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Qg HEYOAOKEPOAID 1] HAKPOKEPOAIGr opileTal TO
pEYEOOG  KEPOANG  pE
HEYOADTEPN 1] ON pe 2 oTOBEPEG ATTOKAIOEIG TS TN
péon yix TNV nAikia TIgA 3 T&ve amé Tnv 98n
ekarooTiaia 8€on (EQ). Ta aiTia TNG peyaAokepaiiog
oTnv TaidIkr nAIkia TroikiAAoLY (TTiv. T). ZTn CLVEXEIQ,
yiveTan avagop& otnv KaAordn diebpuvon Tou
LVTTAPOAXVOEIBOUG XWPOUL, TN CUXVOTEPN XTI HEYOAO-
KEPOAIOG oTOV TTASIATPIKG TTANOBLOPS padi pe ToOv
LVOPOKEPOND, KOl OTNV TIPWTOTTOON HEYOAEYKEPOAIQ,
TIG dV0 KOTEEOXAV «HN OPYOQVIKEG) QITIEG HEYOAO-
KEPOAIOG.

HETWTTOIVIOKH]  TTEPIHETPO
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XpwHOOWHIAKES avmpanieg i obuSpopa

Kahorjong diebpuvan Tou uTraparyvoeibolg xmpou

H kahori®ng diebpuvon Touv LTTAPOKVOEIBOVG XWPOL
(KAYX) eivon n ouxvoTepn aITIO HOKPOKEPOAIGG OTO
Yeviké TraudlaTpikS 1aTpeio.” XapaktnpieTon amré
av&non Tng epipéTpou Tng kepoArs (MK), cuvibws
OTOUG TEAELTOHOLG PVEG TOL TIPWTOL €A VOV TNG
dwiig, didotnpa kat& TO omoio n MK oapxider va
Eemepvd TV 98n EO. H avodikrf auth Topeia
ovvexiCeTan péxpl kai To 180 pfva Tng {wr|g, oTréTE N
KOPTIOAN OTOBEPOTTOIEITOI. OewPEITO OTI OPENETI
oe  koBvoTepnuévn  avamTuén  TTopoofeMiaiwv
KOVOAI®OV TNG OKANPAG HAVIYYOS, TG OTTOI, HE T OIp&
TOUG, EVBOVOVTAI YIX TNV ATTOPPOPNON TOL EYKEPO-
AovwTiaiov vypoU (ENY) otn pikpi nAikia. Qg
£TToik6A0LO0, N pn aTroppdépnon Tou ENY odnyei oe pia
NTOTATH KOl GUTOIGCIYN HOPE@I ETTIKOIVWVOUVTOG
vdpokepaAov.’

To eploodTepa TaudId pe KAYX eival aoupTITw-
HOTIKE, €KTOG Tng avénong tns TK, ko Topou-
o1&Covv UOIOAOYIKH PuxoKIVATIKA avamTuén.” H
poyvnTIkr Topoypa@ia (MRI) eykedAov OewpeiTai N
e&€Taon ekAOYAg yia Tnv atmeikévion Twv Sigvpu-
OHEVAV  UTTAPOXVOEIDWDV XWPwV, OAA& Kol YIoTi
ptropei va avadeifel Tnv mrapovcion GAAwv TTao-
AOYIKWV £YKEPOAAIKDV GAAOIDOEWY KOADTEPO OXTTS TNV
afoVIKI) TOHOYPA@IO j TOV LTTEPNXOYPAPIKS EAEYXO
TOU gYKe@GAOL Siapéoov TnNg avoIKTAG TTPOOHInG
m™yAs-"

Ta evpApota amdé Tnv MRl gykepdAov Trepl-
AopPBavouy ekTipnon yia (@) TAOOAOYIKA ETTEKTOON
TOU TTEPIAYYEIOKOU LYPOU (LTTAPOXVOEIDWS), (B) TO
@auvopevo Tng Aolikig @AEBag (cortical vein sign), (y)
TNV EAfKwon K&Tw a1ré T GLAAOYH, (6) TOV «KOIAIGKO»
oeikTn (ventricular size index) kai (g) Tnv wpipavon Tng
Agvkng ovoiag.?

