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MiToxoHapianbHa enisognyHa mionatia 3/abo 6e3 arpodii 30poBOro Hepea Ta 060POTHOI NnerkoeHuedanonatii (MEOAL, OMIM 251900)
HaNeXuTb A0 PIOKICHNX MEePBUHHMX MITOXOHAPIANBHUX Mionariv, 3ymoBneHux Mmytauiamv JHK a0epHoro reHomy 3 ayToCOMHO-PELECUBHUIM
TUMNOM yCMazKyBaHHH.

MeTa — NoBIIOMUTI NPO BMNAAOK PIAKICHOI MITOXOHAPIaNbHOI MionaTii Ta NiABULLMTL 00I3HaHICTb NPaKTUYHKX NIKapIiB 3 NUTaHb AiarHOCTUKM
Ta nikyBaHHsA AaHoi opdaHHOi natonorii.

KniHiyHuii BUNnapok. Y HaBeeHOMY KNIHIYHOMY BUMaAKy Y XBOPOI AUTUHM 3adikCOBaHO TsXKMUI nepedir 3axBOPIOBaHHSA Y BUMAAI €ni3oais
BaXXKOI Mionarii (Nig, 4ac OAHOro 3 HKX BUHVIKNA NoTpeba y TpUBaNiv LUTYYHI BEHTUAALLT 1ereHb 3 HaknaaaHHsaM TPaxeoCTOMU) Yy NOEAHAHHI
3 TEXKMMU MeTaboNivHMI Kprdamn. [ig yac KpraiB BIOMIYEHO CTINKNA KETO- Ta nakTaraumaos, piske nigBuLLLEHHA TpaHcaMiHas (anaHiHami-
HOoTpaHchepasu Ta acnaptataMmiHoTpaHchepasmn) Ta KpeaTuHKiHasK CcrpoBaTkm KPOoBi Ha Ti MackBHOro pabaomioniay. ATpodii 30poBOro
HepBa Ta NerkoeHLedanonartii y XBOporo He BUABNEHO. AHaNOrYHW Nepedir 3aXBOPIOBAHHS ONMCAHO B NITepatypi Pi3HUMY aBTOpaMu TiNbKm
y TPbOX BMNaaKax. 3a pesynsraramu MONekynapHO-reHeTMYHOro aHaidy B nauieHTa 3 HaBeASHOrO KITiHIYHOIO BUNaaky (nadoparopis «Invitae»,
CaH-PpaHumcko) BuaBneHo Agi MyTauji reHa FDX2 (3 uyM reHOM acOLIOETbCS 3axXBOPIOBAHHSA) 3 HEBU3HAYEHVIM NaTOreHHUM 3HAYEHHSIM.
3Baxaloun Ha HaaBHICTb kapauHanbHux cumnTomMie MEOAL, XBOPOMY BCTaHOBAEHO Came Lielt AiarHo3, a TOMy BUSIBNEHI MyTalli reHa FDX2
Chif, PO3MANATU SK NATOreHHI.

BuUCHOBKU. PeTebHniA CUHAPOMONONYHUIA aHania GeHoT1ny pa3om i3 KOMMAEKCOM napakfiHiyHMX 0OCTEXEHb, BKOYaloYM CydHacHi
MONEKYNAPHO-FEHETUYHI METOAM, AaB 3MOry BCTAHOBUTY KJIHIYHWI OjarHO3 HaA3BUYanHO PIAKICHOI NepBUHHOI MITOXOHAPIANLHOI Mionarii,
WO CNpUSITUME NOAANBLIOMY 3'ACYBAHHIO B3AEMOBIAHOCUH Y CUCTEMI «F€HOTUM-MEHOTUM>» Ta, MOXIIMBO, peknacudikalii natoreHHmux reHo-
TUNIB y CydacHWx 6asax AaHvx, a Takox 3HaxOoaXeHHIO oNTUManbHYIX MiAXOAIB A0 NikyBaHHS Ta peabiniTauii naLjeHTis.

JloCniaxXeHHs BYKOHaAHO BIANOBIAHO A0 NPUHLMNIB [eNbCiHChKOI Aeknapadii. Ha npoBeaeHHs A0CNIAXEHb OTPUMAaHO IHPOPMOBaHy 3rofdy 6arsb-
KiB AiTen.

ABTOPW 3a8BASOTh MNP0 BIACYTHICTb KOHMIIKTY IHTEPECIB.

