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KimmmHnyeckue Ha0oaeHns cunapoma Jledepa
C HEBPOJIOrH4EeCKOi CUMIITOMATHKOM U 0€3 Heé
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AHHOTAINS

ITIpedcmasnens mpu KAuHuMeckux cAy4as 83pocabix nayuermos ¢ curopomom Jlebepa ¢ Hegposoeuueckoii cummmomamuroll u Oe3 Heé. Ommeuero nogvluieHue
YPOGHS AAKMAMA 8 KPOGU, U3MEHeHIe aKMUGHOCIU MUMOXOHOPUAAbHBIX (hepMeHMO8 AUMPBOUUMOs nepugepueckoli kposu. Y nayuenmos oGHapycers: Myma-
uuu 6 mumoxondpuansioii JHK (y oonoeo — G34604, y dsyx — G11778A). ¥ nayuenma ¢ mymauueii G3460A Hapady co crudcenuem ocmpomyi 3penus Ouaeo-
CIMUPOBAHA MO3HCEHKOBAS HeBPOA0UHECKAs CUMNMOMAMUKA, 00YCA08ACHHAS 2UnonAasuell uepss Mozdiceuka. BoisgnenHbie usMeHeHus S6AS0MCs NOKA3AHUEM K
HA3HA4EHUI0 IHEPOMPONHBIX NPenapamos (U0ebeHOHA, KAPHUMUHGA), BO3MONICHO MaKJice KapHo3uHa. [Ipueedéntbie HAOAHOEHUS NOKA3bIBatOM HE00X00UMOCMb
00c1e006aHUA NAUUEHMOB ¢ ampoghuell 3pumenbHblX Hepeos 0na duacrocmukuy curopoma Jlebepa. Caedyem nposodums dughgeperuuanbhblii OuacHo3 paccesHHozo
CKAepo3a, KOMOpbiil 4acmo nposssemcs ROPajceHuem 3pumenbHoeo Heped.

Karouesvie crosa: cundpom Jlebepa, cykyunamoeeudpoeenasa, enuyepogocgamaecudpoeenasa, enymamamoeeudpoeenasa, Aaxmamae2uopo-
eeHasa, naKmam

Ncrounux (l)ﬂHaHCﬂpOBaHl/lﬂ. ABTOpBI 3asBJISIIOT 00 OTCYTCTBMM BHCIITHUX UCTOYHUKOB (I)I/IH&HCI/II)OB&HI/IH IIpy NMPOBECACHUN UCCIEN0-
BaHWA.

KoHaukT nHTEpEecoB. ABTOPHI IEKIApUPYIOT OTCYTCTBHE SIBHBIX M MOTEHLIMAIbHBIX KOH(MIMKTOB MHTEPECOB, CBSI3aHHBIX C MyOIMKa-
LIMEM HACTOSIIEN CTaThMU.
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Clinical observations of Leber hereditary optic neuropathy
with and without neurological symptoms

Sergey V. Kotov, Olga P. Sidorova, Elena V. Borodataya, Irina A. Vasilenko, Alexander V. Borodin
M.E Viadimirsky Moscow Regional Research and Clinical Institute, Moscow, Russia

Abstract

Three case studies of adults with Leber hereditary optic neuropathy with and without neurological symptoms are presented. An elevated blood lactate level and
changes in the activity of the mitochondrial enzymes in peripheral blood lymphocytes were noted. Mutations in the mitochondrial DNA (G3460A in one patient
and G11778A in two patients) were found. The patient with a G34604 mutation, in addition to reduced visual acuity, was diagnosed with a cerebellar disorder due
to cerebellar vermis hypoplasia. These changes are indications for prescribing energotropic drugs (idebenone, carnitine); carnosine can also be prescribed. These
case studies show that patients with optic nerve atrophy should be assessed for Leber hereditary optic neuropathy. Differential diagnosis with multiple sclerosis
should be performed, since this condition often presents as optic neuropathy.
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CLINICAL ANALYSIS

