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ANAZKOINMHZH

latpiky ZxoAr} EOvikou & Kamodiotplakou Mavemotnuiou ABnvav

Mabo@uaoioloyiké unméfadpo, KAIVIKH €IKOvVaA KAl QVTIHETWITION
™NGg véoou Krabbe: pia ocdvroun avaokémnnon

EAENA TKPOYZMAN, AMOXTOAOX ZAPPOZ, ZQHX MEAAIOZ, NIKOAINA ZKANAAAH,
®QTEINH ANY®ANTAKH

H napouoa avaokonnon anookomnel otnv rneptypa®n me atttornaboyEvelas, Twv KAIVIKWOV EKONAWOTEWY Kal Twv
EpyaoTnplakwy gupnudtwy ¢ vooou Krabbe, kaBw¢g Kat G BepAMEUTIKNG MPOOEYYIONG vavtl TG KAQOIKNIG
autrig Aeukoduotpopiag. H Asukoduotpopia twv opalpoetdwy owuatiwv (vdoog Krabbe) katatdooetat otig
KAQOIKEG AeukoduoTpOPieg, oL oroleg xapaktnpifovrar arndé aduvauia olvleong 1 avdmruéng tou UUEAVIKOU
EAUTPOU (ue OUVEMELQ TNV EKPUALON TWV MVEUUATIKWY KAl KWNTIKWY Aeltoupytwv). H vooog Krabbe aroteAel
uila ondvia dtatapaxr) Tou KEVIPIKOU Kal MEPIPEPIKOU VEUPLKOU OUOTAUATOG, N oroia xapaktnpiletat and tv
napoudia oPAIPOEOWY CWUATIWY, TNV KATAOTPOPH] TOU UUEAWVIKOU eAUTPOU Kal TO BAvato TwV €yKEPAAKWY
Kuttdpwv. H véoo¢ apopd Kupiwg veoyvd nAkiag uikpOtepng Twv 6 unvwv. Advaral, Ouwg, va eupaviotel
oty oYwn Bpepik nAwia, otnv epnBeia 11 akdua kat otnv evriAikko Cwr. KAnpovoueitalr wg ula QutoowutKkr
urtoAetnéuevn vooog. Ma toug aoBevel§ ue TNV KAQOLK BPEPIK) LOPP TNG VOOOU MAPEXETAl UOVO UMooTnpL-
KTIKI) aywyn], AOyw ¢ taxeiag eEEAENG g maboAoyiag rnmou apopd OTo KEVIPIKO VEUPIKG ouotnua. Avtibeta,

Ol QOOSKE(C UgmKAOUOTEPNUEREGE LOPPES EVAPERG NG vaoou, ue apyd emdelvolugvn vooo 1 ue PBpepikri vooo
now (oY | 1o 0 Ko A@ v rapoy oy n’nr W @ untwudtwy petd and
ysraué Le T‘I/ a S

Eicaywyn

H Aeukoduotpopia Twv opalpoeldwv cwuatinv
npwTtoneptypdenke to 1916 and 10 Aavd veupoAs-
Yo Knud Haraldsen Krabbe' (Eik. 1), kat ivat mAéov
yvwoti wg “véoog Krabbe”. H enintwon g véoou
Krabbe otig Hvwpéveq Mohiteieq Tng Apeptkng (HIMA)
avépxetat oto 1/100.000, OnMwg KAl N EKTIMWHEVN
enimrwon omv Eupwmn? YPnAdtepn enimtwon tng
véoou evtég NG Eupwnng eugavitetal otn Zoundia
(1,9/100.000)3, evw 3laitepa UPNAY] eMiMTwon Mapouct-
A&cetal otnv kowvdtnta Druze oto lopanA (600/100.000
yevwwnoelg Jovtwv maidlwv)?.

