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Cunppom MERRF (myoclonic epilepsy ragged-red fibers) oTHocuTcs k rpynne nepBuyHbIX MUTOXOHAPUANbHBIX 3a60N1€BaAHNIA,
XapaKTepu3yeTcs coyeTaHMeM MUOKNOHUYECKON 3NUIENCUN U heHOMEHA PBAHBIX KPACHbIX BOJIOKOH NpPU GUONCUM MbILWL.
Lienb paboThl — U3y4uTb MUTOXOHAPUANbHbIE HAPYLWEHUSA Y NALUEHTOB U3 ceMbM ¢ cuHApoMoM MERRF ¢ nomowbio onpe-
JeNeHUs LUTOXMMUYECKON aKTUBHOCTU MUTOXOHAPHANbHbIX hepMeHTOB TMMBOLUTOB B Nnepudepuyeckoil KpOBU U YPOBHSA
naKTara B KpOBM.

MpeacTaBneHbl KNMHUYECKUE Cy4an cecTpbl 25 neT u 6pata 19 net ¢ cuigpomom MERRF ¢ BapuaHTom m.8344A>G B MT-TK
(TPHK (Lys)), c ypoBHeM reTeponnasmuu B kKposu 50 % y cecTpbl U romonnasmueil y 6pata. MUTOXOHAPUANbHbIE HAPYLIEHNS
OLieHWBANM C NOMOLLbIO ONpefeneHns YpOBHA NaKTata B KPOBU U LIUTOXMMUYECKOTO UCCIEL0BAHUSA aKTUBHOCTUN MUTOXOH-
LpuanbHelx hepmMeHToB B TuMdoLuuTax nepudepuyeckoit KpoBU. YpoBEHb NaKTaTa B KPOBM A0 efbl Obla NOBbLIWEH ¥ 060MX
nauueHToB. Mocne Harpy3ku yrneBofamMm y CECTpbl OH YBENUYMBANCA, a y GpaTta cHKancs. Y cectpbl Obina CHUXKEHa aK-
TUBHOCTb (DEPMEHTOB TUMGBOLMTOB Nepudepryeckoin Kposu Ha doHe npuema nesetupauerama, 100 Mr kosHsuma Q,
1 100 mr L-kapHuTUHA. [l03a 3HEProTpomnHbIX NpenapaTos Gblia yBeNUYeHa, YTO NPUBENO K NOBLILEHUIO aKTUBHOCTU MU-
TOXOHAPUaNbHbIX GepMeHTOB. Y 6paTta ObiI0 KOMNEHCATOPHOE NOBbILIEHWE YPOBHSA CYKLMHATAErMAPOreHasbl U CHUXeEHNe
aKTUBHOCTMW OCTaNbHbIX (hEPMEHTOB.

MpumeHseMble HaMU METOAUKW MOXHO WCMONb30BaTh B KNMHUYECKOW NpaKTUKe AN AUATHOCTUKM MUTOXOHLPUANbHbIX
HapyLWeHUI 1 KOPPEKLMN AO3MPOBKM IHEPTOTPOMHbIX MPENapaTos, OCTAOIWNXCA aKTyanbHbIMU BBUAY OTCYTCTBUA dddek-
TUBHOII reHoTepanuu.

KnioueBbie cnoBa: MERRF, uMtoxummuyeckas akTUBHOCTb MUTOXOHLPUANIbHBIX hEPMEHTOB, NaKTaT

Ana uutuposaHua: Jlatbinos A.LU., Mpockypura E.B., Kotos C.B. n ap. MutoxoHApHanbHble HapyleHUs y NaLuneHToB
c cemeitHoii dopmoii cuHapoma MERRF. Pycckuii xypHan getckoit Hesponorum 2023;18(4):53-7. DOI: https://doi.org/
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Mitochondrial disorders in patients with familial form of MERRF syndrome
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MERRF syndrome (myoclonic epilepsy ragged red fibres) belongs to the group of primary mitochondrial diseases and is chara-
cterized by a combination of myoclonic epilepsy and the phenomenon of ragged red fibres on muscle biopsy.

