2026 r. aBryct, Tom 27, 6poii 2

2.Donner K, Ollikainen M, Ridanpaa M, et al. Mutations in
the beta-tropomyosin (TPM2) gene — a rare cause of nemaline
myopathy. Neuromuscul Disord. 2002;12:151-158.

3.Fardeau, M., Tome, F. Congenital myopathies. In: Engler
AG, Franzini Armstrong C, editors. Myology. New York:
McGraw-Hill. 1994, 1487—-1533.

4.Feng, J.J., Marston, S. Genotype-phenotype correlations
in ACTAl mutations that cause congenital myopathies.
Neuromuscul Disord. 2009, 19, 6-16.

S.Johnston, J.J., Kelley, R.I., Crawford, T.O., et al. A novel
nemaline myopathy in the Amish caused by a mutation in
troponin T1. Am J Hum Genet. 2000, 67, 814—821.

6.Lehtokari, V.L., Pelin, K., Sandbacka, M., et al.
Identification of 45 novel mutations in the nebulin gene
associated with autosomal recessive nemaline myopathy. Hum
Mutat. 2006, 27, 946-956.

7.Monique, M.R., et al. Nemaline myopathy: a clinical
study of 143 cases. Ann Neurol. 2001, 50, 312-320.

8.North, K.N., Wang, C.H., Clarke, N., Jungbluth, H.,
Vainzof, M., Dowling, J.J., et al. Approach to the diagnosis of
congenital myopathies. Neuromuscul Disord. 2014, 24, 97-116.

9.Norwood, F.L., Harling, C., Chinnery, P.F., et al
Prevalence of genetic muscle disease in northern England: in-
depth analysis of a muscle clinic population. Brain. 2009, 132,
3175-3186.

10.Nowak,. KJ., Sewry, C.A., Navarro, C., et al. Nemaline

Buacapcka HeBpoaoeus Bulgarian Neurology 69

myopathy caused by absence of alpha-skeletal muscle actin.
Ann Neurol. 2007, 61, 175-184.

11.Nowak KJ, Wattanasirichaigoon D, Goebel HH, et al.
Mutations in the skeletal muscle alpha-actin gene in patients
with actin myopathy and nemaline myopathy. Nat Genet.
1999;23:208-212.

12.Romero, N.B., Clarke, N.F. Congenital myopathies.
2013, 113, 1321-1336.

13.Shiji ,C. , Shruti, T., et al. Nemaline Myopathy With a
Compound Heterozygous Mutation: A Case Report. 2024, 16.

14.Skrypnyk, C., Husain, A.A., et al. Case report:
Homozygous variants of NEB and KLHL40 in two Arab
patients with nemaline myopathy. 2023, 14, 1098102.

15.Wallgren-Pettersson,. C, Laing, N.G. Report of the
70th ENMC international workshop: nemaline myopathy.
Neuromuscul Disord. 2000,10, 299-306.

16.Wattanasirichaigoon, D., Swoboda, K.J., Takada, F.,
et al. Mutations of the slow muscle alpha-tropomyosin gene,
TPM3, are a rare cause of nemaline myopathy. Neurology.
2002, 59, 613-617.

Aopec 3a ropecnonoenyus: 0-p Cmanucnasa bBnacoesa,
Knunuxa no nepsnu 6onecmu, YMBAJI ,, Anexcanoposcka”,
oyn. I'eopeu Coghuiicku Nel. E-mail: stassi_94@abv.bg

METABOIUNTHA MUONIATHUSA BCJIAEACTBUE HA
MYTALUA B PNPLA2 'EHA

C. braroesa'?, I1. Autumos > T. Yamosa'?, U. Tepues'??

"Kunuka o Hepsau 6osecta, YMBAJL ,,AnekcanapoBcka”
*Katenpa mo HeBponorus, Meauunucku Yausepcutet - Codust
3JlemapTaMeHT 10 KOTHUTHBHA Hayka u ricuxonorus, HBY, Copus

