MEPIFENNHTIKH IATPIKH & NEOrNOAOTIA Tom. 1, TEYx. 2-3, SEA. 179-184, 2006

Avemagrera g 0xVA-GUVEVIULO A OEVOQOYEVAONG
TOV MTOQOV 0EEOV TOMI-LOXQLAS-0AVGIOG:
TEQLYQUPT| TEQLTTOONG

K. Eugaq)iéngl, I Av'yov(niﬁov-EaBBonoﬂovz, 0. Zwﬁonm’)xovl, K. (I)(x)tuif)ovs, B. Agdoov- Ay(miﬁovl

LA’ Neoyvohoyuri Khviry xow Eviominy Noonheio Neoyvav AILO., ITIN Ogooohovinng "Inmoxgdteto”
2A’ Toudarmorni Khvinj AILO., Metapoinrd Eoyaotijoro, TTIN Oecoahovixng "[nmonodteto”
3Tuipa Khviriic Aworgogric , TTIN @eooahovixng "Inmoxpdteto”

AlMnhoyoapio: Koouds Zapapidng, Koung 6B, 54655, ©@cocolovixn
TyA: 2310839040, Fax: 2310992787
E-mail: saraf@med.auth.gr

IlepiAnyn

Ilegrypdpetor TEQIRTWON AVETAQRELNS TOV EVEUUOU 0XVA-CVVEVEUHO A de(dQ0YEVAOT TOV MITAQ®V OEE-
@V ToAV-poxgLds-olvoidag (Very Long Chain acyl-CoA Dehydrogenase, VLCAD), wov amxotelei ®Ango-
vopuxn datagayn Tng proyovogLaxrs B-oEeidmong Tov Mmagov oEémv, o€ TelELopnvo veoyvo, ayopl. H
v000g exONAOON®E TNV 3N NUEQa TNG OGS LE YEVIXEVUEVT] UTOTOVIM, VTOTAGT), [L1) XKETWTLXI] VXOYAVXAL-
uio, nroTiny] dOvohertovgyia ®aL TAYVVOT) TOU HEGOXOLALEXOU JLAPEGYIOTOS 0TO VITEQNYOYOAPTIC XaQ-
oudg, mov apyotepa eEehiyOnre o ovyreviorl] vEETEOPIA Tov pVoxagdiov. H €yrxaign dudyveon za
RATAAANAY SLoLTNTLRY] GVTINETATLOT TOV 000eVT] Eixe oav amoTéleopna TV V@eon TOV ovurtopdtov. H
TOQEIX TG VOOOU YUQUXTNOIOTN®E A0 OVYVES uetafoxés amogubuioers mov odijynoav oto Odvato
o€ Nhxia 9 unvov. O yoviduaxog ELeyyog amerdlue OLTA1] eTEQolVywTia pe V0 vEES neTarhdEels ato
Yovidro ov rwdixomorei To Eviuuo VLCAD, yeyovig mov diver tn duvatotnTa ToyeEvVNTIXROoU ELEYYOV O
Lo LEAAOVTIXY EYRVIOCUVT) TNS UNTEQUS TOV.

Aé€eig xdetdid: VLCAD, B-0Eeidwon, un retwtiry voylurowpia, veoyvo

Ewayoyn

H avemdoxeio tov eviipov axvh-ouvévivuo A dei-  plomre oxetwd medogata, to 1992.1 To véonua
dpoyevdon Tov MoV 0EEmV ToMI-poxoLdg-ahv-  petafLfaletal ue Tov VITOAEWTOUEVO CUTOOMUATIHG
oidag (very long chain acyl-CoA dehydrogenase, yx0Qaxtioo 2o n ouyvotTNTd TOV VITohoyiCeTon meQl-
VLCAD, MIM # 201475) amotelel duvnurd Bava-  mov otg 1:30.000 yevvnoeig Tavimv veoyvav.2 H -
™MEEEo ®Anoovowrty] STyt TS WToxovopLa-  toxovogloxt B-oEeldwon Tmv Mmapdv oEEmv dio-
i B-0Eeidmong Twv MTa®V 0EEMY OV avayvem-  QAUATICEL 0TTOVdNI0 QGAO 0TV TOQOYWYT] EVEQYEL-
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Avemdoneia VLCAD