H vdoog Krabbe katatdooetal oTig KAAOIKEG AEUKO-
duatpopieg, ol onoleg xapaktnpifovral and aduvapia
ouvbeong 1 avdmtuéng Tou pugAvikoU eAUTpou (ue
OUVETIELA TNV EKPUALOT) TWV TIVEUMATIKWY KAl KIVNTIKWV
Aeltoupylwyv). Amotelel pia omndvia datapaxr Tou
KEVTPIKOU Kal TePLPEPIKOU VEUPIKOU CUOTNUATOG, N
oroia xapaktnpifetatl and tnv napouacia oeapoeldwv
owpatiwv, TNV KATaotpodr] Tou HUeAVIKOU eAUTPOU
Kal To Bdvato Twv eYKEPAAKWY KUTTApwVS. H véoog
Krabbe diakpivetal oe T€00epLg KAVIKOUG UTtOTUTIOUG,
avdAoya pe tnv nAkia ekdAAwong tng: a) otn Ppe-
QKA, B) otnv OYIun BPEPIKN, Y) OTN VEAVIKY, KABWG
kat d)otnv eviihiko véoo Krabbe.

2V napouoa oUVTOoUN avaokaomnon meayuaTomnol-
eltal pia meprypapn Tng arttornaboyEvelag, TwV KAVIKWY
EKONAWOEWV KAl TWV EQYACTNPLAKWY EUPNUATWV TNG
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véoou Krabbe, kabwg kat Tng BepameuTikng €vavrtl
NG KAQOLKNG auTriq AeukoduoTtpopiag, umnd To npioua
NG ouyxpovng BiBAoypagiag.

Bioxnuiké unmépadpo tng véoou Krabbe

H véoog Krabbe katatdooetal otiq ouyyeveiq
AUCOOWWULKEG dlatapax€g® kal xapaktnpifetar amnod
Helwuévn dpaotnpetdtnTa Tou AUCOCWHLIKOU eviUuou
yahaktooulokepautddon (hydrolase galactosylce-
ramide beta-galactosidase, GALC). To udpoAuTikd
autd évlupo evtomifetal evidg TwV AUCOOWUATWY
TWV KUTTAPWV Kal eppavicel BEATIOTN dpdon oe O&wvo
pH. Kiplo undéotpwpa Tou eviipou GALC ouvioTd n
YQAOKTOOUAOKEPAUIdN, 1 omoia evromiletat oxeddv
QTOKAELOTIKA OTO MUEAVIKO EAUTPO TWV VEUPLKWV
KUTTApWV, V@ ota unootpwpata tou GALC neplhap-
Bdavetal Kal n YAAAKTOGUAOOPLYYOoaivn (YVwaoTH Kal wg
Yuxwoivn - psychosine). Na tnv in vivo petarpornr
TWV UTIOOTPWHATWY autwv anatteital (mépav tou
GALC) kat pia evepyoroinTikr mpwTeivn, n oanwaivn
A (saposin A)’.

E&aitiag Tng pelwpévng dpaotnpidtntag Tou GALC
ot véoo Krabbe, mapakwAUeTal 1) eVCUIKY LETATPOT
NG YOAAKTOOUAOKEPAMIONG, aAAd Kat TNG Yuxwaoivng.
2e OTL apopd OTn YAAAKTOOUAOKEPAUIdN, Katd napd-
d0&o Tpdro, dev napatnpeiral CUCCWPEUOT] TNG OTOV
eYképalo (oe avtiBeon pe AAAeq ev(UUIKEG dlatapa-
X€g)%°. To patwvéuevo autd duvatal va arnodobel otnv
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Eik. 1. O Aavdg veupoAhdyog Knud Haraldsen Krabbe (1885-
1965) otov omnoio opelleTal n MPWTN Meplypadn Tng véoou
Krabbe (1916). O Krabbe mpayuarornoinoe tnv mpwtn Tou
dnuooieuon (ue avTikeluevo OXeTIKO He T Bloloyia) oe nAwkia
10 etwv, MAoUoe eAANVIKA amld Tnv nAkkia Twv 3 €TV Kal
onoudaoce latpik otg Mav
1926 (dpuoe 10 TeploPikd
Scandinavica, Tou om
xpovia. Amné to 1933 £@q
™G Neupoloyiag oto Kommunehospitalet Tng Komeyxayng.
Juvéxloe va ouyypdpel dpbpa, napd ta npoBAiuaTa uyeiag
nou avtipeTwde, €wg kat Tnv nAkia twv 80 etwv (omdte
kat aneBiwoe).