PE3IOME

MeTaboMUTHUTE MUOMATUU MPEACTABISIBAT XeTEPOreHHA
rpymna oT TeHeTUYHO 00yCIIOBEHH 3a00JIsIBaHMs, KOUTO MOTaT
Jla Bb3HUKHAT BBB BCSIKA BB3pacT. XapaKTepU3UpaT ce C Jie-
(exTH B OMOXMMUYHHTE ITHTHUINA, CBBP3aHN CHC ChXPaHEHNE,
MeTabonu3upaHe U N3MOI3BaHe HAa CyOCTpaTuTe, HEOOXOIUMHU
3a TeHepupaHe Ha MycKynHa eHeprusa. CkeneTHaTa, Chpacd-
Ha U [JIAJKO-MYCKyJIHAaTa NUCHYHKIUsS, KAKTO M 3aCsraHeTo
Ha LEHTpallHaTa HepBHA CHCTEMa M CHIOKPHUHHATa CHCTEMa,
JONIPHHACAT 32 MHOTOOOpa3HHTE MPOSBA HAa METaOOJIUTHUTE
muonaTuu. (4) OCHOBHUTE CHMIITOMH Ha METaOOTUTHUTE MHU-

OTNaTHHU Ca MUAITHUS, MYCKYJTHU CIa3MH, HEIOHOCUMOCT KBbM
yIOpaXHEHUs, KAaKTOM HEMpOorpecupaiia Uil Mporpecupania
MYCKYJIHa c1a0o0CT, 3acaraiia Ta3oBara, CKamyjlapHaTa, aKCH-
amHaTa MyCKyJaTypa U MycKylatypaTa Ha KpalHuuure. (6)

IIpencraBsime KIMHUYEH Cilydali Ha )K€Ha C FTEHETUYHO 110~
TBBpJCHA IuarHo3a MeTtaboauTHAa MHONATHS BCIEACTBHE Ha
myTtanusi B PNPLA2 rena, Bonemna 10 pa3BUTHETO HA MHUOIIA-
TEH CHHJIPOMH YE€PHOAPOOHA cTeaTo3a.

KawuoBu nymu:
MetabonutHa muomnatusi, PNPLA2 ren,cyocTpaTu.

METABOLIC MYOPATHY ASSOCIATED WITH A PNPLA2
GENE MUTATION.
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ABSTRACT

Metabolic myopathies represent heterogeneous group of
genetically determined disorders that can occur at any age.
They are characterized by defects in biochemical pathways re-
lated to the storage, metabolism, and utilization of substrates
required for the generation of muscular energy. Dysfunction
of skeletal, cardiac, and smooth muscles, as well as involve-
ment of the central nervous system and the endocrine system,
contributes to the diverse manifestations of metabolic myop-
athies. (4)

The main symptoms of metabolic myopathies include my-
algia, muscle cramps, exercise intolerance, as well as non-pro-
gressive or progressive muscle weakness affecting the pelvic,
scapular, axial musculature and the muscles of the limbs. (6)

We present a clinical case of a woman with a genetically
confirmed diagnosis of metabolic myopathy due to a mutation
in the PNPLA2 gene, leading to the development of a myopa-
thic syndrome and hepatic steatosis.

Keywords: Metabolic myopathy, PNPLA2 gene, sub-
strates.
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BBBEJAEHUE

MeTabolMTHITE MUOTIATHH MTPEACTABIISIBAT rpyIia 3a00J1s-
BaHUs1, O0YCIaBsIIU Ce OT Bb3HUKBAHETO Ha JAC(EKTHH CH3HU-
MU, Y4acTBaIlX B OMOXMMHUYHHUTE MIPOLIECH, CBBP3aHH C I'eHe-
pPHPAHETO Ha eHeprus B KJIeTKUTe. MeTaboIUTHUTE MUOIIATUI
BKJIIOYBAT HapyLIEHUS Ha ChXpaHeHHEeTO Ha riukoreH (GSD),
JneQeKTH Ha OKHCIeHneTo Ha MacTHUTE KucenuHu (FAO) n mu-
TOXOH/IpUAJIHU HapyIueHus. (5)

IToBeueTo OT METAOOMUTHUTE MHUONATHH Ca C ABTO30M-
HO-PELIECUBEH THII Ha YHACJEIsBaHe, HO ChILECTBYBAT MHOIIA-
THH, YHACIEICHH OT MaiKaTa (C MUTOXOHAPUAJICH MPOU3XOJT)
U OlIIe TT0-PEJKH aBTO30MHO-IOMMHAHTHH U X-CBBbP3aHH 3200-
nsBanus. (7) PenecuBHUTE MHONATHH ca MO-Pa3lPOCTPAHEHU
B obnactu ¢ uHOpenHu O6pakose (Marpe6, bimskns V3tok u
Wnnniickus cyOkoHTHHEHT) itn ripu u3onatu (Ppencka ['Bu-
Hea). (3)

