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MPUKA3 BOJIECHUKA / CASE REPORT UDC: 616.831-005-07

CuHAPOM MUTOXOHAPUMjaNHE MUONaTHje,
eHuedanonatmje u NakTaTHe aumuaose ¢ enu3o[ama
Ha/IMK MOXKAaHOM yaapy (MELAS) — npukas
bonecHuKa

Wrop H. Metposui'?, TopaHa MaHanh'?, MapuHa CeeTen'?, Hatawa [parawesuh'?,
BecHa Jlaukosuh’, Bnagumup C. Koctuh'?

'KnuHuka 3a Heyponorujy, Knuiuuku uentap Cpbuje, beorpag, Cpbuja;

“MepmuuHckn GpakynTeT, YHuBep3uTeT y beorpagy, beorpag, Cpbuja;

SMHCTUTYT 33 XMcTonorujy 1 emépuronorujy, MegnuuHckn dakyntet, YHusepsuteT y beorpagy,
Beorpag, Cpbuja

KPATAK CAQPXA)J

YBopa CuHAPOM MUTOXOHAPWjanHe eHuedanomyonaTuje v nakTaTHe auuao3e C env3ofama HauK akyT-
HOM MoXIaHoM yaapy (eHrn. mitochondrial encephalomyopathy, lactic acidosis, and stroke-like episodes —
MELAS) jecte mynTucuctemckin nopemehaj pyHKLMje MUTOXOHAPYMja KOjy HacTaje Kao mocneaula myTaumja
y muToxoHapujanHoj AHK. Y pagy je npvikasaH 6onecHuK ca reHeTnyky notBpheHnm cuHgpomom MELAS.
Mpukas 6onecHuka Kop 6onecHuka ce cuHapom MELAS KNUHUYKM UCNOSBbUO Y BUAY HUCKOT PacTa,
CKJIOHOCTV Ka 6p30M 3aMapatby, MOHaBIbaHUX eNUNENTUYHMX Hanaga, MPOrpecMBHON KOTHUTUBHOT
nponagara, MronaTuje, CeH3opuHeypasnHe rnysohe, wehepHe 6onecty 1 NojaBa HanMK MOXAAHOM
yoapy. [naBo6osbe MUrpeHO3HOT TUMa, FMaBHU KNMHUYKY 3HaK, HICY AnjarHOCTKoBaHe. Heyposu3ye-
N3aLMoHe MeTofe Cy NoKasane MHPapKTHa OrbULLITa MOXAaHe Kope 3afbKX permoHa mosra. Enex-
TPOHCKa MMKpOCKonuja broncuje y3opka Mywmrha nokasana je cybcapkonemasnHo Haromunasatbe Be-
NMKor 6poja HenpaBUIHMX MUTOXOHAPMjA C NAaPaKPUCTANHUM MHKNY3MWjama Y CKeNeTHUM MUWURHUM
henwvjama. lnjarHo3a je noteBpheHa oTKprBameMm cneuuduyHe Taukacte MyTauuje A—G Ha no3uuymjmn
3243 y mutoxoHapujanHoj IHK.

3aK/byuak Y ciyyajy OKLMNUTANHUX MOXAAHUX MHbAPKTa Kog Mnagux ocoba n MynTucucTeMcKor nc-
nosbaBatba 6onectu, y fudepeHuujanHy anjarHoly o6aBesHo Tpebda yBpCTuTU U cuHapom MELAS n