og nou amotelel Paowwn myy eVEQYEWOS YLd TNV
2O RO TOVG OREAETIHOVS pieg rotd ) OdQ-
AELQL TTOQOTETOUEVNS ALORNONG, RaAUTTTOVTOS TO 80%
TOV OMRMV EVEQYELURMV AVOLYHMV TOU 0QYOVIOUOU.
To yeyovog auto eEnyel TV ®aedLo, NITOTIRY RO
wuixn ovpuetoyy ®abmg o TG exdNAwoelg amd 1o
HEVIOWUO VEVOLXO OVOTNUAL O OVETAQHELD TNG
VLCAD.3

[Tepuypdpetal TEAELOUNVO VEOYVO UE CVETAQUELDL
tov eviipov VLCAD pe oxomé v gvawobntomoin-
on TV TAULATOWVY 0T 0wOoTH AELOAGYNOT ROWMV
OUUTTOUATOV, OIS €(VOL 1] VITOYAUROLULOL RO VITO-
Tovio, ®abdg N €yrouen didyvmon xan xatdAnin
OVTLUETOMLON UTOQEl Vo PeAtidioel v €xPaon.
Emumhéov, 1 owoty yevetryy xabodiynon wroet
vo Teohdfel T yEvvnon dAhov Toududv pe v v
drataayyj.

Ileguygag meginTmong

[Todxretton yia €vo TEAELOUNVO, ROVOVIXO YLOL TNV
niwion ximong veoyved, ayoptl, mou yevviidnre amd
untépa mpmtotoro 20 etdyv. To pouevtrnd xou TeQL-
yevvnmrd otopurd frav ehetBego. Ou yovels frav
AMBovIHNg rATOYOYNG, QOLVOTUTILRA VYLELS, YXWOIS
OUYYEVELOL QLLUOTOS 1] OLXOYEVELOXO LOTOQWHO OVEEN-
yntov BavdTov 1 }oOVIOU VOOHUATOS. ZTNV QWY
rhvirn eE€taon Oev damotdbnxrav maboloyird
gvorjuata. Tn 2n nuépa amd ) yEvvnon, EuQAavioe
UEUOVUEVO ETELOOOLO AUTOUOTOV TEOUOU, EVA M)
rhvin eE€Toom row M YAuroln aluatog Hrov guoto-
hoywréc. Tyv 3n nuépa g Cmwng, To veoyvs maov-
olooe devnon MYNS TQ0PNS, YEVIXEVUEVY VITOTO-
VIO %O ROKY TTEQUPEQLUY] HURAOPOQICL. ZTNV OVTL-
rewpevirt eE€taon dwomotabnre yoyyvouds, poa-
duradia xow vtdtoor. EmmAiéov, n aviidpoaon ota
epebiopata ®oL Ta aQyEYOVO OVTAVORAAOTIRA TTOY
rataeyNUEVA. Agv dtamotdbnre mEoxddlo pion-
uo 1 oQyovoueyohia.

O mpotog epyaotnolonds €heyyog €delEe un avi-
YVEVOLUOL ETTETEDCL TOUYAQOV QLIUOTOS WG CUVODO
RETOVOUQIXL, NTTLAL AVTLEEOTTOVUEVY HeTOfoMNUT| OEE-
won ®oBwg ®ow avEnon Twv MEaTrdv evEiipmv
(SGOT 593 U/L, SGPT 108 U/L) nouw tg ovlog
(98 mg/dL) oto 006. O VITGAOLTOS CULUOTOAOYLHOS
%Al PLoynurds ELeYYOS NTOV EVIOS TWV (UOLOAOYL-
®V oplwv. Agv vmijoyav mafoloywrd evoyuata
OV aXTVOYQOpio. Bdoana ®oL TO AEYLRO VITEQN-
XOYQAPNUAL EYREPANOU.

