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Pesiome. B pabote 1peicTaBIeHbl Pe3YIIbTaThl 00CIeM0BaHus 1 JieueHust 17 OOJbHBIX ¢ PA3JUYHBIMU BUIAMU MU-
TOXOHZIPUAIbHOM Tatosiornn (aHnedanokapauomuonatus Kearns-Sayre, cungpom MELAS, cunnpom NAPR; cun-
npom MERRF). ¥ 6 60/1bHBIX BBIIOJTHEHO MOJIEKYJISIPHO-TEHETHUECKOE UCCIIEN0BaHIE U OOHAPYKEHBI MyTAIIUU B MU-
toxonpuanbioil JJTHK. Y Tpex 60/bHbIX KINHIYECKHIA IMAarHO3 HOATBEPKIEH MOJIEKY /IS PHO-T€HETUYECKUM KCCIIE0-
BaHueM. [IpeiosKeH MeTO/I KOMILJIEKCHOTO JiedeHuUsT OOJIbHBIX ¢ MUTOXOHIPUAIBHOM sHIe(aToMuonaTueii.

KoueBble ciioBa: MUTOXOHIpHATIbHBIE OostesHH, sHIledatomuonarun, JJHK MUTOXOHIpHL, 9HEPTETHUECKUN Me-
TabOJIN3M, OJTUTOHYKJIEOTUIHBIE TIPAIMEDBI.

Resume. This paper presents the clinical data including diagnostic and treatment approaches of 17 patients suffer-
ing from the mitochondrial disorders (encephalocardiomyopathy, syndrome Kearns-Sayre, syndrome MELAS, syn-
drome MERRE, syndrome NAPR). Genetic examinations of six patients showed that they have mDNA mutations.
Molecular-genetic examinations of three patients have confirmed that they have this clinical diagnosis. The method of

the complex treatment patients with the mitochondrial encephalomyopathies has offered.
Key words: mitochondrial disorders, mitochondrial encephalomyopathy, mDNA, power metabolism, oligonucleotid

primers.

Beeaenue. C Tex nmop kak 6osiee 50 jier Hazaz ObLIO
OIIMCaHO IepBoe 3a00JIeBaHue, CBA3AHHOE € Pa300IIeHN-
eM OKHCJeHus: U GochOPUIMPOBAHNS B MUTOXOH/IPUSIX,
MIPUCTAJIBHBIN MHTEPeC UccaefoBaTesell U KIMHUITMCTOB
BBI3BIBAJIN PA3JIMYHBIE MUTOXOH/IPUAIbHBIE DOJIE3HU, OT-
JIMYaloniyecs TSKeaol CUMIITOMAaTHKOM, 3a4acTylo ¢ He-
GJIATOTIPUSATHBIM HUCXOI0M. B HacTosiIee BpeMsi U3BeCT-
HO okoJio 120 HO30JIOTUYECKUX E€IUHUI] U CUHIPOMOB,
HACJIeIyeMBIX TI0 MATEPUHCKON JIMHUHU (TIPU CAUSHUY OT-
IIOBCKOW M MAaTePUHCKOU 3apOJIBIIIEBLIX KIETOK YeJIoBe-
YeCKU OPTraHu3M TI0JIy4aeT TTOYTH BCe CBOM MUTOXOH]I-
pUU U3 SUIEKIETKH ), BCE OHU BBI3BAHBI CTPYKTYPHBIMU
napynrenusamu B JJHK muroxongpuii (MtIHK). B moc-
Jgenuue 15 jeT MOJIEKyJsIpHASI T€HETUKA MUTOXOHIIPU-
AJIbHBIX OOJIE3HEN CTPEMUTENHHO pas3BuBaiach. Hanbo-
Jiee BECOMBIN BKJIAJI BHECJU PSiT aMEPUKAHCKUX, (hpaH-
ITy3CKUX, HEMEIKUX, UTAJIBbTHCKUX U ATIOHCKUX UCCTIE]0-
BaTeJbCKUX 1IeHTpoB. B Poccum cucremarnueckux uc-
CcJleoBaHMit B 9TO 0bIacTu ipoBouTest Mado |1, 2].

