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H Kkapvitivn sival éva pdépio-@opéag, nov cuuBAnnel
otn perapopd v pakpdg anboov Anap@dv o€€wv oto &-
OWTEPIKS TOoL pItoxovSpiov yia tn B-ofeibwon touvg rai
mv napayoyn evépyeiag (eik. 1). H avendpxkeia kapvirti-
vng eival n Kardotaon ekeivn, KAtd tnv onoia n CLYKE-
VIp®ON NG Kapvitivng oto nAdopa n toug 10tolg efval xa-
UnAdtepn and TNV anapaitnin yid tTnv €NéNEoN g Qu-
oloNoyIKNIG tng Asitovpyiag. H avendpkeia kapvitivng re-
pinapBdvel nv npwronabri kai tn Sevreponabri popen.
Qg npwronabrig avendpkela opizeral n peimon ng evo-
RUTIdp1ag Kapvitivng rnov 8ev oxerizeral pe kdrnoia anan
avayvwpiolun cvornparkn diatapaxni, n onoia Ba prno-
povoe va em8pdoel omv eNdImOON TWV 10TIKAOV arnobe-
Hdtev Ing Kapvitivng. Avdhoya pE TNy I0TIKA KATtavouni
TOV XaUNAGV emnédmv Kapvitivng npokvnrel n Sidkpion
O€ CLOTNUATIKYA KAl 08 puonadntikov TOrov HOPENH. TNV
MpAIN naparnpeital peimon twv emnédwv Kapvitivng o
Spyava dnmg 1o nnap, n kapdid, o eykEpanog, o1 UBeg,
He anotéhsopa Tnv eu@duion MOALOPYAVIKAG SULOAEL-
Tovpyiag os WIKpN nAIKia (U€xpl 7 e1dv), evd omn Sevte-
pn ta xapnhd enineda nepilopizovralr avotnpd oto PLIkS
10t6. H 8evreponabrig popen agopd oe yevenurd rabo-
piopéva petaBonikd enneippara ri enikinteg naboNoyIKES
Kraraotdoeig, Snmwg CLOTNHATIKEG VOOOLGS KAl 1aTPOYEVEIS
A @AappakeLTIKEG napepBdosig, mov Sevrepoyevads Mpo-
Kranovv avendpkela kapvitivng (miv. 1).
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H npwrtonabrig avendpkeia kapvitivng puonadbnukos to-
MoV XapakInpizeral and peydnn peimon tng Kapvitivng oto
HUIKG 1016, PE QUOIONOYIKES SHMS CUYKEVIP@OEIS TNG OTOV
opd. Anortenei ondvia vooonoyikn oviéinta (nepi ug 30 a-
vaQePSHUEVES NEPIMIOOEIS otn S1ebvn BiBAioypagpia).?

MEPITPA®H MEPINMTOQXEQX

Avbpag 36 stdv e10nxOn onv KAwiknA yia puikn advvapia
KEVIPOUENIKOU TUIIOV.

H gvapén 1ov ocvpmopdiov tonobetribnke xpovikd and tov
aocBevn 10 priveg npiv and v gicaymyn tov. Avépepe SVOXE-
peia otn Bddion rai £181kd otnv dvodo rAipakag, Kab@dg kai otnv
éyepon and Babv kdBiopa. Me tnv ndpoSo tov Xpdvou Mpo-
otéBnke aioBnpa KSnwong Kai Kard v eNIéNEON XEIPOVAKTI-
KOV gpyaoidv. Ta cvpmédpara sioéBanav rima, Ssv oxetizoviav
HE Kdnolov eKALTIKS napdyovta (Aoiumwén, §vtovn couatiki Ka-
tandvnon) Kai napovoiazav npoodevtikh embsivoon. Xto S1d-
ompa avté o acBevrig avépepe eniong andneia Bdpoug 9 kg,
xwpig Siatapaxni ng Spefng. And 1o 10ToPIKG avaggpoviav dn-
Aa 8Vo napdpoia eneicddia, npo 3etiag (Sidpkeiag 1 €roug) rai
npo 7etiag (Sidpkeiag 2 pnvav), mov vEEBnKav aviépara.

