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ABSTRACT

MELAS is a mitochondrial disease presenting with en-
cephalomyopathy, lactic acidosis, and stroke-like episodes. Its onset
is in the first two decades, with variable clinical symptoms, most fre-
quently from the nervous system. The clinical and imaging findings
in MELAS are topical and do not correspond to a vascular territory,
more commonly are in the posterior cranial fossa, may be reversible

but often are relapsing and gradually grow adjacent to the present
ones over weeks to months, accompanied by epileptic seizures, neu-
rological dysfunction and cortical atrophy. Establishing hetero-
plasmy of the mutation and multisystem involvement is mandatory
for the diagnosis.

In this publication, we present a 33-year-old female (MPS) with
a A3243G mutation in the mitochondrial genome with 31.6% het-
eroplasmy in blood and 74% heteroplasmy in urinary sediment ep-
ithelial cells, corresponding to MELAS syndrome. The clinical onset
was at the age of 22, and due to a misinterpretation of the MRI find-
ings as a tumor formation, she underwent left temporal resection two
years later, without improvement of complaints. The neurological
examination was consistant with quadripyramidal, pancerebellar,
epileptic and cognitive syndromes, and bilateral sensorineural hear-
ing loss. Symptomatic therapy with Levetiracetam, vitamins and nu-
traceuticals was administered.

KEY WORDS: MELAS, case report

PE3IOME

MELAS e mutoxoHIpuaiHo 3a00sBaHe, ChYeTaBaIl0 eHIle-
(ano-muonarys, JaKTaTHA allk103a U HHCYITO-MOA00HN SMHU30/IH.
Hauanoro My € B IbpBHTE JBE AECETHICTHS OT KMBOTA, C BapHa-
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OWITHM KIMHUYHN CHMIOTOMHM, Half-4ecTo OT CTpaHa Ha HEepBHATa
cucrema. Knmunnanara u o6pasnara Haxoaka npu MELAS e Tormana
U He OTroBapsi Ha JIaIeH ChJI0B OaceiiH, Mo-4ecTo € B 3ajiHaTa Kpa-
HMaJIHA SMKa, JISSUUTE MOTaT J1a ca 00paTHMU, HO YECTO Ca PeLUN-
BHpAIIH U IIOCTETIEHHO HApacTBAT B ChCE/ICTBO C BEYE HATMYHUTE B
PaMKHTE Ha CEIMUIIN JI0 MECEIH, YeCTO MPUIPYKEHH OT eTHIeH-
THYHH NIPUCTBITN, HEBPOJIOTHYHA ANCHYHKIMSA U KOpPOBa aTpodusL.
3a IOCTaBsHETO Ha AMarHo3ara € HeoOXOUMO H yCTAaHOBSIBAHETO Ha
XEeTEepOIIa3Mus Ha MyTaLHATA U MYITHCHCTEMHO 3acsraHe.

B Hacrostmiara myOnukanus npezacrasme natuentka (MIIC) na
33-roguiiHa Bb3pacT ¢ jpokazaHa A3243G myTauus B MUTOXOH-
apuanHus reHoM ¢ 31,6% xereporuia3mus B KpbBTa 1 74% xetepo-
IUIa3MHUS B STIUTEITHH KJIETKH OT YPUHEH CEIMMEHT, OTrOBapsIa Ha
MELAS cunapom. HauamuuTe omiakBanus ca Ha 22-TOJUIIHA Bb3-
pacT, KaTo Mopajiu MOrpelIHa HHTepIpeTalys Ha 00pa3Hara HaXo/Ka
ot MPT karo TymopHa (opmMarius, mpy Hest € IPOBEJICHa PE3eKIHs
BJIIBO TEMIIOPAJIHO JIBE TOJMHHU CJI€/l HaYyaJIHHUTE OIuIakBaHus. Ot
HEBPOJIOTMYHUSA CTAaTyC Ca HaJIMIE KBAJAPUITMPAaMUICH, TaHepede-
JapeH, eMWICNTHYCH W KOTHUTHBEH CHHIPOMH, M JIBYCTPAaHHO
HEBPOCEH30pHO HaMaJIeHue Ha ciyxa. [IpoBenena e cuMnTomMaTniHa
Tepanus ¢ Levetiracetam, BUTAMHHHY ITperiapaTi U Hy TPULIEBTULIH.

KJIIOYOBU AYMM: MELAS, xiunuueH ciayyai

YBOJI:

MELAS (Mitochondrial encephalomyopathy, lactic acidosis and
stroke-like episodes) e MUTOXOHIpUATHO 3200JIIBaHE, ChUETABAIIO
eHuedano-MHoaTys, JaKTaTHa alKa103a U MHCYNTO-TIOJ00HH eIy~
301 (10). [IpenBun ToBa, e 3acAraHeTo € B MUTOXOHPUUTE, YHA-
CJICIIBAHETO € BHHATHM 110 MaiiunHa JnHus, kato MELAS ce coun
3a Hali-yectoTo 3aboinsaBaHe oT Ta3u rpyna (7). MELAS e myntu-
CHCTEMHO 3a00JIsIBaHe, 3acATall0 BHCOKOCHEPTHHHHUTE THKAaHU —
HEpBHUTE KJIETKH, MHOKAap/a U CKEJIETHUTE MYCKYJIH, KaTto (akTo-
pUTE ONpeAeNnsIy TeHOTHI-(EHOTUIT KOpEeIallMuTe OCTaBaT 10 Io-
nsiMa crereH Heussichenu (9). Hauanoro My e TUIIMYHO B IbPBUTE
1B IECETUJICTHS OT KMBOTA, C BApHAOMIIHU KIMHUYHU CUMIITOMH,
Hal-4ecTo OT CTpaHa Ha HepBHara cucrema (13).

