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maea 2

MutoxoHgpuarnbHbie 3a6051eBaHmMs

Wcropus Bonpoca

B 1962 r. R. Luft ¢ KosmeramMu BIiepBble OMMCAJN JBYX
cecTep C HETUPEOUJTHBLIM THUIEPMETa00JIN3MOM U «IIOTepei
COIPAKEHUA» MEXKIY OKHucjeHueM u (ochopuinpoBaHu-
€M B MUTOXOHAPUSIX MBIIIEUHON TKaHU (0oyie3Hb JltodTa).
C 5TOro MOMEHTa OTKPHITO OOJIBIIIOE YKCJIO PasHOOOpas-
HBIX MUTOXOHAPUAJBbHBIX 3a0ojeBaHuii. s GosesHeir us
STOM TPYNIBI ONMCAHBI BCE TUIHI HACJIENOBAHUS, B TOM
yucjae A1 pAaxa (GopM YHUKAJIBHBIN — MHUTOXOHAPUAJL-
HBIA, WJIW ITUTOIJAa3MATHUYECKHII TUI HacJIeJOBaHMI.
MuroxoHgpuajbHaA MeIUIIMHA — OXHO M3 CAMBIX aKTHUB-
HO Pa3BUBAIOIIUXCA HATPABJIEHUN MeIUIIMHCKON TeHETUKN
B IIocJemHne Toabl. Hucio 3abojieBaHUM W3 9TOM T'PYIIIEI
YBEeJIUYUBAETCA C KaKIbIM TOJOM, IIOABJISIOTCA TaHHBIE
0 HOBBIX MeXaHU3MaX ITaTOreHe3a, pas3pabaThIBAIOTCA MOJ-
XOABI K JIEUEHUIO U JUATHOCTUKE,

SnmnoemMnonorms

CyMMapHas YacTOTa MUTOXOHAPHAJBHBIX 0OJie3Hell 110
pasubiM omeHkam cocraBiasger 1:5000-1:10 000 xKuBBIX
HOBOPOJKIEHHBIX.

KJ'IOCCI/ICI)MKOLI,MH, 3TNONOIrna M NATOreHes

B MuTOXOHAPUAX, KPYIHBIX OpraHeJljiaX KJEeTKH!, IIPO-
TeKaeT OT'POMHOE YKCJI0O PA3HOOOPA3HBIX OMOXUMUUYECKUX
IIPOIIECCOB, MHOKECTBO U3 HUX HAIIPABJIEHO Ha BHIPAOOTKY
OMOXUMUYECKOU SHEPTruu: (-OKUCJIeHWEe KUPHBIX KUCJOT,
BKJIIOUAIOIee KaPHUTUHOBLIN ITUKJ, MeTab0JIu3M IHUPyBa-
Ta U IUKJ TPUKAPOOHOBBIX KUCJIOT, OKUCJIUTENLHOE (oc-
dopusupoBaHme, BKJIOUAlOlee AbIXaTeJbHYIO IIellb MUTO-
XOHAPUHN U COUPSAKEHNE MEXXAYy OKHUcJeHueM/(pochopuiim-
poBaHueMm, u aAp. HaciiencTBeHHBIEe HAPYIIEHUS OMNCAHBI
IS KasKIOr0 U3 9TUX OMOXMMUYECKUX mpoiteccoB. OqHAKO
TEPMUHOM <«MUTOXOHJAPHAJbHBIE 3a00JIeBaHUA» HTPUHATO



Inasa 2. MutoxoHapuansHeie 3a6onesaHus

0003HAYATh TOJBKO COCTOSHUA, CBA3AHHBIE C HAPYIIEHUA-
MU ABIXaTeJIbHOU IeN MUTOXOHAPUI (00JIe3HU MbIXATeN b
HO I[N MUTOXOHIPUIA).