The aim of this work is to study mitochondrial disorders in patients from a family with MERRF syndrome by determining
the cytochemical activity of mitochondrial enzymes in peripheral blood lymphocytes and the level of lactate in the blood.
Clinical cases of a 25-year-old sister and a 19-year-old brother with MERRF syndrome with the m.8344A>G variant
in MT-TK (tRNA (Lys)) with a blood heteroplasmy level of 50 % in the sister and homoplasmy in the brother are presented.
Mitochondrial disorders were assessed by blood lactate levels and cytochemical studies of mitochondrial enzyme activ-
ity in peripheral blood lymphocytes. Pre-prandial blood lactate levels were elevated in both patients. After a carbohydrate
load, it increased in the sister, and decreased in the brother. The sister had decreased activity of peripheral blood lym-
phocyte enzymes while taking levetiracetam, 100 mg of coenzyme Q10 and 100 mg of L-carnitine. The dose
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of energotropic drugs was increased, which led to an increase in the activity of mitochondrial enzymes. The brother had
a compensatory increase in the level of succinate dehydrogenase and a decrease in the activity of other enzymes.

The methods we used can be used in clinical practice to diagnose mitochondrial disorders and to adjust the dosage
of energotropic drugs, which remain relevant due to the lack of effective gene therapy.
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Cungpom MERRF (myoclonic epilepsy with ragged
red fibers) OTHOCUTCSI K IpyTITie TIepBUYHBIX MUTOXOHIPH -
aJIbHBIX 3200JICBaHUI1, XapaKTePU3YeTCsT COUeTAHNEM MUO-
KJIOHUYECKOM 3MMIeICur 1 peHOMeHa PBaHbIX KPACHBIX
BOJIOKOH ITpM OMOTICUM MBI, YacTo mepBbIM CUMIITOMOM
SIBJISTIOTCSI MUOKJIOHUHM, 32 KOTOPBIM CJIEAYIOT TeHepasIv-
30BaHHBIE MPUCTYIIbI, aTaKCHsI, CIA0OCTh, HETTEPECHOCH -
MOCTb (bM3UYECKMX Harpy3oK u aeMeHuus [1]. B ocHoBe
3a00J1eBaHus — MyTalus MutoxoHapuaabHoi JIHK. Onu-
caHo 26 MyTauuii B 15 pasnuyHBIX MUTOXOHIPHATBHBIX
reHax. Hanbosee 4acToit U3 3TUX MyTalluid SBIISICTCS Ba-
puanT m.8344A>G B MT-TK (TPHK (Lys)) [2]. Bapua-
0EIBbHOCTh KIMHUYECKOTo (DeHOTHIA 00YyCIoBIeHa (DeHO-
MEHOM TeTepolja3sMuu (Pa3IMYHOr0 COACPKAHUSI
HopMasibHOM 1 MyTaHTHO# JIHK B Mmutoxonapusix). Ilo-
MMMO T'OJIOBHOTO M0o3ra 1 MbIiil ripu cuHapome MERRF
MOTYT MTOPaXXaThCs U ApYyrre oprausl [2—4]. st oueHKn
MMTOXOHIIPUAIBbHBIX HAPYIICHUM OIpEeAeIIIIOT pBaHbIC
KpaCHBbIE MBIIICYHbIC BOJIOKHA MPU OMOIICHUY MBIIIII (Xa-
paKTepHBIi1 BUJI BBI3BaH CyOCAPKOJIEMMHBIM HAKOTUIEHUEM
MPOIYKTOB MeTab0/IM3Ma), U3MEPSIOT KIUCIIOPO.T B TKAHSIX
C TIOMOIIIBIO MOJISIPOrpachIeCcKOro MeToa ¢ UCIOJIb30Ba-
HueM aJiekTpoga Knapka [5], mpoBoAsT pecnupoMeTprIo
¢ IpUMeHeHreM oKcurpacda, UCCIeIyIoT MUTOXOHAPUATbHBI
MeMOpaHHEBIH TToTeHIHa [6]. Ho B KIIMHIYECKOi ITpaKTHKE
TIEPCIICKTUBHBIM SIBJIICTCS ONpeie/ICHIE SHEPTONPOTYKIIMHI
B JIMMoIUTax neprdepruyeckoii KpoBU, KOTOPbIE OTHOCSIT
K «3H3eMaTUYECKOMY 3epKaly» TKaHeM, — LIMTOXUMUYECKUIA
METOJI MCCIICIOBAHMS aKTUBHOCTU MUTOXOHAPUATBHBIX (Dep-
MEHTOB B IuMdo1uTax neprudeprudeckoii Kposu [7].