KIIMHWYHU CUMITOMHM, HACOYBAIM KBM JIHarHo3ara Me-
TabOJIMTHA MHOIIATHS, Ca: MPUCTHIIM HA PAaOIOMHOIN3A, MH-
aJIrus, MyCKYJIHU CHIa3MH, HEHOHOCHUMOCT KbM YIPaXXHEHUS U
MHUOTJIOOMHYPHS/TUTMEHTY prsi. HSIKOM MAIlMEeHTH MPOsBSBAT
Mo-HecHeun(pUYHN CUMITOMH KaTO HENporpecupania Hiu
mporpecupaiia MycKyJHa ciabocT, 3acsraiia Ta3oBaTa, CKa-
IyJlapHaTa, akCHaJHaTa MYyCKyJaTypa M MyCKyJlaTypara Ha
kpaituunute. (6) Korato e Hamuue mMyckyiaHara ciadoct, Ts
MOXe J]a BapHpa OT JIeKa H JIOKaJIM31paHa 10 TeHepan3upaHa,
KOETO BOJIH JI0 )KHBOTO3acTpallaBalia XuInoTOHUs U pecIupa-
TOpHA HEIOCTATBYHOCT.

PabpoMuonusara € OCTpO YBpEKIaHE HAa MYCKYJIHHTE
BJIaKHA, [0 BpeMe Ha KoeTo cepymHute HuBa Ha KK ce moBu-
1IaBaT HaJ JAECeT IbTH Ha/l HOPMAJIHUTE CTOHHOCTH, M3J1arai-
KM MAlMeHTa Ha PUCK OT TyOyJHa HEKpO3a U Pa3BUTHETO Ha
¢aranna nonuopranHa HepocrarbpyHocT. (8) Huso ot 10 000
IU/l kpeaTHHKHHA3a ¢ OOIIONPHETO KATO Mpar 3a OTKpHUBaHE
Ha MUOIJIOOWH B ypHHaTa (MHOTJIIOOMHY PHSL).

XpoHHYHATA MUAJITUS NPEACTABIISIBA YECTO CPELIAHO OIl-
JIJaKBaHE B KJIMHMYHATA MPAKTHKA M HE € 3aJbJDKUTEIHO Ja
Obe ¢ MeTabOJINTEH IPOU3XO.
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@urypa 8. OCHOBHM CHMIITOMH HpPH METaOOIUTHUTE
muonaruu, Jon Andoni Urtizberea, Gianmarco Severa u Cb-
aBT., 2023.

JlMnuaHUTE MHUONATHHM Ca HACIEICTBEHH aBTO30MHO-pe-
LIECUBHU 3a00JIBaHNS, IPUUYMHEHU OT AeDUIUT HA CH3UMH,
ydacTBalll¥ B Iporieca Ha MeTabonu3npanero uM. Jlnmcara Ha
TE3H KJIFOYOBH CH3MMH BOJH JI0 HATPYTIBAHE HA JIUITH/IHH Kall-
YUIH B HAKOJKO OpraHa - Koxka, 4epeH Apoo, ChpIie U 0COOCHO
B CKENIETHUTE MYCKYIH. (2) TakuBa MUOTIaTHH BKIIOYBAT IBP-
BuueH nepuuT Ha kapHutuH (PCD),nedunut Ha anui-KoeH-
3uM A pexujaporenasa (MADD), Gonect ¢ HaTpymBaHe Ha Jin-
nuau ¢ uxtuosa (NLSD-I) u Oonect ¢ HaTpynBaHeHa JTUITUIH
¢ muomnatust (NLSD-M). JlepuuuTsT Ha KAPHUTHH MATMHATONTT
tpancdepasa (CPT II) TpaguuonHo nomnaga B Ta3u Ipyma.

