny
dIkIG pag nepfnTwon n gupdvion NePIKapdITIdAG
BewpriBnke autoavooou aITioAoyiag Kal UNOXWPNOE
ME avTipAeyovwdn aywyn. Mapduoia npooAn dev
éxel napouciacBel oTn di1ebvn BiBAioypapia.

ASyw TOU EUPEOG PACHATOG TWY KAIVIKWV EUpNUd-
Twv Tou ouvdpopou WAS - XLT n didyvwon TiBeTal
Me Tov €heyxo Tng ékppaonc TnG WASP i pe popi-
akrl avdAuon Tou unglbuvou yovidiou. H éykaipn
d1dyvwon gival onpavTiKA yIa TNV ANOTEAECPATIKA
BepaneuTikA avTIPETWNION, N onofa neplAapPdvel
gykaipn Ogpaneia Twv AoIhwEEWY kal ouxvd uno-
OTNPIKTIKA aywyn Pe xnpelonpo@uiaén, cuoTnpa-
TIKA XOPryNnon avocoopaIpIVWV KAl AVTIFMETWNION
TOU eKCEPATOC. 2OPAPEG AINOPPAYIKEG EKONAWOEIC
avTigeTwniCovral Ye PETAyylon alpgoneTaliwy, evw
ONANVEKTOPN CUVIOTATAI ANOKAEIOTIKG yIa OOPBapPES
XPOVIEG KATAOTAOEIG, KaBWG au&dvel onpavTikd Tov
kivduvo onyaipiag.

H npdyvwon Ttwv aocbevwv pe WAS eival ntwxn
ue péoo 6po emBiwong Ta 8 - 15 £étn"®. AvtiBeTa,
ol ndoxovTeg ano XLT napouciddouv noAU kar
Makpoxpdvia eniBiwon. Na autd kal n aloyeviig
METAPOOXEUON APXEYOVWY AIFOMOINTIKWY KUTTAPWY
anoteAel Tn Bepaneia ekhoyric. MeTapooxeloeig and
HLA - oupBaté (ouyyevi i un) 646Tn, napouoiddouv
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uPnAd nocooTd enimuxiag (Ewg kar > 75%), 1diai-
TeEPA €dv npaypartonoloyvral ota 5 Npwra xpovia
¢ wAhc. Téhog, n yovidiakn Bepaneia, BpiokeTal
0€ NEIPAPATIKO 0TAdIO pE a101000&€EC, OPWG, NPO-
ontikéc'’.

To nepioTaTikd auTé kaTadelkvyel TNV avaykaidTn-
TA TNG OWOTAG EKTIUNONG OTOIXEIWY MOU NPOOPEPOUV
0l NEPIOCOOTEPOI alaTOAOYIKOI AVAAUTEG, Onwg o
ME€0OG Oyko¢ Twv alpgoneTaAiwv (MPV), kabwg kal
Tn oUPPOAR TwV oUyxpovwy dIaYVWOTIKWY EIOIKWY
HopIakwV peBGdWY oTnv epyaoTnpiakn digpedvnon
TWY OUYYEVWY KUTTAPOMEVIWV.

X-inked thrombocytopenia
C. Karabina, A. Kattamis
(Ann Clin Paediatr 2008, 55(2):162-165)

We describe the case of a 5 ¥ years old boy with chronic
thrombocytopenia, in whom the diagnosis of X-linked
thrombocytopenia (XLT) was made. XLT represents a mild
form of Wiskott-Aldrich syndrome (WAS). This is a rare
X-linked genetic syndrome, which is due to mutations
at the gene which encodes a protein called WASP. The
major feature of both clinical entities is thrombocytopenia
with small size platelets. Eczema, frequent infections
and immunological dysfunction may be missing in this
mild form of WAS.

Key words: Wiskott-Aldrich syndrome, congenital
thrombocytopenia.
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