063aBUTU HEOMXOMHA NCMUTKBAba Pafy MOCTaB/batba NpaBe AnjarHose 6onectu.
KrbyuHe peun: akyTHU MOXAaHW yaap; enuienTUYHU Hanagu; naktatHa aungosa; MELAS

yBOJ,

CHH[IpOM MUTOXOHJpUjaHe eHllepamonaTuje
¥ IaKTaTHe alliyjo3e C eNM30iaMa HajIMK aKyT-
HOM MOX[aHOM yfapy (eHrn. mitochondrial en-
cephalomyopathy, lactic acidosis, and stroke-li-
ke episodes - MELAS) jecte MyITTHCUCTEMCKI
nopemehaj pyHKIMje MUTOXOHAPYja KOjU Ha-
CTaje Kao MOCTeULa MyTall/ja Y MUTOXOHAPH-
janmuoj IHK (MJHK). OcroBHO resetcko obe-
JIeXje MUTOXOHAMjanHKUX opeMehaja jecTe xe-
TepoInasMuja, OFHOCHO UCTOBPEMEHO OCTO-
jarme MUTOXOHJPMja C HOPMATHOM U HOpeMe-
henom MIJHK, op unjer ogHoca 3aBucu u ¢e-
HoTtu 6onectu [1, 2].

Cunpgpom MELAS ce y6paja meby Hajue-
mhe Hac/enHe 60mecTy y3poKoBaHe MyTallM-
jom MIHK, a cTynuje mokasyjy crenuduyine
myTanyje y MIHK kox 6,9% 6onecHuka c mc-
XeMMjCKUM MHQAPKTOM Y HOTWBAYHUM pe-
XKHbeBUMA, OMTHOCHO Kof 4yak 14% cBUX 0CO-
6a obomenux of xunepTpoduuHe KapauoMu-
omaruje [3].

Crefe mpukas 60/IeCHUKA ca TeHETHYKU
notBphernm cuuppomom MELAS u nopebe-
e JoOUjeHNX pe3ynTaTa ¢ HofaLuMa U3 n-

Teparype.

MNPUKA3 BOJIECHUKA

Myuikapar; crap 32 roguHe, IeCHOPYK, IIpu-
M/beH je Ha Ofie/berbe Heyposoruje YpreHTHoOT
neHTpa y Beorpany s6or kpuse cBecTy ¢ ofym-
KaMa TeHepalu30BaHOI TOHNYKO-KIOHNYKOT
Hamayia mpaheHor Npofy>KeHOM IOCTUKTAI-
HoM KoHpysHouthy y Tpajamy of aBa cara. To-
KOM Iperefa 60/eCHUK je 6110 CBeCTaH, IICK-
XOMOTOPHO YCIOPEH, KOMYHUKATVBAH U JI€3-
OpMjeHTUCaH y BpPEMEHY U NPOCTOpy. Y Hey-
POJIOLIKOM Hasa3y Cy YCTaHOB/bEHM CEMUII-
TO3a JIEBOT KaIlKa, 060CTPaHo 0CMab/beH CIyX,
xunopedreKkcyuja Ha eKCTpeMUTETIMA U 3HAK
BabuHckor ¢ eBe cTpaHe. Y TMYHOj aHAMHe-
31 BoOMjeHN Cy HOfaLy O HOPMaTHOM PaHOM
IICUXOMOTOPHOM Pa3Bojy ¥ OJ/IMYHMM IOCTHUT-
Hyh1Ma y 0cHOBHOj 11 cpenmoj mkomu. ¥ 13, a
IIOTOM 1 y 16. TOIVHM MIMAO je eNU30/ie YTPHY-
JIOCTY TIEBUX €KCTPEMUTETA I UCTIa/Ia TI0JIOBU-
He BUJIHOT TI0/ba Y TPajamby Of TPM MUHYTE JIO
net MuHyTa. Of cBOje 26. rofyHe cnabuje 4y-
je Ha 06a yBa. YTBpDeHe cy moBuIlIeHe BpefHO-
ctu rvikemuje (mo 15,9 mmol/l). Y nuro6buoxe-
MIjCKOM IIpET/IENY IMKBOPa IIOCTOjaa je Xu-
nepuportenHopaxuja (0,69 g/l). Exoconorpad-
CKU TIpeT/ie]i eKCTpaKpaHMjaTHUX KPBHUX CY-
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ToBa BpaTa 1 TPaHCKPAaHMjaTHU IIpeTIef MHTPaKpaHujal-
HUX KPBHMX CyfI0OBa MO3Ta II0Ka3a/ly Cy HOpMaJjaH Hajas.
KommjytepusoBauna romorpaduja (CT) mosra ykasana je
Ha aKyTHe U XpOHMYHE JIe3Mje MCXEMUjCKOT TUIIA TeMIIO-
po-TIapyjeTanHO-OKIMIIUTAIHO ca fecHe cTpaHe (Cnmka
1). MaraetaoM pe3zonanuujom (MRI) eHgokpaHujyma de-
TMPY JaHA Off HACTAHKa Teroba youeHe cy GpoKasIHe 1e3u-
je xunepunTensuretHor curHana (XJIC) Ha cekBeHIaMa
T2W un FLAIR, nokanu3oBaHe y KOpM JJeCHOT aHTy/TapHOT
u cpenber TemiopanaHor rupyca (Cnuka 2). MRI auruo-
rpaduja je MCK/byuMIa IOCTOjatbe aHOMaIMja BacKy/Iap-
Hor cucteMa. Bumexkpatuu crangapgau EEI ykasao je Ha
YCIIOpEHY OCHOBHY aKTMBHOCT Y3 II0jaBy I1apoBa U TPU-
II7IeTa BUCOKOBONITAXKHMUX CTPM-CIIOP Tajac KOMIIJIEKCA
060CTpaHo, U3paKeHMje U3HAT LIEeHTPOTEMIIOPATHUX pe-
TUOHa JiecHe XeMucdepe Mosra. Exoxapanorpadcku mpe-
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Cnuka 1. CT CH/MaK MO3ra: XpOHUYHE 1 aKyTHE UCXEMUjCKe Ne3uje NoKa-
NM30BaHe TEMNOPO-MapnjeTo-OKLUNMUTANHO Y feCHOj xemmcdepu
Figure 1. CT scan of the brain: chronic and acute ischemic lesions loca-
lized temporal-occipital in the right hemisphere