Leber hereditary optic neuropathy

Beenenne

[TopaxxeHre 3pUTENbHBIX HEPBOB B HEBPOJIOTMUYECKON Mpak-
TUKE BCTPEYaeTcsl MAOBOJBHO 4acTo. B OONBLIMHCTBE ciiyyaeB
OHO SIBJISIETCS TPOSIBJIEHUEM PACCESTHHOTO CKJIEPO3a, HO MOXET
BCTpeYaThCcs U IpH Apyroii naronornu. Hanbonee n3BeCcTHBIM
3a00JieBaHUEM, TPUBOISIILIUM K aTpOhUU 3pUTENbHBIX HEPBOB,
siBnsieTcsl cuHapoM Jlebepa.

Cunnpom Jlebepa (atpodust 3putenbHoro Hepsa Jlebepa, Ha-
CNeICTBeHHas onTuyeckas Heiiponarust Jlebepa, LHON) —
HacJIeCTBEHHAass MUTOXOHAPUAIbHAS JereHepalusi TaHIJIAO-
HapHBIX KJIETOK CETYATKH 1 MX aKCOHOB, TIPMBOSIIAS K OCTPOI
WM TIOYTH OCTPO# MoTepe 3peHus. 3aboieBaHKue HacaeayeTcs
IO MUTOXOHIPUATBHOMY (MaTepHMHCKOMY) THITY. BBIIBISIOTCS
mytaimu BreHax MT-ND1, MT-ND4, MT-ND4L, MT-ND6[1].
OTH TeHbl KOAMpPYIOT MeMmOpaHHyio 4vacTh Oenka HAJIIH-
neruaporeHasbl (I KOMITIEKC IBIXaTeNIbHOHM IIEMM MMTOXOH-
npuit — JILIM). B GosbIInHCTBE CllydaeB BbISIBISIETCS MyTallUs
C 3aMeHOIi TyaHWHa afieHWHOM B TonoxeHuu 11778 B muTo-
xouapuanbHoit JHK (MTIIHK) [2]. DTO npuBOIUT K TOMY, UTO
TUCTUIVH BCTABJIIETCS BMECTO HOPMaJIbHOTO apTUHIHA B y4a-
cToK 340-i1 amuHOKMCTIOTH B cyobenuuule 4 NADH pecriupa-
TOpHOTO (hepMeHTa, U, CIENOBATENbHO, ero (YHKIIMS HapyIla-
ercst. Ho Moryt ObiTb 1 gpyrue myraunu MtJHK [3-5].

Yacrora cunapoma Jlebepa B ceBepo-BOCTOUHOM AHIJIUU CO-
craBnsgeT 3,3 Ha 100 TeIc. HaceneHus. PacmpocTpaHEHHOCTD
3aboseBanust B @unnsHauu — okono 2 Ha 100 TeiC. [6, 7].
B ABcTpanuu cpeny 3apericTpUPOBAHHBIX CIIETIBIX OOBHBIX C
aTpodueil 3pUTeTbHBIX HEPBOB YIEIbHBIN BeC OONBHBIX C CHH-
npomom Jlebepa coctasnser 0,4—2,0% [8].