JedexTure Ha mpoleca Ha OKMCICHHETO HA MACTHUTE KHU-
CEJIMHM NIPUYHMHABAT IIPOIPECUBHO HATPYIBAaHE Ha Hepasrpa-
JICHU JIUINIA B MYCKYJIHUTE KJIETKH. ToBa BOAM 10 CHMITOMHU
KaTO MHAJITHS1, HSTOHOCUMOCT KbM YIPaXKHEHHSI U €ITM301 HA
MacHBHA pabJOMHOIN3a C MUOTTIOONHYpHs 1 OBOpeuHa Heoc-
TaTBYHOCT. IHTEPECHOTO €, Ye OCTPUTE CMU30/M Ha BJIONIABA-
HE He ce MPEeIU3BHKBAT OT MYCKYJIHH YNPa)KHEHUS C BUCOKA
HWHTEH3UBHOCT, a OT Apyru (HaKToOpH, KaTo MHPEKIHs, rIIaay-
BaHe, NPOIBIDKUTEIIHN YIPAKHEHUS C HUCKA WHTEH3UBHOCT,
eMOITHOHaJIeH cTpec. Hstkon mabopaTopHH U3CIIEABaHMS MOTaT
Jla Hacoyar KbM JIarHo3ara KaTo: MOBHIIABaHE HA ChOTHOIIIE-
HHUETO cBOOOHU MaCTHH KHCEINHI/KETOHH B cepyMa (0T 1:1 10
moseye ot 2:1), koeTo npexnmnoiara 6ok B B-okucnenueto. (7)

YcTaHOBEHHM ca CIICTHUTE BH/I0BE JIUITHIHA MUOIIATHU:

1.JIMnuaAHN MHONIATHH ¢ HAPYLIEHA TOJIEPAHTHOCT MPH
dusnyeckn yenaus:

» Jlepunnt Ha KapHUTHH naamuTonnTpancgepasa II (CPT
1D).

»lepunut na ammn-KoA nexuaporenasa ¢ MHOTO JbJira
Bepura (VLCAD)

»/lepuouT HAa MHTOXOHJpHANCH TPUPYHKIIHOHAJIECH
nporenH (MTP nnu M-TFP) nabnroBeprmken 3-Xxuapoxcua-
uni-KoA nexunporenasen nepunut (LCHAD)

» Jlebunut Ha cpenqHoBeprkHa altuiI-KoA gexunporeHnasa
(MCAD)

»lepunut Ha anun-KoA nexupporenasa ¢ Kbca Bepura
(SCAD)

2.JIMNUHY MHOTIATHH € IOCTOSTHHA MYCKYJIHA CJ1a60CT:

»[IspBrueH neUINT HA KAPHUTHH

P Jlepunt Ha MHOKECTBEHO JeXHApOoreHupane Ha Acyl-
CoA (MADD) /

» [ nyrapoBa atuaypus tum 11

»>Muonaruss ¢ HeyTpajgHO HATpylBaHEe Ha JIMIUAA
(NLSD-M)

[Margaret Adler, Perry B. Shieh, 2015]
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KJIAHUYEH CIYUYAR

IIpencrassiMe skeHa Ha 38 I.B., poJieHa OT HOPMAJIHO IIPO-
TeKJIa OPEMEHHOCT U pakaHe Ha TepMHH. C HOpMAITHO MOTOP-
HO M HEBPOIICUXMYHO Pa3BUTHE - IPOXOJMIIa Ha | I.B., MPOro-
Bopuna 1 1. u 6M. B mercka u roHoOIIEeCKa Bb3pacT e Ouia 6e3
orutakBanus. Ha 29 r.B., efiHa ronHa ciefi pax/iaHe Ha I'bPBO-
TO CHU JIeTe, yCeTnIa caaboCT Ha MycKyaTypara B o0JacTra Ha
MUIIHUIATA ¥ paMEHHHUS 10sIC BAsicHO. I[locTeneHHo ciaabocT-
Ta Iporpecupaia u ce paslpocTpaHiia KbM MPEIMHUIIHHUIIATA,
JUTaHTa U NPBCTUTE Ha chbiara peka. Ha 37 r.B. ce mosBuia
c1aboCT M B JOJIHUTE KPalHUIM, ITO-CUIIHO M3pa3eHa 3a Ipo-
KCHUMaJIHaTa MYCKYJaTypa. 3aTpyAHUJIO C€ M3IPaBIHETO OT
KJIEKHAJIO TTOJI0’KEHHE U U3KaYBaHEeTO Ha CTHIOHN. B mocnennu-
T MECELH ce MOsIBUIIA CIa00CT U B JIIBaTa PbKa.