Knrouogi cnoea: MiToxoHapii, Mionaris, enisoan, nakraraumnos, ketoaumaos, redH FDX2, 060poTHa nenkoeHuedanonaris.

A case of mitochondrial episodic myopathy (variant without optic atrophy and reversible
leukoencephalopathy) in the Carpathian region
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'lvano-Frankivsk National Medical University, Ukraine

?lvano-Frankivsk Regional Children’s Clinical Hospital, Ukraine

Mitochondrial episodic myopathy with/or without optic nerve atrophy and reversible leukoencephalopathy (MEOAL, OMIM 251900) belongs
to rare primary mitochondrial myopathies, caused by nuclear genome DNA mutations with autosomal recessive inheritance.

Purpose — to inform about the case of this current rare mitochondrial miopathy and encrease the knowledge of practical doctors in scope
of diagnostics and treatment of the current orphan pathology

Clinical case. In the clinical case being presented herein, the sick child had a severe course of the disease in the form of episodes of severe
myopathy (during one of them there was a need for long-term mechanical lungventilation with the placement of a tracheostomy) in combination
with severe metabolic crises. During crises, persistent keto- and lactic acidosis, a sharp increase in transaminases (alanine aminotransferase
and aspartate aminotransferase) and creatine kinase in blood serum were observed. The patient did not have optic nerve atrophy or leuko-
encephalopathy. A similar course of the disease is described in the literature by different authors in only 3 cases. Molecular genetic analysis
(Invitae laboratory, San Francisco) revealed 2 mutations of the FDX2 gene (the disease is associated with this gene) with uncertain pathogenic
significance. Considering the presence of cardinal symptoms of MEOAL, this diagnosis was set to the patient, and therefore the detected mu-
tations of the FDX2 gene should be considered as pathogenic.

Conclusions. A thorough syndromic analysis of the phenotype together with a set of paraclinical examinations, including modern molecular
genetic methods, made it possible to establish a clinical diagnosis of an extremely rare primary mitochondrial myopathy, which will contribute
to further elucidation of relationships in the «genotype-phenotype» system and, possibly, reclassification of pathogenic genotypes in modern
databases, as well as finding optimal approaches in treatment and rehabilitation of patients.

The research was carried out in accordance with the principles of the Helsinki Declaration. The informed consent of the patient was obtained
for conducting the studies.

No conflict of interests was declared by the authors.

Keywords: mitochondria, myopathy, episodes, lactic acidosis, ketoacidosis, FDX2 gene, reversible leukoencephalopathy.

134 ISSN 2663-7553 Modern pediatrics. Ukraine 3(131)/2023



Yntanmrte Hac Ha canTi: http://medexpert.com.ua

KAIHIYHMM BUTTAAOK

Bceryn

iTOXOH/IpiaJibHA €Mi30/[MYHa MiolaTis

3/abo Ges artpodii 30poBOro Hepsa

Ta 0060pOTHOI JielikoeH ieaTonaTii
(MEOAL, OMIM 251900) nasiexuTh /10 TIepBUH-
HUX MITOXOH/IPIaTbHUX MIOTaTii, 3yMOBJIEHUX
myTarigsmu JIHK sapeproro remomy 3 ayTocom-
HO-peIeCUBHUM THUIIOM ycnaiikyBaHHsd. CyTHICTH
3aXBOPIOBAHHSA TOJISITAE B HEPBOBO-M SI30BUX
po3nasax, IO XapaKTepu3yIOThCS TEPEBAKHO
B JINTHHCTBI TMPOTPECYI0Y0I0 M’sI30BOIO  CJIabKi-
CTIO T HETIEPEHOCUMICTIO (DI3MUHUX HABAHTAKEHb
[6]. Ile € maxsBuyaiiHO PifKiCHE 3aXBOPIOBaH-
HA. Y croemianpHill mitepatypi (katamor OMIM
3 TIOCHMJIAHHSIMU Ha Tepino/pkepena) [5] omuca-
HO 10 BUTIAZKIB 1HOTO CTaHy, 3 HUX Y 8 BUTAKAX
IIPOBe/IEHO peTesIbHUN aHasi3 GeHOTUILY Ta IOBHY
MOJIEKYJIIPHO-TEHETHYHY, OiOXiMiuHy Ta MOp-
(homoriuny Bepudikamito. Ilepmri aBa BumaaKu
3axBOpIOBaHHA omucano B 1967 p. Y 1ux xBopux 3a
JIOTIOMOTOI0 TiCTOJIOTTYHOTO JIOCTI/IKeHHsT GioTTa-
Ty M’S131B BUSIBJICHO HE3BUYAlHO BeJNKI MiTOXOH-
ZIpii 3 BUCOKOIO aKTHUBHICTIO OKHCHUX (hepMEHTIB
i aHOMaJbHUM HAKOIMYEHHAM HEHTPaJbHOTO
KUpy. M’g30Bi MITOXOH/IPil MiCTUIM aHOMAJbHI
KBa/IpUJIaMiHapHi CTPYKTYpH [7].