Haumnaercs 3a0oneBanne, Kak IMPaBIIo, B MOJIOZOM BO3pacTe,
HO MOXeT TakxKe HauMHaThes OT 7 1o 75 JeT. ¥ XeHIIMH 3a-
OosieBaHKe HauMHaeTcs B Bozpacte 19—55 net, y MyXX4MH yaiie
Bcero 6ose3Hb aebrotupyeT B 15—53 roma. CooTHolIeHue 3a-
0O0NIeBIIMX MYXUMH M XKeHIIMH 3 : 1. Y GONbHBIX OTMevaeTcs
IBYCTOPOHHSISI TTOTeps IEHTPanbHOTO 3peHus. OOBYHO Ha-
CTyMaeT MoTepsl 3peHUs Ha OUH I1a3, 3aTeM — Ha Apyroi [9].
PaszBuBaetcs Taxénas atpodus 3pUTENBHOTO HEpBa CO CHMU-
>KEHHEM OCTPOTHI 3peHusl. B ocTpoii cTammu, KoTopasi UTUTCS
HECKOJIbKO HeJle/Ib, OTMEYAEeTCsI OTEK CJI0SI HEPBHBIX BOJIOKOH.
CHmxaeTcs WM TepsieTcs IIBETOBOE 3PCHIE, BBISBISCTCS 1ICH-
TpajibHas ckoToMa. OObIYHO 3a00JI€BaHKE HE OTPAHUYMBACTCS
MopaxeHueM 3puTebHbIX HepBoB. Boinensior «LHON mmoc»
B TeX CIyJasx, KOTaa Hapsiiy ¢ TioTepeii 3peHus HaOIioaaoTCs
TpeMOp, apUTMHUSI Cepalla, JBUTaTeNIbHEIC paccTpoiicTBa. CuH-
npoM Jlebepa — 3TO MyJIBTUCUCTEMHOE 3ab0j1€BaHUE C MOpa-
XEeHUEeM LIEHTPaIbHOW HEPBHOW CHCTEMBI, OpraHa CilyXa, 9H-
TOKPUHHOM CHCTEMEI, cepiia (HeKOTOPHIE CITyJar OITaCHBI IS
>KM3HHU U3-3a pucka hUOPHLIAIMK XKENyI0UKOB U BHE3AMHOI
CMepTH), KOCTHOTO MO3ra, apTepHii, oueK, nepudepuieckoin
HepBHOIT cucTeMbl [6]. BoBieueHre pasInyHbIX CUCTEM Opra-
HU3Ma MOXET HavyaThCs 10 WIM TT0Ce TIOSBICHUS HapyIIeHUI
3penus. KimmHnueckass KapTiHa MOXeT OBITh CXOIHOM C pac-
CesTHHBIM cKiiepo3oM [10].

[TopaxeHue IEHTPaIbHON HEPBHOM CUCTEMBI MOXET IpPO-
SBJISITHCS HECKOJBKUMM 3MU30JaMU HEBPOJOTMYECKOTO Ha-
PYLICHHUSI, Pa3NMyalOlMMKUCS BO BPEMEHHM, HAlTOMUHAIOLIMX
neMuenrHusupytomiee 3abonesanue. Ha MPT BwisiBasioTcs
YY4aCTKM JAEMUEIMHU3AUUU B TEPUBEHTPUKYISIPHOM OeIoM
BEILIECTBE TOJIOBHOTO MO3ra M B CIIMHHOM Mo3re. M3BecTHO,
YTO BO3MOXHO COCYLIECTBOBAHWE PACCESIHHOTO CKJepo3a U

HacJIeNCTBEHHON aTpoduu 3puTeIbHBIX HepBOB Jlebepa (CuH-
JIpoM XapAuHra), KOTOpbIif BCTpeYaeTcs yaile, YeM MOXHO
66110 ObI 0kMAATh [7]. [l0aTOMY BaxkeH CKPUHMHT Ha MYTaLIUIO
BTeHe cuHapoMa Jlebepa y malumeHToB ¢ aTpodueit 3puTeIbHbIX
HEPBOB MPH AUATHOCTHUKE pacCesTHHOTO cKiepo3a [§].

