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AKTyan bHbl€e AdHHble O MUTOXOHAPUaNbHbIX 3aboneBaHusAX

AHHOTaumsa. MuToxoHapum — rnaBHas cuctema npoaykumm AT® B opraHusame, noaTomy
OHW nepBble pearvpyloT NpPU HapyLweHUn 3SHepreTuyeckux noTpebHocTen opraHoB B
ycnosuax natonornn. B gaHHoW ctaTbe paccMOTPEHbl BOMPOCHI 3TUOMOMMU U pa3BUTUA
MUTOXOHAPUAsbHbIX PaccTponcTB. Mcnonb3dys HayyHble hakTbl, Obl1 NPoBEAEH aHanu3
MoandmKauumn COCTOSHUSE MUTOXOHAPUM B nepuod 60ne3Hn, 4To No3BOMSIET OLEHUTb
cTeneHb 9QHepreTUYeckux MnosioMOK, MPOrHO3MpoBaTb pPasBuMTME  NaTONOrM4YeCcKoro
npouecca. OTnNUYUTENBHOW YepTOM MUTOXOHAPUAsrbHbIX 3aboneBaHWn  sBRASETCS
deHoTUNMYeckas MHOFOSIMKOCTbL U PEHOMEH reTeponnasMun. YCTaHOBJIIEHWE CBSA3U
Mexagy MyTtaumen B MuToxoHapuanoHonm [OHK wn knuHMyeckon KapTUHOM MPUBESIO K
3HaA4YUTENbHOMY MPOrpeccy B MW3YYEeHUW [AaHHOWM NaTonorMmM, HO M NO Cel [eHb
MUTOXOHApPWanbHble 3aboneBaHns OCTalTCA HEN3NEYUMbIMMN.

OTnonorms 1 pasBuUTUE MUTOXOHOPUANbHbLIX PAaCCTPOMCTB KPOETCs B HapyLUEHUNAX
CUCTEMbI OKMCIIUTENbHOrO doocdopunmpoBaHus. KMmeetcs HeobXOOMMOCTb OLIEHKM
KonnyectBea Wu3MeHeHHblx MTOHK, Tak kak ypoBeHb reTeponnasmuu onpegenser
deHOTUNMYECKOEe NPOosIBIEHNE NaTONOMM.

KniouyeBble cnoBa: MUTOXOHAPWUKN, MUTOXOHAPWArbHbIE 6one3Hn, mytauus, OHK.

NcTopus undyyeHmss MmtoxoHapuanbHbiXx 6onesHen HaumHaeTtca ¢ 1960-x rogos, koraa
JNTapc 3pHcTep n Ponbdg JliodT obcnegosanu B CTokroribMe OOMbHYHO C HETUPEOUOHbLIM
MOBbILIEHNEM YPOBHSA OCHOBHOrO oObmeHa, cnaboCTbio MbIlWL, U BbICOKMM YPOBHEM
MeTabonuama. YdyeHble nNpuwnM K BbIBOAY, YTO B [JaHHOM cCriydae uMeeT MeCTo
HapylleHne MUTOXOHApUanbHOro obmeHa 3Heprn, K nokasanu, YTO MUTOXOHLPUM
MbILUEYHON TKaHM MaUMEHTKM MOryT npoayumMpoBaTh NUWb YacTb 3HEPrun, a ocTaTok
yXoOuT Ha cuHTe3 Tenna. M3HayanbHO, mMyTaumm mutoxoHapuansHon [OHK (mTOHK)
cyMTanuUCb OYeHb pPeadKMMW, HO uccnegoBaHve OecatM  Haubornee U3BECTHbIX
NaToNIorMyecknx U3MeHeHnn reHoma mmutoxoHgpun y 3000 HOBOPOXAEHHbBIX OOHAPYXMIO
TakoBble y ogHoro naumeHta n3 200 [1]. Takas pacnpoCTpaHEHHOCTb AaHHbIX N3MEHEHUN
MOXeT roBOPUTb O TOM, YTO MUTOXOHApPUArbHble 3aboneBaHnst — OOUH U3 CaMbIX BaXXHbIX
pasfgernoB B HemponeanaTpuu.