QATMOKAELOTIKY] EVTOTION TNG YOAGKTOOUAOKEPAQUI®NG OTO
€NUTPO TNG MUeAivNG Kal otnv eEalpeTikd Taxela kat
MPWIUN e§a@Avion TwV HUENVOTIOINTIKWY KUTTAPWY
katd tnv e&EANEN g vooou (yeyovog mou odnyel
Kat oe €Eagavion tng myng ouveong TG yYaAa-
KTOOUAOKEPAWIdNG, pe ouvénela n TeAeutaia va pnv
ougowpeleTal oe enineda MEPAV AUTWV TWV TTPWLHWY
otadiwv Tng puehvonoinong). Qotdco, Adyw avendp-
kelag Tou evlUpou GALC, cuoowpeletal n Yuxwaoivn
(rou amotelel TOEIKO PETABOAITN KAl CUUUETEXEL OTNV
naboyéveon tng vdooou)d°,

FeveTikd unmopabpo Tng vooou Krabbe

To yovidlo Tou GALC, tou €dpdletal otn XpWLOoW-
MIKA B€on 14931 (Ewk. 2), TautomnolrBnke mptv mepinou
15 xpoévia' 2, H aAMnlouxia Twv alwtoUxwv Bdoswv
oto DNA Ttou yovidiou Tou GALC kat Twv auwvo&éwyv
™ng npwteivng GALC dev @épel kapla opoldtnta pe
AM\eg B-YaAaKTOOIBAOEG KAl CUVETIWG deV UTTODEIKVUEL
Vv Unapgn mag eEeNKTIKNIG OX€ONG ME AUTEG. 2TO
avBpwriivo yovidlo Tou GALC €xouv avayvwplotel
neploadtepeg and 60 PeTAAAEELG TIOU TIPOKAANOUV TN
vooo Kal epAapBavouv avepunveUolpeg i MApePUn-
veluolueg METANAEELG, KOBWG Kal HETAMAEELG aA\aynig
nAaioiou e poodnrkn 1 EANelPn VOUKAEOTISIWV™.
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Eﬁ 14q32.32
. 14q32.12

4 14q31.1-——GALC
14q24.2

Eik. 2. To yovidlo tou GALC edpdletal oto Xpwpdowua
14, otn 6éon 31 (éxel unkKog mepinou 60.000 leuywv
Bdoewv, kataAauBdvovtag ta {elyn Bdacewv 87.469.112
EWGB7.529.595, evw meplAaiBdvel 17 eEwvia). H véoog

{ efla Ig Tou Yovidiou ToU
J , ehel pia autoowuikn

MeTta&U Tou uyloug MAnBuouoU Kal Twv €TEPOLU-
YOTWV Tapatnpeeitat éva eupld pAaopa ekdNAwoewv
Tou agopouv otn dpaoctnptdtnta Tou GALC, yeyovog
mou Kablotd Tn dlevépyela MPOANTTIKOU eAEyXou
dpaotnpedtnTag tou eviUPou OTo YeVIKO TANBUCUO
oxedov aduvatn. MapdAAnha, oToug eTEPOlUYWTEG
uropeil n dpaompiétnta tou GALC va eivat téoo
XaunA wote va ouppBadilel pe didyvwaon véoou
Krabbe, duwg, Ta dropa va sival KAIK®WG pUCLOAOYIKA.
Ta yeyovdta autd priopouv va e€Enynbouv PEPLKWG
and TV napoucia MOAUMOPPLOUWY OTO YOVIdlo Tou
GALC™. Ot noAupopplopoi duvavtal va cuvdpduouv
OTNV KAWIKY] euPAvion Tng vOoou pe TPELG TPOTOoUG:
a)étav kAnpovououvtal ge moA\anAd aviiypaga, B)
étav ouvundpyouv e pia AN\ PETAMNAEN oto (dlo
aMnAAo, KaBwg Kat y)otav ouvurdpxouv e uia pe-
TAN\aEn mou mpokalel Tn véoo Kal evrorifeTal oto
Mo Xpwudowua.