[MopakeHue Ipyrux OpraHOB, KPOME I71a3, MOXET OBITh CYOKITH-
HUYECKAM B 3aBHCHMOCTH OT BO3pacTa, STHMIECKON MpUHAJI-
JIEXHOCTU U, BO3MOXHO, YPOBHS TeTepOIia3MUKM MYTAaHTHOTO
reHa. Pesiko MyTanmu B reHe 3a00/1eBaHUST MOTYT MIPOSIBIISITHCS
0e3 mopaxeHus 3pUTENHbHOTO HEpBa, a TOJBKO IMOpaXeHHEM
aptepuit wiu cuHapomom Jiu. B atom ciydae 3aboneBaHue Mo-
KeT 1e0TUpoBaTh B Oojiee paHHeM Bo3pacte. Yacto Ha (oHe
JIeYEHMsI OTMEYaeTCs MOJOXUTeIbHAs TMHAMKMKA MOPaXEeHHUs
Pa3IMYHBIX CHCTEM OpraHu3Ma. [1pu mopaxkeHny 3pUTeTbHOTO
HepBa pPe3yNbTaThl IeYeHUsT MeHee 3HaYuTebHbIe [11].

g neveHus 3a0osieBaHUST TIPUMEHSIIOT Tperapar Wae0eHOH
[12]. ITpu Bcex HacnenCTBEHHBIX 3a00JIEBAHUSX 3PUTETHHOTO
HepBa ClefyeT u30eraTh KypeHusi, YIIOoTpeOIeHus TPOAYKTOB,
cofepxamux nuaHua. YpesmepHoe ynotpebieHue aaKorosst
OKa3bIBaeT HEOJATOMPUATHOE BO3NEWCTBIE pU cuHIpoMe Jle-
Oepa, KaK ¥ IIpU IPYTUX HACIENCTBEHHBIX ONITUYECKUX HEBPO-
MaTHsIX.

[TpencrasinsieM Tpy KIMHUYECKUX CTydast MALMEHTOB C CUHIPO-
MoM Jlebepa ¢ HeBPOJOTMYECKON CUMIITOMATUKO U 6€3 HEE.

Kminnueckuii cyyaii 1

[Mauwenr I1., 24 roga, obpatuics ¢ xanodaMu Ha pe3Koe CHU-
KEHHe 3PeHMSI Ha JIeBHI a3, KOTOpOE IIPOTPECCHUPOBAIO.
OdranbMoIOr IMarHOCTUPOBAT YACTUYHYIO aTpOdUI0 3pUTEb-
HBIX HEPBOB C 1BYX cTopoH. OctpoTa 3peHus chpasa — (0,03,
cJieBa — MOT OTPEIEeUTh TOJIBKO IBUKEHUS PYKU y Julia. B He-
BPOJIOTUYECKOM CTaTyce CO CTOPOHBI YePEITHO-MO3TOBBIX He-
PBOB IATOJIOTHH He BBISIBIICHO. KOJTeHHBIE 1 aXMJITOBBI pedhiieK-
CbI OBUTH MOBBIIIEHBI 0€3 TaTOJOTMYECKUX CTOMHBIX PehIeKCOB.
B mose Pombepra cierka momrateiBaics. OTMedancsl TpeMop
najblieB pyK. IlanblieHOCOBYIO MPOOY BHIMOJHSUT ¢ TPEMOPOM.
brina nposeneHa JTHK-guarHoctuka cunapoma JleGepa. Me-
tonoM IIIP-TIIP® (monumepasHast LiemHas peakiisi-IOJM-
MOP(U3M UTUH PECTPUKIIMOHHBIX (hparMeHToB) B 001acTu ND1
mutoxoHapuansHoit JIHK ob6HapykeHa B TOMOILIa3MHUYECKOM
cocTostHUU MyTauus G3460A, xapaktepHas [ist aTpoduu 3pu-
TeJIbHBIX HepBoB JIeOepa. [TarieHTy IMarHoCTHPOBAIIE CHHAPOM
JleGepa. I1pu MaruuTHO-pe3oHaHCHOI Tomorpaduu (MPT) ro-
JIOBHOTO MO3T'a BBISIBICHA TUITOIIIA3KS YEPBSI MO3KEUKa.