H apyn1| Oepamelo meolhdufove avILUETMTLON TG
VITOTOONS (PUOLOAOYHOS 000G, EYXUVON LYOTQOTMV)
RO TNG VITOYAVROLUIOS (DO %Ol TTOQEVTEQLHY (OON-
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YNON YAUrOING), Tov elxe OOV OOTELEOUN TN OTO-
Loy aTORATAOTAON TS COTNOLOKRNG TTlEONS, ™G
dLoUENONG RO THG VITOYAVROLUIOS, 1] OToia OeV emal-
vamMjpOnre. 1o vmepnyoyodgmua-Doppler xop-
Oudc dloumotdinre TAXUVON TOU UECOROLMAROU
OLOLPOAYUATOS ROl UKQEY] OVETTAQRELOL TG TOLYAW)L-
vog PalBidog, evd 1 CUOTAATIRGTHTO TWV KOLALDV
Nrav Quolohoyry. Agv maaTnenOnxoy MAextoo-
%radL0YQOPLRA 0QEUOULES.

Me Bdon Tov ®MVIXOEQYUOTNOLOXG EAEYYO HOL TO
LOTOQWO  amoxheloTNRE TTEQLYEVVNTIRG stress, OlL-
noppayto tov KNZ, ompowpio v ovyyeveic holuw-
Eelg, »aBmg ®oL ETMVEPQLOLAKRY - VTTOQPUOLOXLT| OLVE-
TaQrELD. AGYw, OIS, TNG VEVQOLOYLXRIS ONUELOLO-
yiag oe ocuvdvaous pe v nrotwt duolettovyia
%OL TN U1 RETOTRY VITOyAuxaLuio, T€0nre €viova m
VITdvoLa evOoYEVOUS dLaTaayg Tov UETOPOAOUOU
%OL OUYREXQLUEVOL TG ITOYOVIQLOXIS B-0Eeldmong
TOV MITOQWV 0EEMV. O VITEQIVOOVMVLOUOS ATTOXAE(-
OTN®E KAVIRG, MOY® TNG YO YOONS ATOXATAOTAONG
™G YAURGING Tov aluartog, yeyovog mov emPeond-
Onre pe ™V aToVoiaL TAYRQENTIXIS OLOYRMONG
OTOV VITEQNYOYQAPLRS EAEYYO. Aov MpOnxe O ue-
tafolndg €heyyxos (apuwvio ainatog, yoroxrtrd
0EU alpatog, apuvoEEa mAdouatog ®oL ovpmy, 0Q-
yovird 0EEa 0VQMV, ROQVLTIVY 000U, OXUAROQVLTI-
veg alpuarog), dtaxomnxe n xoenynon Alovg (oma-
y6pevom ONaouot no AYPng ®owouU TQOTOTOLUE-
vou ydhaxtog Ing Poepuuiic nhwriag) row dEyLoe 1
xoeriynon L-rapvitivng (50 mg/kg/H) omd to otdua
™mv 3n nuépa voonketag. O meautéQm QYOOTNOLA-
%0g €leyyog €0elEe ueyalitepn avEnon twv nratt-
nwv evlouov (SGOT: 638 U/L, SGPT: 212 U/L),
g LDH (1800 U/L) now g CPK (2980 U/L). Zto
VITEQNYOYQAPENUC HOLALAS SLOTTLOTAONX®E 1) TALEOL-
olo Noyevolig VAMrOU evtog g KoMy ov #HoT™G
(xoMxn Adomm),  omola 0modSOnre aQyrd og dv-
ohettovpyia Tov Nratog eETiog ™S ®HURAOPOQIXIG
AVETAQRELOS ROTA THV EVAEEN THG VOOOU.