Kimamdno n o6pasnoguaraoctnaro, MELAS orrosapst Ha cre-
U(GUYHE KPUTEPHH, HMAIIK POJist B Aud)epeHInaiHaTa Iar€osa ¢
HCcXeMHYeH MO3b4eH uHCynT: 1) HeBponornunara cumnromMarika e
TONHMYHA U HE OTTOBapsi Ha JajieH ChI0B Oaceiin; 2) Jlezunte npu
HEBPON300pa3siBAHETO HE OTTOBAPAT Ha JaJIeH ChJI0B Oaceiin; 3) Jle-
3UHTE ca MO-YECTH B 3aJHaTa KpaHUaIHA sAMKa; 4) Te mocTeneHHO
HapacTBaT B CHCEACTBO C BeUe HATMYHHUTE B PAMKUTE HA CEAMUIN
1o Meceny; 5) HeBponornunara cumnromaruka u jgesuure Ha MPT
MOTaT 4ecTo Jia ObIaT 00paTiMu, HO ca U permauBupaniy; 6) HeBpo-
noruyHara AMcyHKIMSA 1 KopoBara aTpodus ca HOCTEIIEHHO HPO-
rpecupaiy; 7) EnmunenTHyHUTe NPUCTBIM Ca 4ECTO ChIBTCTBAIA
cumrntomatnka (14). Hsxon aBropu cpo01aBar, 4e HapyIeHHeTo B
3PUTEITHO-TIPOCTPAHCTBEHNTE (DYHKIINH MOXKE JIa Ca pAaHEH MH/INKa-
Top 3a Obaemo pa3sutie Ha MELAS npu mnagu manuentu (8). 3a
MOCTAaBSHETO HA JIMarHo3ara € He0OXOAMMO M YCTaHOBSBAHETO Ha
XeTepoIUIa3Mus Ha MyTalUATa U MyITUCUCTEMHO 3acsraHe (2, 3).

B mudepeHnuanHo-qMarHocTUyYeH IIaH, 0CBEH MO3bYHO-Ch-
JIoBa OOJECT M €MUIIETICHSL, CIIE/IBA J1a OBJIAT B3ETH TIPE/BH U APYTH
3abomsBanys karo eHedanonarusrta Ha Wernicke (5). Andepen-
LMaJIHATa IMarHo3a BKIIFOYBA U JIPYT'd MUTOXOH/IPHAIHH 3a00IsBa-
Hus kato Cunapoma Ha Leigh, kouTto Morar 1a npotHyar KIMHUYHO
u 00pa3no kato MELAS, HO 6MOXMMHUYHUTE M TEHETHYHHUTE TECTOBE
IIPY TE3U MALKEHTH OTXBBPIIAT IbPBOHAYAIHATA {UarHo3a (4).

B rtepanesruuen mian, Ha namuentute ¢ MELAS ce nperno-
pBUBa Hal-4eCTO CHMITOMATHYHA TEPAIHs 110 OTHOIIECHHE Ha eTTH-
JIENTHYHAUTE IPUCTHIIN U MO3BYHO-CHA0BHUTE HHIMACHTH. [1o Bpeme
Ha IPUCTBII C MOBHUIICHUE B HUBATa HA CEPYMHUS JIAKTAT Ce Ch0O-
masa 100bp e(eKT OT MAPEHTEPATHOTO MPUIOKEHNE HA APTUHUH U
HYTPHLEBTHIM, 0COOEHO KOraTo MalHeHTHT € MOJI0KEH Ha orepa-
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THBHA MHTepBeHIHs ¢ anecte3us (1, 12). Karo mspka Ha Bropy raH,
PH MALUEHTHTE ¢ OOJNIE3HEHN MUOKJIOHHH MOXe 1a Ob/Ie TIpOBeIcHa
Grokaja Ha OpaxuaHus IIIEKCYC ¢ MH(pPAKIaBUKYJIapeH JOCTBII
(11). B cTaamii Ha mpoyYBaHMs ca aKTUBATOPH HA MUTOXOHPHUAT-
Hara OMoreHesa, peryjiaropu Ha MUTO(arusTa, IbHTUPALH OHOXH-
MUYHHS JIe(EKT IpernapaTH, MUTOXOH/[PHATHO-3aMECTBAII[A TePAITHS
u xunokcus (6). Crrena a ce m30srBa npuiiaraneTo Ha Metformin
(nmelicTBaly BEPXY €HEPrUHHNSA MeTa0OIN3bM Ha KIETKATa) IpH Ma-
ment ¢ MELAS (15).