Kniniuno B mamientis i3 MEOAL-cunapo-
MOM CIIOCTEPITAIOTHCST EIM30JIMYHI 3arOCTPEHHS,
SIKI XapaKTepU3ylThCd TOSBOIO Pi3KOi M'430B0Oi
cabKoOCTI B TOEAHAHHI 3 MiJABUIEHHSIM PiBHS
KpeaTUHKIHA3UW, MOJIOYHOI KHUCJIOTHU B CHUPOBAT-
i KpOBi, PO3BUTKOM KeTOAIMJ03y Ta Tilep-
(dbepmenTeMii Ha T MacCUBHOTO pabIOMIOIIi3y.
Y Tpphox oOmMcaHWX MAIli€EHTIB OMMCAHO EeIi30/N
TSKKOTO PaboMiosi3y 3 MeTaboJIiYHUMU KpH3a-
MU, 1[0 B OZIHOMY BHUTAKY [ 1] morpebyBasio mpose-
nenHst remozianisy. Jlogarkosi OGisbin BapiabesbHi
O3HAKM MOXKYTb BKJIOYaTH aTpodiio 30pOBO-
ro HepBa, OOOPOTHY JelKoeHIehaIonario
Ta IMi3HINIY IOSIBY CEHCOMOTOPHOI IOJiHeHpo-
matii, HeHOpMaJIbHOI XOfu, rinmopedJekcii, jerkoi
CITACTUYHOCTI, TPOKCUMAJIBHOI Ta JAMCTAJbHOI
M's30B01  cmabkocti  [3]. Opmak y 3ragaHux
Tphox Bumankax [1,9] 3asHaueHux o3HaK He BU-
asjenHo. Posnas BUHUKAaE BHACTIIOK MyTaliil
reda Ferredoxin-2 (FDX2, 614585), mokari-
30BaHOrO Ha xpomocomi 19p13, mo crnpuunnse
nopyiienHs ¢dopmyBaHHSA KkjiacTepiB Fe-S, sxki
€ BAKJINBUMU KO(PaKTOPaMHU /IJisi aKTUBHOCTI OKHC-
HO-(ochoprayBanbHuX (HEePMEHTIB  KOMILIEKCIB
nuxasnbHoro JaHiora (pesiome Gurgel-Giannet-
ti et al., 2018) [3,4].
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Mema nocniizkeHHsT — TOBIZIOMUTH ITPO BUTIAZIOK
PiZIKiCHOI MiTOXOHPiaTBbHOI MIOTIATII Ta T ABUTIIUTH
0013HaHICTh MPAKTUYHUX JIKapPiB 3 MUTaHb JiarHo-
CTUKM Ta JIIKyBaHHS JIaHOi OphaHHOI TaToJI0Ti1

Marepiaiu Ta METOIH AOCIIIZKEHHS

Haseneno Bumaziok HaJA3BUYAlHO  CKJAJ-
Horo nepebiry MEOAL-cuHapoMy B IUTHHM BIKOM
10,5 poky 3 IlpukapnaTcbkoi HOMyJsIii, giarHo-
croBanuii y 2022 porti.

Bukopucrano MeToiu: TeHEeaJIOTiYHUN aHalis,
KJTiHIKO-(DeHOTUTIOBUI aHaJi3 i3 CUHAPOMATHHUM
Mi/IXOZIOM IO OIIHKUA (hEeHOTUITY, 3araJbHOKJIIHIY-
Hi, OGioXiMiuHi METOAM, a TaKOK MOJIEKYJSIPHO-
reHeTHyHe OOCTEKEHHSI METOIOM  E€K30MHOTO
cekBeHyBaHH4 (TTaHe b MITOXOH/IPIATbHUX 3aXBO-
proBanb, sabopatopist «Invitaes ,1400 16th Street,
San Francisco).