MuTtoxoHapuanbHble 6onesHn — reTeporeHHas rpynna 3aboneBaHuW, KOTopble
XapaKkTepU3yTCs NopaxKeHneM CTPYKTYpbl, FEHETMYECKOro annapaTta u 6GuoxmMmmyeckumm
aHomanusammn  mutoxoHapun  [2]. OCHOBHble CBOWCTBA MWUTOXOHAPWANbHOrO reHoma:
uuTonnasmaTtMyeckoe — HacnegoBaHuWe — reHOB,  OTCYTCTBME  repepacnpegeneHus
reHeTU4Yeckon WHpopmMaumm nytem uamyeckoro obmeHa yyacTkamMu XPOMOCOM W
fGonblwasi CKopoCTb MyTauuu, npubnuauTensHo B 11-16 pa3 npesblwarowas 4actoTy
MyTauum aaepHbIX reHoB. MaToreHes nosiBfeHs U pasBUTUSA HapyLLEHUA OeSATEeNbHOCTU
MUTOXOHAPUN OCHOBbIBaeTCA Ha nopaxxeHum cUCTEMbI OKUCNUTENTbHOIo
dochopunMpoBaHnsl, HECOCTOATENbHOCTU penapaumMoHHbIX MeXaHU3MOB, HeJocTaTke
6GenkoB-rMCTOHOB W HaKonneHun CcBOOOAHBIX paguKanoB Kucropoda, B YaCTHOCTMW,
cynepokcua-aHMoHa 1 rmnoxrnopuT-aHnoHa [2].
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Ana  muToxoHgpuanbHblX 3aboneBaHuWii CBOMCTBEHHO CUCTEMHOE HapylleHue
9HepreTMyeckoro  MeTtabonuMsama, crnegoBaTenbHO,  MOBPEX4awTcs B pasHbIX
COOTHOLWWEHNSAX Hambonee 9oHeEpProsaBMCUMbIE CUCTEMbI OpraHvM3Ma: rOfIOBHOM MO3T,
rnonepeyHonosocaTasa u rnagkas Myckynatypa, nokenyaodHas xenesa, rnasa, novku u
neyeHb. HecmoTpa Ha TO, 4YTO TeYEeHWe MUTOXOHAPUanbHbIX 6onesHen wumeet
nHanBMAyanbHble 0COBEHHOCTU Yy pa3HbIX NAUUEHTOB, HA OCHOBAHWUM OBLLEN KITMHUYECKOM
CUMMNTOMATUKM M KOHKPETHbIX MyTauun, Bbi3blBaloLWmMX GONE3Hb, BbIAENST HECKOSbKO
OCHOBHbIX BMOOB 3ToW natoniornn: cuHapombl MELAS, KepHc-Cenp, Jlebepa, MNMupcoHa,
NARP v cuHgpom MERRF [3].

Cungpom MELAS (MuToxoHgpuanbHast 3Huedanomuonatms) — 3aboneBaHue,
KoTopoe 00ycrnoBneHo ToveyHbiMn MmyTaumsamm mMTOHK. MNauneHTbl ¢ JaHHOW naTonorven
UMEIOT HU3KUA POCT, remMmnapesbl, OBYXCTOPOHHIOK CrienoTy B MOMOBMHE MNOSS 3pEHUS.
WHorga BO3HMKaeT cnaboymue wn Tskenas uMHBanugusauus (BNAoTb A0 NeTarnbHOoro
ncxopa B Boapacte o 20 net) OTnnymMTenbHbIM NpU3HaK — nakraT-aungos. [4, 5].