beio nposeneHo uccnenoBanue GyHKIIMU MUTOXOHIPHIA. JList
OLIEHKY TKaHeBOro AbixaHus (ALIM) u npyrux BusoB oOMeHa B
MUTOXOHIPHUSIX MPOBOIMIN IIUTOXUMUYECKUI aHATU3 TUMGbO-
uuToB B nepudepuyeckoir kpou mo metony A.G.E. Pearse B
monudukauuu PI1. Hapuuccosa [13]. OueHnBaim akTHBHOCTD
4 (epMEHTOB MUTOXOHIPUI, YYACTBYIOIIMX B YIJIEBOTHOM 00-
MeHe (makTatmerwaporeHasa, JIAI), oOMeHe aMUHOKMCIOT
(rnyramataeruaporeHasa, IJII), oOMeHe XUPHBIX KHCJIOT
(a-rmunepocdocdarnerunporenasa, a-I'OAN) u I kKommaekc
JUM (cykuunatneruaporeHasa, CAI'). ®depMeHTaTUBHAS aK-
TUBHOCTb MUTOXOHIPHUAIbHBIX (DEPMEHTOB B TMMQOIIUTAX Tie-
pudeprIecKoii KPOBM MPU MCIOIb30BAaHUM 3TOTO METONA BhI-
paxaetcs B rp./TMMGOINT, YTO COOTBETCTBYET CPEAHEMY YHCITY
TpaHy/] IIPOOYKTa IUTOXUMHIYECKOM peakuuu. Y MalueHTa
BBIIBJIEHO cHUXeHue aktuBHoCTH (epmenta CAI (II xom-
wiekc JILIM) no 18,2 rp./mumdorut (pecdepeHCHBIE 3HAUYEHUS
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18,5—19,0 tp./mumdonur). AxtusHocTs o-I®IAI" Obina cHU-
keHa 1o 8 rp./mumdorut (pedepeHCHbIe 3HAUCHMsI 3Haye-
Hustx 9—12 tp./mumdonur). AxktueHocts [T cocraBuia
8,2 rp./mumdborut (pedepeHcHbIe 3HaUeHus1 9—12 rp./mamMdo-
uut). ITokazatens aktuBHocTH JIII' — B mpeaenax Hopmab-
HBIX 3HaUeHWIA (15 rp./mmMboruT mpu pedepeHCHBIX 3HaUe-
Husx 10—17 rp./mumdonut). YpoBeHb JakTaTa B KPOBU ObLT
TIOBBILIEH 10 eMbl (2,9 MMOJIb/JT) ¥ TIOC/Ie HATPY3KH YTJIeBOIAMU
(2,7 MMOJIB/T TIpY HOPMAJTBHOM 3HAYEHMH 0 2,2 MMOJIb/T).