NaBoguaoioloyia TG vooou Krabbe

H urnokeiuevn yevetiki avwpaiia tng véoou Krabbe,
OlaMOPPWVEL Kal T TPia BaolKOTEPA XAPAKTNPLOTIKA
™ng véoou Tou eivat: a) n duinon tou eykePAahou
and pakpopdya, B) n taxela kat oxeddv KABOALKN
e€apdvion Twv oAyodevdpOoKUTTAPWY, KaBWG Kat Y)
n aroucia avwuaAng ouCoWPEEUONG TOU YOAOKTOOU-
hokepauidiou, mapd tnv EéNAelyn dpactikou GALC.
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Mo ouykekpluéva, katd tnv &vapén g evepyou
TePLOdou pueAvVOTIOiNONG APXETAL KAL 1] AVTIKATACTAON
g Adn oxnuatiopévng pueAivng. Evroutolg, otov
eYKEPANO TwV acBevwv e vooo Krabbe, Adyw €NAel-
Yng Tou GALC, 10 YaAakToOUAOKEpPAWiIdLlo &g duvarat
va petarparnel oe kepapidlo. To YAAAKTOGUAOKEPAIDIO
He T oelpd tou (oe aviiBeon e kdBe AAo tapdyovta
in vivo) €xel Tnv kavdotnTa va mpPoKaAel Tn dwonon
TWV MOKPOPAYwY OTOV eYKEPAAO™'®, Ta pakpo@dya
TIou TipooeAKUOVTAl PAYOKUTTAPWVOUV Ta eAelBepa
YOAGKTOOUAOKEPQUISIA KAl HETATPETOVTAL OTA XAPa-
KTNPLOTIKA o@alpoedr} KUTTapa g voéoou.

Onwg €xel 1dn dlatunwbel, mépa and v aduva-
pla petatporrg Tou YaAaktoouAkepapidiou amd Tto
évfupo GALC, napartnpeltal kat aduvapia HeTaTpomnnq
™™g Yuxwaoivng amd 1o idlo €vlupo, Ue CUVETEL TN
ouoowpeuon TG Yuxwoivng kat tnv taxeia kata-
OTPOPY} TWV KUTTAPWV Tou ouvBétouv puelivn®®. O
Babuodg g cuocowpeuong NG Yuxwaivng oxetideTal
pe ™ ooBapdtnra g véoou, Xwpig woTdoo va €xel
anocadnviobel MA\pwg o TPdMog e Tov omoio n Yu-
Xwaoivn ipokalel andmrwon Twv oAlyodevdPOKUTTAPWY.
Evroutolg, melpduara oe YEVETIKA TPOTIOMOLNUEVOUG
pUeg (umé mpooopoiwon TG vooou Krabbe) éxouv
avadel€el mwg MoAd and ta oAyodevdpokuTtTapd
TWV €YKEPAAWV TOUug odnyoulvtal oto Bdvato ue
anomTwTIKEG Jladikgoieq'y Emnpdodegag pia in vitro

MEAETN eppaviZel Tn VX poq 05N lnCa
g L

andmnrtwon, onwg K

>tnv nopeia T
(UON Kal 1 €KTaon Tng CUMHUETOXNG QVOOOAOYLIKWV
Kal @AEYHOVWIWY SladIKaolwv'™, evd TEIPAPATIKEG
MeAéTeg (eml MUV pe ENNeYN canwoivng A) umodel-
KvUOUV Uia TIPOOTATEUTIKY CUUUETOXT] TWV OLOTPOYO-
vV €vavtl NG eKPUNOTIKNAG £EENENG TNg vdoou, ue
MN-armooa@nVvIioUEVOUG UNXAaviououg?.