MPEJCTABSHE HA KIAHUYHUA CITYUYAR:

Anamue3a: [Ipexcrasime nanuentka (MIIC) na 33-roxunmna
BB3pPacT C OIUIAKBAHMS, TaTHPAIIH OT 22-TOAMIIHA Bb3PacT, KOraTto
CIIe]] HAKOJIKO BeYCPHU HEIOCTIMBAHE HAIPABIJIA J[BA TCHEPATM3UPAHN
TonnuHo-KnoHn4HK npunaabka (I'TKII). ITo To3n moBox mposena
KT Ha raBeH MO3bK, KOWTO MO JaHHU Ha OMU3KUTE O ¢ HOpMATTHA
o0pa3Ha Haxoka. Ha 24-rozuisa Bb3pacT UMalia HOILIEH HPUCTHII,
0 BpeMe Ha KOiTo Onita axnTupana, 6e3 CIioMeH 3a CIYIHIIOTO Ce.
Nmana n enm3on ¢ HapynieHne Ha ToBopa. ChIara roanHa majgHana
¢ ynap Ha rasata. Torasa e npoenen MPT Ha riiaBen MO3bK, Kato
€ M3Ka3aHO ChbMHEHHE 32 POCTPAHCTBO-3aeMalll IPOLIEC U CIIEJ] KOH-
CyNTalMs ¢ HEBPOXUPYPT' € MPOBE/ICHA ONepaLis C Pe3eKIHs BISABO
TeMIIOpAJIHO. [IpOBEIEHETO ChITTCTBAILO XHCTOIOTUYHO U3CIIE]-
BaHE HE OTKPWJIO JIAaHHM 33 HAJIMYHETO Ha TyMOpHa (opmanus. 3a-
noyHana tepanus ¢ Oxcarbazepine ¢ tTurpupane 10 2 x 600 mr. Ha
(oHa Ha TepanusTa, 10 JAHHU Ha OJIM3KHUTE IOJTyYaBaia HEPUO-
quaay npuctenu ¢ xapaktep Ha I'TKII. Ha 29-rogumina Be3pact e
ciyxonporesupana. Ha 30-roauiina Bp3pact npoBesia reHeTUYHO
u3ciesiBaHe, koeto ycraHoBwio A3243G myrauus B MHTOXOH-
npuanHus reHoM ¢ 31,6% xereporuiazmus B KpbBTa u 74% Xetepo-
UTa3MHUS B STTUTETHH KJIETKH OT YPHHEH CeJUMEHT, OTroBapsia Ha
MELAS cunzapom (MHTOXOHIpHANHA eHIe(anTo-MUONaTHs, JTaK-
TaTHa anuao3a u uHeyatH). Coiara roguaa Oxcarbazepine e 3ame-
Hen ¢ Levetiracetam 2 x 750 mr. Ilo panHu Ha OIU3KMTE, B
nociueaHuTe Mecely npuctbiute ¢ Xapakrep Ha I'TKII 3auectrnn
U Cce MpOoABSIBAT Ha cepyH, 10 10 mpucTbIa/MeceuHo.

IIpoBenenu uscienBanus:

1. I'enetuuyno u3ciaenBane: A3243G myTarnus B MHUTOXOH-
Jpuannus resoM ¢ 31,6% xereporuia3mus B KpbBTa U 74%
XEeTEepOIUIa3MHs B SITMTEIHH KJIETKH OT YPUHEH CEUMEHT —
MELAS cunpmpom.

2. IIvana xkpbpBHA KapTuHA: JleBkormtn (Leu) — 12.1; Epn-
tporutH (Er) — 5.9; Xemornobun (Hb) — 124; Xemaroxput
(Ht) - 0.39; MCV — 66; MCH — 21; MCHC - 317, RDW —
15.1; Tpombouutu (Tr) — 313; MPV —0.0; PDW — 0.0.

3. buoxummuuHo n3cieaBane Ha cepym: Jlakrar — 13.2 (Hopma
— 1o 2.2 mmol/L); Kpearnupocpokunaza — cepym — 36;
Vpest —4.0; Kannii — 5.08; Harpuii — 147; Acnaprar aMmuHOT-
pancgepaza (ASAT) — cepym — 13; Ananus aMHHOTpaHCpe-
paza (ALAT) — cepym — 20; I'moxo3za — cepym — 8.3;
Kpearunun — cepym — 65.

4. MPT Ha riaaBeH Mo3bk (@urypa 1-12): CocrosiHue ciefq
(bpoHTO-TIapUeTaNHa KpaHHOTOMUS BisiBo. OOIIMpHa 30Ha Ha
Brcok curaan B T2 n TIRM BasicHO TeMmopaiHo 1 TemMIopo-
MIOJIAPHO, KAKTO 1 B 00J1aCTTa HA IECHUS XUIIOKAMITYC, aHTa-
KUpalla KopTekca M CyOKOPTHKAIHOTO OSJI0 MO3bYHO
BeuectBo. {udysusita B obiacTra Ha MPOMEHHUTE € CBOOOIHA.
He ce HaOnrozaBa ycuiBaHe 10 X0/1a UM CJIel aIUIMKalus Ha
KOHTpacTHa Matepusi. [locTorepaTiBHa JTNKBOP-EKBUBAJICHT-
Ha KOJIEKIWS BIISIBO TEMITOPATHO U TIHO3HU TTPOMEHH B MO-
3BYHUSA MAPSHXUM T10 ChCEACTBO. VIBUIIOBHIHY 1 IETHHUCTH
xunepunTen3Hy B T2 u TIRM 30uu B 1BeTe MaIKOMO3bUHH
xemuchepu. EAMHUYHY OKPBIVIEHN M OBAIHU XUIIEPUHTEH-
3uu B T2 1 TIRM ne3uu B Gs710TO MO3bYHO BEILIIECTBO — CY0-
KOPTHKAITHO U TIEPUBEHTPHKYIEPHO, ABYCTPAHHO (PPOHTAITHO
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®urypa 1-4: MPT Ha rmaBen Mo3bk 1pu nanuentkara, FLAIR cexBenmms,
AKCHAITHH CPE30Be.

