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Pesome

B B cTaTbe paccmaTtprBaloTca 0CO6eHHOCTU GYHKLUMOHPOBAHMA Vi MOPaXXeHUI NLLeBAPUTENBHON CUCTEMBI Y IETel NPY MU1-
TOXOHAPMaNbHbIX 3360neBaHMAX. MUTOXOHAPUM UTPAIOT BaXKHYIO POSib B KNETOYHOM MeTabou3me, MOCKOSbKY OHW OTBEUaIoT
33 NPOW3BOACTBO OOMBLUMHCTBA KNETOUHOW SHeprum B Buae afeHo3nHTprdocdata. MyTaumm B MUTOXOHAPHANBHBIX reHax
oTBevatoLKX 33 GYHKLMOHUPOBAHME MUTOXOHAPWIA, MOTYT MPUBECTY K Pa3fnuHbIM GOpMam MUTOXOHAPHANbHbIX 3a60NMeBaHNI.
3711 3a60M1€BaHMA MOTYT NPOABAATHCA CeI0YLLMMM KNMHUYECKMY CUMNTOMAMM: MbilieuHasa cnabocTb, HapyLeHWA BMxXe-
HWA, HEBPONOTMYECKMe CUMMTOMBI, HapyLLEeH/e MOTOPVKM 11 BCACbIBAHWA 13 XeNyA0UHO-KMWeYHOro TpakTa. [IMarHocTrka
MUTOXOHAPUANbHbBIX 3300NeBaHUI MOXeT NPeACTaBNATb CIOKHOCTb 13-3a FeHETUYECKOW U KIIMHUYECKON reTeporeHHOCTU.
NleyeHvie B HacToALLEe BpeMs OCTAeTCA aKTyanbHOM NPoBAemMoN, Tak Kak UCCeA0BaHUA B 3TON 06AacTU akTUBHO BeyTCA
VI NOABNAIOTCA HOBblE METO/bl, HANPABNEHHbIE Ha TepPanuIo ¥ leueHwe STUX peakux 3aboneBaHuii.
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Summary

The article discusses the features of lesions of the digestive system in children with mitochondrial diseases. Mitochondria
play an important role in cellular metabolism as they are responsible for producing the majority of cellular energy in the form
of adenosine triphosphate. Mutations in mitochondrial genes responsible for the functioning of mitochondria can lead to
various forms of mitochondrial diseases. These diseases may present with the following clinical symptoms: muscle weakness,
movement disorders, neurological symptoms, impaired motility and absorption from the gastrointestinal tract. Diagnosis of
mitochondrial diseases can be challenging due to genetic and clinical heterogeneity. Treatment currently remains a pressing
problem, as research in this area is being actively conducted and new methods are emerging aimed at the therapy and
treatment of these rare diseases.

Keywords: mitochondria, mitochondrial diseases, digestive system, mitophagy, mitochondrial DNA, nuclear DNA, mutations,

gastrointestinal tract.

BBepeHune

MuTtoxoHppuanbHble 3a6oneBanns (M3) — aro rpymnia
HelfpoMeTaboMuecKIX HapyIIeHuIt, XapaKTepu3yio-
IVXCS HO/IMOPTaHHBIM IIOpaXKeHMeM ¢ MaHupecTarei
B Pa3/JIMYHOM Bo3pacTe. M3 MOTYT IPOSABIIATBCA B BUJiE
IIPOrpeccUpyIOLLell MUTOXOHAPHAIbHOI 9HIedanmoMue-
JIOIIATHM, TAKTAaLM03a, NHCY/ILTOIOROOHbIX STIM30/0B,
odranbpMoIIerny, runepTpodUIecKolt Kapf1MoMyona-
TV, HAPYIIEHVA MOTOPUKY NYIIeBapUTENTbHOIO TPAK-
Ta U yIJIeBOSHOTO 0OMeHa, INyXOoThl. [laHHas rpymia
3a60/1eBaHMIT MOTYT Je6I0TMPOBATDb B II0OOM BO3pac-
Te, OT POX/EHMA IO CTAPOCTU ¥ MaHU(DECTUPOBATD
HapymeHnAMI QyHKIUY TI0ObIX OPTaHOB M CUCTEM.
BospacT MaHudecTauuy BIMAET Ha TSDKECTD U TPOTHO3:
Hauboree TsKeIoe TeYeHNe ¢ JIeTaTbHBIM MICXOZ0M
OTMeYaeTcs B IIepyofie HOBOPOXK/IEHHOCTH M JI€TCKOM
Bospacre [1].

Yactota M3 cocTaBnfeT, IO JaHHBIM pa3nud-
HBIX aBTOPOB, oT 1:5000 go 1:8000 [2, 3]. B CIIA
dyukunonupyer United Mitochondrial Disease
Foundation — O6bennHeHHOI OHI MUTOXOHPY-
aNbHBIX 3a60meBaHMil. OTHOCUTEIBHO HeJlABHO, My Ta-
nuu MutoxoHapuanbHoi JHK cunranich pegkocTsio,
Ho opHako Chinnery P.E u fp. ycranoBwm cnenyomee:
uccnegosanue y 3000 30pOBbIX HOBOPOXKJEHHBIX Ha 10
Hanbosee U3BECTHBIX MY TAL{IT II0Ka3as10, 4To y 1 13 200
JieTel BCTPeYaloTCs JAHHbIE IIOJIOMKY B TeHETYECKOM
ammapare [4, 5].