Ta amote éopata ToU EAEYYOL YLOL UETABOMKRS VO-
onua €detgav fma vregapumvionpion (60 wmol/L,
@.1. <55 umol/L), yohoxtny oE€won (2,8 mmol/L,
@.1. <2,2 mmol/L), gpuotohoyirnd emimedo ouvoEE-
v 010 ThAoua ®aBwg row awEnuéva emimeda Aoi-
vng xar opvilBivng ota ovpa. Ta gvoriuara, Suwc,
7oV ovvnyopovoav yua averdoxeie. VLCAD 1jtav
N dwopPfoEulny] oEvovpion xar  Tor woBohoyA
rhdopoto v oxvixrapvitvey (Ilivaxag 1). XZv-
yrenouuéva, oto lo delyna aiporog, mov Meonue
TOLY TN OO YNON ROQVLTIVNG, dtamotdbnre ovEn-
o  TOV  axVA-roQVITLV@OV  myristoleylcarnitine
(C14:1) now myristoylcarnitine (C14), ®0Badg nan
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Iivaxas 1: Ta amoteléouata tov eAéyyov (tandem mass spectrometry) twv axvixaovitivdy aiuatogs mov €6eoay
owayvwon s avemdoxetas s VLCAD. Eivar eupavijsc n avénon twv maboloyixdv xlaoudtwy uetd amo tn xoenynon

ROEVITIVIG

Axviragvitiveg IIowv ™ o001 ynoN Mera T yoeiynon Twég avagopds (umol/L)
roovitivnyg (umol/L) »raovitivng (umol/L)

C0 22 46 8.71-57.57

Cl4:1 1.73 5.41 <0.4

C14 0.82 2.18 <0.52

C14:1/C4 17.42 32.02 <2.44

C14:1/C6 72.25 143 <6.95

C14:1/C8 50.54 89 <5.56

TV mmAirov  towv  axvi-roovitivay  C14:1/C4,
C14:1/C6, C14:1/C8. Zt0 20 delyna, Uetd m XoQW-
YNON ®OEVLTIVIG, VINEEE TEQUUTEQW AUENON TMV
meonyoluevmy rabwg xar tov C18:2, C18 xow C16
orvA-xapvitvav. Metd amd ) dudyvworn, Adym g
evdeyouevng Prasttnic emidQUONG TWV EOTEQMWV
ROQVLTIVIG TTOAU-UOXQOLAS-0AVOIO0S AMTTaO®V 0EEmV
0TO UUOXAEOL0, OLARGTNUE 1| XOQNYNOT ROQVLTIVIG
RO XOONYNONnE auENUEVN 00N YAURAING %o OGO
vaha (Monogen, SHS, Germany) mwov meQLéyel ne-
ong aloov toryhurepidir (MCT). AxolovOnoe
otadiomd whvirny rou epyaomolanyy Pedtioon. Ze
ETOUEVO VITEQNYOYQAPNUAL EYREPAAOV OLATLOTAOON-
®e fma dudtaon Tov rothoxov ovotjuatog. To ev-
onua awto emPeforddnre xow oy aEovixi Topo-
yoopia eyremAAov, GTov SLUTmOTOONHROY ETTAEOV
VITOTURVES TTEQLOYES TS Aguxrig ovoilog. To mhe-
ATQOEYAEPOLOYQAPNUQL, TAL TEOXANTA duvapurd ®ot
N PpvBoordmmon Nrav PuoLOAOYHA. ZTOV OLUOTOLO-
ywo €heyyo v 32n nuéoa voonieiag drormotwon-
%e TaQodLxn ovdetepomevio (atdAvTog 0LBUSS Ov-
detepoihmv 404/mm’), n omoia amoxoTaoTAON*E
o6 wovn mge. To veoyvd eEqhbe amd v nhwvr
wog v 35n nuépa CmMg ue ouyrexpLUEVES dLoTo-
pwés ovordoels  (vmepBeowdiny  oltion  ue
Monogen »dfe 4 dpeg ue mpootxn MCT nou mo-
Apeav yYAuroing oto ydha) xow odnyleg yio TonTL-
%] nAwvinn] ro ggyaotnolaxy mapaxolovdnon. H
OTA0N TWV YOVEWV OVAQOQLRA UE TNV TAONON TOV
TOLOLOU TOUG VINOEE QLVNTIRY, UE CTTOTEAECUNL VL
unv tEovvTaL oL ELOLRES 0ONYIES TTOU OlPOQOVTCY
™ dwowtnury ayoyy. H peténerta mopeio tov Poé-
QPOUG yaparTNEoTN*E G OUYVES UETOPOMRES
amopuluioels, evad  xoediowxy] PAAPn eEeliyOnne
o€ ovyreviow) (concentric) VEQTEOPIO TOV WVO-
®apdlov. Mdhota, o €va amd Tt emeloddLa outd,
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EUPAVLOE EQVA OVOETEQOTTEVICL, YLOL TV OTTOLKL YOO~
YiONre QUENTIXGS CUUOTTONTIRGS TAQAYOVTOS TV
ovdetepopihwv (G-CSF). To Ppépog natéinse ot
niwnio 9 unvav.