[HCcTpyMeHTa/bHI  METOZM:  MarHiTHO-Pe30-
HancHa TtoMmorpadias (MPT) romoBHOrO MO3-
Ky, eJjiekTpoHeipoMiorpadis, mpommieporpadis
CyAWH KIHIIBOK, YJIbTPa3BYKOBE JOCJI/IJKEH-
Ha (Y3/l) mnapeHxiMaTO3HWX OpraHiB, €XO-
kapaiockoris (EXO-KC).

[locutizkeHHsT BUKOHAHO BiJITOBIAHO 10 TPUH-
uuniB lenabcinebkol aekmnapartii. [IpoTokosn goci-
JUKeHHS yxBajieHO JIOKajJbHUM eTUYHUM KOMiTe-
TOM JIJIsI BCIX, XTO OPaB y4acTh.

Kaiviyauii BUnaiox

Xnonuux I1.1. HapopuBcd Biji IPYTOI BariTHOCTI,
JPYIUX TEPMiHOBUX TOJIOTIB Bijl 3/0POBUX GaTh-
KiB, SKi € BUXIZIAMU 3 OJJHOTO HACeJIeHOTO IyH-
KTy, CIOpiziHeHicTh numo0y 3amepedyiorb. Ha Mo-
MeHT 3BepHeHHs autuHi Oysio 10,5 poky. XBopie
3 3,5 poky. ¥ 2019 p. y Bini 6 pokiB y AUTHHM
JIIarHOCTOBAHO MIONATIii0, XJOMYUKA KOHCYJIBTO-
BaHo B llenTpi opdannmx 3axBopioBanb M. Kuena,
obcreskeno Ha xBopoby ITomme, miomariio /[lio-
meHa (pesyJsbraT HeraTuHuii). Ilicssi KOHCYJIb-
tarii B pecryOmikancekiin gikapai «OXMAJIUT»
BCTaHOBJIEHO JiarHo3 «llepBuHHa Tmporpecyro-
ya TiceBiorineprpodiuna MiomaTisi», odopmiaeHo
COTAJIbHY JIOMOMOTY. 3 4YacoM JI0 MiOMaTUYHUX
MTPOSTBIB TIPUEHAIINCS TTAPOKCU3MU KETOAIUI03Y,
IKi BUHUKJIU SK HA TJi BUCOKOI (Pi3WYHOI aKTUB-
HOCTI Ta COMaTHYHUX ITPOBOKAIIi, Tak i 6€3 JKOIHUX
MIPOBOKATUBHUX (DAaKTOPIB 1 HOCUJIU TSKKUH, TOP-
IIiIHUI, CKJIAJIHO KoperoBanmii xapakrep. Ocran-
Hill HAUTSOKUYME Kpu3 Bigamiueno B ciuni 2022 po-
Ky. XBOPOTO TOCITITaJi30BaHO /10 HEBPOJIOTTUHOTO
BijLiieHHsT 06JaCHOI AMTAYOI KJIHIYHOI JiKap-
Hi 31 cKapraMu Ha MOsSIBY 3araxy aleToHy 3 poTa,
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BUPAKEHY BTOMY, 3arajibHy CJaOKICTh MPOTITOM
TixkHA. Hanepenosni [uTuHa XBOpijia Ha TOCTPY
pecriipaTopHy BipycHy iHbexItio. O6’ekmueno:
3araJibHUil CTaH JAUTUHU TSKKUNA, 3YMOBJEHUM
BUPaKEHOI0 M’sI30BOIO cJIabKicTio i Merabosiiu-
HUMU  TIOpYHIEHHSIMU.  XJIOIMYUK  [PaBUJIbHOI
Ti7100y10BU, 3a10B1IbHOIO BiJZKUBJIEHHS, HASBHUI
«alleTOHEMIYHUHN pPyM sIHEIlb», BUPAKEHUUN 3arax
alleTOHY 3 POTa, TaxillHOe B CIIOKOI, TOHU Ceplisd
putmivni, yacti. HeBposioriunuii cratyc: autunHa
Yy CBIZIOMOCTI, >KyBaHHSI CIOBiJIbHEHE, MOBJICHHS