To atopird avapvnotks tov acBevolg ritav eAelBepo, eKTSS a-
né avagepdpevn ovyyevi paiBoinnonodia apiotepd, nov Bepa-
nebnke o Bpe@ikn nikia. O acBevrig Sev enduBave @dppaka
ovotnuatkd rair 8sv akoNovOnos QApUAKeLTIKA aymynh Kard 1o

Mivakag 1. Amonoyia ing avendpkeiag Kapvitivng.

TNpwronabri¢ avendpkeia
ZLOTNPATIKA avendpkeia
Muonabnrikot ténov avendpkeia

Aevreponabri¢ avendpkeia
[evenikdg kaBopiopéva petaBoAikd endeippara
- Aiatapaxég oeibwong Ainapadv o§gwv
¢ [Tapprvnotpavogepdon tng kapvitivng [ kar Il
* Tpavonokdon
¢ “Evzopa o€eibmong Ainap@v ogav
- Aiatapaxég peraBoiopot apvolémv SiakAadiopévng aboou
- Alatapaxég evzOpmy avanvevotikig anboouv
— IMoutapixri o§vovpia
- Anapivdon tng adevooivng
Enikinteg naBodoyikég karaordoeig
— Maiwpévn npdoAnyn (napeviepiki Siatpon,
Un napoxn Kapvitivng otig 1po@eg, Suoanoppsenaon)
— Meiwpévn BiootvBeon (kippwon, xpovia ve@piki avendpkeia,
npo®PAInta)
- AuvEnpéveg avdykeg (kbnon, yanouxia)
- Auvénpéveg andeieg (obvSpopo Fanconi,
VEQPIKNA 0®ANVApIAKn o§gwon)
— ®dppaka (BaAnpoiks, mBapmkiAivn, spetivn, z10608ovivn)
— larpoyeveig napepBdoeig (aipodibiion)
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Eikéva 1. O péhog tng kapvitivng otn petagopd tov enetBepav Ainap@v oféwv (FFA) evtég tou pitoxovSpiov, n petaBoiiki 066¢ g B-o8eibmong
kat n ovvelo@opd tng omnv napayoyn evépyeiag. CPT-I kar CPT-II: [TaAprvdorpavopepdon ng kapvirivng [ kai II, ACD: Akvdo-CoA Seb8poyovdon,

HAD: Y6potu-akvio-CoA 8eidpoyovdon.

tenevtaio 10unvo. "Hrav kanviotrig 15-20 oiyapétov npepnoing
Kai néing ofvouv-tainovpov, nepi ta 50 g aNkKoSA npePNCInG.

Andé m @uoikni e€étaon SiamordOnKe arpo@ia @V HL@V NG
WUIKAG Kal MUEAIKAG zOVNg UE aviiotolxn Peiowon tNg PUIKAG 1-
oxvog tovg. O aoBevrig napovoiaze pvonadntikn yepon and
10 &dnedo (onpeio Gower) ka1 BaSiopa eni evpeiag Bdong (vric-
og10). Emnigov, gv ekAtoviav duew ta Sike@anikd Kai Ipike-
@aNIKd TeEVOVIIA QVIAvVARAAOTIKA.