OcobGEHHOCTBIO HACTIEACTBEHHBIX MUTOXOH/[PUATIBHBIX
6oJie3Hell 3a4aCTYIO SIBJISIETCSI MOJIHOE OTCYTCTBHE Ka-
KUX-JTM00 MATOJIOTUYECKUX MPU3HAKOB B HAYaJle KU3HU
60JIHOTO. ITO BHI3BAHO TIPUCYTCTBUEM B KJIETKAX PACTY-
II[eTO OPTaHu3Ma COT€H MUTOXOHIPUY KaK ¢ MyTaHTHOM,
TaK U ¢ HOpMaJIbHOU («aukuii tui») AHK, uyto mosyuu-
Jio HaszBauue rereporasmun. O6a tuna mt/JHK B mpo-
1ecce JIEIEHUsT KJIETKH PACIIPENEISIIOTCS CIyIallHbIM 00-
pasoM Mexmay pouepHuMH KieTkamu. [Toatomy B mocie-
JYIOMKX TOKOJEHUSIX YaCcTh KJIETOK MOJKET 00JafaTh
Tosibko HOpMasibHOM MTIHK, npyras yacTh TONBKO My-
TAHTHOW, a TPETbA 4YacTb — U TeM W APYTUM THUIIOM
MT/ITHK. Cozmepxxanme MHUTOXOHAPUH € MYTaHTHOU

mtIHK nHapacraer nocrenenno. biarogaps atomy <Jjar
HepUoLy», OyAylie MalueHThl HEPEAKO TOCTUTAIOT I10-
JIOBO3PEJIOTO BO3PACTA U JIAIOT TOTOMCTBO, TOYTU BCET/A
necyiee Te ke myraiuu B MT/[HK. Korna konuuecrso
myTanTHbix Koruit MT/ITHK nocTuraer B kiieTke orpeje-
JIEHHOTO TIOPOTa KOHIEHTPAIIUU, SHEPTeTUYECKIIT MeTa-
60JIN3M B KJIETKAX OKAa3bIBAETCS 3HAYMTEHHO HAPYIIEH-
HBIM U TIPOSIBJISIETCS B BUJIEe 3a00JI€BaHUSI.

Yacroty auchyHKINH AbIXaTEIbHO IeNN OIIEHUBAIOT
ot 1 Ha 5—10 ToICcsAY 10 4—5 Ha 100 THICSY HOBOPOXKIAEH-
HBIX [3, 4]. Knuandecku st Hapy1ieHUs MOTYT Peain3o-
BaTbCd B JIIOOOM OpraHe ¥ TKaHM, B JIOOOM BO3pacTe,
a BCJENCTBUE JBOWHOTO KONUPOBAHUS KOMIIOHEHTOB
MYJIbTU(EPMEHTHBIX KOMILIEKCOB [bIXaTeJbHOU €N
sineproit JIHK (s/THK) u mt/JTHK, moryT umers 10601
TUN HacsIenoBanud |5, 6].

[eTeporeHHOCTh CHUMIITOMATHKHU 3aTPYAHSIET KIMHU-
YeCKyI0 IUArHOCTUKY 3TuX 3aboseBanuii |7, 8]. Heo6xo-
JIIMOCTD UX UCKJIIOUEH ST BO3HUKAET TIPU HATTUIUH MY JIb-
TUCUCTEMHBIX TIPOSIBIEHUN, KOTOPbIE HE YKJIAAbIBAIOTCS
B OOBIYHBIN TTaTOJIOTHYeCKui poriecc. Haubosee snep-
rO3aBUCUMBIMH, & TIOTOMY YSI3BUMBIMU SIBJISIIOTCSI MO3T,
cepille, CKeJIeTHbIE MBIIIIIbI, CEHCOPHbIE OPraHbl, OYeY-
Hbl€ KAHAJIBIIbI, SHAOKPUHHAS CUCTEMA, TI€Y€Hb, KOCTHBII
MO3T U JKeJyHOYHO-KuieuHbrii TpakT [9, 10], moatomy
MUTOXOHIPUAIbHBIE OOJIE3HU PACCMATPUBAJIM KaK HEPB-
HO-MBIIIEYHYIO TTATOJOTHIO WJIU KAK MUTOXOH/IPUAJIbHBIE
sa1edbanomuesnionatuu. HepBHO-MbINIeYHAS TATOIOTH
IPU MUTOXOHAPHUAIBHBIX 00JIe3HSAX OOBIYHO ObIBaeT
TpejicTaBJIeHa leMeHITnel, CyZIOporaMu, aTaKCHuel, OnTH-
yecKOU HelpomaTuell, peTUHOAaTHEN, HePOCEHCOPHY O
TJIyXOTOH, Tepudepruieckoil HeliporaTueil, MUONaTHeH.
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OmHako okoJsio 33% TMalMeHTOB ¢ MUTOXOHIPHATbHBIMI
6OJIe3HAMU UMEIT HOPMAJBHBIN WHTEJJIEKT, a HEPB-
HO-MBIIII€YHbIE TTPOSBJIEHUS Y HUX OTCYTCTBYIOT [11].