Cunpgpom KepHc-Cenp — ogHa n3 hopM MUTOXOHOPUANbHOM 3dHUedanommonaTuu.
3aboneBaHve HOCUT Cropaguvyeckun Xapaktep W pasBuBaeTCA BcreacTsve Aeneuumn
MTOHK. TlepBble nposiBneHus Habntogawtca B Bo3dpacte 10-25 net. XapakTepHbiMU
CMMMNTOMaMM SABNSAOTCA HapacTalwWMii NTO3 C OrpaHUYeHnEM MNOLBUXKHOCTM [Ma3sHbIX
A0NOK BCNeacTBME OrpaHMYEeHHOro MOpPaXKeHUs Mblll, OTBEeYalLlWmMX 3a KOHTPOSb
OBWXeHUst rmna3 u Bek. 3aboneBaHWe COMpPOBOXOAETCs pasBUTUEM [OBYCTOPOHHEW
peTuHonaTuu, naTonormm cepaevyHorm npPoOBOAMMOCTW, HapyLIEeHWEM COrflacoBaHHbIX
ABWKEHUI MbllLa, a Takke HEeMPOCEHCOPHOM TYroyxoCTbi M HapylleHusiMu B pabote
9HOOKPUHHBLIX  Xenes3. [lpy rucronormdyeckoMm  uccnegosaHumM  6uonTtata  MblwiL
OnpefensiTcs pBaHble MblleYHble BOSIOKHA. ELWE oaHMM npu3HakoM ABnsieTcs
NnoBblLLEHME KOHLEeHTpauumn 6enka B CIMHHOMO3roBon xxuakocTtu Beiwe 1 r/n (100 mr%) [5].

Cungpom Jlebepa — dopma HacnencTBeHHOW aTpodun 3pUTENbHbLIX HEPBOB.
CpegHunn BospacTt pebiota cuHgpoma Jlebepa — 25 net. 10 HEBbISCHEHHOW [0
HaCTOSILLLEro BpeMEHU MNpUYMHEe YacTtoTa AMarHOCTUPOBaHMSA cpeau MyXYumH B 4-5 pa3s
BbllLe, HeXenu y XeHwwuH. lNMpn gaHHOM 3aborneBaHuMy MpevMyLLEeCTBEHHO CcTpajatoT
LeHTpanbHble NOoNs 3peHns BCreAcTBMe pa3BUTUS ckaToM. B ganbHenwem 310 npuBoguT
K CHWXEHUIO 3pEHUS, Yalle C nocregoBaTernbHbIM NopaXeHWeM rfnas, U paccTponucTeam
uBeTtoBoro BocnpuaTuda. [locnegHuMe uwccnegoBaHMs  Nokasanu, YTO  MYTaHTHbIMU
SBMAIOTCA OKOSI0 8 reHoB. B 4acTHOCTM, OHM Yalle onpeaenstTcs B nonoxeHun 11778
MTOHK komnnekca | gblxaTenbHou Lenu, B pesdynbTaTe Yero CHMXKaeTCsl ero akTMBHOCTb.
Momumo atoro, MyTaumm GbIM onpefeneHbl B reHax, KoTopble KOOMPYHT KOMMOHEHTbI
komnnekca V. Mo npuynHe AaereHepaTUBHbIX M3MEHEeHUn GasanbHbiX S4ep FONOBHOIO
MO3ra pacCTpONCTBa 3peHUst HEPEeOKO CONPOBOXAATCHA ANCTOHMEN [6].

Cungpom lMupcoHa (BPOXOEHHbIN HEPOTMYECKUIA CUHAOPOM) BbI3BaH AeNeumsamu
mutoxoHapmansHon [OHK. [daHHoe 3aboneBaHue nposiBNsieTCA BnepBble Yy AeTen B
BO3pacTe A0 2 NneT U xapakTepuayeTcs, rmaBHbIM 06pa3om, passutuem cungepobnactHon
aHeEMUKN 1 NOpaxXeHNeM aunHYCOB NOKeNy404HOM Xernesbl [7].

NARP cuHgpom, pacumdppoBbiBaOLWMNCS Kak HEBPONATUSA, aTakCust U NMUTMEHTHbIN
peTuHUT, BbI3BaH MyTaumsmu B reHax MTOHK, kotopble kogumpytoT ATdasy [8].
MposBnsaetca 3aboneBaHne npeuMmyLlecTBEHHO B Bo3pacte 25-40 net. CwuHgpom
XapakTepuayeTcsa pa3BUTUEM He BOCMANIMTESNIbHOIO MOpaXKeHUs1 ceTyaTku, a NMUrMEHTHOro
peTUHNTa, YTO MOXeT npuBecTn k cnenote. Co CTOPOHbI HEPBHOW CUCTEMbI OTMEYaKTCH
aTpodmyeckme N3MeHeHUs1 KOPTUKOCMIMHANBHOMO TpakTa, NoTeps OLWYLLEHUS OBMKEHUS U
BMBpaummn, mMbiweyHasa cnaboctb HEMPOreHHOM aTnonorum [9].