Knmnnveckwii ciayqaii 2

IMauent X., 37 net, obpatuics ¢ kanobaMM Ha CHUXEHUE
3peHMs Ha 00a rnasza. Ha oHe amurenbHOro cTpecca otMeya
TIOCTeTIeHHOe yXYAIIeHne 3peHust. beur ocMoTtpeH odranbMo-
noroM. JIuarHocTHpoBaHA YacTWYHAS IBYCTOPOHHSIST aTpoO-
(us 3puTenbHbIX HepBoB. OcTpoTa 3peHus crpaBa — 0,02,
cnepa — 0,04. B HEBPOJIOTMYIECKOM CTaTyce — YeperrHO-MO3-
TOBbIE HEPBBI O€3 MATOJOTUH, CYXOXUIbHbIE PehIeKChl PaBHO-
MepHbIe, cpeHeil XUBOCTH. UyBCTBUTEILHOCT HE HApyIlIeHa.
B nmoze Pombepra ycroituus. [lanbleHOCOBYIO U MATOYHO-KO-
JIEHHYIO0 TTpOOBI BBITIOMHST TOYHO. MccienoBaHa aieKTpuye-
CKasl YyBCTBUTEIBHOCTD M JIAOMJIBHOCTD 3PUTEILHBIX HEPBOB.
BrisiBiieHO pe3Ko BeIpaXXeHHOE CHMXKEHME TPOBOIMMOCTH 3pU-
TeJbHBIX HEPBOB 0boux rna3. [Iposenena JJHK-nuarnoctuka
cunapoma Jlebepa. Meromom ILIP-IIAP® B obnactu NDI
mutoxoHapuanbHoit JIHK o6HapyxkeHa B roMOMIa3MU4YecKOM
cocrostHuu MyTatms G11778A, xapakTepHasi Uit aTpopuu 3pH-
TeJbHBIX HepBOB JleOepa. JlmarHoctupoBaH cuHapom Jlebepa.
[Ipn nccnemoBaHWN MUTOXUMITIECKON aKTHBHOCTH MUTOXOH-
JpUabHbIX (pepMeHTOB TMMGbOLUTOB neprdepriecKoii KpoBU
no metoay A.G.E. Pearse aktusHocTh (hepmenta CIT (II kom-
miekc JILIM) Opl1a KoMmieHcaTopHO moBbiieHa (20 Tp./muM-
ot mpu pedepeHcHbIX 3HaYeHUsX 18,5—19,0 rp./mumMbo-
1ut). AKTuBHOCTH 0- T D/ 6b11a cHIXeHa 1o § Tp./mumbonut
(pedbepercHbie 3HayeHus 9,0—12,0 rp./mumdonur). AKTUB-
Hoctb [IT" coctaBuna 7,3 p./mumbonut (pedepeHcHbIe 3Ha-
yeHus 9—12 rp./mumcbornur). [lokazatens aktuBHocTH JIAT —
B TIpefieiax HOpMaJIbHBIX 3HaueHui (16,2 Tp./IuMGOLMT mpu
pedepeHcHBIX 3HaueHUIX 10—17 rp./mumdonut). YpoBeHb
JIaKTaTa B KPOBM ObLI MOBKILIEH 10 €Abl (2,5 MMOJIb/T) U TIOCIIE
Harpy3KH yriaeBomaMu (2,3 MMOJIb/J IIp¥ HOPMAJTbHOM 3Haue-
HUU 110 2,2 MMOJIb/IT).

Kminmyeckmii ciyyaii 3

[Mamument A., 20 net, XanoBajcs Ha CHIDKCHHE 3pEHUS, KOTO-
poe pa3BUBAIOCH MOCTENIEHHO. B HEBPOJOTMYECKOM cTaTyce
0YaroBoif CHMIITOMATHKK He BhIABIeHO. [IpoBemeHa omrmye-
cKas KorepeHTHast Tomorpacdusi. BoIsiBIeHO yMeHbIIEHUE TOJI-
IIMHBI TIEPUTIATTAIUIIPHOTO CJIOST HEPBHBIX BOJIOKOH CETYATKU
B BUCOYHOM U HIDKHEM KBaJIpaHTaX, OTMEUYAJIOCh YMEHBIICHNUE
TOJIIIMHBI BHYTpeHHUX Ccno€B cetyatku. I[lposemena THK-
marHocThKa cuHapoma Jleoepa. Metomom ITHP-TIAP® B
obmactu ND1 muroxonnpuanbHoit THK obHapyxkeHa B romo-
MIa3MUYecKOM cocTosiHuu MyTauus GI17784, xapakTepHas
IS atpouu 3pUTeIbHBIX HepBoB Jlebepa. JluarHocTrpoBaH
cunapom Jlebepa. Ilpu ucciaenoBaHUM UTOXMMUYECKOH aK-
TUBHOCTH MUTOXOHIpPUAIBHBIX (DepMEHTOB JTMM(OIUTOB Iie-
pudepuueckoit Kpou mo mMetony A.G.E. Pearse akTMBHOCTb
depmenta CAT (IT xommiekc JIIM) Obuta KOMIIEHCATOPHO
nosbiieHa (19,2 rp./mumdouut npu pedepeHCHBIX 3Haue-
Husx 18,5—19,0 rp./mumcorur). AktuBHocTh a-T'DJII Obita
cHizkeHa 10 8,4 rp./maMdonut (pedepeHCHble 3HAYCHUS
3HayeHus1 9—12 rp./mumcbornut). AktuBHocTh [IT cocraBuia

