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Beeoenue

[{uTommazmaTu4yeckoe UM HEXPOMOCOMHOE HaclieqoBanue Obuto OTKpBITO B 1909 1. Hemerr-
kumu reHetukamu Kaprnom Koppencom (1864—1933) u DpBunom baypom (1875-1933). I'eneru-
YecKast poJib MUTOXOHIpHUH Obl1a OTKpbITa B 1949 1. dpaniysckum renetinkom bopucom Ddpyccu
(1901-1979). Bo3MOXXHBIMU KPUTEPHUSIMHU ILUTOILIA3MATHYECKOW HACJIEICTBEHHOCTH SIBIISIOTCS:
OTCYTCTBHE KOJIMYECTBEHHOTO MEHEJIEBCKOTO PACUICIUICHHUS] B TOTOMCTBE; HEBO3MOKHOCTD BbI-
SIBUTH CIICTUICHUE; PA3JIMYHbIC PE3YJIbTaThl PEUMUIPOKHBIX CKPEUIMBaHUNU. MUTOXOHAPUU COIEP-
KaT COOCTBEHHBIN I'€HOM, MPEACTABICHHBIA KoJblieBor Moinekynor JIHK. ¥V GonpmmHacTBa MHO-
TOKJIETOYHBIX OPraHU3MOB LIMTOIUIA3MAaTHUYECKOE HAclIeIOBaHUE WUIET MO MATEPUHCKOW JIMHUH,
TaK KaK SAUIEKJIETKa MHOTO MUTOXOHJIPUW.OTKPBITHE B TMOCIEAHUE TOABl BEAYIIECH PO MHUTO-
XOHJPHI B UyBCTBUTEIBHOCTH K JIEKAPCTBAM, MX KIIFOYEBOM POJIBIO B CTAPEHUH, allONTO3€ U HEW-
pPOJEreHEPATUBHBIX PACCTPOIMCTBAX [PUBEIIO K CO3JaHUI0O MUTOXOHAPUAIILHON MeAUIMHBL. Bax-
HOU ee 3ajadyeil sSBIseTCs M3ydeHne OOJie3HEN YeNOoBEeKa, CBA3aHHBIX C HapylIeHHeM (YHKIUU
MHUTOXOHJIPUN — MUTOXOHJAPHUAJIBbHBIX ITUTONATHH.

Ilenw

[IpoBectu 0630p HanbOJIEe YACTO BCTPEUAEMBIX MUTOXOHIPHAJIbHBIX 3a00JIEBaHUI YeIOBEKa
IO JINTEPATyPHBbIM UCTOUHHUKAM.

Pe3ynomamul uccinedoeanun u ux oocyrycoenue

MuroxoHpranbHbie 3a00J€BaHUs — HEOJHOPOJHAS TPYyIa HACIEeICTBEHHBIX 3a0o0ieBa-
HUH, KOTOPbIE BbI3BAHbI CTPYKTYPHBIMH, T€HETUUECKUMH WIH OMOXMMHYECKUMHU AePEeKTaMu MHU-
TOXOHAPWIL, MPUBOISIINX K HAPYIICHUSM DHEPreTUUEeCKUX (PYHKIMHA B KJIETKaX AYKAPUOTHUECKUX
OpraHu3MoB. Y YeJlOBEKa MPU MUTOXOHJPHUAJIbHBIX 3a00JIEBAHUSAX B IEPBYIO OYEpEIb MOPAXKAETCS
MBIIIEYHAS U HEPBHAs crcTeMa. BbIemsioT 1Be rpymibl MUTOXOHAPHATTBHBIX 3a00JIeBaHuI:

1. SIpko BeIpakK€HHbIE HACJIEICTBEHHbIE CUHAPOMBI, 00YCIOBIEHHBIE MYTAlUSIMU T€HOB, OT-
BETCTBEHHBIX 32 MUTOXOHIpHanbHbIe Oenku (cuHapom bapra, cunapom Kepuca-Ceiipa, cunapom
[Tupcona, curnpom MELAS, cuanpom MERRF u npyrue).