VYCI0BHO MOYHO BBIZETNUTD [iBe TPymIsl M3: mep-
BUYHbIE, BOSHUKAIOLIVE B Pe3y/IbTaTe MyTallu T€HOB,
OTBETCTBEHHBIX 32 CUHTE3 MUTOXOH/PMA/IbHbIX O€TKOB
(cunppom bapra, cuanpom Kepuca — Ceiipa, cungpom
Iupcona, cunapom MELAS, cunppom MERRF u fip.)
u BTOpr4Hble M3, KOTOpbIe pa3BMBAIOTCA BCIIECTBIE
HapyIIeHUIT KJIETOYHOTO SHeproobMeHa. Brimernsaior M3
C Opa)KeHNeM NUIIeBapUTeNbHIIO cucTeMbl: CHHAPOM
ITupcoHa — My/IbTUCUCTEMHOE MUTOXOHJPUATbHOE
3a00/eBaHIe C HAPYIIEHNAMY KPOBETBOPEHI, HELO-
CTaTOYHOCTHIO S9K30KPMHHOI QYHKIINIT IIOIKeTy[0d-
HOI XKeJIe3bl U IIeYeHN, XapaKTepy3ylolieecs TakxKe
PasBUTHEM TeIlaTOMeTrajIiy, >KUPOBOTO remnarosa. [
MUTOXOHJPUATbHONM HEPOracTpOMHTECTUHAIbHOM
sunedanomuonaruy (MNGIE), moMyumo mposiBieHnit
nepudeprIecKoit HelfponaTL, XapaKTepHbl a6OMu-
HAITUM U XpOHMYecKast fuapes [3].

OT/INYUTENBHBIMU KIMHUYECKMMU CUMIITOMaMu 60-
nesHu Anbnepca-IyTTennoxepa ABidgeTcA NpoOrpeccu-
pyrolas MONMHENPONATA C SNUIEIICHEN, TIe4EHOYHOM
HEJ0CTaTOYHOCTBIO C JIETA/IbHBIM MICXOIOM, KaK IIPaBUIIO,
B Bo3pacTe o 10 neT. bone3np Anblepca OTHOCUTCA
K M3, acconumupoBaHHOMY C IATOT€HHBIM BapMaHTOM
B sapepHoM rene POLGI, npuBogsameMy K CMHAPOMY
ucromenusa muroxonapuanpuoit JTHK. B Hacroamee
BpeMs1 ommcaHo 6oee 60 HacTosIee BpeMs Ommca-
HO 6oree 60 MyTaumii co cXogHbIMK (eHoTHIIAMH [6].
CrekTp KIMHUYECKUX MIPOsIBIIEHNIT, KOTOpbIE HAOTIO-
maroTcs y meteii ¢ gedexrom rena POLGL, otninyaercs
IIMPOTOIT U pa3HOO6pasueM ¢ HOpa)kKeHeM HePBHOII
cucTeMsbl U renarobumapHoit cuctemsl [7]. Ten TRMU
ABJIAETCA ANEPHbIM I€HOM, KOTOPBIil OTBEYaeT 33 KO-
poBanue ¢epMeHTa, USBECTHOTO KaK 5-MeTUIaMIHOMe-
TIWI-2-TUOYpUAMIaTeMeTUITpaHchepasa, cuenuduy-
HOTO Ji/I1 MUTOXOHApMit. [laTorenHble MyTaIum B 3TOM
reHe MOTYT IIPMBECTY K PasBUTUIO MUTOXOHPUATbHbIX
3a060/IeBaHMIT, COIPOBOXKAAIOLINKCS IEYEHOYHOI He-
JocTatouyHocThio. VMccnegoBartenyu ns CIIA onmcann
LIeCTDb AIJMEHTOB AEeTCKOr0 BO3PAaCTa, CTpajaoImux M3
C TeHeTUYeCK) MOATBep>KAeHHbIM fedpuuyrom TRMU
C MUOHaTHeN, TUIIOTJIMKEMUI 1 06paT1/1M0171 IIe4eHOYHOI
HEJJ0CTaTOYHOCTBIO AETCKOro Bospacta [8]. B ogHoM nc-
C/IefOBaHMY IPUBOIMUTCA ONMcaHme 86 maiyeHTos ¢ M3,
65% 13 KOTOPBIX VICIBITBIBA/IA CMIITOMBI, CBA3aHHbIE
C Hapy1LIeHyeM MOTOPYKMY INIIeBapUTebHOrO Tpakra [1].