O yovidlandg €Leyy0g TOU VEOYVOU O TMV YOVEMY,
7OV €YLVE OTO TURUA LoELorY|S Pfroroylag tov [ave-
motuiov Aarhus g Aaviag, £€deiEe Tl TO veoyvo
Nrav duThdg eteoluyTNG ne 000 VEES LETUMAEELS
tov VLCAD yovidiov: mg uetdrhhagng del 380-382
(omnv omota elvar £TeQOLVYNTNE O TATEQOS TOV) RO
IVS11 + 2T>C (omv omolo givor eTeQOtuymTNS M
UNTEQQ TOV).

Yvlimmon

H averdoxrewo g VLCAD yopaxtnpileton and
ueydhn xhvin etepoyévera.3* Ov Andresen zou
Ouv Og (o OElRd 55 aoBevav Ue OVETAQHELD TOU
OUYXEXQLUEVOU EVEUUOU SLEXQLVOAY TOELS RALVLROUG
PALVOTUTTOUG: dU0 TG TTOULdLRIS NS RO EVOL TV
evnAixwv.3 Ztov o cofapd amd Tovg 2 THIToVS TS
madurnig nhwriog, n averdoxewa g VLCAD exdn-
MOVETAL TTODLUOL -TLS TEQLOOOTEQES (POQES TIS QM-
TEG NUEQA TNS Comg- ne xnapdlopvomdoeLa, NTaTo-
ueyahio now vrotovia. AvtiBeta, o NTLOTEQOS TUITOG
eUPOViCeL ouyvoTEQX EMELOGOL U1 RETWTIXHG VITO-
vhvxroupiog v gopdopvsivong. O Timog Tov exdn-
Advetow oty evidxn Com yoooxtnoiletan amd
VITOTQOTMLALOVTAL EMELOGOLL WVIRMV CAYDV UE QO
Boouvsivon-poopopvovpior ®or oEeia vepourn
OVETTEOHRELDL, ROQOLOUVOTTADELOL KOl OTOVIGTEQX U
RETWTIXY] VIToyAvroupia | roua.>7 H mopatetapévn
vNoTEl 1] AoXNON %Al OL LOYEVEIS AOLUWEELS aToTE-
Aovv exdvtind oalto tov emelcodinv.>8 Qotdoo,
OVAEQEQOVTOL HOL OLOVITTMUOTIRES LOQYES TS VO-
oov.
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Avemdoneia VLCAD