<

MNaBoAoyoavartopikn €ikéva Tng vooou Krabbe

H maBoloyoavatoulkn €ikéva Tou eyKepaAkoU
lotoU NG KAAOIKG vooou Krabbe eival XapakTnpLloTIKY
kat 6€trel avapgiBora tn didyvwon (étav, puaolkd, o
1otéq eival dlabéotuog npog eE€taan). 10 TENKO OTd-
dlo Tng véoou napatnpeeital pia oxeddv 0OAOKANPWTIKY
anwAela puehivng kat oAtyodevdpoKuTTdpwy, Ta onoia
avtikaBiotavral and ekTeETAUEVN IVIKY] AOTPOKUTTA-
plk YAoliwon. Kuplapxel n dybnon tou gykepdAAou
and mnoAudpiBua (cuxvd moAunlpnva) Pakpoedaya
(opaipoeldn) kKUTTAPQ), TA Omoia TEPLEXOUV BETIKA
évavtl TG Xpwong urneplwdikol o&€og-Shiff (PAS),
OWANVWIN Kat vnuatoeldr] €ykAeloTa e dlaTouég mou
eppavifovral TOAUYWVIKEG Kal elval SOMIKA TIavouoL-
étuneg He TN XNUIKA Kabapr) YAAAKTOOUAOKEPAWIDN.
Ta neplpepikd velpa eupavidovral peyevbupéva kat
guunayr, Je eupavr evdoveuplkn (vwon Kat Tunua-
TIKA anopueAivwon. Ta evioveuplkd pakpopdya Kat
Ta kUTTapa Schwann otnv €YKEQAAIKY] AEUKN ouaoia
neplExouv oWANVWdN éykAelota, napduola pe autd
Twv opalpoeldwyv Kuttdpwy. Ol TUnol TG vooou le
kaBuatepnuévn €vaptn eupavicouv pia (iowg) nrudtepn
naboAoyoavatouky elkova'.
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KAivikd xapakTnpioTikd Tng véoou Krabbe

H kAaowkr Bpeplkn pop®r tng véoou Krabbe
apouatdiel OXeTIKA otabepr] KAWIKY e€lkdva, oTnv
ormoia nMpoe&dpxouv oxedOV ArOKAELOTIKA EKINAWOELG
Tou oxetiCovtal ye TN Aeukr] ouoia. H kAwvikr} opeia
™ng vdéoou eival ouvexng kat Taxela kat kataljyel oe
npwipo Bdvato, evw dlakpivetal oe Tpia otddla??: a)
KATA TO TPWTO OTASIO ONUELWVETAL YEVIKEUMEVN €U-
epebloTdTNTa, UNepalodnoia, emelcodlakd eUNUPETO
ayvwoTou altloAoyiag kal oplopévou Babuol duokap-
Yia Twv peEAWV Tou cwpatog (To Bpépog apxilel va
napouoldlel unepeualobnoia oe AKOUOTIKA, OTTTIKA
N anTikd epebiopara, va kAaiel ouxvd xwplg eupavn
artia, va eppavicel mveupaTiky kKabuotépnon 1} TaALv-
dpdéunon NG WUXOKIVNTIKAG avdmrtuéng, eUETOUq Kat
duoxEpela otn oiTIomn, KabWG Kal OTIACTIKEG KPIoELg),
B) katd to deltepo otddlo mapartnpeeital Taxela ermi-
delvwon Twv KIVNTIKWV KAl MVEUUATIKWV JEELOTATWY,
eppaviCetal €kdnAn umepTovIKATNTA, UTePdpacTtripla
TevévTla avTavakAaoTikd, otk atpo®ia, Kabwg Kat
vwBpn avtandkplon TG Képng tou opBaipol OTo
PWG, evw, Y)katd to tpito otddlo, To veoyvo dlakpi-
veTal and anoPAOWTIKG PavoTumo Kat eivat TuPAd
Xwpig enaer| pe to meptBarrov. OL acBevelg onaving
enmBlwvouv meplocdtepo and 2-3 £m.