Cnuka 2. MRl cHUMaK Mo3ra: XUMePUHTEH3UTETHY CUTHAM Ha CEKBEHLM
FLAIR y npojeKuunjv feCHOT aHrynapHor 1 Cpearer TeMnopanHor rupyca
Figure 2. MRI of the brain: hyperintensity on the FLAIR sequence in the
right angular and medial temporal gyrus
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MeTtpoBuh H.U. n cap. Cuiapom MELAS - nprka3 6onecHuka

IJIef] CPIia je YKa3ao Ha IIOYeTHY XUIepTPODUIHY Kapau-
oMuonaTujy. JJonyHCKMM MCIOUTHUBAMMA je MICK/by4eHa
MoryhHocT aHTH(OCHOMUINIHOT CMHIPOMA U KOATY/IO-
HaTHje Kao y3poKa 60ecTi.

ToxoM 60paBKa Ha ofie/berby KoJ 60TIeCHNKA Cy Y ABa
HaBpara 3abe/e)keHy MaplyjaTHI MOTOPHY HAIIaJIy ca ce-
KYH/JJApHOM T'€Hepain3aljoM, Kao 1 IOHaB/baHe eIy30-
e cmaboCTy M YTPHY/IOCTH AECHUX eKCTpeMUTeTa, mpahe-
He IeCHOCTPaHOM XOMOHJMMHOM XeMMaHOIICHjOM Y TpaH-
CKOPTHMKA/THOM CeH30pHOM adasujoM y Tpajamy of 10 o
90 MunyTa.

ITonosmwenn npernes, CT Mosra je mopep, IpeTX0fHO
OIMICaHMX IPOMeHa, Koje Cy 61e y 3HaTHOj perpecuju,
OTKPMO ¥ 30HE XUIIOJIEH3UTETA C JIeB€ CTPAHE OKLIVIIN-
TOIIApUjeTaIHO, C Of/IMKaMa aKyTHOT MCXeMMjCKOT OLITe-
hemwa (Cnuka 3).
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Cnuka 3. CT CHMMaK MO3ra: 30He XUMOLEH3UTETA y PErnoHy KOpTeKca
neBo oKuMNUTONapujeTanHo