O6extnBHO: OT HMPOBENCHHUS HEBPOJOTHYEH CTAaTyC Ce
yCTaHOBaBa MHONATEH CHHIPOM, C U3pa3eHa reHepasin3upa-
Ha MYCKYJIHa c1a0o0CT, MO-CUITHO U3pa3eHa 3a MPOKCUMATHU
MYCKYJIH Ha YETHPUTE KpalHMKa, IO-TEKKO Ca 3acerHaTH
ropaute kpaitHunu JI>JI, mo-ciabo m3paseHa e cimabocTTa
3a akcuajlHaTta MycKyiarypa. Hamume ca xumorpoduu Ha
MyCKyJiaTypara Ha paMEHHHs I0SC JBYCTPaHHO, KaKTO H
Ha Oeapara u moalOeApuULIMTE ABYCTPAHHO. YCTAHOBSIBA C€
apeduekcus 3a 4eTHpuTe KpahHuKa. [leKTopanHu TI'bHKH
nByctpanno. Ckamyse anare nsycrpanno JI>J[. JlymbGanna
xumnepioprosa. JXKabemxn xopem. CumnroMsT Ha Gowers e
nonoxkuteneH. [loxonkara emuonarHa. Hanune e orpaHudeH
00eM Ha JIBH)KCHHE Ha IJIC3CHHUTE CTaBH M KOHTPAKTYPH Ha
AXUIJIECOBUTE CYX0XKHJIIUS ABYCTPAHHO.

OT npoBezeHUTE Ta00PATOPHUTE U3CIESIBAHUS CEe YCTAHO-
BsiBa 3aBHIIeHA cToiHOCT Ha Kpeatnnkunaszara 2465 U/I (Hop-
ma 20-190). Oturnenara EMI ot m. tibialis anterior., m. vastus
lateralis dexter, m. interosseus dorsalis dexter m m. biceps
brachii ce ycraHOBsIBaT JaHHH 32 MUOTeHHa yBpenaa. OT QyHK-
LMOHAJIHATA OLICHKA Ha JUIIAHETO CE YCTAaHOBSBAT YMEPEHO
HamaJsieHu auxarennu ooemu. OT mpoBeneHara exorpadus Ha
KOPEMHHU OpraHu ce HabJro1aBa cTeaTo3Ha TpaHc(hopMalus Ha
napeHxuma Ha 4yepHust apo0. IIposene ce MPT na myckyiu,
OT KOSITO C€ YCTAHOBSIBA 3HAUMTEJIHA MAacTHA JIeTeHepanus Ha
MyCKyJIaTypara Ha PaMEHCH I0SC, MO-IEMOHCTPATHBHO BIsi-
cHo. CpaBHUTETHO chbXpaHeH e m. subscapularis. M3pa3zena
aTpodus Ha m. biceps brachii Ha qscHa pbKa, CPABHUTEIHO
chxpaHeH m. triceps brachii. Hanpeanan craguii Ha macT-
Ha JiereHepaiis Ha mm. glutei IByCTpaHHO M Ha MYCKYJHUTE
OT 3aJHaTa rpyna Ha 0eApoTo. YMEPEHO H3pa3eHU IOZO0OHH
MIPOMEHHU CE€ yCTaHOBSIBAT JBYCTPaHHO B m. tensor fasciae
latae. CpaBHUTEIIHO 3ama3eHa € MyCKyJarypaTta Ha 0elpoTo
BEHTpAJHO, KAaKTO U m. sartorius u m. gracilis. CpaBHUTEIHO
3ama3eHa e KpaHuaiHa yact Ha m. abductor brevis, longus u
magnus. [TaliueHTKaTa € ¢ HOpMallHK ChPJCYHH TAPaAMETPH OT
eXOKapIuorpa)ckOTO M3CNIeBaHe, KAKTO U ¢ HOPMAJICH CIIyX
OT IIPOBE/ICHATA Ay JHOMETPHSL.
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@ur. 1. MPT na Genpa. Busyanusupa ce HanpenHan cra-
Ui Ha MacTHA JieTeHepalus Ha MyCKyJIUTe OT 3aJHaTa Ipymna
Ha OepoTo.