Ev avtiBéoel pe to Bpeplkd TUTO, 0 KAWVIKOG ¢al-
0G TWV KABUOTEPNUEKWV HOPPWV €vapEng NG

€ iC J I\opoppia, pue ouve-
pLo P Oelle p OUV TA APXLIKA KALVL-

kd onuela kat cupntopata oe nAkkia 10 eTwv, eved oe
OPLOPEVOUG TA VEUPOAOYIKA onpeia aveupiokovtal petd
Vv nAkkia Twv 40 etwv. Ol KABuoTEPNUEVEG OPPEG
évapéng tng véoou Krabbe dakpivovtal otnv dyiun
BPEPIKY), OTN VEAVIK] KAl OTNV €VAAIKO HOP®T).

H oyiun Bpepikn popen Tng véoou Krabbe, mou
neplhappdvel nhikieg évap&ng Tng véoou and 6 unvov
éwg 3 eTWV, Xapaktnpiletal and apxikd cuunTwuata
onwg euepebloTdNTA, YUXOKIVNTIKA TAAlvdpdunon,
akapyia, ata&ia kat anwAela tng dpaong. H mopeia
elval mpoodeuTikn Kal KataArjyet oto Bdvarto péoa oe
2-3 €tn and v évapén tg=.

21N veavikh Hopen Tng vooou, pe nAkia Evap&ng
Ta 3-8 €, ol aobeveig eppavifouv (ouvndwg) amw-
Aela dpaong kal nudpeon, ata&ia Kal PUXOoKIVNTIKNY
naAwvdpdunon®@. TENoG, OoTnV eVAALKO HOP®N TNG
véoou Krabbe, oL aoBeveiq avarntiooouv (0plopEveg
POopPEQ) Bpadéwg eEeALOTOIIEVN OTIAOTIKY) TAPATIAPEDT)
N apyd, actabég BAdlopa eupeiag Bdoewg KATd TN
dldpkela g Jwng.

vOT

EpyaoTtnpiakd eupuata Tng véoou Krabbe

2tn véoo Krabbe ol ouvrBelg aluatoloylkég Kat
oupoloylkég eEetdoelg dev mapouctdlouv mabolo-
YiKd euprjuata. H pérpnon g dpactikdtntag Tou
GALC ota AeukokUTTapa Tou TePLPpepkoU aiparog,
oe KaAlepynuéveg voBAAoTEG Kal auviokuttapa 1/
Kal oTig xoplakég Adxveqg emBeBalwvel Tn didyvwon
™G véoou, dtav n dpaotikétnTa Tou GALC Bpioketat
0T10 0-5% TWV PUOLOAOYIKWV TIHWV. Adyw TNG aAAnAe-
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TKAAUYNG TWV TIMWV TNG dpaocTikdétnTag Tou GALC
METAEU UN-PopEwV Kal eTEPOIUYWTWY, 0 EAEYXOC TNG
Unapéng Twv TeAeuTAlwV HE TN OUYKEKPLUEVN HEBODO
dev eival agémorog?. H pérpnon tng dpactikdttag
Tou GALC og KaA\lepynuéva auviokUTTapa 1} XOPLakEQ
Aaxveq B€Tel MPOYEVVNTIKEG dLAYVWOELG, TWV OTo{wv
n akppng epunveia amartei kat TN PETPNON TNG
dpaotikétnTag tTou GALC twv yovéwv?. Emiong, 6a
npénel va onuewwdel 41l ta enineda dpactikdTNTAG
Tou GALC de BonBouv otn JEKPLON TWV KAWVIKWV
unotUnwv tng vooou.