Andé tov aiparoNoyikd kar Bioxnpiké €heyxo Mpogkuypav ta
e€ic: Het 42,1%, Hb 14,4 g/dL, Aevkd aipoogaipia 4700/mm?
(puotohoyikSe Tnog), aponetdiia 297000/mm?, TKE 3 mm,
INR 1,07, yavrdzn 85 mg/dL, ovpia 33 mg/dL, kpsauvivn 0,9
mg/dL, SGOT 90 U/L, SGPT 28 U/L, ALP 103 U/L, y-GT 22
U/L, CPK 865 U/L, CPK-MB 47 ng/mL, LDH 934 U/L, oAirii
xonepuBpivn 0,65 mg/dL, Na 143 mEq/L, K4,3 mEq/L, Ca 10,3
mg/dL, P 4 mg/dL, Mg 2 mEq/L, Pb (oAiko¥ aiparog) 10 pg/dL,
oLPIKG 08V 5,3 mg/dL, xonnotepdin 179 mg/dL, tpiyAvkepibia
137 mg/dL, Bupeoe1Sikég opuSVES K.@., OAIKA Aevkdpara 6,47
g/dL, Aevrwparivn 4 g/dL, opaipiveg 2,47 g/dL, nAskipo@dpn-
on NAEVKOUATOV K.@., MOCOTIKGS MPOCSIopIocUEE avocoomalpl-
VAV K.@., aviioodpara gvavil urnoSox€mv akervnoxonivng (-), a-
voooBionoyikSG €neyxog (-), yevikiA oVpwv K.@. To nhekipo-
rapdioypdpnua Rrav QLOIOAOYIKS.

O aneikoviotkSg €Neyxog He aktvoypagia 6dpakog, afovi-
ki topoypapia (CT) Bdpakog ka1 CT dvw-kdim kowiag ritav
@LOIONOYIKASGS. Ané 1o vrigpnxoypdenua kapdidg Sev vnripxav
ev8eieig pvorapdiondBeiag. O veLPOPLOIOAOYIKGG ENEYXOG
(kivnuRA-ai0OnNTUKA ayoyipudinta, puoypdenpa, aviiSpaon Ka-
1d Desmedt) 8sv avébei€e nabBonoyird svpripara. H avdavon

DNA pe t pébobo tng anvoidwtrig avtibpaong noAvpepdong
(PCR) yia veuaia pvarpoeia ténov Il kar puika Svotpopia
Becker ritav apvntkni. “Eyive Biopia pudg (6100 terpake@d-
Aov), n onoia €6&1€e avnuéveg evanoBgoeig evbokruttdpiou Ai-
rouvg evidg TV PUIKOV vav. H pérpnon tng kapvitivng oto po-
iKGS 1016 €6e1€e onpaviikn peioon tng oAIKNG Kapvitivng: 0,110
nmol/g (puoionoyikég tipég, PT 1,95+0,35) kai ing eAcBepng
kapvitivng: 0,103 nmol/g (PT 1,70+0,45). O ASyog arvno-
Krapvitivng/enebBspn rapvitivn ritav 0,07.

>1ov acBevii xopnynBnke Oepaneia pe L-kapvitivn oe 86on
2 g npepnoing and tov ordéparog. Evidg 7 npepdv napovoia-
ot avrandkpion orn Oepaneia pe BeAtimon 1wV CLUMTOUAT®V,
eved eviég 20 npepadv efxe NANpN KAIVIKA KAl €pyACINPIAKni a-
nokardoraon.