@ur. 2. MPT Ha paMeHeH NosIC ¥ MUIIHKIA. YCTAaHOBSIBA Ce
3HAYHMTEJIHA MACTHA JICTCHEpallHs Ha MyCKyJlaTypaTa Ha paMe-
HEH 1105C, U3pa3eHa arpodus Ha m. biceps brachii, cpaBHuTEN-
HO CchXpaHeH m. triceps brachii.

IIpn manueHTKaTa € MPOBEICH MOJICKYJISPHO-T€HETHYECH
aHaJIU3 — yCTAHOBEHU Ca JBe NMaToreHHu myranun B PNPLA2
reHa, IOTBBPIKAABAlIH JUarHo3ara MeTaboIuTHa MHOIATHS,
BoOZeIIa 0 a0HOPMHO aKyMyJIHpaHe Ha TPUIIHLEPUAU B CKe-
netHata myckynarypa. ['enst PNPLA2 konupaensuma adipose
triglyceride lipase (ATGL), yuacTBai B mbpBarta CThIIKA OT Me-
TaOOJIM3UPAHETO HA TPUIIIMLEPUANTE B KIEeTKUTE. MyTanuu-
T€ B IOCOYEHUSI T€H BOJSAT 10 AOHOPMHO aKyMyJINpaHe Ha Ma3-
HUHH B MYCKYJIHUTE KJIETKH C KJIMHUYHA U35Ba Ha MYCKYJIHA
¢1a00CT, B MUOLIUTHUTE C IPOSIBY HA KAPAUOMHOIATHS, KAKTO H
B XEMaTOLUTHUTE C IIPOSIBU HA YEPHOIPOOHA CTEaTO3a.

Oo6cbxaane:

Kacae ce 3a j)xeHa ¢ 0OCKTHBHU JJaHHH 32 MHOIIATCH CHH/I-
pOM, pa3BHUBAIl CE€ B PAMKUTE Ha JCBET I'OJUHH, M3pa3sBall
ce B IreHepan3upaHa MyCKyJIHa ciabocCT, M0-CUITHO H3pa3eHa
3a MyCKyJlaTypaTa Ha KpalHHLUTE, C MOCTEIIEHHA MPOrPeCcHst
BBB BpeMeTo. OOEKTHBHO CE yCTAaHOBSIBA MUOIIATEH CHHAPOM-
npeobiajaBamia ciabocT 3a TOPHUTE KPaHHUIU B PAMEHHHS
MOSIC M CTaOMIIN3aTOPUTE Ha JIonarkuTe. [10-TeKKO 3acerHaTu
ca MycKyJuTe ()JICKCOpHU, EKCTCH30pH, a0JyKTOPH U BHHIIHH
pOTaTopd B paMEHHaTa CTaBa, ACHMETPUYHO I0-H3pa3eHH
B JSICHO, Hali-Bede 3a m. pectoralis major, m. deltoideus u m.
supraspitatus u 3a JOJTHUTE KPAWHULIHA — CAMETPUYIHO 338 MYC-
KYJIM €KCTEH30pH, aOAYKTYypH M aJAYKTOPH B TA30BHS IOSC.
IlpaBu BrieyaTICHHE HETUIIHYHOTO 3acsiraHe Ha MYCKyJia-
TypaTa, CIOpel JINTEPAaTypHH JaHHH, a UMCHHO H3pa3cHaTa
CUMETpHYHa cJIa0OCT B TOPHU KPaWHHUIM Ha EKCTCH30PUTE
Ha Majela u MPbCTUTE NP ChbXpaHeHH mm. extensor indicis,
mm. extensor digiti minimi, a B JOJHUTE KPaWHULM HA TJIaH-
TapHUTE U JIOp3aJHUTE (QJICKCOpH Ha riie3eHHaTa craBa. MPT
Ha MYCKYJIUTE Ha PAMEHHHSI, TA30BUs MOSC U MIPOKCHMATHATA
MYCKYyJIaTypa Ha TOPHHUTE U JIOJHHUTE KPAHUIU BU3YyaIu3upa
3HAUUTENIHA MACTHA JIereHepalus Ha MYyCKyJlaTypara Ha pa-
MEHHUS O0sIC, T0-U3paJeHa BISCHO, KAKTO U HA CEAANUIIHUTE
MYCKYJIM M Ha MYCKYJIHUTE OT 3aJHa rpyma Ha Oexpara JByC-
TpaHHO. TOBa € MBPBUAT OIIMCAH CIy4ail Ha mamueHT cMara-
OO THAMHOIIATUSIBCIEACTBUE Ha MyTanust B PNPLA2 reHa B
Bboirapus.
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AND LITERATURE REVIEW
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INTRODUCTION