Curpom Jlebepa

10,2 Tp./mumporut (pedepeHCHBIe 3HaYeHUS 9—12 Tp./MnuM-
domuur). Tlokazatens aktuBHocTH JIAI' — B mpeaenax Hop-
MaJlbHbIX 3HaueHui (16,2 rp./mumdouuT mpu pedepeHCHBIX
3HaueHusx 10—17 rp./mumdbouut).

[TanyeHTaM ObLIM Ha3HAY€Hbl SHEPTOTPOINHbIE IMpPEnaparsbl.
JIaHHBIX 0 IUHAMUKe 3a00j1eBaHUS Ha (POHE JIEYEHHUsT B HACTOS -
IIee BpeMs HeT.

O0cyxneHue

Takum 00pa3oM, Hapsay CO CHUXEHMEM OCTPOTHI 3peHusl, Y
OJHOT0 00C/IeIOBAHHOr0 NalleHTa ¢ cuHApoMoM Jlebepa Oblia
BbISIBJIEHA MO3XEUKOBasl HEBPOJOrMYecKas CUMITOMATHKA,
00yCTOBIeHHAS TUITOILIA3Mel YepBs MO3XKeuKa. Y TalleHTOB
BBISIBJIEHBI MyTalMK B MuToXoHapuanbHoi JIHK (y ogHoro —
G3460A, y npyrux — G11778A). Tumormiasust 9epBs MO3XeUKa
Obl1a y 00JbHOTO ¢ MyTaLueit G3460A. Y 00MbHBIX OBLT TIOBBI-
LIeH YpOBeHb JlakTaTa B KpoBU. Ilocie Harpy3ku yrieBogamu
TOKa3aTesIb JJaKTaTa ObUT HUXE, YeM IIPHU OTIPeNeICHIH ero Ha-
TOIAK. Y BCeX MAllMEHTOB ObLIO BBISIBIEHO U3MEHEHUE aKTUB-
HOCTH MUTOXOHIPHUANBHBIX (pepMeHTOB. AKTUBHOCTH o-[DJIT
OblTa CHMXKEHA BO Bcex ciydasx, akTuBHocTh I — y 2 u3
3 mauueHToB. ¥ 2 MauueHTOB ObUIO MOBBILIEHWE aKTUBHOCTU
CJIT, xoTopoe SBIseTCs KOMIIEHCATOPHBIM JUIS HOpMaIu3alun
pabothl Komruiekca M mpu ero HapymeHusx. ¥ 1 manueHTa
obu10 cHIKeHue akTuBHOCTH CIII. BhISIBICHHBIC M3MEHEHMS
SIBJISIOTCSl TTOKa3aHWEM K Ha3HAYEHMIO SHEProTPOINHBIX Mpe-
naparoB (unedeHOHa, KapHUTHHA). BO3MOXHO Takxke Ha3Haue-
HUe KapHo3uHa. M1eOeHOH SBISIeTCS CUHTETUYECKUM aHaJO-
TOM MPUPOIHOTO BellecTBa KOH3UMa Qj9, KOTOPBIN SIBISIETCS
IIT xommnexkcom IIIM. DTOT mpemapaT MpoHUKAeT Yepe3 re-
MaTo3HUedaTMIecKuii 6apbep B OTIMYME OT IPUPOIHOTo Qjo,
KOTOpBII MMeeT OoJjiee MJIMHHYI OOKOBYIO LieMb. Y IMalueH-
TOB BbIsIBJieHbl U3MeHeHUs B [IIIM (n3MeHeHMe aKTHBHOCTU
IT xommmrekca JLIM), xoTtopoe BIEUET 3a cO0O0I CHILKCHIE
(yHkumMu octanbHbIX KommiekcoB HLIM. [Ing aaurenbHOro
HazHaueHWsl MPUMEHSIOT Mpenapathl KoaH3uMa Qyp, a He Tpe-
napartsl I kommnekca JLM (cyKiIMHATBI), KOTOPBIE MOTYT aK-
TUBUPOBATh MpoJiKdepaTUBHBINA MpoLecC.