Lenb paboOTbl — U3YYUTh MUTOXOHIPUAIbHBIC HAPY-
LIeHUs Y malueHToB u3 ceMbu ¢ cuHapoMom MERRF
C ITOMOIIIBIO OTIpeeIeHUS IMTOXUMUYECKON aKTUBHOCTH
MMTOXOHAPUATBHBIX (hepMEHTOB JTUMMOIIUTOB mepuce-
PUYECKOM KPOBM U YPOBHSI JIAKTaTa B KPOBU.

MuToxoHApUaIbHbIE HApYILIEHUs OLIEHUBAJIM C TTIOMO-
IIbIO [IMTOXMMUYECKOIO MCCASIOBAHUS aKTUBHOCTH MUTO-
XOHAPHUAJIbHBIX (DEPMEHTOB B IMM(OLIMTAX NeprdepruIecKoit
KPOBU; UCMOJIb30BAIM METOM, NpeaioxkeHHbIin A.G. Pearse
B Momudukauuu PI1. Hapiucconsa [7]. OueHnBanu akTuB-
HocTb JakTataeruaporeHassl (JIIIN), rmyraMatnernaporeHa-
3bl (IAI), a-rmunepodocdarnernaporerassr (o-IDAT),

cykumHataeruaporeHassl (CIN). AKTUBHOCTh (hePMEHTOB
OLICHUBAJIY B rpaHyJiax Ha JUMbOLMT (Ip/nd).

C nomolipio aHanu3aTopa razoB KpoBu ABL800 FLEX
OIpeesisIM YPOBEHb JIaKTaTa B 1IeJIbHOM renapuHU3upo-
BaHHOI KPOBM aMIIEPOMETPUYECKUM METOIIOM C TIpUMe-
HEHHUEM CyOcTpaTcnem@ruecKoro 3JIeKTpoaa HaToIaK
1 TIOCJIEe HAaTPY3KHU YIJIeBOJaMU B 03¢ 1 T CyXOii TJIIOKO3bI
Ha 1 Kr Macchl Tea.

KnuHunyeckuni cnyyait

Mumoxondpuanvruie HapyuieHus uccaedosanru 'y 2 601b-
Hbix (cecmpa u bpam) u3 cemvu ¢ cunopomom MERRF.
Cecmpa panee 6vina onucana 1. Finsterer [4—6] ¢ anaauzom
SNUAENMUHECKUX NPUCMYNO8, PACUCHEHHbIX KAK (Homo-
uygcmeumenvuasn snusencus. Iayuenmia (puc. 1, 1V-1)
6 o3pacme 25 nem obpamuaacs ¢ xcarodamu Ha ceemo-
0053Hb, HENPUAMHbLE OWYULeHUS NPU PACCMAMPUBAHUU
nammepHa, cOCMOAWE20 U3 MHOMCECMBa 00HOPOOHbIX npeo-
memoe (Hanpumep, aucmoes). [locmosuHo noav3oeanacs
ouxkamu c 3amemuenuem. Ommeuana 6016 6 21a3ax, 20406~
HYI0 601b, CHUNCEHUE NAMAMU, U3MeHeHuUe noyepKa. boab-
Ha ¢ 17 aem, K020a nOABUAUCS MUOKAOHUU 8 KOHEUHOCHISX.
Ilepesoiii eeneparuzo8antbvlii MOHUKO-KAOHUMECKUI NPU-
cmyn npousouten 6 gozpacme 19 nem. B amom dce sospacme
obi1 duaenocmuposar cunopom MERRF. Ilpu mosekyaspro-
2EHEMUHECKOM UCCAe008AHUU BbIS6AeH NAMOEHHbLI 8APUAHMN
m.8344A>G e MT-TK (mPHK (Lys)) c yposnem eemeponias-
muu 6 kposu 50 %. Ilo danHbim Ma2HUMHO-PE30HAHCHOI
momoepaghuu 20108H020 M0O32a ONPEOeANACy AMPOPUSL MO3-
aceuxa. Ha anexmposnyepanroepamme 6viau viseaetvl snu-
Aenmugopmivie pazpsaodst 80 YPOHMOUECHMPANbHBIX 00AACAX
npu eunepsenmuasyuu. boia Haznaven npenapam éanvnpoe-
6oil kucaomot. O0HAKO 6 OanbHeluem npUcmynsl NOBMOopsi-
aucy ¢ yacmomoit 1—2 paza 6 mecsy. OHu NPOBOUUPOBANUCDH
MEPUAIOUUM C8EIMOM UNU 8321500M HA MeAKUe KAMHU, AUCHbsL
unu epszHblil cHee Ha 3emae. Ilpu anexmponetipomuocpaghuu
BbISIBACHA CMEUAHHASL AKCOHANbHO-0eMUCAUHUBUPYIOUASL NO-
AuHegponamusi. B ceéasu c neagpgpexmusrocmoio eanrvnpoesoi
Kucnaomot 6 soszpacme 20 1em oHa Obina 3aMeHeHa HA Ne6emi-
pauemam 3000 me/cym. Kpome smoeo nayueHmka npuHuMa-
aa kaonaszenam 1,5 me/cym, kosnsum Q ) 100 me/cym, L-kap-
Humun 100 me/cym, seumamun E 400 me/cym.
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Puc. 1. Podocrosnas cemovu ¢ cunopomom MERRF
Fig. 1. Pedigree of a family with MERRF