Bosesnu awvixaresbHON menu mutoxoHxpuit (BIILIM)
00yCJIOBJIEHBI HAPYIIIEHUAMY AT (PEPMEHTHBIX KOMILIEK-
cOB mbIxarenbHOU nenu mutoxouapuit (KIIIIM), KoTopbie
00ecreuynBaOT 3aKJIIOUNTEJIbHBIA 3TAIl KJIETOYHOTO JbIXa-
HUS U CUHTe3 ameHo3mHTpudochopHoit KuciaoTel (ATD).
B cocraB KIIITM Bxomut 6GoJsiee 80 pasjiMUYHBIX ITOJUIIEI-
THUIOB, IOLABJAOIEe OOJBIIUHCTBO KOTOPHIX KOAUPY-
erca anepuont [JTHK (alHK). Muroxounpuanpuaa I[THE
(mt[IHK) uenoBeka komupyetr 13 cyowemmuun KIIIM,
a rakxke PHK (rPHE, pPHK), Heob6xonumble A CUHTE3a
0esiKa B MUTOXOHJAPUAX. MUTOXOHAPUAJIBHAA IbIXATEJb-
Had Iellb JIOKAJIMW30BaHA Ha BHYTPEHHEN MUTOXOHIPU-
aspbHOW MemOpaHe. KaKObIii M3 OATH MYJIbTHUMEPHBIX
(hepMEeHTHBIX KOMIIJIEKCOB BKJIOYAET PAJ MOJUIENTUIHBIX
KOMITOHEHTOB:

s HAJIxH: y6uxnHOH-OKcHuIOpenyKTasa (komiiekc I);

m CYKIIMHAT: yOMXUWHOH-OKcHUAopenyKTasa (kommiaekc I1);

m yOMXMHOJ: (ePPOIUTOXPOM C OKCUIOPENYKTa30 (KoM-

mwiekc I1I);

m IIUTOXPOM C OKCHUIa30i (Komiiexc 1V);

s AT®-cunrazy (kommaerc V).

I-IV xommjeKkchl BOBJIeUEHBI B BJIEKTPOHHBIN TpPaHC-
TOPT, TOTAAa KaK V KOMILJIeKC KaTaausupyer cuutes ATO.
B momosHeHMe OBa MaJIbIX IIEPEHOCUUKA 3JIEKTPOHOB —
youxuuoH (KosH3uM Q, CoQ) u muroxpom C — BOBJIEUEHBI
B IIpoIlecc TpaHcHopTa 3JeKTpoHoB. Ilo Mepe Toro kKak
ooraTble SHEPrUel sJIEKTPOHBLI uepesd P IIOCJIefoBaTelb-
HBIX HOCHUTEJIe!l TPAHCIOPTUPYIOTCS B ABIXATEJbHYIO I,
0CBOOOKIeHHA A DHEPTUA UCIIOJNB3YeTCS IJIA HAKAUKU IIPO-
TOHOB Uepe3 BHYTPEHHIOI MeMOpaHy CO CTOPOHBI MaTpPUKCca
B MeKMeMOpaHHOe IPOCTPAHCTBO WM K BHEITHEH MUTOXOH-
apuajabHOU MeMmOpame. OOpasyiomIUUCA 3JIEKTPOXUMUYE-
CKUII IIPOTOHOBBIN I'PaAUEHT UCIOJIb3yeTCs, UTOObI TeHepu-
poBaTh AT® uepes peiicTBue Kommaekca V (puc. 2.1).

B ocHoBe ofHOI 13 KJaacCU(PUKAIUN MUTOXOHIPUATD-
HBIX 0OJIe3HEN JIEIKUT 3TUOJOTUUYECKUM, T.e. MOJEKYJIAPHO-
TeHeTUYEeCKUI IPUHITUII.
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Herpometabonuueckne sabonesamus y getei n noapoCTkos

Komnnekcbl fbixaTenbHON Lenv MUTOXOHAPUIA
H+ @ H* H+ H+
BHyTpeHHss @

MembpaHa
MUTOXOHAPUIA

HAOXH  ®AOxH o, AH®
) D/IEKTPOHEI —> [POTOHBI

Puc. 2.]. ObixatensHas uens MUTOXOHAPUIA. Prumckumu umd-
pamu (I-V) oBo3HAYEHbI KOMMMEKCHl AbIXATENLHOM Lenu
mutoxorapun. C — uutoxpom C; Q — kosHamm Q

MosekyasipHO-TeHeTHYEeCKaaA KJIacCU(pPUKAUA MUTOXOH-
IPUAJBHBIX 00JIe3HeN
I. MedexTsr MmutoxonapuasbHoit [JTHE.
1. Toueunble MyTAI[UH.
2. EnyHuYHBIE JejIel .
3. Ayniukanuy uiau IyIInKaIuy/neeluu.
II. HederTs! anepuoit JHEK.
1. HedexTs! B renax allHK, kogupytomux KIIITM.
2. ledexTsr B renax aJHK, oTBeTcTBeHHBIX 3a
c6opry KIITM.
III. JederTsr muToxouapuasabHoit [HK, BbhIZBaHHBIE
Hapymenuamu al[HE.
1. TkaHectiennuUUHBIE AeJeIUU U AYIIUKAIUU
mtIHEK.
2. Ucromenne mTIIHEK.
3aboneBaHus, CBA3aHHBIE C MYTallUAMU B fAJLEp-
HBIX TeHaX, HACJHeAYIOTCA II0 TAKWM Ke IPUHIIUIAM,
KaK U Ipyrue MeHJeaupyolinue 6omesnu. Bomesnu, o6y-
ciaoByaenHble mMyTtanumamu MTIHEK, mmeior cBom oco-
OEHHOCTH KJIWHWYECKUX IIPOSABJIEHUU, HaCJIeLOBAHUS
U AUATHOCTUKYU, KOTODHIE CBA3AHBI C YHUKAJbHBIMU
ceorictBamu MT/IHE.
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Inasa 2. MutoxoHapuansHeie 3a6onesaHus