ZXOAIO

H npwrtonabrig avendpkeia kapvitivng povornadntikot
ténov efval pia ndbnon pe AUTOCMUATIKA LIOAEIMGUEVN
KANPOVOUIKSTNTA, Mov pnopei va ek8nAwBel ora npdra
xpdvid TnG zonig, andd cvvrbwg sppavizeral Kard t 2n ri
3n Sekaeria.’ O1 KAIVIKEG eKONADOEIG efval KEVIPOUENKA
abvvapia, sBkoAn KSN®won, eV Uopsi va cuvundpxel
kai kapSiopvondBeia.? H naBoguaoiotoyikn Bdon tng vo-
OONOVIKNG AUTAg ovidintag @aiveral va apopd 1o cvotn-
pa peragopdg tng Kapvitivng 81d tng NAACHATIKAG UEU-
Bpdvng Tov Kuttdpov.?* H éAdeipn kapvitivng npoxkadei
abuvapia xpnoipornoinong twv Ainap@dv ofémv yia napa-
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YOV EVEPYEIAS KAl CLOCWPELON ALVIOV EVIOS TWV KUTTA-
pPWV. 210 OLYKEKRPIPEVO acBevii, n Biowia tov puog £6¢l-
€ av€npéun svanéBeon svSokuttdpiou AMovg evidg Twv
HUIKAV VAV, e0pnpd rmov o8iynce otov nepaitépn Eney-
X0 HE npocdlopiopd tng Kapvitivng oto puiké 1oté. H a-
vevpeon efaipetikd xapnidv eninédwv (<10% touv @u-
olonoyikoU) €0eoe tn S1dyvmon tng avendpkelag KApVITi-
ung. Avagépetal 4t n peimon tov emnédmv g 10TIKNAG
KRapvitivng npénel va sivar tng tédéng tov 10-20% tov @u-
o1onoVIKoU, dote n BloxnpikA avti avopania va yiver kAl-
Vikd spgavig.’ Ta acvpmopatkd Siaothipara tov acbs-
voUg Kard v tenevtaia 7etia, and Kal n rnponyovuevn
eNeVBepn oLPMIOUATIOV NEPioS0g TG zwNg Tov, mbavov
avtavakAovv opiakti vnépBaon twv napandve eninédmwv.6

2 Sigpebvnon acBsv@dv pe avendpkela Kapvitivng ei-
vai ovolaotiki n 8idkpion g npwronabovs and m Sev-
1eponadn pop@n. ZIv np@in nePimmon, N AVIXVELOUE-
vn avendpkeia sival kal n aiia tov VOOONOYIKAOV eKON-
Adoswv, ev®d otn Ssltepn pnopei va sival anAdg smipat-
vépevo.! H nepiypapduevn nepimmoon agopd Mnperorna-
61 Siatapaxn, nov pdAiota neplopizerar oro PLIKS 1016
(pvonaBnuKGSG ToMoG), KaBdT Sev vidpxouvv evBeielg Mpo-
oBonrig dnnwv opydvev. Emnagov, Ssv SiamotdOnke Kd-
ol CLOTNUATIKA Si1atapaxn, 1ArPOYEVAG 1N PAPHUAKEVTIKA
napgépBaon, n onoia Ssvtepoyevadg Ba pnopovoe va npo-
ranéoel avendpkela kapvirivng. ‘Onwmg S avanverar na-
PArdim, @aiveral 6t n napovoa nepintmon v apopov-
O€ o€ KArola evzuUIKA diatapaxn o HIToxovdpiakd €vzu-
Ha oxenzopevn pe eniinn o€eibmon tov akvno-CoA, 1Kka-
vii va npokangoel Ssuteponabni avendpkela Kapvirivng.