Figure 3. CT scan of the brain: hypodensity in the region of the left occi-
pitoparietal cortex

Cnuka 4. buoncujckn Hanas ckeneTtHor muwmha (eNneKTpoHCKa MUK-
pockonuja, yBenuuarbe x8000): 1. u3gurHyTa capkonema; 2. 6pojHe
MWTOXOHJPWje HenpaBuaHOT 0611Ka C KPUCTaNOAHNM UHKNY3WjaMa; 3.
Kanunap KOHTUHyMpaHor Tuna; 4. Mmopubpunm

Figure 4. Biopsy of the skeletal muscle (electronic microscopy, magni-
fication x8000): 1. elevated sarcolema; 2. mitochondria with irregular
shape and crystalloid inclusions (large number); 3. capillaries of conti-
nues type; 4. myofibrils
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MyntucucreMcko ucnomabaie 6onectu (mehepHa
60recT, KapAMOMIOIIaTHja, CEH30pUHeYpaIHa ITyBoha,
eMMICNITUYHY Hamafgu) npaheHo MOHaB/hAHUM €U30-
flaMa Ha/IMK MOXK/JAaHOM Yapy, IIpM U30CTaHKY paKTopa
pusMKa 3a Iepe6poBacKyIapHy 60ecT, ykasao je fu-
(depeHLIMjaTHO AMjaTHOCTUYKM Ha MoryhHOCT cuHpO-
ma MELAS. lonyHCKMM MCOUTUBaBbUMa JoOujeHn cy
[TOBMIIIEHY HUBOM JIAKTaTa y TMKBOPY (4,12 mmol/l; pe-
¢depenTre BpegHOCTU 1,49-2,09 mmol/l) u cepymy (4,14
mmol/l; pedepentHe BpegHoCcTH 0,5-2,22 mmol/l) u muo-
IIATCKY TIOTEHIjaIy Ha eJleKTpoMuorpaduju. AyfuTus-
HU €BOLIMPAHY MOTEHIjanu ce 060CTPAHO HUCY TeHe-
pucanu 360r ceHsopuHeypanHor ourehema cryxa, Ko-
je je motBpheHo ToHCKMM aypmorpamom. IIpoToH-crex-
tpockorickoM MRI y 3onama XVIC 3abene>xeHn Cy IOBU-
LIEH!) HMBOM JIAKTaTa ¥ YMEPEHO CMakberhe HEyPOHCKOT
Mapkepa N-aneTnnacrnapTara. EnekTpoHcka MUKpOCKO-
myja y 61OIICHjCKOM Y30PKY CKelleTHOT Muimha moka-
3aJIa je TUIIMYHO CYTICAapKO/IeMa/IHO HarOMMI/IaBabe Be-
NMKOT 6poja MUTOXOHApHja C TAPaKPUCTATHUM MHKITY-
3MjaMa y CKelleTHUM MUIIMNMMa 1 IIaTKUM MUIIMAHUM
hennjama aprepuona (Cnuka 4). [Jujaraosa je motrspbe-
Ha OTKpMBaIbeM CHeluduIHe Taukacte Mytauuje A>G
Ha nosunuju 3243 y MJITHK.

Kop 6omecHuka je mpuMemeHa Tepanuja KOCH3VMOM
Q y yKyIHOj gHeBHOj fo3u of, 300 mg, KpeaTMHOM Yy J0-
31 Of] 5 Mg Ha JaH 1 IIpelapaTMa KOMIUIEKCAa BUTaMIHa
b. Y Tepanuju enunenTuyHux Hamaga npuMerneH je Kap-
6amasenuH fo fose ox 1600 mg Ha fan. TokoM gBOrofgu-
IIber Iepuofa KIMHIIKOT npahemwa gomuuo je fo crabu-
nusaiyje 60mecTy, HoBe I0jaBe MO>KIAHOT yiapa HIUCY 3a-
6ernexxeHe, JOK Cy ce MaplMjaTHU MOTOPHU €IMIEIITIY-
HU Hamaau 6e3 ceKyHfapHe TeHepasu3aluje jaB/banu y
pebum nHTepBaMMMAa.