H avdAuon tou eyke@alovwTiaiou uypou oe aobe-
velg pe véoo Krabbe amokaAumTel ugnid enineda
AEUKWPATOG o aobeveiq pe BPePIKO 1§ OWIUO BPEPLKO
KAWVIKO UTOTUTIO TNG VOOOU, KaBWG Kal €va avwualo
anotUnwua Katd tnv NAEKTPoPOPNoN TwV TIPWTEIVWOV
(augnuéva enineda aiBoupivng kat a,-o@aipivng, Hel-
wpéva enineda B,- Kal y-ogaipivng)®.

ATIEIKOVIOTIKA gupfpara Tng vooou Krabbe

H umoAoyloTIKY] Topoypagia Tou eykepdAAou
QAMOKAAUTITEL TIPOOJEUTIKY, JLAXUTN KAl CUMMETPILKY
eYKEPANKY atpoia, n omoia avarrtiooeTal, ocuvrowg,
1600 0N Paid 600 kat otn Aeukr} oucia. ErmunAéov, n
Aeukn ouaia epgaviCetal didyuta undrnukvn, 1Biwg o
BPEYMATIKY Kal VIAKY Tieploxn, evw €xouv avapepBbel

AgPnong™.

€0T(EQ UE TPOTIOTOUGRIEVEEVTAOT OKL
O¢eparneia TG véaMﬁ I ! a
MNa toug acBevslg n BAe

Krabbe, ot omoiol diaytyvwokovtat kaBuotepnuéva yla
NV EPAPHOYH HETAPOOXEUONG APXEYOVWY ALOTIONTL-
KWV KUTTApwV, TapEXETAL HOVO UTTOOTNPLKTIKY aywyr
(AOyw Tng Ttaxeliag eEEMENG TG vdéoou). AvtiBeta, ol
aobeveiq pe kabBuotepnuéveg HopPEg €vapEng Tng
véoou, pe apyd emudewvoluevn vooo 1 e BPEPIKN
Hop®r) TNG vOooU TPV TNV EUPAVION VEUPOAOYIKWY
ekdNAWwoewv, eupavitouv BeATiwon Twv KAVIKWY OU-
MITTWHATWV e HETAUOOXEUOT BAACTIKWY KUTTAPWV TOU
aoroinTikou?. Ta xopnyouueva BAaoTikd kUTTApaA
TOU aloroinTikoU cuaTtriuatog (xopnyouueva umnd v
TEXVIKA TNG peTapdoxeuong Huelol Twv 0oTwv) duva-
vtal va napdyouv to €viupo GALC kat wg ek Toutou
va oupBdAoUV OTNV QVTILETWTILON TNG vOoou oTov
eYKEPANO?, Ze YEVETIKA Tpomomnolnuévoug pueg (umod
npooopoiwon tng véoou Krabbe) éxouv dokipaotel
TolkiAeq BepameuTikég HEBODOL, ONwG 1 TOMOBETNON
MOOXEUMATWY TEPLPEPIKWY VEUPWVE2, n Tpayua-
Tornoinon PeTapdoxeuong MueAoU TwV 0oTWV23, n
emdiwEn KUTTAPIKAG HETAUOOXEUONGS, N ePAPUOYN
pEBOd WV Yovidlakng Beparmeiag®™3® kal n MeEPAPATIKY
MPOCEyyLlon NG Melwong Twv unooTpwUdTwV3®4, TE-
AOG, N TIAPATHPENON WG N EYKUPOOUVN KAl CUVETIWG
N avgnon Twv eMMEdWV TWV OLOTPOYOVWY BEATIWVEL
TV KAWIKA elkéva Twv puwv pe ENAePn canwaoivng
A kat véoo Krabbe?, svdexouévwg va mpoteivel pia
véa muoavry CUPNMANPWUATIKA 030 yla TNV AVTIHETW-
mon g véoou.