Ztov 0.00evi] TOV TEQLYQAPOUUE, 1) ueTAfolny do-
Tapoy] exdAwOnxe ™mv 3n nuéoa ™mg Comg ue veo-
TAOT), RO, U RETWTLRY VITOYAUROLUIO ROL NTTOTLXT
dvohertovgyto. Ymoyio droragoyms Tov uetafolt-
opov TOV MV 0EEmV, TEBNKE AOYM TG TOQOV-
olog un retmTwng vroyAvrauiog, ®»abmg avty mo-
oaTnEElTaL 08 AaTOAXES T™C WTOYOoVOQLaXRNS [B-
0Ee(dmONG TV MMV 0EEMV ROl O VITEQLVOOUM-
vioud. Ao T0 TEQLOTATIRG HOS palvetal, emtiong, M
onuaocia g a&orldynong cuvnbwv cuuTTOUATOV,
Onmwg ™S vroyAvraipiog. XooorTOLOTIRA OVOpE-
petal Ot ToEodwnt] voyhvroupio 1 po AavBdvou-
00, ®OTAOTOON GOV TO VEOYVS deV ToMEL ®ahd. 1] &l-
VOl VTTOTOVIXG UTTOQEL VO atoTeLel TN Hovodixy ex-
Miwon averdprelas g VLCAD xou yevirotepo
€VOg nAnoovourol UeTofornol VOORUATOS, TOLY
™V AN exdfAwon g vooou.8 AveEdotnTa Sume
amd ) Sudyvmon, 1 ONUAOIO TG VITOYAUROLUIOG
ETAUEVTQWVETOL OTNV TUOAVOTNTA TOORANONG EYHE-
palxrig PAdfns. H dudtaon tov zothoxol ovoti-
UOTOC XOL 1) TTOQOVO(0 VTOTUAVMV TEQLOYMV TNG
Aevrnig ovolag ot mepimtwor uog emPepfordvel
TOV %{VOUVO TG O TTALOA TO YEYOVOS GTL OL CUYRE-
®rowéveg PAdfec dev €xovv avapepbel o aobeveig
ue avemdorewa ™ms VLCAD. H xapdionvrhogoot-
%1 noTtaEEwm elye mBavotoTa AUEOT) CUOYETLON UE
™MV emdQOON TMV TOEWMMV OXVA-RAQVITLVAOV OTO
UVORAQALO TOV VEOYVOU, ROBMDS EVOYOTOLOVVTAL YLOL
™MV avdmtuEn puoxadlomdOelag rot RAUQOLOXRDV
aEUBAV  (rvpimg xothant] tayvradia).”? To
YEYOVOGS ot eVIoYUETAL OTtd TV AvATTUEY ouyXe-
VIQIXIG VITEQTEOQIOG TOV pvoxodlov HeTd ot
Poepun nixio. “Etol, n emapxig aEloAdynon twv
ROV aEELOUDY OTN veoyvivy MAwio elvol
Waitega onuovtry, xabmg UoQel vo vtoxUrTTe-
Tou draroparym TS B-0EeldmonNg %o Vo amoTeAEr TNV
aywy exdhmwon g véoov.? Qotéoo, mEQTOU
30% twv aoBevdv pe ™ Voo dev avorTiooouy To-
T€ %0QOONA OVUTTOUOTO.4 Z& OQLOUEVES TTEQUTTH)-
oeLg avevploreton eouapdiaxy ovlhoyn.8 AEitel
va onuelwBel 6t 0T CoPaEY LOQYY] AVETAQHRELOLS
™ms VLCAD ue €vagEn (Tig mepuoodtepes (OES)
ot veoyviny] nlxio, N un ®ETOTHY VIOYAUVRALUIO
ouvvodeveton Tavto atd radopvorddeia.d TIapd-
uoLat, 1 aENON TV NTATRAOV EVEDUMY ROL 1) OVED-
oeon yolxig Adommg ftav evOEwmTIng MITaTrig
ovupetoyic. H mpoopol) tov vjatog amotehel ov-
¥V EXONAOON TNG VOOOU RO YEVIXGTEQO TV ALOTOL-
oay®@v g P-o0Eetdwonc.3* Eviiagpépov eQyao-
oLaxd evpnuoL OtV TEQIMTMWOY nag frav, emxions, M
avevpeon ovdetepomeviog, xabadg dev €yel meQL-
yooapet wponyovuévmg oe averdorela g VLCAD.
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H €ynaipn dudyvoon xou €vopEn g ewdwniic aym-
V1S ovuPfaiier oty Veon 1) TV TANON VITOYMOENON
Tov petafolxrdv datapaywv.8? H avevpeon ma-
BohoyroU TEOMIA OXUA-ROQVITLVAIV aTtd OTOYOvVa
atporog og dMONTKS yootl Bewpeltor agomoT
yuoo v aviyvevon g averdoxrewog g VLCAD.4
Qot600, elvar duvatdv vo duagpiyer N Oudyvmon
OTNV TEQIMTMON TOV TO VEOYVO €IVAL ALOVUTTMUATL-
%0, UEYOAMITEQO TV 4 NUEQWV 1] Oty TOL EVOOYEVN
emimeda TG ROQVLTIVIG OV ETOLQXROVV YL TO OYN-
UOTIOUS TV TABOAOYIXMDV EOTEQWV ROQVLTIVNG.2
“Etol, 1 petafohnt] duatapoyri moémet va emPefot-
MOVETOL UE TOV TTEOOOLOQLOUS TS dQUOTIRATNTOS TOV
evlipov 1 ToV EVIOMOUO TV UETAAAAEEMV OTO
VIevBUVVOL YOVIdTOU TTOV BOIORETAL OTO YOWUSCWUL
17.