Cungpom MERRF (MroOKnoHyc-anunencusi ¢ pa3opBaHHbIMU KPaCHbIMU BOSIOKHAMMU
MbILLILL) — NATONIOrMYECKNA NpoLiecc, AN KOTOPOro xapakrepHa TtoyedHas mytauna mTAHK.
3aboneBaHve uMeeT criegylolme nNposiBNEHUs: HEeNpou3BosibHble 6ecnopsaoyHble
COKpaLleHnsa Mbilly, anunpunagky, cnaboymme, paccTtpomcTBa KOOpaUHALUN OBVKEHUA U
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TyroyxocTb. Hambonee 4acTto BCTpevalTCa MyTauun reHa, KOAWUPYIOLWEro fU3NHOBYIO
TPHK mutoxoHapun. bonesHb nopaxaeT OeTen M nuL, KHOLLECKOro Bo3pacTta, bbICTpo
nporpeccupyeT, 60MbLMHCTBO 6ONbHbLIX A0XKMBAIOT NULWbL A0 TpuauaTtun net [10].

Mopdonornyeckomy aHanuay npuv guarHoCTUKE MUTOXOHAPWanbHbIX 3aboneBaHWin
npuaatT goctaTtoyHo Gonblioe 3HayveHne. Hepeako B AOMOMHEHME K BMOXMMUYECKMM U
MONEKYNSAPHO-TEHETUYECKMM  UCCredoBaHnAM  TpebyeTca  BbINOfIHEHME  Buoncuu
MbILLEYHON TKaHW UK TUCTOXMMMYECKOE M3yvyeHne OuonTtatoB, Onarogapsi BbICOKOM
MHOPMATUBHOCTM MeToda. 3HauMmasi MHopMauusa Takke MOXeT ObiTb MonyyeHa npu
9NEKTPOHHO-MUKPOCKOMMYECKOM UnccneoBaHnn martepuana. OTobGpaHHble dparMeHTbl
MbILLEYHON TKaHW MOXHO pasgennTb Ha 3 4Yactu: 1) Ans MMKPOCKOMUYECKOrOo U3y4YeHus
(cBeTOBag M 9nNEKTPOHHas  MUKpockonus), 2) AN UMMYHOMOMMYecKoro U
3H3UMONOIrMYECKOro MnccrnenoBaHus (M3ydeHne epMeHTOB AblxaTenbHon uenu), 3) ans
MOSEKYNSPHO-reHeTUYeckoro aHanusa. lNouck yxe ycTaHOBMEHHbIX ONA TOW WUIN UHOW
naToniormm MyTauun B TEHOME KIEeTOK MbIWEeYHOM TKaHuM No3BondeT 6rarononyyHo
nposoantb [OHK-anarHoctuky 3aboneBaHus. [lpu OTCYTCTBMM W3BECTHLIX M3MEHEHWMN
mMTOHK cneayrowmm atanom 6yget nonHoe cekBeHupoBaHve Morekynbl MTOHK (nnu
reHoB-kaHangaToB HykneapHon OHK) ons HaxoxgeHuss HOBOro BapvaHTa MyTauMOHHOMO
Nn3MeHeHus. pr rMCTOXMMMUYECKOM U3YHEHUN MOPAKEHHOW MbILLEYHOWN TKaHW HabnoaaT
NOBbILLEHHYIO nNponudepaumio MUTOXOHOPUMA U (PopMUpPOBaHNE MUTOXOHAPUASTbHBIX
arnomepaTtoB no nepudepun MbILLEYHOro BOJIOKHA. [ocTaTouHO —crneunduyecknm
MOPONOrM4eckMM MNPU3HaAKoOM ABMAETCA Hanuume «pPBaHbIX» KpPaCHbIX BOJSIOKOH,
BbISIBMSIEMbIX MPW  OKpacke TpuxpomoM no [omopu, 4YTO CBUAETENLCTBYET O
MUTOXOHAPUANBLHON OUCHYHKLUMN.