®urypa 5-8: MPT Ha rmaBen Mo3bk npu nanuentkara, FLAIR cexpenus,
KOPOHAPHH CPE30BE.

u mapueranHo. He nuuar 30HM Ha orpaHHMYaBaHe Ha BUAH-
mara audysusra Ha ADC kaprata B MO3bUYHUS TaPEHXUM
cymnpa- 1 nHpparenTopuanHo. Hanuue ca orpanu4enu, Tou-
KOBHUJTHH YYaCTbhIH Ha ,,3ary0a Ha curnan’” Ha SWI-o0pasure
B 0a3aJIHUTE IaHIIMH JIBYCTPAHHO, PE3yJTaT Ha HAJIMYNE HA
Kanudurarti. AjeHo- u HeBpoxunopusa — B HopmMa. OuHn
OynOu, ONTHYHN HEpBH, XHa3Ma, peTpoOyrbapHa MacTHa
THKaH, OUEABUTATEIHN MYCKYIIH — B HOpMa. Pasmmpenn us-
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@urypa 9-12: MPT na masen Mo3bk npu nauuentkara, FLAIR cexBenmus,
CaruTalHu Cpe3oBe.

TepdonrapHu MPOCTPAHCTBA B 00IACTTA HA BEPMHUCA U JIOT-
HHUTE JJ0OOBE Ha MAJIKOMO3bYHUTE Xemuchepu. BeHTpukyiHa
CHCTEMA — IO CPEAMHHA JIMHUS, JHIATHPaHa, IPeIUMHO 32
CMETKa Ha OKLIMITUTAIHUS U TEMIIOPAJIHHS POT Ha JIEBHS Ja-
TepasieH BeHTpuKyIl. III BenTpukyn — ¢ mupuHa 10 13 mMm.
Junarupan IV BenTpukyin (ex vacuo) — 10 22,5 mm. B ycio-
BHUsATa Ha KoHTpacTtHa 3D MP-aprepro u Benorpadus He ce
YCTaHOBSIBAT aHEBPU3MAJIHH JAWJIATAL[MK [0 XO/a Ha MHTpa-
KpaHWAJIHUTE apTepuaIHu chaoBe. Hamuue e penykuus Ha
KpBBOTOKA 110 X071a Ha a. vertebralis sinistra. YcraHoBsiBar ce
JOMUHAHTHH JISIB TPAHCBEP3AJICH M CUTMOM/ICH CHHYCH (MaK-
crMaiHa muprHa 10 10 mm) ¢ BUCOKO pasIoioKeH U Auia-
THpaH Iorynapet Oyn0, 6e3 JaHHM 3a Te(EKTH B H3MBIBAHETO
II0 X0/laHa BEHO3HUTE CHHYCH. JIoOpe IMHEeBMaTH3UPaHH Mac-
TOM/IHY U3PACTBLUHU U MAaKCHJIAPHU CHHYCH. 3aK/II0YeHHue:
ChbCTOsIHUE Cl1e]] IEBOCTPAaHHA (PPOHTO-TIApHUETAIHA KPAHHO-
TOMHS C NOCTONEPaTHBHA IICEBIONOPEHIe(aHa KUCTa 1
TJIHO3HH U3MEHEHHS B ChCEACTBO. MO3bUeH HH(APKT BISICHO
TEMIIOpPAIHO B HECHA0BA TEPUTOPHS B XPOHMWYHA (a3za Ha
CBOJIIOLIHS BbB BPb3Ka C YCTAHOBEHO METAOOIMTHO Hapyllie-
e (MELAS). Xponuunu Mo3puHH HUHGAPKTH B IBETE
MaJIKOMO3b4HH Xemuchepu. Mankomosbuna arpodus. Br-
pelIHa HeoOCTPYKTHBHA XUApoLeays ¢ JUCKPETHO U3pa-
3eHH Oene3n Ha TpaHCENEHIMMHA JIMKBOPHA pe3opOmms.
BxanmmaBanust B obrmactra Ha 0a3zalHWTE TaHTINU JBY-
cTpaHHO. XUINomiacTuyHa a. vertebralis sinistra.

5. EMI': EHI" ot nonuute kpaitnuuu — B Hopma. Urmeno EMIT
ot m. tibialis anterior dextra — He ce OTBEX/]a CIIOHTAHHA aK-
THBHOCT. [TpH Jieka MyCKyJIHa KOHTpaKuus — M-0TroBOpH Ha
MecTa C KpaTka IPOABIDKUTETHOCT, HOMH(a3HN — MHOTCHHU.
[Tpu MakcUManHa MyCKyJIHa KOHTPAKIHUs — HHTEp(hEPEHTeH
HaTepH.

6. EEI': EEI ¢ uspasenu nudy3Hu 0aBHOBBIHOBH IPOMEHH.
Psnko OunarepaiHa CHHXPOHU3ALMS HA €IMHUYHHI OCTpPHS.

7. Aynuomerpusi: TexKo IBYCTPaHHO CMECEHO HaMaJICHHE Ha
cIyxa.

8. Koncynrauus ¢ neBpoodranamosor: [IpeneH oueH cerMeHT:
Kienaun — HopMasIHa O3HUILMS U MOJABUIKHOCT, PoroBuim —
6.0. Jlemu — npo3paunu, CTHKIL. Ts110 — IpocBeTIsiBa. OKyI1o0-
MOTOpHKa — cbXpaHeHa. 3enunu J=JI, cbXxpaHeHu 3eHH4HN
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peaxuun. Ounn gpHa: [lanmmy — ¢ sicHu ouepTanus, C IBY-
CTpaHHa TeMnopaiHa 61enaBocT. CbI0Be — ¢ HOPMANEH XOX
1 JIyMEH, PETHHU — B HOPMa, MaKyJli — ¢ siceH (oBeosapeH
pediexc.