I'eTeponazmMusa u moporoBeIii 3 dexT

Kampmaa comarmueckas KJETKa COLEPIKUT OT HECKOJb-
Kux coreH o Teicau Kouuit MTHK. Konuuectso mTIHK
B KJIETKE 3aBUCHUT OT THUIIA KJETKM, YPOBHA WX DHepre-
THYECKOro MeTabosusMa. B mpoilecce KJIETOYHOTO [eJie-
Husa Mmosekyabl MTIHK cayuaiimeiMm obGpasoMm pacmpese-
JAIOTCA IO AOYEPHUM KJeTKaM. B HOpMaJbHBIX TKaHAX
Bce xKonuu MTIHK, Kak mpaBuio, OZMHAKOBEI (TOMOILIA3-
musa). Ilaroremuwsie myranuu MTJHK MoryT saTponyTh
HeckosbKo Konuit MTIHK B KieTKe, co3maBas cMech HOP-
MaJbHBIX U MyTaHTHBIX Konuil MTIHK (rerepomnasmus).
Kananueckuit peHoTuir 3ab6osieBaumnii (B 4aCTHOCTH, 3a00.I€-
BaHUH, 00YCJIOBJIEHHBIX TOYKOBBIMY MYTAIIMAMI) TJIABHBIM
00pas3oM 3aBUCUT OT COOTHOIIIEHU HOPMAJbHBIX M MYTaHT-
veIXx Konuii MTIIHK B pasnuuHbIXx TKaHAX. B 3aBUCUMO-
CTH OT DHEPreTUYECKUX IIOTPEOHOCTEN KOHKPETHOMN KJIETKU
YPOBEHBb IreTepOoIIa3MuU, HEOOXOTUMBIN A (peHOTUIUYe-
CKOT'0 IIPOABJIEHNA MYTaIllUM, PA3JINUeH (TAaK HA3bIBAEMBIHA
TOPOTOBBIN 3 PEKT).

MurtoTHueckasi cerperamus

B pesysbraTe KJIETOYHOTO MEeJ€HUS MOTYT M3MEHUTBHCS
npomnopuuu MytauTHOU MTIHK B mouepHUX KJIeTKax W,
COOTBETCTBEHHO, MOYKET UBMEHUTHCA KJIUHUYEeCKAA KapTu-
Ha 3a0o0JeBaHUA. ITOT (peHOMEH, Ha3bIBAEMBIN MUTOTHYE-
CKOIi cerperaiueii, 00bACHAET, IIOUeMYy YV HEKOTOPBIX HaIlu-
€HTOB C MUTOXOH/IPUAJIbHBIMU 3a00JIeBAHUAMU C BO3PACTOM
MOKeT MEeHSAThCA KINHUYIEeCKU (heHOTHUI.

MaTepuHCKUI TUII HACJIETOBAHUA

mtIHK Haciemyercsa mo MaTepuHCKOW JuHUU. Siime-
KJIETKA COJEPYKUT COTHU MUTOXOHIPUIN, B TO BpPeMA KaK
crepmarosouf, cogep:xut 5—10 muToxonpuii. Bece onucan-
Hble naToreHHsle myTanuu MTIHK 6b111 yHacIegoBaHbI OT
MaTepu.