2T0 TEQLOTOTHG TTOV TEQLYQAMETOL, 1 OVEUQEO
dvo vEwv petahhdEemv emiPefaimoe, eniong, To ev-
oV pdoua Tmv HETaAAEEMV TS VOooU (€xouV TTeQL-
yoapel Tovldywotov 60 uetarlldEelg). Mdahota,
€xeL mapatnENOEel 0TEVH OVOYETLON POLVOTUTTOU %O
yovotumov. ITotevetan 6t otovg aobeveic ue dvo
undevixég (null) petarhdEelg vdEyeL TAONG ave-
TEQEKRELOL TOV EVEUNOU 08 JLAPOQOUS LOTOUS XL YLOL
70 AGYO0 aut6 dev yiveTow avexrt) 1 uetafolnry duo-
tapayn (Pais pavétumog).? O mEoodLoELOUSS ™S
dpaoTndTTag Tov evEUIOU 08 ®UTTAQM LVOBAAOTHV
d€puarog, Nratnd LoTo 1 AeppoxruTtaQo cuuPaieL
ot dLdyvmon, ymelg Taedha otd Vo CUoYETICETOL
ue ™ Poagutnta Twv ®Mvirdv exdnidoemv.410 T
10 Yyovidiomd €heyyo g avemdoxrelag s VLCAD
uwrtoel va yonowmwomon et xor To atpo Tov Aoppd-
VETAL YLOL TO OUVH O TQOANTTTLRO EAEYYO OTY VEOYVL-
x1) Nt H dudyvoon g dwotapoyns xabuotd
duvaT| ToV TEOYEVVITLXG ELEYYO OF OQLOMY| Adyvn
1 0 auviaxo vyo.4