ANCKYCUJA

Y pany je mpukasaH 6omecHuK ca cuugpomom MELAS
KOJ, KOjeT ce 60/1ecT KIVHWYKM VCIIO/bIIA Y BULY eTIVIe-
TUYHMX Halla/a, IOHAB/baHNX €130/l HAIMK MOXKIaHOM
yZapy, IpoasHux (TPaH3UTOPHNUX) MCXeMUjCKMX HaIlafia
(TIA), rrysohe u Muonaruje. Cungpom MELAS ce opnu-
Kyje MMPOKUM CIIEKTPOM KIMHUYKMX JMICII0/baBatba KOju
je, mo cBemy cyznehn, ogpehen Tumom myTaiuje u crerne-
HOM XeTepoIUtasMmuje y henmjama mojefuHux TKMBa, Kao
U pacnofienioM MUTOXOHApHja ca MyTuHapaHoM MIHK y
PasIMYUTUM TKMBUMA Y opranmamy [4]. IllTasuure, mo-
pen cunsipoma MELAS, Kop, kojer ce MyTanuja 3243 A>G
y MIIHK nanasu kon 80% ob6omenux ocoba [5], mocroje
I06pPO TOKYMEHTOBAHM OINCH YAPY>KEHOCTV IOMEHYTe
MyTanyje ¥ ca MUOK/IOHNYKOM eIM/IETICHjOM Ca ,JICKp-
3aHuM BrakHuma” (cuappom MERRF), Jlujesum (Leigh)
CUH[IPOMOM, M30/I0BAHOM XUIIEPTPOPUIHOM KapOMU-
OIIaTHjOM, ITPOrPECUBHOM €KCTEPHOM O(TaIMOIIIETHjOM,
MUTOXOHJPUjaTHUM AujabeTec MeTUTYCOM 1 TTyBohoM,

360r yera ce U IPeTIOCTaB/ba Kopenanyja nsmeby cre-
IIeHa MUTOXeTepoIlIasMuje 1 peHOTUIICKOT UCII0/baBa-
wa 6onectu (5, 6, 7].

Knnundxom cnkom npeosnalyyjy cumnroMu oprana u
TKVBa C HajBUILNM CTEIIEHOM OKCUJATMBHOT MeTabomu-
3Ma, KaKBU CY MO3aK, IiepyudepHy HePBI, CKeJIeTHY MUIIIHA-
hu, cpuann munmh, anu n petuna u Koprujes (Corti) op-
TaH, JOK KJIacu4Hy peHOTHI 06yXBaTa HU3AK PacT, CKIIO-
HOCT Ka 6p30M 3aMapamy, IIOHAB/baHe eMIeIITUYHe Ha-
Tajie, IpOrpecuBHO KOTHUTUBHO IIpOMafiatbe, MUOIATH]Y,
CEeH30pUHEYpaIHy ITTyBONY U enu3ofie HAMUK Ha MOXKJA-
Hu ygap u TIA, xoje ce yI/TaBHOM UCIIO/baBajy Ipe ABa-
mecere roguse [8].

Kao oppas gucdyHKLMje MUTOXOHAPUjaTHOT pecIpa-
TopHor naHna u cunrese ATTI, gonasu fo nosehamwa Hu-
BOA JIAKTATa y CEpPyMY U IMKBOPY Kof, Buille of 90% 6orte-
CHIIKa, a HUBO IIPOTENHA y IMKBOPY je Takobe mosuiieH |9,
10]. JenHoM Kafia ce mpou3BO/Hba eHepruje y hemuju cma-
1Y UCTIOJ, KPUTMYHOT IIpara, Jo/nasyu O KOMIIEH3aTOpHe
nponudepalyje CBUX MUTOXOHAPHja, YK/bYUyjyhu 1 oHe
¢ mytupanom [JHK, ma ce muumrhua 6uorcuja ogmukyje
CyIICapKo/IeMaTHUM HaroMuIaBabeM aTUIIMYHUX MUTO-
XOHJIpMja C KPUCTATIOUJHUM MHKIY3UjaMa, Tj. ,JMCKp3a-
HuM BrakHuMma” (eHr. ragged-red fibers) [11].