BceoencrBue TOoro uTOo cKOpocTh MyTumpoBaHuma MTIHE
BO MHOTO Da3 BBIIIe CKOPOCTM MYTUPOBAHUA ANEPHOTO
TeHOMa, B IIOJaBJIAIONIEM OOJBIINHCTBE CIYUYaeB IPUINHON
IHe)eKTOB CHUCTEeMbl OKHCJIUTEJIBHOTO (pochopuinpoBaHUA
asaaoTca myranuu MTIHE.
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KnuHuueckas kapTtuHa

Kianunueckue (peHOTHUNBI NAaHHOI Tpymnnbl 3abojeBa-
Huil BechbMa pasHooOpasHbl. BIIIM moryTt nebGroTupoBaTh
B JI000M BO3pacTe — OT IIEPBBLIX AHel kusHu no 70 jer
¥ TIPOABJIATHCS MATOJOTUEH MPaKTUUEeCKU JI000H CUCTEeMBI
opranoB. HauboJsiee uacTo mopaskaioTcsi MBIIIIeUHaA, HePB-
Has W SHAOKPUHHAA CHUCTEMBI, UTO OTPa’KaeT 3aKOHOMEp-
HOCTH B IIOTPEOHOCTH TKaHe! B SHEPTUU OKUCIUTEIHLHOTO
dochopunupoBaHusa. XapaKTepHOe CoUYeTaHHEe KJINHNUYE-
CKHX CHUMIITOMOB M HMX CBf3b C OIpPEeAeJIeHHBIMU MYTaIlli-
avu MTIHK mosBoJsisieT BBIAEIUTH HECKOJIBKO CHUHIDPOMOB
BIAIIM (Tabxa. 2.1).

Ta6bamua 2.1.
OcHosHble cuHgpomel BALIM

Cungpo- Pacwudposka Haubonee Myraumm
mbl BOLM A HA3BAHMS HOCTHIE MYTA™ | aIHK
umm mtHK
MELAS #540000 | MutoxoHapuansHas A3243G -
sHUedbanommnona- T3271C
M8, NAKTATAUMAOS, G13513A
MHCYNbTONOROGHbIE
NPUCTYMbI COCTOAHMS
MERRF #545000 | Muoknownyc-anu- A8344G -
nencus, Hanmuue A8356G
«PBAHbIX» KPACHbBIX
BOMOKOH B MblLLIEY-
HOM BuonTaTe
LHON #535000 | Heitponatusa spu- G3460A |DNAJC30,
TeNbHbIX HEPBOB G11778A MCAT
Jlebepa T14484C NDUFS2,
NDUFA 12
KSS #530000 | Cungpom KepHca— Heneumn -
Ceitpa
CPEO Pasnbie | [Nporpeccupyiowas Heneuun +
HOPYXHOs OdpTab-
monnerus
LS #256000 | Cungpom Jlu, A3243G, +
6onesHb Jln T8993C/G
NARP #551500 | Hesponatus, atak- | T8993C/G -
A, MUTMEHTHOS
AereHepaums cet-
4aTku
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9Ty KIMHWYECKNE CUHIPOMBI MOT'YT B 3HAUUTEJIbHOM
Mepe IepeKpPBIBAThCA APYT C APYTOM, IPEACTABIATH KOM-
OmMHAIIMIO W3 ABYX M Ja’Ke TpPeX KJIWHUYECKUX (eHOTH-
noB (MELAS/KSS, MELAS/MERRF, MELAS/LHON/LS).
Hexkoropsle 3 HUX, IO Mepe IPOTPecCUpPoOBaHUA 0OJIE3HMU,
MOTYT IIEePEXOIUTH OAWH B IPYTOIl.

OcHoBHas mpobJjeMa Bpaua, CTAJIKUBAIOIIErocsA ¢ Auar-
"HocTukou BIIIIM, 3akJrouaeTca B TOM, UTO IIOJHBIE CUMII-
TomokomiiekcbI MELAS, MERRF, NARP, cunapom Jlu
HeJacTo (OPMUPYIOTCA Yy IOPA’KEHHBIX UYJIEHOB POZIOC-
JgoBHOI. BosbmuHeTBO nanuentoB ¢ myranuamu MTIHE
UMeIOT Pas3juYHble HECUHAPOMHBIE KOMOWHAIIUY CUMIITO-
MOB ¥ IIpuU3HaKOB. llopa’keHHBIe POACTBEHHUKU OOJBHBIX
110 MATE€PUHCKON JIMHUU MOTYT OBITH MPAKTUYECKU OeccuM-
IITOMHBI MU MMETH KJINHUYECKU JIETKYI0 CUMIITOMATUKY
B BUJE 3aJepP:KKU POCTa, TYrOYXOCTH WJIU MUTDPEHEIN0H00-
HBIX T'OJIOBHBIX OoJieii. KimHnueckad xapakTepUCTUKa pas-
JIMYHBIX (OPM MUTOXOHAPUAJIBHBIX 0OJIe3HEH NIpuBefeHAa
HIKE.

