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ITPOBAEMA AVATHOCTUKU U AVU®OEPEHIIMAABHOM
AMATHOCTUKN MUTOXOHAPUAABHBIX 3ABOAEBAHUIL V AETEN
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Paccmorpens! xapakTepHbIE 0COO€HHOCTH MUTOXOHAPHAIBHBIX 0ose3Hel (MB) — rpynns! natosmoru-
YEeCKHUX COCTOSTHMI, 00YCJIIOBJIEHHBIX T€HETHYECKH JeTEPMUHUPOBAHHBIMY HAPYLUIEHUAMU KJI€TOYHOMN
6uosHepreturu. O0panieH0 BHUMaHHE Ha CJIOKHOCTH THUATHOCTUKY U auddepeHnnaIbsHoi Juarto-
cruku MB, cBsi3aHHBIE ¢ UX T€HETHYECKOH reTepPOreHHOCTHI0, MEKCEeMEIHbIM U BHYTPUCEMENHHBIM
MOIUMOP(MU3MOM, IIMPOKUM CIEKTPOM IIPOABJIEHUI, CXOACTBOM C IPYTMMU 3a00/I€BAHNSIMHU, HMEI0-
IWUMH WHOe npoucxoskaeHue. Iloquepkayra HEOOXOAUMOCTh T€HETHUECKOI BepU(DUKAIINU TNATHO3a,
HMeIoLIell peliaroniee 3HaYeHNe JJI1 MeIUKO-TeHETHYECKOr0 KOHCYJIbTUPOBAHUA CEMbH U PO IIAK-
THKH IOBTOPHBIX cjydaeB 0ose3Hu. PaspabdoranHa cxema mudgepeHIuaIbHOll TUATHOCTHKN MUTO-
xonnpnanbnoﬁ IIATOJIOT'MM HA OCHOBAHHMM T€HEAJOIrn4YeCKUX ITaHHBbIX. Hpe,uc'raB.neHm pe3yabTaThl
KJIMHHUKO-1a00paTOPHOro 00CIeJ0OBAHUSA MAIMEHTOB, KOTOPHIE MO3BOJIAIOT OTPAHNYNTH CIIEKTP IIOH0-
3peBaeMbIX HO30JIOTHYECKNX (DOPM M OIIPeneINTh Hanbo1ee BePOATHbIE TeHHbIE Je()eKThI, IOIJIesKa-
e uaeHTu(uKauu B nepByio ouepens. OOpaiieHo BHUMaHHE Ha HEJOCTATOUYHYIO 3(h(eKTUBHOCTH
JeyeHus 60abHBIX. /[laH0 000CHOBaHMe IJIs Ha3HAYEHNA NpernapaTa KodH3uMa Q; (yOuxunoH, youme-
KapeHoOH, KyJAeBUTa) B KOMILIeKCHOIi Tepamuu MB.

NKA B IIEAUATPUU

Knrwouesvle cnosa: (’)‘emu, Mumoxom?puaﬂbubte 00N1e3HU, KIUHUYeCKUe CUMNMOMOKOMNJLEKC YL, duazHo-
cmuka, 6u¢])(])epenuuaﬂbuaﬂ 0uaeHocmurm, H,aCJleaOS(ZHlLe, JleueHue, KOOH3um Q10.

The article discusses the peculiarities of mitochondrial diseases (MD) — a group of pathological con-
ditions, caused by genetically determined cellular energetic malfunction. Particular emphasis is
placed on the difficulties of diagnosis and differential diagnosis, resulting from the genetic hetero-
geneity, inter — and intrafamilial polymorphism, vide range of clinical manifestations, similarity
with diseases of other origin. The need for genetic verification of the diagnosis is highlighted, which
is crucial for genetic counseling and prevention of repeated family cases of the disease. The stra-
tegy of differential diagnosis of mitochondrial conditions, based on genealogical data, is proposed.
The results of clinical and laboratory examination are given, which allow to limit the range of sus-
pected nosological entities and to define the most probable genetic defects to be identified primar-
ily. Attention is drawn to inadequate treatment of patients. The justification of using Coenzyme
Q,( medications (ubiquinone, ubidecarenone, kudevita) in combined treatment of MD is given.
Key words: children, mitochondrial diseases, clinical features, diagnosis, differential diagnosis,
inheritance, treatment, Coenzyme Q.

Muroxounpuanpubie 0osesuu (MB) mpemcraB- uX pacmpoCTpaHEHHOCTb, KOTOpas OIeHWBAaETCs

JSAI0T CO00M TPYNNY TSAMKEJbIX IIPOrPeCcCCUPYIOIUX
3aboJsieBaHmnii, 00YCJIOBJIEHHBIX MEPBUYHBIMU TI'eHe-
TUUYeCKUMHU JedeKTaMU KJIeTOUHOr0 9HeproodMeHa.
KinHuyecKu IaTOJIOTUs XapaKTePU3yeTCs IIPenMy-
IIEeCTBeHHBLIM MOpakeHreM HEePBHOW M MbIIIIeUHOMN
cucteMm. I[lepBoHauambHO 0OJIE3HU MAHHOW TI'PYIIIBI
paccMaTpuBaJNCh KaK KCKJIIOUUTEJIbHO PeaKue.
K macrosIiemy BpeMeHM U3MEHUJIWCH B3TJIAABI HA

Konwmaxmnaa ungopmayusa:

kakK 1:5000 — 1:10 000 nacenenus [1-3]. B mocaen-
HHe ToJbl CTaJ0 OoueBHUAHBIM, uTo MDB saBisrorcsa
CYIIIeCTBEHHOU IIPO0JIeMO IJis IeAuaTpPUuu, B 3HA-
YUTEJbHOM CTeIleHW O00yCJIOBJIMBaSA JETCKYIO 3a00-
JI€BaeMOCTh, MHBAJIUJIHOCTh U CMEPTHOCThb. Mex Iy
TeM AuUArHoCTUukKa u audpepeHIHaIbHAA OUATHO-
ctuka MB saTpyaueHa, YTO CBSIBaAHO C OCOOEHHOCTS-
MU HacJIeJOBaHUA, PasHOOOpasmeM KJIMHUYECKUX
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