B cembe makoice viseaenbl NOBMOpHble cayHau 3a0601e-
eanus. Y mamepu (puc. 1, I11-1) — ceemouyscmeumens-
HOCMb, HenpusimHvle OWYUWeHUs npu mepuarouem ceeme
U npu 83ens10e Ha MHONCECMB0 KAMHEI, MUCMbe8 UNU PA3HbLL
CHee Ha 3emAe, 1ecKasl YMOMASeMOCHb, AMAKCUS, BO3HUKULAS
nocne 50 sem. Y Hee Ovin 6biA6aeH NAMO2EHHDbII 8APUAHM
m.8344A>G c yposnem eemeponnazmuu 40 %. 3abonresanue
0bL10 QUA2HOCMUPOBAHO MAaKice y bpama nayueHmku.
Y ueeo mooce onpedenen namoeennuiii apuanm m.8344A>G
8 20MONAA3MUMECKOM COCMOAHUL. Y babywKu no mamepuH-
ckolil aunuu (puc. 1, 11-2) ommeuanuce muoxksonuu u gpomo-
cencubuauzayus. Y opama mamepu (puc. 1, I11-2) — 3ameo-
NEeHHOCMb peyu, ommeyenHas nocae 48 asem. Y cecmpol
oabywku no mamepunckou aunuu (puc. 1, 11-3) — amakcus,
crabocmo, nusenmutecKue npUcmynbl, pomoceHcubuIu3a-
yus. Y opyeoii cecmpor 6adbyuiku no mamepuHckoi aunuu (puc. 1,
11-4) — amakcus, nadenus, pomocencubusuzayus, 3ameo-
AeHHas peuv. Y ee douepu (puc. 1, I11-6) — muokaronuu, go-
mocencubuauzayus. Ewe y o0Holl cecmpbl 6abyuku no ma-
mepunckoil aunuu (puc. 1, 11-5) 6vin duacnocmuposan
«NApKUHCOHU3M», Y ee cbiHa (puc. 1, I11-8) — muokaonuu,
nadenus, gpomocercuduruzauus. Y ee douepu (puc. 1, IV-9) —
MUOKAOHUU, nadeHus, homocencuburuzayus. Y ee obeux
douepelil (puc. 1, IV-12,13) — muoxaonuu, nadenus, pomo-
ceHcubuauzayus. Y 2 6pamoee 6a0ywKu no MamepuHcKou
aunuu (puc. 1, 11-7,8) — 3amednennas peus. Ilpabadywka no
mamepurckou aunuu (puc. 1, 1-2) ymepaa 6 éospacme 84 aem
0e3 KAUHUMeCKUX CUMNMOMO8 3a001e6aHU.

L

12 13 14 15 16

<> Ton HensBecter / Gender s not known
/®/ JZ[ YMmepluve uneKbl pofiocnoBHoii / Deceased members of the pedigree

IIpu ocmompe nayuenmxu: pocm 166 cm, macca meaa
49 ke. Yepennuoie nepsol be3 namonoeuu. leneparuzo6anmbiil
MeakoamnaumyOouslit muokaonyc. CyxoxucunsHoie pegrexcol
¢ PYK cpedHell Hcusocmu, KOAeHHble peqaeKcbl CHUNCEHDbL,
axuanoevl — dcusvle. Bubpayuonnas uyecmeumenvHocmo
CHUICEHA 8 naavyax cmon 0o 5 6annos. B nose Pombepea —
naderue npu 3axpuieanuu 2na3. Ilanvyenocosyro npody 6ul-
NOAHSAG C UHMEHYUEIL, NAMOYHO-KOACHHYIO — C UHMEHUUOH~
HbIM mpemopom, boavuie caeéa. Ouenka no wikase MMSE —
21 6ann (nopma — 30 6annos).