IOuarnoctmka

Buoxummnuyeckas qMarHoCTHKA

IIpu HapymieHUM OKUCJIHUTEJNBHOTO (ochopuanpoBa-
HUSA TIPOUCXOAUT W3MeHEeHUe OKHCJINUTEIbLHO-BOCCTAHO-
BUTEJBHOTO CTATyCa IUTOILJIAa3Mbl KJETKU U MHTOXOH-
npuii. KoHmeHTpamus JjlakTara IIOBBIIIIAETCSA, ITOCKOJBKY
IIpU a9POOHOM OKMCJIEHUU TUVIIOKO3BI MeTab0InUecKasa SHep-
TuA 3armacaeTrcsa KJETKOU B Buie jJakrtata. CUHTe3 KeTOHO-
BBIX TeJs y 6oabHBIX BIIIM yBesnuuBaeTcsa mocJie mpuemMa
numy 0Jarogaps HaIpaBJeHUIo alneTua-KoA Ha KeToremes
B pesyJabTaTe HapylneHusa paborsl mukJga Kpebca. Takum
o0pasoM, IIPU PaCCTPOMCTBAX OKUCJIUTEJIbHOTO (ochopu-
JIUPOBAHUA IIPOUCXOAUT YBEJIMUEHE IBYX OCHOBHBIX IIapa-
MEeTPOB — JIAKTATA W KETOHOBBIX TeJI, II09TOMY OOUH U3
9TAIIOB 00CJIeJOBAHUA MOJIKEeH BKJIIOUAThH OIpeie/ieHre KOH-
IMEeHTPAIUN 3TUX MeTa0O0JUTOB B KPOBU A0 U IIOCJE MIUIIe-
BOIT HATPys3Ku. {1 moATBep KAeHUA AUAarHo3a TaKsKe Ipo-
BOJAT OIIpefiesieHre aKTUBHOCTY KOMIIJIEKCOB JbIXaTeJIbHOM
e MUTOXOHAPUHA B MBIIIIEYHOM OMOIITATE, JEHKOIIHMTAaX
uiu KK®.
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Mopdonoruyeckue u3MeHEHU ST

OmHuM U3 IIePBBIX MapKepoB, OOHAPY:KEHHBIX IIPU MUTO-
XOHIPUAJIBbHBIX MHUONATUAX, ObLIN MOP(OJOrMUYEecCKre N3Me-
HEeHUsS — TaK Ha3bIBaeMble BOJIOKHA C «PBAHBIMU» KPACHBI-
mu kpagmu (RRF), BbiBIsgeMble B MBIMIEYHBLIX OHMOITATAX
00bHBIX. BoJIOKHaM Oblja CBOMCTBEHHA CcrelruduuecKas
CTPYKTypa, ompemesideMasi IIpU OKpacke mo I'omMopu B Momau-
duramuu stux aBropoB (Iomopm-tpuxpom). Ilpu sneKTpoH-
HOMl MHKPOCKONUHK OBIJIO IIOKa3aHo, uTo oOpasoBamme RRF
00yCJIOBJIEHO OUATOBBIMI CKOILIEHUAMU IPOJIU(EPUPYIOIINX
TeHEeTUYeCKY aHOMAJIbHBIX MUTOXOHAPUH (TMTAHTCKUX MUTO-
XOHAPUH C Ae30pPraHN30BaHHLIMU KPUCTAMU M MUTOXOHIPUIA
C aHOMAJILHBIMH NAapPaKPUCTAINYECKUMU WA OCMUO(MUIL-
HBIMU BRJIOUeHuAMN). Ouaru mpoJidepalini paciooMKeHbl
TI0f CAPKOJIEMMOM, MeXKIy MUO(pUOpHIIaMu, He 3aTparuBas
BosiokHa. IIpu moctm:xkenmum RRF ompenenenHoro kosrmue-
CTBEHHOT'O ITOPOTa OH IIPU3HAEeTCA MoKa3aTe/IeM ITOBPeKIeH IS
mtJHE.

IIpucyrcrBue RRF B Mmblmmeunom GuomTare GOJBHOTO
C MUOTIaTHEN NN MYJbTUCUCTEMHOU ITATOJIOTUEN CIYKUT
ImoKasaTejeM MHUTOXOHIPHAJBLHON IPHUPOALI 3aboJjeBa-
Hus. Ogaako RRF He aABIA0OTCA BHICOKOCIEIU(PUUHBIMU
W IIPU HEKOTOPBHIX (opMax M cTaguAX OOJIe3HH MOTLYT
OTCYTCTBOBATb.