9. Koncyarauusi ¢ HeBpomncuxosor: [Tanuuentka ¢ MELAS
CHHJIPOM, CHMITTOMAaTHYHA eMMJICTICUS U B ChCTOSIHHE CIIE
HEBPOXUPYPTHIHA HHTEPBEHIIHS MO TIOBOJ KHCTA B TIPETHUS
crenoouer a1 (2014 r); ¢ HaMalIeH CIyX, CIyXOIpPOTe3H-
pana. Crioziens 3a IPOrpecHBHO HAPYIICHHWE HA MTAMETTa U
KOHIIEHTPALUATA, KaTO ChCTOSHUETO (QIIYKTYHpa U € 3HA4H-
TEJIHO IO-JIOMIO cliel NpucThIl. [1o 1aHHM Ha OnMM3KKUTE Ta-
[UEHTKaTa € eMOIMOHAHO JTa0WiIHa, MOHSKOTA arnaTHyHa,
Oe3MHMINATHBHA. AKTYaJIHO CHCTOSTHUE: OpaJnUIICHXUIHA,
JIMCKPETHO JIC30PUCHTHPAHA 32 BPEME//IeH U OPUEHTUpaHa
3a Msicto; MMSE: 22-23/30 (23 1. ot mpo6a 3a 00parHo crie-
JyBaHe; CHI)XEHUE OT NMPoOH 3a OpHeHTanus 3a Bpeme — 1,
cMsiTane — 4, o0paTHO crenyBaHe — 3, mameT — 1, moBTapsiHe
— 1); 6enna Bepbanna QuryentaocT — IST: 7 mymu ot 4 kare-
ropuy; ceMaHTH4YHA (uryeHTHOCT: 5 3a 1 min. 3akimodeHue:
KOTHUTHBHO (D)YHKIIMOHHpAHE B PAMKHUTE HA JIEKO KOTHUTHB-
Ho Hapyuienue (JIKH) ¢ Bopemnia qu3ex3eKyTuBHA U TOBEICH-
yecka cuMnroMaruka. Hamuune Ha akankymus. [loaxoasmo
NPOBEXKIAHE HA IICHXOTepanys. 3a Mpocie/sBaHe.

10.Koncynramusi ¢ meuxuarbp: Kacae ce 3a mamueHTka ¢
MELAS, xosiTo 10 MOMeHTa € Ouita KOHCYATHpaHa OT TICH-
X0J103H ¢ mpoMeHHB edekT. OmakBaHusTa ca, 4e Ha Mo-
MEHTH C€ OT4aiiBa 1 TOBa BJIOLIABA OCHOBHOTO 3a00JsBaHe.
ITo Bpeme Ha pa3roBopa Ka3Ba, 4e ce UyBCTBA HEaIeKBaTHa,
HO KaTo 3aroBOPH € EMOLIMOHAIHO ChoTBeTHA. ChC 3aTpyIHEH
ToBOp 1 O€/IeH MICIIOBEH MPOIIEC. YIaqHO € MPOBeXkKJaHe Ha
HEBPOIICUXOJIOTHYHO n3cienBaHe. be3 nHauKamm 3a Meu-
KaMEHTO3Ha Tepamnus, IMa Hy’K/a OT ABJITOCPOTHA ICHXOJI0-
ruyHa nozkpena. C npenopbKa cie/] U3MHCBaHe Jia Ce Hacoun
IUIAHOBO KBbM JIHEBEH CTALIUOHAP.

ITpoBexaaHo JeueHHe KbM MOMEHTA HA XOCTTHTATH3AMSATA:
Levetiracetam 2 x 750 mr, Astenor forte, Coenzyme Q10, Bur. D,
Bur. B kommexc.

bonunara uama apyru 3adomsiBanus. Jluncsa damusna oopeme-
HEHOCT.

OT HeBPOIOrHYHHS i CTATYC €a HAJIAIIe:

1. KBagpunupamujien CHHAPOM — aToJorndHo oxuBenu CP
¢ pastupenu peduiekcorenHu 30uu. [latonorudnu peduexkcu
na babuncku u Poconiumo aBycTpaHHo.

2. IlanuepedesiapeH CMHAPOM — CaKaJAUPAHU OYHU ABUKCHUS,
JIeKa JIOKOMOTOPHA ¥ CTaTHYHA aTaKCHSL.

3. Ennnentuyen CHHAPOM.

4. KoruutuseH neuuut.

5. JIBycTpaHHO HEBPOCEH30PHO HAMAJIEHHE HA CJIyXa.

Oo0cbiknane:

MpencraBame manuentka (MIIC) Ha 33-romumna BB3pacT ¢
MELAS cunzapowm, YnuTo Ha9alH{ OIUTAKBAHMS JaTHpar oT 22-To-
JIMIITHA BB3PACT, KOTaTo Ha ()OHA Ha CHHHA ACTIPUBAIUS HAIPaBHIIA
nBa nociaenosareany I TKII. Knuanunara nuarsosa ¢ reHETHYHO
BepubuIpane Ha 3a00JIBAHETO € MocTaBeHa Ha 30-ToquIIHA Bb3-
pact. Ilo nuTeparypHu naHHM, HA4aI0TO HAa 3a00NABAHETO € THU-
IIMYHO B ITBPBUTE JBE AeceTmieTns ot xkuBota (13). [Ipexsun ToBa,
Ye MIOCTABSIHETO Ha IMArH03ara € 3aKbCHIO C 8 TOIMHHA € Bh3MOXKHO
MaIMeHTKaTa Jla € UMana CyOKIMHIYHY TIPOSBHU Ha 3a00/sBaHETO
ome npean onucanute npossu Ha [ TKII. Benpexn ue MELAS e
COYEHO 3a Hal-4eCTOTO MUTOXOHAPHAIIHO 3a00JIsBaHE C YHACIE/Is-
BaHe BUHATH 110 MaiiunHa iuHus (7), IPU MalMeHTKaTa HIMa JaHHU
3a (haMIJTHOCT.