KpiTApia yio Tnv €mMEKTAON TOL LTTAPOXVOEISOUG

XWpov Bewpolvtal (o) n HEYOAUTEPN amé 4 mm
KPQVIOPAOIIK OTTGOTOCN TOU LTTAPAXVOEISODG X0~
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pou, (B) n Vmapén povrpousg oTIf&dAG OTIG TrEPI-
£YKEPOAIKEG OLAAOYEG Ko (Y) S pe To ENY xapo-
KTNPIOTIK& KOI TTUKVOTNTX TNG TTEPIEYKEPOAIKAS
oLAAOYAS. AvTIBETO, LTTOOKANPIGIG TLAAOYH Bewpei-
Tal 6T1I LTTAPXEL, av diaxwpilovTal SVo diaPopeTIK&
OTOIXEIX TOL TTEPIEYKEPAAIKOU LYPOU KOl O1 PAOIIKEG
PAEPeg eival opaTEG pOvo OTa 6pia TNG HETATOTTI-
OHEVNG PAOIIKNG 0LOIOG.> TO PAIVOHEVO TNG PAOIIKAS
PAEBag opileTanl wg n OTTAPEN HPN HETATOTTIOHEVWOV
@PAOIKDOV PAEPDdOV PEOR OTO SIATETOHEVO LTTAPO-
XVOEId] XWPO OTIG HETWTTOBPEYHATIKEG KOIAGTNTES
(e1k. 1). H eAikwon K&Tw o1ré T oLAAOYH EAEYXETOI
YIQ amrOTTAGTLVON KOl TTAPOAHOPPWOT TNG PUCIOAO-
YIKAS KUTTOPOOPXITEKTOVIKAG. QG KOIAIOKSS SeikTng
opiCeTal TO TNAIKO TNG OHPIPHETOTTIAING SIapETpOL
TWV HETWTTIXIWV KEPATWV TWV TTAAYIWV KOIAIKOV SI&
NS SIGPETpov O0TO emiTTEdO TWV PACIKOV YoyyAiwv
(<35% y1a Tnv Taidiki nAikia).” TEAog, n ekTipnon tng
wpipoavong Tng AeVKAG OLCIAG YIVETOI Og OUYKPIOT HE
TNV QVOPEVOHEVN (PUOIOAOYIKA) YIX TNV NAIKio Tou
a0oBevoug, pe Béon 161kovg ATAAVTES.

H KAYX mrpétrel va SiagpopodiayvidokeTal omrd Tig
UTTOOKANPIdIEG OULANOYEG 1] QUIPHOTOHATO OfE TrEPI-
TTWON KOKoTroinong Tou Taidiolb. Xuvibws, 1
SiGryvwon yivetal pe Tnv MRI, 61Tov oTNnV LTTOOKANPI-
S1a cUAAoOYR LTTGPYXOLVY 6V SIAPOPETIKA OTOIXEIDN TOV
TEPIEYKEPAAIKOU UYPOD: () oI PAOIKEG PAEPES eivai
OPOATEG HOVO OTA OPIG TG HETATOTIIOPEVNSG PAOIIKAG

Eikdva 1. To @aivépevo tng @ronkig @agBag.

ovoiag, (B) SiakpiveTal TiEON TwWV TTAPOAKEIPHEVWOV
€AIKWV, N OTTOIN HEPIKEG (POPEG PTTOPET var 0dnyroel o
eAQPPA  HPETATOTION TWV KONV 1 KAl TV
EYKEPOAIK®OV NHIOPAIpiwv.”*

H &ia@opobidyvwon Tng HPEYOGAOKEQOAIGG pE
av&nNpEvoug LTTAPOXVOEISEIG XWPOUG KO (PUTIOAOYIKN
veupoavaTrTudiakr €§EANIEN oTO TPWOTO €TOG TNG
dwNs, €ival ONUAVTIKG v CUPTTEPIAGPEI TIG TEOOEPIG
OTTOVIOTATEG OPYQVIKEG 0&goupieg TTOL PTTOPEl v
TTOPOVCIAOTOVV pE TNV 81 £IKGVaL, KLUPIWG TN YAOUTO-
pik} o§eovpia TOTTOUL | (glutaric aciduria type 1), cAA&
Kou TNV €NAengn Tng Avdong Tou ouvev{UHOU A TOU
vdpo&upeBLAYAoLTOPIKOV 0&€0G (HMG-CoA-lyase defi-
ciency), Tnv éMenpn tng vépaTdong Tov cuvev{lpoL A
TOU 3-peBULAYAOLTAKOVUAIKOU 0&£0g (3-methylgluta-
conyl-CoA-hydratase deficiency) kai Tnv L-2-u6po&u-
YAouTopikr] o§govpia (L-2-hydroxyglutaric aciduria).” O1
TPWTEG TPEIG VAl ONPAVTIKG va SiayvwoToOv TIpiv
aTré TNV EPPAVIOTN KOATAOTPOPIKDV ETTEICOOIWV, TTOU
Bo 0dnyrfioovv og pn avaoTpEPipes BapiTaTeg BAGPeS
TOU KEVTPIKOU VELPIKOU CUCTAHHATOG. 2T YAOUTOPIKI)
o&eovpia TOTTOL |, emMITTPEOBETA EVPAHATA TS TNV
MRI, 6TTwg peyGdeg «LTTAPOXVOEISEIGY KOOTEIG KOl
HETWTTOKPOTAPIK OTPOPI HE  «DLOTTAAOTIKEGY
OXIOHES Sylvius, ptropel va fonBrjoouvv oTn diGyvwon,
OAAG dev BpiokovTal o€ OAEG TIG TTEPITITWOEIG. XTNV
EMegn g Avéong Tov ouvevlOpov A Touv LSPOEL-
HEBULAYAOLTOPIKOV 0EE0G Kal OTNV €AAeIYN TNG LOPO-
T&ong Tou ovuvevlpouv A TOUL 3-peBLAyAovTO-
KOVUAIKOU 0&€0G, TTEPIOTACIOKE HOVO HTTOpEl va
TaPATNPNOEl EYKEPOAAIKA ATPOPIx TN SIGPKEIX TWV
TPAOTWV 2 TV, evd oTnv L-2-u8pofuyrovTapikn
o&eovpia, N ata&iax Kal Ol XAPAKTNPIOTIKEG ULTTO-
PAoIdOEIG AeLKOSLVOTPOPIKEG OAAOIWOoEIG TNV MRI
epgavidovtal apydTepa. O1 yvidpeg difloTavtal yio To
KOT& 600 KG&Be TTaudi pe pokpoke@oAion ko KAYX
TPETTEl VO LTTOBEAAE T OE EETAOT XPWHATOYPOPIOG
agpiwv yix opyavikég oegovpieg. O1 TePIOOETEPOI
OLHEPWVOLV OTI N e€€Taon auTh emPapvver vtrepPo-
AlK& TO KO6OTOG TnG TEPIBAAYPNG KOl OLOTHVOLV
TTOPOTTOUTIT| OTT6 €10IKS TTOdOVELPOAGYO pbvo eTri
I0XVPWV eVOEeiewv.