Bosee ybequTebHBIM METOAOM AMATHOCTUKU CIYIKUT
TUCTOXUMHUUYECKOe oOIlpelesieHIe aKTUBHOCTU MUHTOXOH-
IpuaabHBIX (pepMeHTOB. IIpu 9TOM CTemeHb BhIpParKeHHO-
CTU MOP(OJIOTUUYECKUX W TMCTOXUMUUYECKUX HU3MEHeHU
He Bcerja OJHO3HAYHO COOTBETCTBYET TAMKECTU KJINHUYE-
CKUX IPOSABJIECHUM.

MoJgekyasipHO-TeHeTHUeCKe KPUTEePUHU
Muroxouapuaabuad [[HK uemoBeka — [AByXIemo-
yeuHas KOJIbIleBas MOJIEKyJa, cocTosdIasa u3 16 569 map
HYKJIEOTHUIOB U Kogupyoiiaa 13 cy0beuHUIT KOMIJIEKCOB
IBIXaTeJbHOM I MUTOXOHApuii, 2 pubocomubie PHE
(pPHEK) u 22 rpancmoprasie PHK (TPHK). K macrodre-
My BpeMeHH OOHapysKeHO O0Kojio 120 pasiauYHBIX TOYKO-
Boix myTanuit MTJIHK u 6omee 200 KpyIHBIX IIepecTPOEK.
HepaBuomepHoe pacupenenernme myrtauTHoi MTIHK mmo
PasIMYHBIM TKAHSM, HAJUYHE BO3PACT3aBUCHUMBIX MYyTa-
muii MTJHK, a Takike MHOTOYHCJIEHHBIE ITOJUMOPMHBIE
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BapuaHTel MTIHK 3aTpyaHAaioT MOJIEKYIAPHO-TeHEeTHUYe-
CKYI0 OUATHOCTUKY 9TON I'pyHIbl 3aboneBanuii (puc. 2.2).
Yucio AOepHBIX T'€HOB, MYTAllM B KOTOPBIX HPUBOIAT
Kk BAIIM, HeyKJOHHO pacTeT, a 00yCcJOBJI€HHbIe MU 3a00-
JIeBaHUA XapaKTepUusyTCA TaKUM KJIUHUUYECKUM PasHO-
obpasueM, UTO TPYAHO ONpPeNenuTh, B KAKUX T'eHaX HNCKaTh
MyTaId Yy KOHKPETHOro 60JILHOTO.

Neuenne

IIpu oGocHOBAHWYM TAKTHUKU JEUEHUS MUTOXOHAPUAJD-
HBIX 00JIe3HEed HeoOXOJMMO YUUTHIBATHL MYJIbBTUCUCTEMHBIN
XapakTep IaTOJIOTHH, UTO TpebyeT Ha3HAUEHUWS Tepaluwu,
HaOpaBJEHHON Ha KOPPEKINI0 HapYyIIeHUHl BUTAJbHBIX
(PYHKIIUH Y G0JBHBIX B OCTPBIX, YTPOMKAIONINX sKU3HU COCTO-
AHUAX (JIaKTaTanmumos3, KOMa, WHCYJIbTOIIOJOOHBIE COCTOS-
HUSA, CYIOPOrU, AbIXaTeJbHas HeOCTATOYHOCTE).

s BbIBemeHUsT OOJBHBIX U3 OCTPBIX COCTOSHUM IIPU-
MEHSIOT MeTOJbl MHTEHCUBHOW Tepamnuyu W peaHmMalliun
(BHYTpUBEHHOE BBeJEHME COJOBBIX PACTBOPOB CPEACTB,
YIYUIIAONINX MUKPOIUPKYIAIINI0 aHTUOKCUAAHTOB). [l
KOPPEeKIIUU Pas3INUYHBIX HaApyIIeHui (9HIOKPUHHBIX, CEp-
JIeYHO-COCYAUCTBIX U AP.) HAa3HAYAIOT CUMIITOMATUYECKYIO
Tepamnuio.