MuToxoHgpMaabHbIe TeATONATUN BBIIENIAIOT B OT-
IeNbHYIO IOATPyNINy B CTPyKType M3. Muroxouns-
pManbHble renaToNaTUM XapaKTepU3yoTcs IepBUY-
HOM AucHYHKIME MUTOXOHJPUIL IelaTOIMTOB,
MPUBOAALLEN K MOBPEXIEHNIO KIETOK TelaTOLUTOB,
CTeaTo3y MIM Ne4eHOYHOI HefocTaTouyHocTH [1, 9].
MuToxoHpManbHas TeNaTONaTA IPOSBIAETCA rema-
TOMeraaunei u 6MOXMMNIECKUMI IPU3HAKAMMI [{UTO-
nu3a (moBblleH e YpoBHs TpaHcamuHas) [10]. ITpu M3
HanbosIee YacTO OTMEYAIOTCSI CUMIITOMbI HapYIIEHNUS
MOTOPYVKY XK€Y LOYHO-KUIIEYHOTO ¥ OVIMAPHOTO TPaK-
Ta, IpOosABIsIOIIMeCcs aucdarueit, pBOTOI, 3aII0pamMn
nnmu guapeeit. [Ipy M3 ommcaHo pasBuTHe y HanyeH-
TOB, 0COOEHHO IeguaTpudecKoro npoduis, passurue
CHHZIpOMa MajbabcopbIimm, racTponapesa, nceBroos-
CTPYKLMY KUIIEYHMKA, TAHKpeaTuTa I Terarosa. Pegkue



opurmHanbHble cTatbm | original articles

racTPOMHTECTVHAIbHbIE TPOABIeHNA M3 BKII0YAIOT
CYXOCTb BO PTY, 1apafIOHTO3, TPaXeONMIII€BOSHbII CBUIIT,
CTEHO3 [IBEHALIaTUIIEPCTHO-TOIEKMIIEIHOTO TIEPEX0-
A, aTpe3uIo MM HelephOPMPOBAHHBI aHYC, KMCTBI
Me4YeHN, TUIIOMATO3 TOJXKETYyJOYHON XKeTe3bl, KIMCThI
IIO/IXETY/IOYHOI JKe/e3bl, BPOXK/IEHHBIN CTEHO3 MU
06CTPYKIHIO JKeTy[OUHO-KULUIEYHOTO TPAKTA, PeLIU/M-
BUpYyIolye nepdoparyy KUIIeYHNKa, abTOMIHATbHbIE
abCI1ecchl, MOCTIPAaHAaIbHbIe 60N B )KMBOTE, AUBEP-
TYKYJ/I€3 VIM ITHEBMATO3 TOJICTOM Kuiku [11].

CuHEpOM MababcopO1y MOXKET OBITb B CTPYKTYpe
MMUTOXOHJPUATbHONM HEMPOracTPOMHTECTUHATbHOM
snnedanomuonarvu (MNGIE). IIpu MNGIE npusnaku
CHMHAPOMa Ma/IbabCcopOLIMI OTMEYAIOTCA YoKe B AETCTBE,
B CTaplIeM BO3PacTe MalMIEHThI y>Ke HYXX/JAl0TCA B T1a-
peTepanbHON HY TPUTUBHOI MOfepKKe [12].

B uccnenoBanny Salazar D. ¢ coaBTOpaMy yCTaHOB-
JIEHO, YTO Aucarys 1 CBA3aHHbIE C TUM 3aTPyLHEHNA
B KOPMJIEHUM JieTell paHHero Bospacra ¢ M3 BcTpeya-
orca B nouTu 40%, y TpeTu feTeit AMarHoCTUPYIOT-
Csl MHTECTMHAbHbIE CUMIITOMBI, pe)Xe BCTPEYAITCA
IIPM3HAKY HOPaXKeHMA TOIKeMyLOYHOI XKene3bl (8%)
u mieBopa (4%) [13].

JledeHye MUTOXOHZIpUA/IbHBIX 3a60€BaHMIT CBO-
OUTCA K MICHONIb30BAHUIO JUETOTEPANUMU, CUMIITO-
MaTHM4YeCKOIl Tepamuu, MeTabonn4ecKolt Tepanuu

3aKnuyeHue

MuroxoHapranpHble 3a60I€BaHNUSA CIEAYeT MOfO3Pe-
BaTh y /M060ro pebeHKa ¢ IOMMOPTaHHBIM MOpaKe-
HUEM, 0COOEHHO C HapylleHUsAMM QyHKINUM MTedeHr
Y HEpBHO-MBIIIEYHBIMI CUMIITOMaMU (CyZoporamu,
muonarueit). IToaxopel o nosony auddeperans-
HOJI AMaTHOCTUKOM M3 0CTAlTCA CIOXHBIMU B CUITY
HEJOCTATOYHO CHelIYHBIX TIPOSB/IEHNI U JOBOIBHO
60/IBILIOTO CXOACTBA KAMHNYECKMX COCTOSHMI, KOTOTO-
pble MOTyT ObITh 06CYCTIOBIEHDI Pa3HBIMM JedeKTamMu
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