H 6epatreia epiopieTon oe TTapakoAovOnon Tng
avénong tng MK, vevpoavarrTuiakn ekTipnon ota
TAGIOIX TAKTIKOV ETTIOKEPEDY OTOV TTAISIATPO KOl
SiafePfaimon Twv yovéwv yia To KOAONOeg Tng
KOTAOTOONG OTNV TAEIOVOTNTA TWV TTEPITITWOEWY
(OpE€oWG PETG TO TTEPAG TOL 20V £TOULG TG CWNAS,
6TAV ATTOKOBIOTATAI PUOIOAOYIKH OTTOPPSPNOT TOU
ENY).® NevpoxelpoupyIkr] eKTIpNoN 1] Kl KOIAIOTTEPITO-
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VOIKI TTOPOXETELON EVOEIKVUTOI HOVO O€ QOBEVEIG e
ouvex@s av&avopevn MK kol peT& Toug 18-24 prjveg
1} o avTOUG TTOL TTAPOLOIGLOLVV GNHUAVTIKF OVOTITU-
Elakn kabvoTEpnon.””

MpwTomabAg peyoheyKepaAia

Qg TPpWTOTAOG HEYOAEYKEPOAIX BewpeiTal 1
Tropovoia peTwTroiviakig MK peyoAdTepng 1 fong pe
2 oTOOepEg aTTOKAIOEIG OTTé TN péon Yo TNV nAIKIa
TIH| [ T&vw amé Tnv 98n EO, og maudig xwpis
KoAor|fn Siebpuvon Tou LTTAPOYXVOEIBOVG XWPOU,
LOPOKEPOAO 1] GAAN YVWOTH] OUVOPOMIKH, VELPO-
HeTABOAIKN 1} VELPOEKPUAIOTIKH dlaTapoyr, n ommoia
pTTOpEl Vo evoxoTroinBel wg auTtiot HEYOAOKEPOAIDG.
A0Beveig Pe PUOIOAOYIKG T TTAPATTAVW VELPO-
AKTIVOAOYIKG KpITHApIo (KABOoAOKANpia ¢puaioloyikh
MRI) xopoakTnpifovral G €XOVTEG TPWTOTTOON
HeyoAeykeOAio.® " e TaudiG pe TTPWTOTTAO HEYO-
AeykeoAian €xouv Treprypoa@el SLOHOPPIKG OTOIXEIT
(TTPGOWTTO KOl GKPO), VAVIOHOS, VONTIKA LOTEPNON,
LTTOTOVIO KOl BIATAPAXESG TNG OHIAIG KOl TNG 6pAON.
Avénpévn TIK €xel ovoxeTioTel pE POONOIOKE KOl
KIVNTIKG TTpoPAfHOTO OE LYIEIG poBNTEG. AVTiBeTQ,
a1ré OPIOPEVOUG EPELVNTEG EXEl TTEPIYPOPEI OTATI-
oTIK oLOXETION av&nuévng MK pe avEnuévo vonTik
mnAiko (IQ). ZnpeiwTéov 6TI O TTOPATIAV®W HEAETES
bev ATaV TIPOOTITIKEG, GAA& €Aeyxav Tnv OTTapén
OUYKEKPIPEVWV SIATOAPOXWY Tr XPOVIKA OTIYHN TNg
kataypo@rg Tng MK (r.x. oxoAiki nAikia). Mpéopata
Oebopéva™ omré TTPOOTITIKY ETIONHUIOAOYIKA HEAETN
144.273 appévwv veoyvwy, 732 amrd Ta oTrola eiyav
TPWTOTIOOH peyoAeykeoAio, omédei§av 6T ol
TOpaTmavw cobevelg PpiokovTan og kivbuvo va
ggpavioouvv XapnAd 1Q, evd n oakorl kal n épaon
avaTITOOOOVTOI (PUOIOAOYIK& YIa TNV nAikia. TéAog,
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SIOTTIOTOONKE HIX ONHOVTIKA OULOXETION HETAED
pnTpikAs MK kai MK Twv aoBevdv otn yévvnon.
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