yiTKe, CIIOHTaHHA PyXOBa AaKTUBHICTb 3HUXKEHA
(6isbIie B HOTAxX), M’sI30Ba TIMIOTOHIsI, TIEPEBAKHO
B MPOKCUMAJbHUX Bi/IJ[iJIaxX Hil, Ta30BOMY TOSICi,
He3HauyHa IICeBAOTINnepTpodiss JUTKOBUX M SI3iB,
rinepiopao3. M’sizoBa cusa B pykax — 5 6aJis,
y HOorax — 4 Gaym. Xoza camocTiiita, 3 moTpeboio
B niepiognuHomy Bianounuky. Ha 10-ty mo0y me-
peOyBaHHsI y CTaIlioHapi CTaH XBOPOTO MOTIiPIINB-
csT: pi3ka M's130Ba CJIaOKIiCTh, sSIKA YHEMOSKJIUBUIIA
caMOCTiliHe TepecyBaHHs, a TaKOK M[podemMu
3 JMXaHHAM. 3a JaHuMHU J1abopaTopHOTo 00-
CTeXeHHS BUSABJIEHO Pi3Ky rinephepMeHTOMIT0;
kpeaturdochokinaza — 3852,7 on/n  (Hop-
mMa — 30-200 ox/x), BUCOKI piBHI TpaHcamiHa3:
asanigaminoTpancdepasa — 2740 on/n (Hopma —
no 40 op/nm), acmapraramiHoTpancdepaza  —
6570 ox/n (Hopma — 1o 40 oj/71), TaKOXK TTiIBU-
HIeHWi piBeHb JakTaTy KpoBi — 57,8 Mmob/1
(nopma — 4,5-19,8 Mmoub/n), piBerb Gpaxiriii
6iipy6iHy, TOKa3HUKHM CEYOBUHU Ta KPEATHHIHY —
y HOpMi. BisiMiueHO pi3ko MO3UTUBHY CTIHKY pe-
aKIlifo ceyi Ha aleToH Ha TJi HOPMAaJbHUX IIO-
Ka3HUKIB TJIOKO3W KpPOBi. AHAJIOTiYHI ITOKa3-
HUKU BUABJEHI 3a pe3yJbraTaMid TOBTOPHUX
oOcTeskeHb 1 Biamivaimcest CTIRKIiCTIO. 3a TSKKi-
CTIO CTaHy XJIOTTYMKA TIePEBENEHO 0 BifliJIeHHS
aHecTe3i0JI0Til Ta IHTEHCUBHOI Tepartii. Y 3B’S93Ky
31 CJ1a0KICTIO Ky BaIbHUX i KOBTAJIbHUX M’sI3iB BUPi-
IIIEHO TOAYBATU TAIIEHTA Ta BBOAUTU HOMY Me/Iu-
KaMeHTHU Yepe3 HazoracTpaabHull 30H1. Uepes He-
MOJKJIUBICTDH aIeKBATHOTO CAMOCTIHHOTO JAMXaHHS
Ta HApPOCTAaHHSA CUMIITOMIB JIMXaJIbHOI HeJ0CTaT-
HOCTI 1 TIilOKCil TIPOBE/IEHO TPaxeoToMiln. XBO-
pOTO TIepeBe/IeHO Ha PEeKUM MITYYHOI BEHTUJIALT
nerenb. IlaTosoriuni J1aGopaTOpHi ITOKA3HUKK
YTPUMYBAJINCS, HE3BAKAIOUM HA MPOBEIEHHS aK-
TUBHOI JeToKcHuKallii. MakcumasbHi piBHI TpaHc-
amiHa3, o0co0JMBO acmapraraminorpancdepasu,
nocsranu 16—17 tuc. on/n. Ha MPT romosHoro
MO3KY 3HAYYIUX TaTOJOTIYHUX BiJIXUJIEHDb HE BU-
sasyeHo. Ha MoMeHT orsigny ouyHOTO mHA O(TANDb-
MOJIOTOM CYTTEBUX 3MiH He 3HalIeHO. 3a TaHNMUI
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noBTopaux Y3/l opraHiB uepeBHOI MOPOKHUHU