[pu namueHTkara ca MOKPUTH IET OT CEAEMTe KPUTEpHS Ha

Boacapeka HeBposozus Bulgarian Neurology 24

Tetsuka u cv1p. (14), xapakrepuu 3a MELAS cunzipoMm, a IMEHHO:
1) HeBponoruyHara CUMITOMATHKA € TOITMYHA U HE OTTOBaps Ha
najieH ¢b/oB Oaceiin; 2) Jlesuute npu HeBpou300pa3siBaHETO HE OT-
TOBapsIT Ha JaJieH chJ0B Oaceiin; 3) JIe3unte ca mo-yecTu B 3aaHaTa
KpaHuanHa sMka; 4) HeBponornunara aucyHKUMS M KOpoBaTa
arpodust ca MOCTENeHHO nporpecupaiy; 5) EnunentuaHuTe npu-
CTBIIM Ca YECTO ChIIBTCTBAIA CHMIITOMATHKA. YaCTHYHO € TOKPHUT
KPUTEPHAT 32 00paTUMOCT U PELUANBHPAHE HA HEBPOJIOTHYHHUS JIe-
¢durmT 1 06pasHara Haxonka. [lanmenTkara e mpoBexana amOyna-
TopHOo KoHTpomHM MPT wu3cnenBaHus Ha IIaBeH MO3bK cle[q
MOCTaBsIHE Ha IMarH03aTa, KOMTO He OTYUTAT JIMHAMHUKA KaKTO B Ha-
COKa HapacTBaHe 110 00eM Ha JIe3HHTe, TaKa i B HaCOKa 00paTHMOCT
Ha TpoMenuTe. [lalneHTkara MOKprUBa 1 TeHETUYHHUS KPUTEpHil 3a
xeteportazmust (A3243G MyTanusaTa B MUTOXOHIPHAITHUS TEHOM C
31,6% xeTepormia3Mus B KpbBTa U 74% XeTepoIIa3Must B €IUTETHU
KJIETKM OT YPUHEH CEJUMEHT) M MYJITUCHCTEMHO 3acsraHe (IaHHU
OT HEBPOJIOTUYHHS CTATYC U POBEJCHUTE M3CIICABAHNUS 32 BCHUKI
OT XapaKTepHUTE YepPTH Ha CHHIPOMA — eHIle(ano-MHOIIaTHs, JTak-
TaTHA aluI03a ¥ HHCYNTO-TIOR00H! enn3ony) (2, 3).

ITo naHHU Ha OIU3KHUTE, B OCIICIHUTE MECEL HPUCTBITUTE TIPH
nanuenTkara ¢ xapakrep Ha [ TKII 3auectunu u ce mposBsBar Ha
cepuw, 10 10 npucrena/meceusno. [IpenBu ToBa, Npu AEXOCHHUTA-
JM3aLMATa ca JaJIeHH NPENOopbKHU Jia poBejie Tepanus B amOyJia-
TopHH ycioBus ¢ Levetiracetam 2 x 1000 mr, Somazina 1000 wr,
Astenor forte, Coenzyme Q10, Bur. D u But. B xommeke, 1 1a npo-
BEXKJIa CUCTEMHA PeXaOHIUTAIHSL.

3AK/IIOYEHUE:

MELAS e mutoxoHapuaino 3abosiBaHe, ChYeTaBallo eHIle-
(ano-MuonaTys, JaKTaTHA alu/03a U MHCYNTO-TIOM00HY €MH30/IH.
B nacrosmara my6nukanus npeacrassame nauentka (MIIC) va 33-
TOZIMIIHA BB3pacT ¢ Aoka3aHa A3243G myTanus B MUTOXOHAPHAT-
Hus TeHOM ¢ 31,6% xeTepornna3mus B KpbBTa 1 74% XeTepornna3Mus
B CMUTENHU KJIETKH OT YPUHEH ceJUMEHT, otroBapsma Ha MELAS
CHHJPOM, C HayaJo Ha 3a00igBaHeTo Ha 22-rofuiHa Bb3pact. Ot
HEBPOJIOTUYHUS 1 CTAaTyC ca HaJIWIE KBAIPUITMPAMUJICH, MTaHIepe-
OenapeH, eNMWIENTHYEH W KOTHUTHBEH CHHIPOMH, U JIBYCTPAHHO
HEBPOCEH30pHO HAMaJIeHHe Ha ciyXa. [Ipu manueHTkuTe ca JaneHn
HPENopbKH J1a TPoBe/ie CUMIITOMATHYHA Teparnus B aMOy1aTOpHU
ycnosus ¢ Levetiracetam 2 x 1000 mr, Somazina 1000 mr, Astenor
forte, Coenzyme Q10, Bur. D u Bur. B xomruiekc, u 1a npoBexia
CHCTEMHa pexaOHITUTaIlus.