AxmueHocmb MUMOXOHOPUANbHBIX hepMeHMO8 AUMPO-
yumoes nepughepuueckoii kposu Ha goue npuema 100 me Ko-
ansuma Q,u 100 me L-kapuumuna: CAT — 15,2 ep/agh
(6 Hopme 18,5—19,0 ep/agh), o-TDIT — 6,8 ep/agh (6 nHopme
9,0—12,0ep/agp), III'— 4,9 ep/ngh (6 Hopme 9,0—12,0ep/ngh),
JUIT — 7,8 ep/agh (6 nopme 10,0—17,0 ep/agh). Yposens nak-
mama 6 Kposu 00 edbl cocmasua 2,6 MMOAb/A, NOCAE HAZPY3-
Ku yeneeodamu — 3,9 mmons/a. Ypoeenw ghoauesoii kucromoi
6 Kposu cocmasun 2,5 He/MAa npu HOPMAALHOM 3HAHEHUU OM
3,1 ne/ma. C yuemom crHudiceHuUs NoKazamens aKmueHoCmu
11 komnaexca dvixamenvHOU yenu MUMoOXoHOpuil (aKmue-
Hocmy hepmenma CAT) Gbina yseauuena 0osa kosusuma Q
do 200 me, makaice HaznaueH udeberon 90 me/cym. Tak kak
Y RayueHmKu Obld CHUNCEH NOKA3amenb AKMUBHOCMU
a-TDJT, ompaxcarouguii H#cupoeoii 0OMeH MUMoOXOHOPULl,
obiaa yeeauuena 0oza L-kaprumuna oo 200 me. Takxce 6vina
HazHaueHa goauesasn Kucioma 4 me/cym. Ilpu npueme uoe-
OeHOHA ObiN0 OMMEUeHO CHUMNCEHUEe CUCMOAUYECK020 apme-
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CAr/SbH a-TOAT / a-GPDH

[Ar/ GbH NAr/LbH

B KosHzum 010 100 mr/cyT, L-kapHuTun 100 mr/cyt /
Coenzyme Q,, 100 mg/day, L-carnitine 100 mg/day
Yepes 1 mec koaH3um Q;, 200 mr/cyT, L-kapHuTu 200 mr/cyT /
After 1 month, coenzyme Q,, 200 mg/day, L-carnitine 200 mg/day
[ Yepes 2 roga KoaH3um Q;, 300 mr/cyT, L-kapHuTun 300 mr/cyT /
After 2 years, coenzyme Q,, 200 mg/day, L-carnitine 200 mg/day

Puc. 2. Axkmuerocms MUMOXOHOPUANbHBIX hepMeHM08 AUMPOYUMO8 nepu-
ghepuueckoii kposu y nayuenmiu ¢ cunopomom MERRF. CAT — cykuyunam-
deeudpoeenasa; o-TQIUT — a-eauyepoghocpamoeeudpoeenasa; I[I — eny-
mamamoeeuopoeenasa; JIII — rakmamadeeudpoeenasa

Fig. 2. Activity of mitochondrial enzymes in peripheral blood lymphocytes
in a patient with MERRF syndrome. SDH — succinate dehydrogenase; o-GPDH —
a-glycerophosphate dehydrogenase; GDH — glutamate dehydrogenase; LDH —
lactate dehydrogenase

puanbHoeo oaenerus 0o 80 Mm pm. cm., NOIMOMY NAYUEHMKA
npurumana moavko Kosuzum Q . Yepes 3 mec yposens ax-
muenocmu CAT cocmasun 17,5 ep/agp, a-TDIT — 8,6 ep/agp,
TAT — 6,1 ep/agh, JUIT — 12,7 ep/agh. C yuemom moeo, umo
yposnu axmusnocmu CAI u a-I'®HT nogvicuruce, HO He
docmuenu HOpMANbHLIX 3HAYeHuil, Obiaa yeeauuena 003a Q
do 300 me u L-kaprumuna do 300 me. Ilpu ocmompe uepes
2 200a omme4anac NOAOHCUMENbHAS OUHAMUKA nOKa3ameneli
AKMUBHOCMU MUMOXOHOPUANLHBIX (DePMEHM08 AUMPOUUMOE
nepugepuueckoil Kpogu Ha hone SHepPeOMPONHOLL Mepanuu:
CAT — 20,6 ep/ag, a-IDIAT — 8,2 ep/agp, I/ — 6,1 ep/agh,
JUIT — 15,5 ep/ag (puc. 2). Omcymcmeue doanvheliueeo no-
sviuernus akmusnocmu o-TDIT, seposmuo, cmasum 6onpoc
0 00NOAHUMENbHOM YeeauteHuU 003bl L-Kapuumuna.