2. BTropuuHble MUTOXOHApHATbHBIE 3a00JEBaHMS, BKIIOYAIONINE HApYLICHHE KIECTOYHOTO
HHEProoOMeHa Kak BakKHOE 3BEHO (OpPMHUPOBaHUs marorenesa (00Je3HU COCTUHHUTEIBHON TKaHH,
CHUHJPOM XPOHHYECKOH yCTaJOCTH, [NIMKOTE€HO3, KAPAUOMHOIIATUS,MUTPEHb, [IEUEHOUYHAsI HENOC-
TaTOYHOCTh, MAHIIUTOIICHHUSI, & TAKXKE TUIIONApaTUPE03, TUAOET, PaXUT U JpyTHE).

JlokazaHo, YTO TPUITEPHBIMH MEXaHM3MaMH ISl 3a00JIEBaHHSI MOTYT TOCIY>KUTh CTpECC,
KypEHUE, aJIKOT0JIb, TOKCUHBI, BUPYCBHI, IPUEM HEKOTOPBIX JIEKAPCTBEHHBIX CPEJICTB.

HeoOxonumocTh 3HaHHMS MUTOXOH/IpUAJIbHBIX 3a00JI€EBaHUI BEJIMKA B CBSI3U C BBICOKOM yac-
TOTOM BcTpedaeMocTH. PaccMoTprM Hambosee 4yacTo BeTpevaromuecs 3a001eBaHusl.

565



Hacnencreennas ontuueckas Heviponaruss LHON JleGepa, unu arpodust 3pUTeIbHOTO HEpBa
JleGepa, — sBNSETCS HACIIEACTBEHHONH MHTOXOHJIPHAIBHON JE€TeHEpalneil raHITMOHAPHBIX Kile-
TOK CETYAaTKH M MX aKCOHOB, YTO NMPHUBOIAUT K OCTPOW WIJIM MOYTH OCTPOH MOTEPE LIEHTPAIbHOIO
3pEHHUS; 3TO BIUSET MPEUMYIIECTBEHHO Ha MOJIOABIX MykuuH. Tem He meHee, LHON mnepenaercs
TOJIBKO 110 MAaTE€PUHCKOHN JIMHMH, MPEXKIE BCETO, U3-32 MyTallMii B MUTOXOHIPHUAJIBLHOM I€HOME.
LHON, kak npaBuio, cBi3aHa ¢ OHOM U3 Tpex naroreHHeIx MutoxoHapuanbHbix JJHK (MTIHK)
TOYEUHBIX MyTauui.PacipoctpaneHHOCTh oneHuBaeTcs B 2—4 ciyyas Ha 100 TbIc. HaceneHus,
KOTOpast MaHU(ecTupyeT B Bo3pacte ot 18 1o 30 ser.

Cunnpom Kephe-Ceiip (cokpamenHo KSS) — mutoxoHapuanbHas MUONATHS ¢ TUTUYHBIM
HayajoMm j0 20-netHero Bo3pacta. Cunapom Keprc-Celip mporCXOAUT CIOHTAHHO B OOTBIIHHCT-
Be CilydaeB. B HeKkoTOphIX ciyyasx Oblia mepejaya MO HACJIEACTBY MOCPEACTBOM MHUTOXOHJIPHU-
aJbHOTO, ayTOCOMHO-JAOMUHAHTHOIO, WM ayTOCOMHO-pELleCCUBHOrO HacienoBanus. KSS sapns-
ercs pesynbratoM jenennit B mutoxoHapuanbHoi JJHK (MTIHK), koTOpBIE BBI3BIBAIOT OMpejie-
neHHslit penorun, MTAHK nepenaercs uCKIOUUTENBbHO OT SHIEKIETKH MaTtepu. /lnarHos, kax
MPaBUJIO, YTOUHSETCS MPH MOJIEKYJIIPHO-TEHETUYECKOM UCCIIeIoBaHUK 6uonTaToB Mbiiill. KSS
aBisieTcsl Oojiee Cepbe3HbIM CHHJIPOMHBIM BapHAHTOM XPOHHUYECKOH Mporpeccupyromeil BHell-
Hell odTambMOIUIerHy, nporpeccupyomeil cradocTH MBI TPOKCUMATbHBIX OT/IEI0B KOHEYHO-
CTell, TUTMEHTHAo| AereHepanuu cetyarku. C mporpeccupoBaHreM 3a00JIeBaHMsI OSIBISIOTCA U
JIpyTHE MPOSBIEHUS: MOPAXKAECTCsI CEPALE, OPraH CilyxXa, 3aTparuBacTcs 3PUTEIbHBINA ammapar, a
TaK)K€ CHI)KAETCSl UHTEIJICKT.