XeTeporeHHNUsI KIMHUKO-TeHeTHYeH MPOo(UI Ha MAIMeHTHTE C
MELAS n BapnabmiHaTa eKCIpecHBHOCT Ha MyTallMATE UM Hajarat
JUHAMHUYHO MPOCNeIsIBaHe Ha MAlMEHTUTE 110 OTHOIIEHHE Ha Ha-
JIMYHUTE KIMHUYHH NIPOSIBH U TIOTCHIMATHUTE TAKUBA, KOUTO MOTaT
J1a pa3BHUSAT.

JIMTEPATYPA

1. Argudo, J., Moncayo, O., Insuasti, W., Garofalo, G., et al. Argi-
nine for the Treatment of Mitochondrial Encephalopathy, Lactic
Acidosis, and Stroke-Like Episodes: A Systematic Review.
Cureus, 2022, 14, 12, ¢32709.

2. Chae, H-W., Lee, Y-M. Use of heteroplasmy rates for determining
MELAS phenotype: a reply. Eur J Endocrinol, 2021, 184, 3, L7-
L8.

3. Finsterer, J. No MELAS syndrome without heteroplasmy levels or
multisystem examination. Neurologia, 2020, 35, 7, 521-522.

4. Finsterer, J. MELAS or Leigh syndrome, that's the question. Pedi-
atr Endocrinol Diabetes Metab, 2021, 27, 4, 311-312.

5. Finsterer, J. Wernicke Encephalopathy Mimicking MELAS. Med-
icina (Kaunas), 2022, 58, 5, 660.

6. Hirano, M., Emmanuele, V., Quinzii, C. Emerging therapies for
mitochondrial diseases. Essays Biochem, 2018, 62, 3, 467-481.

7. Khandwala, K., Ahmed, A., Sheikh, T. MELAS: A Complex and
Challenging Diagnosis. J Coll Physicians Surg Pak, 2018, 28, 3,
S46-S48.

8. Leaffer, E., De Vivo, D., Engelstad, K., Fryer, R., Gu, Y., Shungu,



arput 2024

D., Hirano, M., DiMauro, S., Hinton, V. Visual memory failure
presages conversion to MELAS phenotype. Ann Clin Transl Neu-
rol, 2022, 9, 6, 841-852.

9. Li, H., Uittenbogaard, M., Navarro, R., Ahmed, M., Gropman, A.,
et al. Integrated proteomic and metabolomic analyses of the mito-
chondrial neurodegenerative disease MELAS. Mol Omics, 2022,
18, 3, 196-205.

10. Murakami, H., Ono, K. MELAS: Mitochondrial Encephalomy-
opathy, Lactic Acidosis and Stroke-Like Episodes. Brain Nerve,
2017, 69,2, 111-117.

11. Onay, M., Kiremitgi, T., Kayhan, G., Algin, D., Giileg, M. Infra-
clavicular Catheter in MELAS Syndrome for Analgesic Purposes.
Neurol India, 71, 4, 764-766.

12. Roth, R., Nienhaus, J., Nickel, F., Kindgen-Milles, D., Kienbaum,
P., Huhn, R. Management of patients with MELAS syndrome: A
case report and general characteristics from an anesthesiological
perspective. Anaesthesist, 2020, 69, 7, 471-476.

13. Seed, L., Dean, A., Krishnakumar, D., Phyu, P., Horvath, R., Hari-
jan, P. Mol Genet Genomic Med, 2022, 10, 7, €1955.

14. Tetsuka, S., Ogawa, T., Hashimoto, R., Kato, H. Clinical features,
pathogenesis, and management of stroke-like episodes due to

Buacapcka HeBpoaoeus Bulgarian Neurology 25

MELAS. Metab Brain Dis, 2021, 36, 8, 2181-2193.

15. Trebach, J., Ghazali, D., Burke, D., Mahonski, S., Hoffman, R.
Initiation of metformin in MELAS patient-a dangerous combina-
tion. Clin Toxicol (Phila), 2022, 60, 3, 412-413.

Adpec 3a kopecnondenyus:

JI-p Teodop Anzenos

Knunuka no nepenu 6onecmu, YMBAJI ,, Anexcanoposcka”,
Meouyuncku ynusepcumem — Cogus

Coqus, yn. ,,l'eopeu Cogpuicku” Nel

e-mail: teodor_a@abv.bg

Correspondence address:

Teodor Angelov, MD

Clinic of Nervous Diseases, University Hospital ,, Alexandrovska”,
Medical University of Sofia

Sofia, 1 Georgi Sofiyski Str.

e-mail: teodor_a@abv.bg

HYMVYJIAPHO INTABOBOJIME - KJIMHUYEH CJIYYAM

K. [TexoBa'?, B. Tomopos'?, UB. Munanos?, JI. bornaxosa'-

! Kimrawka 1o HeBpozereHepaTnBHE 1 nieprudepro-HepHn 3abomsBanust, MBAJIHII ,,Cs. Haym”
2 Menmunuackr yHuBepeuteT — Codust

NUMMULAR HEADACHE - A CASE REPORT
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ABSTRACT

Numural headache (NG) is a rare disease that can be completely
benign or a manifestation of an underlying problem. One of the main
causes of NG is head trauma, superficial artery aneurysm, structural
or dermatological lesion. NG is characterized by prolonged or inter-
mittent pain in the head (most often the parietal area) with sharp
boundaries, fixed size (average from 1 cm to 6 cm) with round or
oval shape. Headache may occur with allodynia, hypo/hyperesthesia,
paresthesia, hyperalgesia and hypersensitivity. Imaging of the head
is a mandatory part of the diagnostic process. The clinical case from
our clinic is of a patient with NG due to a head trauma more than 30
years ago at the same place of the headache. For the last 3 months
the headache was daily. Treatment was initiated with pregabaline
with dose titration up to 150 mg with good effect. Treatment with
botulinum toxin may be initiated in case of insufficient response to
previous therapy.