O1 10 XAPAKINPIOTIKEG HOPPES EVZLUUIKAV S1atapaxdv,
nov Ssvreponabds odnyolv os avendpkela Kapvitivng,
svronizovrai otig peraBonikég 08o0g tng oeibmong twv
Amapav ofémv Kuping’ Kal Twv apvoSémwv Sevtepevd-
viwg.® Zug nepimdoelg avtég, Adym KOASUATOS Otn Qu-
ol0NoyIKA annnfovxia v aviudpdoemwv oe KAMolo on-
Hefo tng avriotoixng petaBoiiknig o600, cvpBaivel cuo-
odpevon akvho-CoA kar akvdokapvitivng.” H tehevtaia
ovoia sfval kapvitivn soteponoinpévn ge akvno-opdda
Kai, oe aviiBson pe v enedBepn Kapvitivn, pnopei va
Sianepvd 11g KUTIAPIKEG pepBpdveg Kar teNKA va arex-
Kpiveral, Kevadvovtag g anoBnikeg tov opyavioposd oe
kapvitivn.?’ Ta enineSa oAIKAg Kapvitivng peidvovial o
25-50% touv @uolodoyikoy,® ev®d n avahoyia akvho-
KRapvitivng rpog eneBBepn kapvitivn avfdveral, ASym tng
LIEPIAPAY®YNG TNG NMPAING, ot enineda peyanvrepa tov
0,47 (puolodoyiki tiun <0,25).! Znv nepiypa@duevn ne-
pim®on, N CLUYKEVIP®ON NG OAIKNAG KAPVITIVNG OTO ULi-
KG 1016 avixveUtnke og oy xaunnd enineda (5,6% tov
@uoIoNoYIKOV) Kal, eEMNAL0V, n avanoyia akLAOKAPVITI-
vng/eNelBepn Kapvitivn nap§peve QUOIOAOYIKNA, evEeilelg
rnov ovvnyopovoav viép npwronabovg Siatapaxnig.

O pnxaviopds NG AndAEIAg KAPVITIVNG OF MEPITIOOEIS
€VZLPIKAV enAs1ppdtov omnv ofsibmon tov akvho-CoA
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ev8eXOUEV®OS NEITOLPYET KAl MPOCTATELIIKA yid TOV Op-
yaviopo, KaBds n akvhokapvitivn rnov arnoBdnnstal ne-
pinapBdver Kal tn pn anoSopricipn akvno-opdda, npo-
@uhdooovtag 1o KUttapo and mv ToSIkA LMEPOULYKE-
vipwon ng.%” “Erol, pnopef va aimodoynBei ka1 n adv-
vapia KAIVIKAG avrandkpiong otnv e§myevi Xxopriynon
Krapvitivng o té€roieg karaordoslg. Avribera, ong npwro-
naBeig popgg, napdt n adénon WV 1I0UKOV €MNESmv
petd and e§wyevi xopriynon sivar cuviBws acrhpavin,®
vndpxer afloonueiom kAvikA Bedtioon.”? H dueon kai
BOeapatiki KAIVIKA aviandkpion 1ov acBsvoig ornv and
10V orduarog Bepaneia pe L-kapvitivn sivar caepng gv-
Se1€n vnép npwronaboivg popeng ng vécov.

Younepacpartkd, n avendpkela Kapvitivng pvonadnti-
koU 10rov sival ndbnon nov, os aviiBeon pe t cvoin-
patkn popen, pnopef va ekbnAwBel ka1 dyipa (3n—4n
Sexaeria ng zwng). EmnnAdov, Ba npénel va avaznreitai
otn S1agopirn 8idyvmon puondbeiag oe VEoLG EVANIKEG,
raBSu anortenef pia Svvntikd Bepaneoiun kardoraon.

ABSTRACT

Primary myopathic carnitine deficiency
in an adult male
P. IOANNIDIS, M. DALAMAGA, S. LIATIS,
A. VLACHOPOULOU, A. KASKARA,
T. PAPALAMPROS, K. KARMANIOLAS
1st Department of Internal Medicine,
NIMTS, Athens, Greece

Archives of Hellenic Medicine 2001, 18(6):597-600

The case is described of a 36 year-old man who presen-
ted with progressive proximal muscle weakness and
weight loss. His serum creatine phosphokinase (CPK) lev-
els were markedly elevated. The muscle biopsy showed
lipid storage myopathy. The muscle carnitine concen-
tration was extremely low (5.6% of normal levels), es-
tablishing the diagnosis of myopathic carnitine deficien-
cy. The disorder was considered primary because there
were no indications of any other identifiable condition
which could result in a secondary carnitine deficiency. The
patient was treated with L-carnitine (2 g/day) and showed
rapid improvement. Myopathic carnitine deficiency is a
curable disorder and therefore it should always be con-
sidered in cases of myopathy in young adults.
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