BijiMiueHO He3HauHe 301/IbIIIeHHS PO3MIPIB HEYiHKN
(+1 cm) 6e3 mopyIeHb CTPYKTYPH OpraHa, eperut
IUIKH JKOBYHOTO MiXypa; 3 GOKY HUPOK: 4aCTKO-
Be TMTO/IBOEHHS YalTKOBO-JTOXaHKOBOTO KOMIIJIEKCY
3J1iBa, IHIIUX MMaTOJIOTIYHUX 3MiH He 3adikcoBaHO;
Ha EXO-KC — He3nauna perypritailist Ha MiTpaJib-
HOMY KJIalaHi, J10/[aTKOBa Xop/ia JIiBOTO ILJIYHOY-
Ka, (ppakirist BUKKUAY — 3a0BibHa (Y MexKax 65%).
3 MeTOI0 YTOUHEHHS /IIarHO3y Ta BU3HAUEHHS TaK-
TUKU JIIKyBaHHS [IPOBE/IEHO JIeKiIbKAa KOHCUJIIyMiB
i3 3aJydeHHSIM TIPOBIJIHUX CIEIaliCTiB 3 iHTEH-
CUBHOI Tepariii, MeJUYHOl TeHeTUKH, HEeBPOJIOrii,
€H/JIOKPUHOJIOTIT, KapaioJiorii. Yepe3 Micsip Iie-
pebyBaHHSI B CTaIliOHapi y XJIOMYUKA PO3BUHY-
JIOCh YCKJIQ[HEHHS Y BUTJISAT TPOMOO3Y IJIMOOKHX
BeH JIiBOI KIHIIIBKH, IO MiATBEPKEHO 3a OIO-
MOTOI0 ftoTTieporpadii HUSKHIX KiHITIBOK, Y 3B SI3KY
3 YnM He BuKJouasnocd rnpueananis SARS-Cov-2.
OnHaK TecTyBaHHS 3a JIOMOMOTOIO €KCITPEC-TEeCTY
Ta MmoJiiMepa3Hoi JAHIIOTOBOI Peakxilii Ha 1110 iHdeK-
1[I0 BUSBUJIOCS HEraTUBHUM. BUXO1s949M 3 OCHOB-
HOTO MATOJIOTIYHOTO CUMITTOMOKOMILIEKCY, TUTHHI
MPOBEZIEHO MOJIEKYJISIPHY JIarHOCTUKY B YMOBaX
naboparopii «Invitae» (mmaHeb MiTOXOH/PiaTbHNUX
3aXBOPIOBaHb). XBOPHUII BUSIBUBCS KOMIAYH[I-Te-
TEPO3UTOTOIO 3a ABOMA MyTaiigsmMu B TeHi FDX2,
[0 JIOKaJTi30BaHi Ha 000X TOMOJIOTTYHIX XPOMO-
COMax y BIAIIOBIIHUX asleJIbHUX JIoKycax: ¢.10A>T
(p-Met4Leu) ta c¢.155-2A>G (Splice acceptor)
3 HEBU3HAYEHOIO MAaTOTEHHOIO 3HAYYIIICTIO. Y Ma-
Tepi mpobaHIa BUSIBJIEHO OJHY 3 TaKUX MYyTalliil
rena FDX2 y rereposurornomy crani: ¢.155-2A>G
(Splice acceptor), 6aTbKO JUTHHHI HE 0OCTEKEHMIA.
3Bakaloud Ha XapaKTepHi KJiHiKo-(eHOTHUIIOBI
IIPOSIBU Y BUTJISIZL €M30/[iB M'130B01 cJ1abKOCTI sSIK
i3 GOKY CKeJIeTHMX, TaK i 3 00Ky JMXaJlbHUX M'SI3iB,
0 MoTpedyBajo TPUBAMOI IITYYHOI BEHTHJISII
JIeTeHb T/l YaC OCTAaHHBOTO KPU3Y, y TOETHAHHI
3 TSOKKAM PabIOMIOJi30M, KETO- i JlaKTaTal[uio-
30M, rirepdepMeHTEMIEI0 BCTAHOBJIEHO JiarHO3 —
«MiToxoH/IpiaJbHA €Mi30,IHYHA MiOTIaTisA, BapiaHT
0e3 arpodii 30poBOro Hepsa Ta 06OPOTHOI JIei-
koeHiedanonarii> (MEOAL, OMIM 251900).