H modyvwon g véoou eEaptdtat oo Tov ®MVIXO
TUTO %ol TV EYROLEN avTlpeTmon. O Bagig Timog
ue ™V medun  EvaeEn ouvodevetal ote VPmAY
Ovnromra. O Bdvorog eméQyeTor AGYm VITEQTEOPL-
%S woraedlomddelng, TeQUraEOLOKNG CUALOYIG
AOL HOLMOROV 0EUOMLAYV, oLVNO®GS 0TO 10 EMELDO-
S0 «petafolnig amodloQydvmons» M aQyoTeQa.
Q0t600, e TV RATAAANAY OLOLTTLRY OVTLUETATTLON
elvan duvar  vtooTEoY TV PAABOV atd Tol dud-
@opa ovotfuata.s? Emmhéov, ue v mooouumtm-
uoTry] OLdyvewoT| Rl AVTLLETHOLON, WOLTEQA OTLG
Nmeg OPYES, umoel va TEoANgHel N eEEMEN g
vooovu, axdun xor o Bdavaroc. “Etol, n epoaouoyi
aueoco g ®otdAining BepamevTinng maéupoong
Bewpelton emPefinuévn. Avty, elvor cuumtouaT-
%1}, OTTWS 1 AVTLUETAOTLON TOV RAQOLOHOV 1] GAA®V
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eMUTAORAV %ot 10wy datnury aywyn. Ewduxdte-
00, Ot veoyvixy ral Poepwn nhxio ovotjvetal
dlowtar youniic meQlexTvATTAS O¢ AMtoQd OEEa
woxELds oAvoidog ®ow VYNANG TEQLEXTIXRGTNTAS OF
MCT.312 Ta televtaio dev yoeldlovtar xaQvitivn
YLt VoL ELOEMBOUV OTOL LTOYGVAQLOL ROL VOL VTTOOTOVY
B-oEeidwon. Avtibeta, ota poxods alvoidog Mma-
00 0EEaL yoeldleTaL 1 ®aQVLTIVY, 1) €AeVBEQEN LooP
™G omoiog eival eEAATTMUEVN OTO allo O AvemdQ-
rewr ¢ VLCAD.4 Q01600 0 avemdOrelo TG
VLCAD, n x00MyNon tg meE€meL vou YIVETAL e TTQO-
ooyn, ®oBwg umogel vo odnyrjoel oe dBooLon Twv
€0TEQWV TG OV BemEoUvToL TOEWOL YLt T0 Uvo-
®dpdo eEautiog g apeubuoydvou dpdong toug.
Avtog frav eEdAhov o Adyog mou yoonyribnxze L-
ROQVITIVY] 0g wrdtepn d6on otov aobevi unog.
Emumhéov, vedtepeg ueléteg €delEav otL M CUUITAY-
QMUOTLXY YOENYNOY RAQVLTIVIG WOl vaL unv elvor
oamopaltnT), ®abdg ta emimeda ™E OTo aiuo Oev
OVTLITQOOMITEVOUV TNV TAQOYMYT] TS 0td Toug OLd-
POQOVG LOTOVS 0 UVONRES AENUEVOVY avaryrv.13
ZUUTEQUOUOTIRA, 1 CVEVQEOT UM RETWTHNG VTO-
vhvraupiog Bo moémet va B€tel TV vty o PLToyov-
dotanric drorapayms g PB-oEeldmong Twv poxoLdg
RO TTOAU-UOXQLAS AAVOTd0E AMITOQMV 0EEMV, LOLaL-
TEQU  OTAY CUVOIEVETOL ATl EXIMADOELS atd TV
20EOLd, TO NTTALQ RO TO KEVTOLXO VEVQLHO OVOTNUCL,
rAONOS N EyrouEn AdyVWOoT XKoL AVTLUETMOTLON EYEL
Wiaitegn onuaocia yuo vy €xpoorn g véoov. Emi-
mhéov, ue T Sudyvmon Tap€yetol 1 duvoatdTTa
TEOYEVVNTLROU EAEYYOU OE UEALOVTLXY EYHUUOOUVY).
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Summary

We describe a case of very long chain acyl-CoA de-
hydrogenase (VLCAD) deficiency, a mitochondrial
fatty acid p-oxidation defect, in a male full-term
neonate who presented with generalized hypotonia,
hypotension, hypoketotic hypoglycaemia and liver
dysfunction on the 3rd day of life. Heart ultrasound
revealed thickening of the intraventricular septum
which progressed to concentric hypertrophy of the
myocardium. The early diagnosis and appropriate
dietary treatment of this infant resulted in reversal
of his symptoms but he had frequent hospital ad-
missions later on due to metabolic decompensations
which ultimately led to his death at the age of 9
months. Mutation analysis revealed compound het-
erozygosity with two new mutations in the VLCAD
gene enabling prenatal diagnosis of future pregnan-
cies of his mother’s.

Key words: VLCAD, f-oxidation, hypoketotic hypoglycaemia,
neonate
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