Human echinococcosis is a zoonotic parasitic disease
caused by Echinococcus granulosus, which forms larval cysts
in the human tissue. Echinococcus granulosus is a tapeworm
that lives in the intestines of dogs that are the definitive hosts.
Infected dogs pass tapeworm eggs in their stool, which can be
consumed by sheep, cattle, goats, pigs, and accidentally hu-
mans as intermediate hosts. The two primary types affecting
humans are caused by Echinococcus granulosus and Echino-
coccus multilocularis. The liver is the most common organ af-
fected, followed by the lungs. Hydatid cysts can also develop
in the brain, heart, kidneys, spinal cord, spleen, and other tis-
sues . Hydatid disease in the brain accounts for only 1% - 2%
of all cases caused by Echinococcus granulosus infections.
Cerebral hydatid cysts are usually located in the supratentorial
region and are seldom found in the infratentorial region [1].
Extracranial and spinal hydatid cysts are very rare. Hematog-
enous spread is the most common route of dissemination of
the ova to the central nervous system and the cysts are usually
located along the distribution area of the middle cerebral ar-
teries, often in the parietal lobe [2]. The majority (70% - 80%)
of intracranial hydatid cysts are found in children [3].Brain
hydatid cysts are usually solitary but, on rare occasions, mul-
tiple cysts might be encountered. While multiple cysts might
be primary, they might also be secondary and related to the
rupture of primary cyst [4]. Due to slow growth of the cyst, pa-
tients usually present with a large cyst at the time of diagnosis.
Typically, cysts initially manifest as focal neurologic deficits
or symptoms related to increased intracranial pressure [5]. The
optimal management of intracranial hydatid cysts is intact sur-
gical removal of the cyst. Although cerebral hydatid disease
accounts for only 1-2 % of cases, it poses a potentially fatal
risk, particularly in children and young adults, who represent
50-75 % of all cases . Therefore, the need for timely diagnosis
and intervention should be emphasized, especially in low-in-
come countries where healthcare access may be limited.

Case Presentation

A 34 year old male patient from a rural area was admitted
to our hospital with a headache for 07 months and left up-
per limb weakness for 15 days with abnormal movement of
left upper and lower limb for 3 days. During admission time,
examination revealed a afebrile and conscious patient, hemo-
dynamically stable, the pulse rate, blood pressure, and oxygen
levels were normal. Clinical examination findings were unre-
markable, and no abnormality in the neurological examination
was noted except left hemiparesis with the force of three to
fifth in all muscle groups and grade 3 deep tendon reflexes.
Blood investigation, C-reactive protein and other tests (serum
electrolyte levels, liver function, kidney function, and coag-
ulation tests) were normal.On magnetic resonance imaging
before admission (approx 5 months before) , it was initially
misdiagnosed as neurological cyst/ arachnoid cyst in the right
parietal lobe. After admission in our institute Brain contrast-en-
hancing magnetic resonance imaging (MRI) showed a large
65x50x51mm cystic intra-axial lesion at the right temporopa-
rietal junction with peripheral diffusion restriction and ring en-
hancement and surrounding edema and significant mass effect
toward left side s/o -cystic glioma/Hydatid cyst/atypical NCC
(Figure 1). The patient underwent a right temporoparietal cra-
niotomy under general anesthesia. After dural opening, a limit-
ed corticotomy was performed over non-eloquent cortex with
preservation of cortical veins. The intra-axial cyst was not in
communication with the ventricular system. Cyst delivery was
attempted using the Dowling—Orlando technique with gentle
hydrodissection using warm normal saline, and cotton patties
soaked in hypertonic saline were placed around the operative
field. Intraoperative cyst rupture occurred, following which
the cavity was immediately irrigated with hypertonic saline.
The anesthesiology team monitored for anaphylaxis, and no
hemodynamic instability was observed. Complete removal
was achieved, followed by watertight dural closure and stan-
dard wound closure. The macroscopic analysis of the surgical
specimen revealed spherical cysts with whitish walls. Several