| neneuys L
4977 M, — |

KSS, PEO

Ty ATP ase 6/8
et

Puc. 2.2 MutoxoHapuaneras JHK yenoseka
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Hauwmnasa ¢ 1980-x IT., IIUPOKO TPUMEHAIOT MeTaboJIu-
YyecKre MOAXONbl K JIEUeHUIO PACCTPOMCTB OKUCIUTETHLHOTO
dochopunuposanus. [Ipu sToM Ha3HAUYAIOT CJIEAYIONII HA0OD
IIPeraparoB, SBJAOINXCSA €CTEeCTBEHHBIMHM KO(aKTopaMu
PasIMUYHBIX KOMILIEKCOB AbIXaTeJIbHOUM Ienu: KosusuM Q10,
dunmokBuHOH (BuTaMuH K), ackopbaT, CyKIIMHAT, TUAMUH,
puboduiaBuH, BuTaMuH E, a TaK:Ke IIpenaparsl, YIyUIIaroIe
MeTaboJIM3M MBIIIIIT, — JIEBOKAPHUTUH U HUKOTHHaMumI. Bce
BUTAMUHHBIE IIpernaparhl HA3HAUYAIOT B OU€Hb BBLICOKUX TO3U-
POBKax, Kak MPH BUTAMUH3AaBUCUMBIX COCTOSHUAX. B HacTO-
dree BpeMs He paspaboTaHO eIUHOTO MPOTOKOJIA II0 JIEUCHUIO
MUTOXOHAPUAJIBbHBIX 3a0ojeBaHmil. [[pUMEHSIOT pas3auvHbIe
MeTaboInUYecKue IIperapaTbl W HECKOJIbKO CXeM JIeUeHU.
B tabu. 2.2 mpexacrasiensr ganasie mo N. Blau u gp. (2006 r.).
Kak mpaBuio, mpu orcyTcTBUM 3(P()eKTa OT IPOBOAUMOI MeTa-

00JIMUECKOM Tepalny PeIaeTcs BOIIPOC O ee MPEeKPAIIeHIH.

Tabnuua 2.2.
Jleuenne mMuTOXOHAPHMANBHLIX 3060NEBAHMIA
3abonesanne | [Mpenapar PexomeHnayemas posa P
[O3MPOBAHMS
Hepocra- Iuxnopauerar | 15-200 mr/kr 8 cyTku 2-3
TOHHOCTL Butamun B, 50-500 mr/cyT 2-3
nuMpyBaTaeru-
[POreHa3HOro o-Jlunoesas 5-50 mr/cyt 2-3
KoMMnekca kncnora
KetorenHas 60—80% >wupos
aveTa
Hepocratou- | Kosnanum Q10 |4=5 mr/kr B cytku 2
HOCTL Butamun E 100-300 mr/cyt 2
komnnekca I
Hepocratou- | Auxnopauetar | 15-200 mr/kr 8 cyTku 2-3
HOCTE KOM- Menaamon 1,1-1,5 mr/kr 8 cyTku 2-3
nnekca | (BuTamun K,)
Pubodnasun | 3—20 mr/kr B cyTku 3-4
(BuTamuH B.)
Hukotunamma | 50 mr/kr B cyTku 3-4
KetorenHas 60-80% »xwupos
averta
Hepocratou- | Koswsum Qg | 4—5 mr/kr B cyTku 2
HOCTb KO3H3M-
ma Q Mpeberon 5=15 mr/kr & cyTku 2
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OxkoHyanue Tabnuubl 2.2

Pexum
3abonesanne | [Mpenapar Pekomenayemas posa T SOLET
Hepocratou- | Menagmon 1,1=1,5 mr/kr B cyTku 2
HOCTb KOM- (Butammn Ks)
nnekca |l Butammn C 50-60 mr/kr B cyTku 2
Henocratou- | Ouxnopauetar | 15-200 mr/kr B cyTkm 2-3
HOCTb KOM-
nnekca 1V
CuHapom Kpeatun 4-10 r/cyr 2
KepHca— MoOHOMMAPAT 0,1-0,3 mr/kr B cyTkM
Ceiiepa,

CPEO,

MELAS,

NARP

ATakcus CeneH 100 mkr/neHb

DPpunpeiixa [ 1pe6eron 5-15 mr/xr B cyTku 2
[NpodunakTuka

IIpenaranbHasgs AMATHOCTHUKA IIPOBOAUTCS IIpH 3a00-
JeBaHUAX, CBABAHHBIX C MYTaIlUAMU SAJEPHBIX T'E€HOB.
IIpoBeneHue OOPOAOBOII AMATHOCTUKU CHUHIPOMOB, OO0Y-
caoBiaeHHBIX MyTanuamu MTIHE, ocinokusaeTca denome-
HOM TeTepoIJIa3MUU ¥ HEePaBHOMEDHOTO pacCIIpeesieHUa
myTaHTHOM MT/IHK 1m0 pasHbIM TKaHAM.