Hamasu CT u MRI mo3ra nokasyjy nHdpapKTHa OTu-
IITa MOXK/JaHe Kope Koz Buiire off 80% 6omecHmKa ca CuH-
npomoM MELAS u o4yBaHy CycenHy CYIKOPTUKAIHY Oe-
ny macy [10, 11]. Hajuenthe cy 3axBahenu sagmsu peruo-
HJ Mo3ra (OKLMINUTA/IHA, TapyjeTalHa M TeEMIIOpaIHa KO-
pa), LITO je 3abeMeXKeHO U y KIIMHUYKO]j CTMIIM TIPUKasa-
HoT 60JIeCHUKa (XeMUIIape3a, XOMOHMMHA XeMUaHOIICH -
ja, TPAaHCKOPTHMKAIHA CeH30pHa adasinja U jeFHOCTPAHO
IIPOCTOPHO 3aHeMapyBame). MexaHM3aM HacTaHKa MC-
xeMujckor omTehema Mosra Huje nosHar. Tororpadcka
pacrioziesa ie3uja ce He IIOK/Iala ¢ II03HATUM 30HaMa Ba-
CKy/napusanyje, HUTU ca TPAaHMYHIM 30HaMa CyCTUIamba
KPBOTOKA ITIaBHMX apTePUjCKUX cTabasa MO3ra, IITO JC-
K/by4yje aTepOoTPOMOOTHYIKY MeXaHM3aM HaCTaHKa JC-
xemuje [10, 11].

Tepanujcky IpUCTYI ce 3aCHMBA HA IPEBEHIIVjU U JIe-
4erYy MY/ITHCUCTEMCKIUX ICIIO/baBaba 60IecTy (enmern-
Cija, KapauoMumonaruja, mehepua 6osect), Kao Ha 11 Ipu-
MeHH 6pojHux mparehnx pakTopa MUTOXOHAPUjaTHOT pe-
cnmpatopHor naHua. [Ipukasy nojefuHa4HMX CydajeBa
U MambUX cepuja 060Jenux ykasyjy Ha Moryhu mosuru-
BaH edekar mpemapara Kao mro cy tvamus (50-100 mg/
maH), pudodnasuH (50-200 mg/man), koeHsum Q (50-300
mg/nan), ngeberon (90-270 mg/man) u kpeatut (2-5 mg/
maH) [11].

Koz MmynTucrcreMckor ucnospaBarba 601ecTu Koj Ma-
Iux ocoba, y BULY KOMOMHaIje IPOrpecuBHe IIPOKCHU-
MaJjlHe MIOIIaTHje, eHIOKPUHIMX opemehaja, emunentuy-
HUX HallajJja ¥ eu30/a HaauK MOX/JaHOM YAapy, Ipu Ju-
jaTHOCTMYKOM pasMaTpamy Tpeba MUCTUTH U Ha MUTO-
XOHZIpMjaiHe IMTOMATHje M 06aBUTY HEOIIXOLHA MCIIN-
THMBamba Pajii IOCTaB/batba TAYHE AMjarHO3€e 060Jberba.

357



358

JINTEPATYPA

1. Trischler HJ, Mendori R. Mitochondrial DNA alterations as a source
of human disorders. Neurology. 1993; 43(2):280-8.

2. Apostolski S, et al. Genetika mitohondrijalnih
encefalomioneuropatija. In: Kosti¢ VS, Romac S, Apostolski S.
Geneticka osnova neuroloskih bolesti. Beograd: Medicinski fakultet
Univerziteta u Beogradu, CIBIF; 1999. p.23-34.