Bpam eviweonucannoii nayuenmru (puc. 1, IV-2) o6pa-
muacsa 6 sospacme 19 aem c icarobamu Ha nodepeusaHus
MbLULY, PYK, OpOdCaHUe PYK, NOBbIUEHHYIO YIOMASAEMOCHb.
3abonen 6 eozpacme 18 nem. B nesposoeuueckom cmamyce
yepentovle Hepabl Oe3z namoaoeuu. Jleekuit mpemop eex u natb-
yes pyk. CyxoxcunvHole peghrexcol mopnuonvie. Yyecmeumens-
Hocmb He Hapyuena. B nose Pombepea npu 3axpwieanuu enas
nowamvleancs. Ypoeeno aakmama é Kpogu 0o edvt COCMABASN
2,3 mmonv/n, nocne nHaepysku yeregodamu — 1,6 mmons/n.
Llumoxumuueckas akmugHOCHb MUMOXOHOPUGNbHBIX (hepMeH-
moe aumgboyumos nepugpepuueckoii kposu: CIAI'— 19,8 ep/agh,
o-T®IT — 5,6 ep/agh, TIAT — 6,0 ep/agh, JUIT — 15,7 ep/agh.
Ommeuero komnencamoproe nogviuierue akmugrocmu CJAT
U CHUJICEHULEe OCMANbHBIX UCCALTYeMbIX NOKaA3amenei aKmue-
Hocmu MumoxoHopuanvivix pepmenmos. Ilpu JIHK-ouaeno-
cmuke 0bin visienen eapuarnm m.8344A>G 6 comonaazmuyec-
KOM COCMOsSHUU.

4

Yepes § nem ommeuan cHudiceHUe Namamu, 6HUMAHUS,
NOBbIUUEHHYI0 YIMOMASLEMOCMb, N00epeUBAHUS PYK, NAOeHUS,
HapyuleHue Koopounayuu dsuxceruil. Bo epems npoeyaku no
J1ecy NOSA8UAUCH HeNPUSIMHbLe OulyeHUs nepeo 21a3amu, ynain
Ha xoaenu. Ilocae amoeo 6 meuenue mecaua ObiaU CUAbHAS
€1abocmb, NOOEPRUBAHUSL MbLUUY, HENPUSIMHbIE OULYUeHUs neped
enazamu. Ilocne npuema KA0HA3enama cocmMosiHue YAyHuUAOCh.
Ha anexmposnyeganocpamme 8visaeieHa snusenmupopmHas
AKMUBHOCMb, NPU 2NEKMPOHEUPOMUOPAPUU — NPUSHAKU CEH-
COpHOII noauxesponamuu. B Heeponoeuueckom cmamyce — Ha-
DYuleHue KOHBepeeHUUU 2AA3HbIX 010K ¢ 0meedeHUueM 1e8020
21a3H020 010Ka 61€60, NOCMOSHHbIE HEPEe3KO BbiPANCEHHble
MUOKAOHUU, NPEUMYU|ECIMBEHHO 8 PYKAX, d1eMeHMbl CAMUKo-
MOMOPHOUL U OUHAMUYECKOLl AMAaKCUUL.