Yexnaonenns: verabosivHuil KeTo- i TaKTaTa-
NUJIOTUIHUN KPU3, CTaH JeKoMIleHcallii. Tpaxeo-
tomis. DyHKIOHyIOYa TpaxeoctoMa. Tpom0603
rJIMGOKUX BEH JIiBOT HMKHBOI KiHI[IBKH.

XBopuil OTpUMYBaB KOMILJIEKCHE JIKyBaHHS,
sIKE BKJIIOYAJIO JIETOKCUKAIIIHY Tepartito (BHYTPilll-
HBOBEHHO: peocopbinmakt, rmokosa 10%, posunn
HaTpilo TigpokapboHar, (izioJMOriyHIi PO3YNH )
i TepopajbHy peTiipaTalliiiHy Tepariio TJII0KO-
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30-COJIbOBUMM Ta JY>KHUMM PO3UYMHAMHU, [TpOBe/ie-
HO JIeKisibKa ceancis miazmadepesy. OO0B I3KOBUM
KOMIIOHEHTOM Tepariii OyJn eHepProTpoIHi cepeji-
HUKU: TIpenapatu KapHiTuny (L-kapHiBiT, Mijipo-
HaT, arBaHTap), puOOdIaBiH, MMUTOXPOM, KOEH3UM
0Q10. 3a TKKICTIO CTaHY JI0 KOMILJIEKCY JIKYBaHHS
JI0IaHO TIperapaTv KOPTUKOCTEPOIAiB, aHTHOIO-
THUKIB, aHTUKoaryguTiB. Ha T slikyBanHsi cTan
JUTUHU TIOCTYIIOBO CTabinisyBaBcs. 3’ sIBUIIKCS
PyXU MIMIYHOI MYCKYJIATypH, BITHOBUJIMCS PYXU
sI3UKa, CaMOCTiifHe, JIeN0 yTpy/JHEeHe KOBTaHHS,
BI/IHOBUJINCA MiHIMaJIbHI PyXHW B YCIX KiHITIBKax.
Jlist ToasIbIIoro JIiKyBaHHs peaHiManiinHoo Gpu-
rajiolo IUTUHY 3 (PYHKIIOHYIOUOI0 TPAXeOCTOMOTO
TparcmopToBano o Ilosbiri, 10 AUTSYO1 JHiKapHi
M. sKeryBa, 3BiJIKH 1epeBe/ieHo /10 AU TSUOTO ITTH-
taso M. Dinagensdii (CIITA), xe xmomauk mepedy-
Bac i joci. Taka joricTuka /17151 CKIQIHOTO MaIlieHTa
3 YKpainu BUSIBUIACA MOKJIMBOIO HABITh B yMOBaX
BOEHHOTO CTaHy 3aBISIKHU BOJIOHTEPAM i 3aKOP/IOH-
HuM Kojeram. Ha 1eft yac TpaxeoctoMa 3aKpuTa,
XBOPUI CIOCTEPITAETHCS aMOYJIaTOPHO, OTPUMYE
npernapaTv KapHiTHHY Ta HaTpilo riZpokapOoHaTy,
CTaH JIMTUHW BIJJHOCHO 33JI0BiJIbHUI. 3a dYac rie-
pebyBaHHS 32 KOPAOHOM y AUTUHE OYJIO JIBa KPH-
31, IiJ{ 4Yac gKUX 1l rocuiTajaizoBaHO 0 BiJiJI€H-
HS TIO0AIBHUX 3aXBOPIOBAHb JAUTSIYOl KJHIKK
M. Dinazenpdii s npoBepenus iH@y3iiiHoi
Teparrii.

OO6roBopeHHs

[eit BuNaiok 1ikaBuii TUM, 10 Y XBOPO1 AUTUHU
MOEIHYBANINCS CUMITOMU €Mi30/iB 3arOCTPEHHSI
MiomaTii 3 TSKKUMU MeTaOOIYHUMU KeTo- i JIak-
TaTaliAeMiYHUMI KpU3aMy Ha TJIi MaCBHOTO pad-
JoMiosniay, ase 6e3 o3Hak arpodii 30poBOTO HEpBa
Ta jeiikoeniedanonarii. Takum 4nHOM, 11€ YeTBEp-
TUI BUIIAZI0K aHAJIOTTYHOTO T1epebiry 3aXBOpIOBaH-
HS1 3 THX, 1[0 BJAI0Cs 3HaliTH B 1ybJiikarisax. Bea-
JKAEMO TaKOXK, IO 3HaimeHi myTailii rena FDX2
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