Mpn  NUMMYHOMMCTOXMMWYECKOM U UMMYHOMIIIOOPECLIEHTHOM  UCCReA0oBaHUK
NCMonb3yT aHTUMUTOXoHApWanbHble aHTutena (AMA) n aHTUTena K UMKITOOKCUreHase
(or). C nomowb  9TUX  BbICOKOYYBCTBUTENbHbIX ~ METOAOB  BbISIBASOT
Hanuyume/oTcyTCcTBUE cneumduyecknx NpOTENHOB, UCKIOYaOT Apyrve 3aboneBaHns nnu
noaTBepX4alT yTpaTy NPOTEMHOB LIEMNN NEPEHOCA 3NEKTPOHOB [12].

OrneKkTpoHHas MUKPOCKOMUS nokasbiBaeT Hanuyne coCpenoTOYEHHbIX
NPEUMYLLECTBEHHO MOA4 CapKOSIEMMOW aTUMUYHBIX MNONIMMOPEHBLIX MWUTOXOHOPUA C
aesopraHmsaumen kpuct. Kpome ToOro, Obiflo OTMEYEHO HanuuMe MUTOXOHApPUASibHO-
NNNONOHbLIX KOMMSIEKCOB B MbILLIEYHbIX BOMOKHax [11].

B kayecTBe UHbIX, MEHEEe creun@uUYHbIX, JUarHOCTUYECKUX METOAOB UCCNe0oBaHuUs
moryT cnyxutb KT, MPT, 33l n OKT.

OunddepeHumanbHaa guarHoctnka 6asmpyeTcs Ha U3ydeHUn pogdoCriOBHOM, MOTOMY
4TO NaToONOrus, KOTopasi cBs3aHa C To4dedHbiMu myTaumsmu MTOHK, nepepaetca no
MaTEepPUHCKOWN NINHUN.

Ecnu roBoputb O fieyeHna naTonorum MMUTOXOHOPWUA, TO ero NpoBOAAT MO ABYM
HanpasnieHusM. [epBoe — noBbIWeHNe 3PPEKTUBHOCTN SHEPreTUYECKOro metabonmsma B
TKaHAX (TMamuH, pubodnaBuH, HUKOTUHaAMKMA, KO3H3MM Q10 (kygecaH), L-kapHUTUH
(anbkap), npenapatbl Ca?* n Mg, ButamuH C, uutoxpom C). BTopoe — npeanoTspalleHue
cBobogHOpaanKanbHOro NnoBpeXaeHNs MembpaH MUTOXOHOPWI Gnarogaps
aHTMoKcngaHTam (BMTaMuH E) 1 memBpaHonpoTekTopam.

B coBpemMeHHOW npakTuke WuCnonb3ylT BCce 60nblie HOBbIX JEKAPCTBEHHbIX
npenapaTos CMeLLUaHHOro AEencTBus, Hanpumep, noebeHoH (Hob6eH) -
yCOBEpPLUEHCTBOBaAHHAsA CTPYKTYpHasa Konus koaH3mma Q10, nonoxuTensHO AenCTByroLas
Ha aKTMBHOCTb (PepMEHTOB AblxaTenbHOM uenu 1 obnagawwas aHTUOKCUAAHTHbLIM,
aHTNaNoONTOTUYECKUM U HENPOTPOdUYecknm genctasmnem [13].

3akntoyeHue. MuToxoHapuarnbHble ©onesHu yenoBeka  OTHOCATCH K
HacnegCcTBEHHbIM 3aboneBaHunsAM, npwu KOTOpPbIX npoucxoauT n3MeHeHune
PYHKUMOHNPOBAHUA MUTOXOHAPUIN, COOEPXaLLMXCH NPaKTUYECKN BO BCEX KMeTKax Hawero
opraHusma M OTBevaloLMx 3a aHepreTudeckun metabonuam. B gmarHocTuke Bepyliee



3HayeHue npngaeTca MOMEKYSIAPHO-reHETUYECKUM, 3H3UMaTNYECKNM n
MOPAOSIOrMYecknM MeTodam, B TO BPEMS KaK PYTUHHbIE KIWHUYECKNe unccrnegoBaHus
UMEKT MeHbllee 3HayeHue. B Halwe Bpemsi MuUTOXoHApuanbHble ©60Nes3HW nodTn He
nognexar Jfle4YeHuio, HO €eCTb BO3MOXHOCTb NMBO NPUOCTaHOBUTL  pasBuUTUE
naTonorn4yeckoro npouecca, nMbo NnpeaoTepaTUTL Nepeaady mytuposaswen MTOHK.
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