B nipencraBieHHOM HaOJII0OIEHUN BbI3bIBAET MHTEPEC
olLleHKa (yHKIIMU MUTOXOHAPUIA Y MALIMEHTOB C CUHIPO-
MoM MERRF ¢ konnyecTBeHHOI OlIECHKOI aKTUBHOCTHU
MUTOXOHAPUATIbHBIX (PEPMEHTOB JUM@POLUTOB Tepude-
pUYECKOU KPOBH, a TaKXKE YPOBHS JIaKTaTa JO U IOcJie
Harpysku yrieBogamu. IlpencrapieHa MuHGOPMAaTUBHOCTh
9TOW METOAMKMU IJIs1 IToAd0opa 1036l SHEPTOTPOITHBIX Mpe-
MapaToB. YPOBEHb JJaKTaTa B KPOBU Y 000UX 00C/IeI0BaH-
HBIX TTALIMEHTOB ObLT CHUXKeH. [lociie Harpy3Ku yriieBoaa-
MM Y CECTPbl OH MOBBICUJICS, Y OpaTa — CHU3WICS, 4TO,
BEPOSITHO, CBSI3aHO C TUTEJIbHOCTHIO 3a00/1eBaHus. Y Ma-
LIMEHTKHY Ha (hoHe npuemMa JieBeThpalieTama, KIoHa3ernama,
kooH3MMa Q,, B o3e 100 mr/cyt, L-kapauturHa 100 mr/cyr,
putamuHa E 400 Mr/cyT oTMeuanoch CHUXKEHHE BCeX Uccie-
JlyeMBbIX TTOKa3aTreseli, 4TO OTpakaeT HeAOCTaTOUYHYIO 10-
3y IPUMEHSIEMBIX SHEPTOTPOMHBIX IpernapartoB. [1pu mo-
BBIIIEHUHU B 2 pasa 103 KosH3uMa Q,, u L-kapHuTHHa
OTMEYEHO YBeJWYeHUE ToKa3arejell aKTUBHOCTA MUTO-
XOHAPHUAJIbHBIX (PEPMEHTOB, 0€3 TOCTUXKEHMS LIETEBBIX
3HaueHuit. [1pu rocienyronieM yBeJIMYeHUM J103bl KOH-
suma Q,, mokasarenab C/II, orpaxkarouiuit akTHBHOCTh
I1 xomIIIeKca IbIXaTeIbHOM 11 MUTOXOHIPUA, YBEIu -
yuiics 6ojee 3HAYMTENbHO. [Jg JIUTENbHOIO MapeHTe-
paJIbHOTO Ha3HAYEHMS TTperiapaTta KOMILJIEKCa IbIXaTe b-
HOW 1Llenmu MUTOXOHIAPUI, MO HalleMy MHEHMUIO,
NPEANOYTUTEIEH KOOH3UM Q) MJIM €r0 CUHTETHYECKUI
anayor uaedeHoH (111 xoMmrmiekc abIXxaTeIbHON LIEMu).
NnebeHoH nMmeeT 0oJiee KOPOTKYIO OOKOBYIO 1LIEb U 3Ha-
YUTEIbHO Jierye MpOHMKAeT B TOJIOBHOM MO3T Yepe3 remMa-
ToaHILedanuueckuii 6apbep. OmHaKo y odciieayeMoii rma-
LIMEHTKU UIEOCHOH BbI3BaJl CHMXKEHUE CUCTOJINYECKOIO
aprepuanbHOro AaBjieHus Hxke 100 MM PT. CT., MO3TOMY
ObLT HazHayeH KooH3uM Q. CyrouyHas moTpe6GHOCTh
B HeM cocTapiisieT 500 MT, T03TOMY BO3MOXKHO IOBBIIICHYE
JTO3bI ITPY HEOOXOAMMOCTH. Y OpaTa IalMeHTKU B 1e010Te
3a00JIeBaHUsI OTMEYEHbI KOMIIEHCATOPHOE IMOBBIIIEHUE
aktuBHOCTH I KoMIUIeKca apIXaTebHOM 1LIeTT MUTOXOH-
JIPUI U CHUKEHUE aKTUBHOCTU APYTUX MUTOXOHIAPUATb-
HBIX (DEPMEHTOB.
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Takum o0pa3oM, y o0ceayeMbIX AaLIMEHTOB C CeMeli-
Hoit popmoit cunapoma MERRF ObL11 BEISIBJIEHBI TTOBBI-
IIEHWUEe YPOBHS JJaKTaTa B KPOBU, M3MEHEHUE aKTUBHOCTH
MUTOXOHIPUAIBHBIX (PepMEHTOB B IMMGOIUTAX Tieprde-
PUYECKOU KPOBH, KOTOPBIE OTHOCST K «3H3eMaTUUYECKOMY
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JIOBaHUSI aKTUBHOCTU MMTOXOHIIPUAJIBHBIX (DEPMEHTOB

1. Kyp6arosa O.B., M3maiinosa T.., CypkoB A.H. u 1p. MutoxoHapu-
ajibHast MUCHYHKIIUS Y IETei C TIeYeHOYHBIMK (hOpMaMMU [ITIMKOTEHO-
Boii 6oste3Hn. BectHrk Poccuiickoi akaneMun MeIUIIMHCKIX HayK
2014;69(7—8):78—84. DOI: 10.15690/vramn.v69i7-8.1112
Kurbatova O.V., Izmaylova T.D., Surkov A.N. et al. Mitochondrial
dysfunction in children with hepatic forms of glycogen storage disease.
Vestnik Rossiyskoy akademii medicinskikh nauk = Bulletin
of the Russian Academy of Medical Sciences 2014;69(7—8):78—84.
(In Russ.). DOI: 10.15690/vramn.v69i7-8.1112

2. ®pemux ITA., TTomomeesa H.1O., BacubeB A.C., Yyt B.B. CoBpe-
MEHHBIE METO/IBI OLIEHKHU (DYHKLIMOHATIBHOTO COCTOSTHUSL MUTOXOH-
npuit. Cubnpckuii MmemuimHeKui xypaain 2013;28(3):7—13.