3. Majamaa K, Moilanen JS, Uimonen S, Remes AM, Salmela PI, Karppa
M, et al. Epidemiology of A3243G, the mutation for mitochondrial
encephalomyopathy, lactat acidosis, and strokelike episodes:
prevalence of the mutation in an adult population. Am J Hum
Genet. 1998; 63(2):447-54.

4. Betts J, Jarost E, Perry H, Schaefer AM, Taylor RW, Abdel-All Z, et al.
Molecular neuropathology od MELAS: level of heteroplasmy in
individual neurons and evidence of extensive vascular
involvement. Neuropathol Appl Neurobiol. 2006; 32:359-73.

5. Fabrizi GM, Cardaioli E, Grieco GS, Cavallaro T, Malandrini A,
Manneschi L, et al. The A to G transition at nt3243 of the
mitochondrial tRNALeu (UUR) may cause an MERRF syndrome. J
Neurol Neurosurg Psychiatry. 1996; 61(1):47-51.

MNetpoBuh H.WU. n cap. Cuiapom MELAS - nprkas 6onecHvKa

6. Koga, Akita Y, Takane N, Sato Y, Kato H. Heterogeneous
presentation in A3243G mutation in the mitochondrial t RNA (Leu
(UUR)) gene. Arch Child. 2000; 82(5):407-11.

7. Moraes CT, Ciacci F, Silvestri G, Shanske S, Sciacco M, Hirano M, et al.
Atypical clinical presentations associated with the MELAS mutation
at position 3243 of human mitochondrial DNA. Neuromuscul
Disord. 1993; 3(1):43-50.

8. Ciafaloni E, Ricci E, Shanske S, Moraes CT, Silvestri G, Hirano M, et al.
MELAS: clinical features, biochemistry, and molecular genetics. Ann
Neurol. 1992; 31(4):391-8.

9. Hirano M, Pavlakis SG. Mitochondrial myopathy, encephalopathy,
lactat acidosis, and strokelike episodes (MELAS): current concepts. J
Child Neurol. 1994; 9(1):4-13.

10. Schmiedel J, Jackson S, Schafer J. Mitochondrial Cytopathies. J
Neurol. 2003; 250:267-77.

11. Scaglia E, Northrop JL. The mitochondrial myopathy,
encephalopathy, lactic acidosis with stroke-like episodes (MELAS)
syndrome: a review of treatment options. CNS Drugs. 2006;
20(6):443-64.

Mitochondrial Myopathy, Encephalopathy, Lactate Acidosis with Stroke-Like
Episodes Syndrome (MELAS): A Case Report

Igor N. Petrovi¢'? Gorana Mandi¢'?, Marina Svetel'?, Natasa Dragasevi¢'?, Vesna Lackovic?, Vladimir S. Kosti¢'2
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2School of Medicine, University of Belgrade, Belgrade, Serbia;
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SUMMARY

Introduction Mitochondrial encephalopathy, lactacidosis and
stroke-like episodes (MELAS) represent a multisystemic dysfunc-
tion due to various mutations in mitochondrial DNA. Here we
report a patient with genetically confirmed MELAS.

Case Outline A patient is presented whose clinical features
involved short stature, easy tendency to fatigue, recurrent sei-
zures, progressive cognitive decline, myopathy, sensorineu-
ral deafness, diabetes mellitus as well as stroke-like episodes.
The major clinical feature of migraine type headache was not
present. Neuroimaging studies revealed signs of ischemic
infarctions localized in the posterior regions of the brain cor-
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tex. Electron microscopy of the skeletal muscle biopsy showed
subsarcolemmal accumulation of a large number of mitochon-
dria with paracristal inclusions in the skeletal muscle cells. The
diagnosis of MELAS was definitively confirmed by the detection
of a specific point mutation A to G at nucleotide position 3243
of mitochondrial DNA.

Conclusion When a relatively young patient without common
risk factors for ischemic stroke presents with signs of occipitally
localized brain infarctions accompanied with multisystemic dys-
function, MELAS syndrome, it is necessary to conduct investiga-
tions in order to diagnose the disease.
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