MpdéAnyn TG véoou Krabbe
H npdAnyn erutuyxAvetal ge TNV eVNUEPWON TWV
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Ceuyaplwv Tou Bplokovtal oe uPnAd kivduvo yla Tig
em\oy€q toug. H mpoyevvntikn didyvwon, epdoov
autn eival eQIKTA Kal embupntr, mapgxel t duva-
tétTa dlakomig TG KUNong 1y akdéun Kkat in utero
Bepaneiag pe petaudoxeuon BAACTIKWY KUTTAPWY O€
nepintwon omnou to éupBpuo vooel*'. Otav oL popla-
kol €\eyyxol amokalurmtouv oe €vav acgbevy pye vooo
Krabbe tnv HeTAA\AEN TIOU TNV MPOKAAeTe, KpiveTal
0pBdg and droyng MPOANYNG 0 EAeYX0GQ TWV UEAWY
NG oloyEvelag yia Tnv Unapén tng CUYKEKPLUEVNG
METANAENG Kal Og auTd.

Mpdyvwon Tng véoou Krabbe

0O péoog 6pog emPBiwong Twv aoBevwy e BPEPLKN
véoo Krabbe avépxetal otoug 13 prjveg. Ot aoBeveiq
He OYLun BPEPLKT) vVOOO KATAARyouVv evidg 2 eTWV amnod
v évapén tng véoou, evw N pdodog Tng voéoou Kalt
n ddpkela Lwng OTO VEAVIKS Kal EVIAIKO UTIOTUTIO TNG
vooou Krabbe moikiN\ouv. ©a mpénel, wotdoo, va
onuelwBel OtL N PeTAUOOXEUOT PAACTIKWV KUTTAPWY
TOU aldormoinTikoU oe acUUNTwHATIKA dtopa Katd
TNV MPWIUN BPePlkr mepiodo @aivetal va BeATIOvEL
N BpaxunpdBeoun emBiwor Toug?.

EuxapioTieg
Oeppéq euxaplotieq ekppdalovral mpog tov Ap.

Husgsam Al-Humadi (tatpg, unoynelo diddkTopa)
YU Baiaesld U % TS BBAoypapiag.
b3 vﬁﬂgﬁc \s elg Arav @oitntég
TS latwkng I\ & Kanodiotplakou
Maveriotnuiou ABnvwyv, katd tnv nepiodo cuyypaeng
NG OUVTOUNG AUTHG avaokoTmnong.

ABSTRACT

Pathophysiological background, clinical phenotype and
treatment of Krabbe’s disease: a mini-review

ELENA GKROUZMAN, APOSTOLOS ZARROS, ZOIS MELLIOS,
NIKOLINA SKANDALI and FOTEINI ANIFANTAKI

The present review aims to describe the patho-
genesis, the clinical manifestations and the laboratory
findings of Krabbe’s disease, as well as the therapeutic
approaches against this classical leukodystrophy. The
glodoid-cell leukodystrophy (Krabbe’s disease) is a
typical leukodystrophy, that is characterized by insuf-
ficient myelin sheath synthesis and growth (leading
to mental and motor dysfunction). Krabbe’s disease
is a rare disorder of the central and peripheral nerv-
ous system, that is characterized by the presence
of globoid-cells, loss of myelin sheath and brain cell
death. The disease mainly affects neonatals of age
smaller than 6-months-old. It might, however, occur
during late-neonatal age, adolescence or even adult-
hood. It is an autosomal recessive inherited disease.
For patients suffering from the classical infantile form,
supportive therapy is the only treatment provided, due
to the rapid evolving of the disease within the central
nervous system. In contrast, patients with later-onset
subtypes of the disease, with slowly-advancing disease
or with infantile disease with unexpressed neurologi-
cal manifestation, get benefit as regards their clinical
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symptoms after being submitted to bone-marrow
transplantation.
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