I[MpoBenéHHoOe MccIenoBaHNE MMEET Kak HaydHylo, TaK U Ipak-
THYECKYI0 3HAUYNMOCTb. [IpMMEHEH KOJIMYECTBEHHBIA METOI
OLICHKN (DYHKIIMM MUTOXOHIPHAIBHBIX (HDEPMEHTOB, KOTOPHIi
TOKa3aJI M3MEHEHMST MX aKTUBHOCTH. OOOCHOBAHO IIPHMEHE-
HME 3HEPrOTPOIHBIX MPEIapaToB, BIMSIOIIMX Ha Pa3IMYHbIC
BUIBI 0OMEHa B MUTOXOHAPWSX, IS JICUEHUS 3THX OOJNBHEIX.
I[MokasaHo, 4To mauMeHTaM ¢ cuHapoMoM JleGepa cieayeT Ha-
3HayaTh MpernapaThl, BbI3bIBatONIME HOpManu3aiuio LM, —
TpernapaThl uaeOeHOHa. Bo3MOXKHO KpaTKOCpOYHOE HA3HAUYCHNUE
HperapaToB SHTAPHOM KMCIOThL. Takke MOKa3aHO Ha3HAYeHKe
npenapata uuroxpoma C (IV kommiekc ILIM), ogHako oH npo-
M3BOAUTCS TOJILKO JUISI TAPEHTEPAIbHOTO BBEAECHMS 1 JUTUTEIHHO
Ha3HaJaThcs He MOXeT. He ciemyer omHOBpeMEHHO Ha3HayaTh
TperapaThl Pa3IMIHBIX KoMILIeKcoB JILIM, T.K. aKTMBHOCTb
STHX TIPENAPaTOB CHIDKACTCS U3-3a KOHKYPEHIIMH 33 SJIEKTPOHBI
1 TpebyeTcsT Ha3HaueHUe OOJTBIINX 03 IIPEeITapaToB.

BobHBIM TakKe MOKHO Ha3HAa4aTh IperapaThl KApHUTIHA, KO-
TOpBIE BIMSIOT HA KMPOBOI 00MEH MUTOXOHIPHIA. DTH IIpeTapa-
Thl MOXXHO OJIHOBPEMEHHO Ha3HayaTh C MpenapaTaMu, KOTOpbie
COOTBETCTBYIOT ITPUPOTHEIM BellecTBaM KoMIniekcoB JILIM.

KapHO3I/IH ABJIACTCA NPUPOAHLIM OUIICTITUAOM, KOTOprﬁ B
OOJIbLIOM KOJTMYECTBE HAXOAUTCS B MBIILIIAX Y TOJIOBHOM MO3TE.
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CLINICAL ANALYSIS

Leber hereditary optic neuropathy

DT0 BEIIECTBO TOBHIIIAET AKTUBHOCTH PA0OTHI OPTAHOB He3a-
BUCUMO OT TIOBBILICHHUS YPOBHSI JTaKTaTa, KOTOPBIN OTMEYAETCs
y OonbHBIX cuHApoMOoM Jlebepa. KapHO3MH MOXHO OIHOBpE-
MEHHO Ha3HayaTh C MpernapaTtaMmyu KapHUTHHA U BEIECTBAMH,
yyacTBytolmumMu B JI1IM.
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[IpuBen¢HHbIe HAOMIOAEHMSI TIOKA3bIBAIOT HEOOXOAUMOCTb 00-
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