KEY WORDS: headache, migraine, nummular headache,
trauma

PE3IOME

Hymynapnoto raBoboinue (HI') e psiko cperano 3adonsiBane,
KOETO MOJKE Jia IPOTHYA HAITBJIHO OCHUTHEHO WU 1A € U3sIBa Ha MOJI-
nesxar mpobiaem. EnHM oT Haif-OCHOBHHTE NPUYKHY 32 MOsBaTa Ha
HI ca TpaBma Ha Iv1aBara, aHeBpH3Ma Ha [OBbPXHOCTCH apTepuajeH
Ch[I, CTPYKTYPHA WM IePMATOIOTHYHA Je3us Ha ToBa Msicto. HI ce
XapakTepusupa ¢ MPOABIKUTEIHA MM HHTEMUTEHTHA OONKa B T1a-
Bara (Haif-4ecTo napueraaHara 001acT) ¢ OCTPO OYEPTaHU FPAHHLIH,
(uxcupan pasmep (cpeaHa ot 1 cM 10 6 ¢M) U KpbIVIa WX OBAJIHA
¢dopma. I'maBobGommero Moxke Ja ce MpuApyXkaBa OT aJOJHHUSA,
XUIIO/XUIIEPECTE3Hs], TAPECTE3 s, XUIIEPAITe3Hs 1 OBHILCHA YyBCT-

BHUTEIHOCT Ha MACTOTO. [IpoBexiaHeTo Ha 00pa3HO U3cieaBaHe €
KJIIOYOBO 33 MOCTABSHETO Ha AMarHosara. KIMHUYHUAT ciyyail oT
HalllaTa KJIMHKKA € Ha naiuenTtka ¢ HI' BeiencTie Ha TpaBMaTuieH
y#ap npenau mosede ot 30 TOIMHH HA CHIIOTO MSCTO Ha IIaBOOO-
JIMEeTO, KOGTO Tpe3 TMOCIeIHNTE 3 Mecena cTaBa exeHeBHo. [Ipo-
BeJIe ce JIeYeHue ¢ pregabaline ¢ TUTpHpane Ha jo3ata 10 150 mg ¢
edexr. [Ipn HeOCTATHYHO MOBIMSABAHE HA CHMTOMHTE MOXKE JIa C&
3aI04He JieyeHne ¢ OOTYJIMHOB TOKCHH.

KJIFOUOBU AYMMU: rnaBoboue, ,,kaTo MOHETa”, MUTPEHa,
TpaBma

BbBEJIEHUE

HymynapHao rmaBo6onue (HI') mponsiusa ot JaTHHCKATa Iyma
L~nummus”, koeTo o3HauaBa MoHeTa (18). TepMuHbT € BpBEEH Mpe3
2002 ., xorarto Pareja u xoseru omucsar 13 maruenTu ¢ 100pe orpa-
HUYeHa 0oska (OBaJHA WIIM eNUICOBHAHA (OpMa) B ONpeselieHa
30Ha B raBara (18). [IpuuucisBa ce KbM IbPBUYHUTE TIABOOOIHS.
Criopen; MexayHapoiHaTa acoLUaNnys o niaBoOoie ce XapakTe-
pu3mpa Kato OOJKa ChC CHIHO BapuaOWIIHA MPOIBIKHUTEIHOCT,
YeCTO € ¢ XPOHUYCH XOJI, B MaJIKa OIpaHUYEHa 00JIACT Ha CKaJIma.
TpsiOBa 1a ce U3KITIOYM CTPYKTYpPHA HIIM ICPMATOJIOTHYHA JIe3Us Ha
toBa MsicTo (1). [Ipu Hannuue Ha NoJIeKAaIIa IPUIUHA KaTO TYMOD,
a0criec, MEHUHTHT, HApYIICHUS B TEMIIOPO-MaHauOyIapHaTa CTaBa,
CHHY3HT IVIaBOOOJMETO CE MPUYKCIISIBA KbM BTOPHYHO U € HEO00X0-
JIMO JICYCHHE, HACOUCHO KbM IThPBOTPUUYHHATA.

JINarHOCTUYHHUTE KPUTEPHH Ca: MPOIBDKUTEIHA HIIH HHTEMH-
TeHTHa OOJIKa B I71aBaTa, KOSITO OTTOBAPS HA CIICIHUTE YETUPHU XapaK-
TEPUCTHKH 1 HE MOXKe J1a ce 00siCHH Mo-100pe ¢ Apyra npuyauHa (1):

* OCTpo O4YepTaHy rPaHULH

» Oukenpad pasMep u popma

* [onemnna 10 1-6 cm

* Kpbria nimu enuncoBuHa popma

bonesnenara obnact Moxe na Ob/e JOKaIU3UpaHa BbB BCAKA
YacT OT CKaJIla, HO Hall-4ecTo MALMEHTUTE 5 OMKCBAT B NApHeTa-
Hata obnact. Psako riaBoGonuero e Ou- mim MyaTH(OKaIHO, HO
BCsIKA CHMITOMATHYHA 00J1ACT MPHUTEKAaBA BCHUKH XapaKTEPUCTHKU
Ha HyMmynapHata 6onka (12). Morar ja Bb3HHKHAT CTIOHTAaHHH TN