[MporHos

Mg 6onpimuHCTBa (hopM 3a00I€BaHUI ITPOTHO3 HEbIaro-
MPUATHBIN, TPOJOJIKUTEILHOCTD JKU3HU PA3JINYHA U 3aBU-
cuT oT (hopMbI 3a00IE€BaAHUS.

Huke nmpuBeneHbl onuCcaHuA HanboIee pPacIpoCTPaHeH-
HBIX (hOPM MUTOXOHAPUAIBLHBIX 3a00JI€BAHUH.

MuToxoHapuanbsHbie 3a60neBaHMs,
0OYCNOBNEHHbBIE TOYKOBBIMK MYTALMSIMMU
mTAHK

W3BecTHO HECKOJBKO KJIUHUUYECKUX CHMIITOMOKOM-
IIJIEKCOB, CBA3aHHBIX C TOYKOBBIMU MYyTaIlUAMMN MTHHK
HasBanusa CHUHAPOMOB — AQKPOHMM OCHOBHBIX KJIMHHNYE-
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CKUX cocTaBiagiomux. 9To cuaapombl LHON (macsencTseH-
Had onTuyeckada Hetiponatusa Jlebepa), NARP (weBpomarus,
aTakcus, MUTMeHTHad JAereHeparus certuaTtku), MELAS
(MuTOXOHApPUAIbHASA dHIIe()AJIOMUOIATHUS, JAKTATAIUL03,
UHCYJabTOMOn00HBIE cocTosHUA), MERRF (Mumoxsonyc-
SIIUJIETICUS, HAJNUYUe BOJIOKOH C «PBAHBIMU» KPACHBIMU
KpadAMu B MbIleuHoM Ouonrtare). Cumapombl JJlu u CPEO
(mporpeccupyiolas Hapy:KHad O0PTAIbMOILJIET ) ABJIAIOT-
cs TeHeTUUYEeCKHU I'eTePOreHHLIMH 3a00JeBAHUAMU U MOTYT
OLITH CBA3AHBI C MyTAUIMH KaK AMEPHBIX, TaK U MUTO-
XOHAPUAJbHBIX TeHoB. IlockonbKy myTtanua alHK mpu
curagpome Jlu uw CPEO BcTpeuaeTca uaime, KJIMHUYECKUE
MIPOSBJIEHUA 9TUX 00Jie3Hel MoApOoOHO OMMCAHBI B pasielie,
TIOCBAIIEHHOM MYTAIAAM SIePHOTO TeHOMA.

Cungpom LHON

MIM #535000. CHHOHHMBI: HACJIEACTBEHHAS OIITUYECKA
HeliportaTus JlebGepa.

Cuuapom LHON — nHaciencTBeHHOe 3a0ojieBaHUe, 00y-
caoBiennoe myrtanuamMu MTIHK m xapakrepusyroleecs
OCTPOIi MJIU ITOJOCTPOIT 6€300I€3HEHHO ITI0Tepell IeHTPaIb-
HOT'O 3PEeHUs, BbIBBAHHOM THAMKEJIBIM, OOBLIUHO JBYCTOPOH-
HUM IIOpasKeHreM 3PUTEeJHLHOI0 HEPBA.

Mcropums Bonpoca

3aboseBanue atrpodusa 3pUTEIbHBIX HEPBOB JlebGepa
(ASHJI) nonyuniio Ha3BaHUe 10 UMEHU HEMEI[KOT'0 O TaJIb-
moJtora Teomopa Jle6epa (Theodore Leber, 1840—-1917 rr.),
KoTophiii B 1871 1. B cBoelt paboTe omucaj YeThbIpe CeMbU
c atrpodueil 3pUTEJbHBIX HEPBOB, MaHU(pECTUPOBaBIIEH
BO B3POCJIOM Bo3pacTe. [[Be 13 3TUX UeThIPeX ceMell mMen
YyeTKHe NPU3HAKU HAaCJEICTBEHHOM IPUPOABLI 3aboJieBa-
Husd. Tak:xe JleGep oTMETHII, YTO MYKUYMHBI OOJIEIOT Yallle,
yeM JKEeHIIUHBI. ¥ OOJBITHHCTBA OOJBHBIX KJINHUUYECKUE
MPOABJEHUS OTPAHUUYUBAIOTCS IIOPaKeHNeM 3PUTEJIbHOTO
HepBa.

dnupgemmonorus

Ha ceepo-samagme Auramm uvacrora LHON B momy-
aanuu cocraBager 1:31 000, B Tommamgmm — 1:39 000,
B Punnaauguu — 1:50 000.
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