Frelikh G.A., Polomeeva N.Yu., Vasilyev A.S., Udut V.V. Modern methods
for assessing the functional state of mitochondria. Sibirskiy meditsinskiy
zhurnal = Siberian Medical Journal 2013;28(3):7—13. (In Russ.)

ORCID aBtopoB / ORCID of authors
O.I1. Cunopona / O.P. Sidorova: https://orcid.org/0000-0003-4113-5799
A.III. JlateimoB / A.S. Latypov: https://orcid.org/0009-0006-0064-0448

4

B TuMdoLnTax meprucepudeckoil KpoBU MOXKHO UCTIOb-
30BaTh B KJIMHUYECKO MPAaKTUKE IJIs1 TUarHOCTUKY MU-
TOXOHAPUATBHBIX HAPYIIEHUI K KOPPEKLIMU 103 SHEPTrO-
TPOIMHBIX TpernapaToB. DTH TMpenapaTrbl OCTAIOTCS
aKTyaJIbHBIMU JIJIs1 JIeYeHUsT 3a00J1eBaH ¢ MUTOXOHIPH-
aIbHBIMU HapyIIEHUSIMUA BBUIY OTCYTCTBUSI 3P (HEKTUBHOM
reHoTepanuu.

3. DiMauro S., Hirano M. MERRF In: GeneReviews®. Seattle:
University of Washington, 2003. Available at: http://www.ncbi.nlm.nih.
gov/books/NBK1520.

4. Finsterer J. Photosensitive epilepsy and polycystic ovary syndrome
as manifestations of MERRE Case Rep Neurol Med
2020;2020:8876272. DOI: 10.1155/2020,/8876272

5. Finsterer J. Pharmacotherapeutic management of epilepsy in MERRF
syndrome. Expert Opin Pharmacother 2019;20(10):1289—97.

DOI: 10.1080/14656566.2019.1609941

6. Finsterer J., Zarrouk-Mahjoub S., Shoffner .M. MERRF
Classification: Implications for diagnosis and clinical trials. Pediatr
Neurol 2018;80:8—23. DOI: 10.1016/j.pediatrneurol.2017.12.005

7. Gao M., Liu W,, Chen Y., Zhang W. Cytochrome oxidase and succinate
dehydrogenase double staining method in mitochondrial myopathy.
Zhonghua Bing Li Xue Za Zhi 2015;44(3):208—9.

E.B. IIpockypuna / E.V. Proskurina: https://orcid.org/0009-0002-4865-433X

C.B. Kotos / S.V. Kotov: https://orcid.org/0000-0002-8706-7317

N.A. Bacunenko / I.A. Vasilenko: https://orcid.org/0000-0002-6374-9786

I.B. Kaccuna / D.V. Kassina: https://orcid.org/0000-0002-6759-9121
A.C. KotoB / A.S. Kotov: https://orcid.org/0000-0003-2988-5706

KonamkT nnTepecoB. ABTOpbI 3as1BJISIIOT 00 OTCYTCTBUU KOHMIMKTAa UHTEPECOB.

Conflict of interest. The authors declare no conflict of interest.

®@unancuposanue. Pabora BbIMoHEHA 63 CITOHCOPCKOM OIS PXKKH.
Funding. The work was performed without external funding.

Co0Jtioienne npas NANMEHTOB W MPABWI 0MO3THKM. [lallMeHTHI oanucaaIn MHGOPMUPOBAHHOE COITacke Ha MCCAeIOBaHME M MyOJMKALIMIO CBOMX

JaHHBIX.

Compliance with patient rights and principles of bioethics. The patients signed informed consent for the study and publication of their data.

Crarba noctynuiaa: 03.11.2023. Ipunara K myoaukanum: 23.11.2023.
Article submitted: 03.11.2023. Accepted for publication: 23.11.2023.

57

HABJNKWAEHUWA /

KONMWHWYECKMWE