MuToxXoHApHalbHBIA caxapHbIi quabeT — rpymia reHeTH4ecky 00yCIIOBIEHHbBIX 3a00eBa-
HUH, HacJeIyOMMXCS UCKIIOYUTEIBHO MO0 MAaTePUHCKOW JMHHUU, TPOSBISIOMINXCS COYETaHUEM
KJIMHUYECKON KapTHHBI CaXapHOIo JualdeTa M COIMYTCTBYIOUIMX HEBPOJOTHMUECKUX 3a00JIeBaHUI:
TYroyXOCTb, MUOTIATUH WJIM HEBPOJIOTHYECKHUE HapynieHus. [ [pyurnHa MUTOXOHIPHUAIBHBIX (OpM
caxapHoro auabera — ToueuHas MyTauus B mape HykneoTuaoB 3243. JluaGer 0ObIYHO AMArHO-
CTUpyeTCsl B 3—5-M JIEeCATWIETHSIX >KU3HU, HO MOKET MaHU(EeCTUpPOBaTh OT KOHIIA IOHOIIECKOIO
BO3pacTa 10 cepenuHsbl 80-1eTHEr0 Bo3pacTa. Ta ske MyTalus MOXKET CTaTh IPUUMHON MEHEE Yac-
TOW, HO OoJiee TSKEJION MHUTOXOHIPHAILHON SHIE(ATONaTHH C JIAKTaT-alluJI030M U UHCYJIBTOIIO-
no6HbIMU 3rm3onamMu — cuHapoM MELAS (Mitochondrial Encephalomyopathy, Lactic Acidosis,
Stroke-like episodes). MELAS, pa3BuBaronuiicsi B J€TCTBE, HAUMHACTCS C TIOSBIICHUS JIBYCTOPOH-
Hell TyroyxOoCTH ¢ paHHEro BO3pacTa W 3aTteM MaHudecTanuu auadera; NpUCTYIbl B BUAE MHCYIIb-
TOTIOO0HBIX SIM30/I0B U SHIIe(Paronarvs HaOIIOMA0TCS B 3-M WU 4-M IECATUIICTHH KU3HU.

Cunzpom Jles, monocTpasi HEKPOTHU3UPYIOLIask SHIE(paTIOMUONaTHs — HelipoMeTabonnye-
ckuii cunnpom, nopaxaromuii IJHC. B ocHOBHOM 3a00JieBarOT €TH A0 ABYX JIET, HO OBIBAIOT
cilydau, Korja 0oJeroT MOAPOCTKH, U Jaxe B3pocible. OAHOM U3 Npu4MH 3a00J€BaHUS CITyKaT
MYTallui TeHOB, CBA3aHHBIX C pa00TOM MUTOXOHAPHIA.

[IposiBneHusiMu 1aHHOTO 3a00J€BaHUS SABJSIOTCS: MbILIEYHAs THUIIOTOHUS, MO3KEUKOBBIE
CUMITOMBI, CIIACTUYHOCTb, 3aJE€PXKKa WM HapyLIEHHE NCUXOMOTOPHOIO pa3BUTHUS, HApPyLICHUS
CO3HAHWs, PECNUPATOPHbIE aHOMAJINHU, aTpo(dus 3pPUTENIBHBIX HEPBOB, O(TaIbMOIUIEIHs, PBOTA,
neruaparanusi. 3abosieBaHue JeOI0TUPYET OT MEPBBIX MECSIEB JKU3HU A0 3 JeT. XapaKTepHO pe3-
KO€ YXY/IIECHUE KIMHUYECKUX U OMOXUMHMUYECKUX MTOKa3arenel npu MHPEKLIUsIX.

3akniouenue

Hapymenus merabonu3mMa MUTOXOHAPUI BBI3BIBAIOT Y UYEIOBEKa LENbIA psja 3a00seBaHUM,
KOTOPBIC BKJIIOYAIOT COCTOSIHUS, OTHOCSIINECS MPAKTUYECKH KO BCEM 00NacTsaM MenuiuHbl. Jle-
YEeHHEe MUTOXOH/IPHAIIbHBIX 00JI€3HEH HalpaBiIeHO HAa 00Jer4yeHue CUMIITOMaTUKY 3a001€BaHus U
yIy4dlIeHHE KaueCTBA KU3HU NallUeHTA.
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