K MUTOXOHIpUATIBHBIM (GOJIE3HSIM OTHOCSIT, B YaCTHO-
cty, suInedanokapanomuonaruio Kearns — Sayre (mur-
MEHTHBIN PETUHUT, HAPY>KHAS O TATbMOILIETHS, TIOJTHAS
6siokama cepama), cuaagpom MERRF (Muokiionyc-smu-
JIETICHSL, «pPBaHble» KpacHble BOJOKHA), cunipoM MELAS
(MUTOXOHIpUAJIbHAS dHIle(ATOMUONIATHS, JTAKTAT-AI[U-
1103, MHCYJIBTOIOA00HbBIE 3IU30/bl), CUHAPOM Pearson
(aH11ehaIOMUOIIATHS, ATAKCUS, IEMEHIINS, TTPOTPECCUPY-
onas HapyxkHas odrambMmoruierus), cuHapom NAPR
(HeBpoIaTUs, aTaKCUsl, MUTMEHTHBIN PETUHUT) U HEKO-
Topbie (hopMbI O(hTaTBMOTIATUYECKOM MUOTTATHH. Bee aTtn
(opmbI 06BENHEHDI BBIPAKEHHBIM B TOU MJIM UHOU CTe-
MeHU MUOTIATUYECKUM CUHIPOMOM.

KimoueByio ponbs B amarHoctuke u nuddepeHnnain-
HOI [UaTHOCTHKE MUTOXOHPUAIbHBIX 60JI€3HEel UrpaioT
OUOXMMUYECKIE METOJIbL, & TAKXKE METOJIBI KICCIIEI0BAHIIST
pasnuunbix Hapyireruit B MT/IHK [8]. TIporpamma 6mo-
XUMHUYECKOH [UArHOCTUKH MUTOXOHAPHAIBHBIX 00JIe3-
Hell OCHOBAHA Ha OIEHKE MATOJIOTUIECKUX METaO0IUTOB,
XapaKTEPHbBIX JIJIs1 PACCTPOUCTB OKUCJIUTENBHOTO (hocdo-
PWJINPOBAHUSI, B OMOJOTMYECKUX SKUAKOCTSIX OOJIBHBIX,
a Takke akTuBHOCTU (hepMeHTOB |-V KoMILIeKkca pIxa-
TeJIbHOM 1IeIIU MUTOXOHPUIA, COCTABJSIONINX MeTab0I1-
YeCKYIO IIeTTb OKUCAUTeThHOTo hochopummmposanus. Ile-
pedeHb TUATHOCTUYECKUX TECTOB, IPUMEHSIEMBIX B CIIy-
yae HeOOXOAUMOCTU HCKJIIOUEHMS] MUTOXOHIPUATBHBIX
6oJie3Hel, BKIIOYAET CJEAyIOllee; 3HAYEHe COOTHOIIE-
HUS JIAKTAT/IUPYBaT B TJIa3Me, 3Ha4YeHe COOTHONIEHMS
KETOHOBBIX TeJI B IJIa3Me, KOJIMUeCTBEHHBIN aHAIU3 aMU-
HOKHUCJIOT TJIA3Mbl, KOJTMYECTBEHHBIN aHAJIN3 OpPraHuyec-
KUX KUCJOT MOYM, OMOIICUS CKeJIeTHBIX MbIl. Haunbo-
Jiee TH(OPMATUBHBIM SBJISIETCS UCCIIEIOBAHNE AKTUBHO-
ctu pepmenToB. Kakablil U3 BbIIENEePEeYNCIAEHHBIX TEC-
TOB He gBjgercs aOcoaoTHbIM. Heobxoauma UX KOMII-
JIeKCHAs OIIeHKa CO MHOTMMU TOBTOPAMHU B COYETAHUM
¢ KJIMHUYeCKUMU lanHbiMu. HopMasibHbIN YPOBEHD JIaK-
TaTa B IJIA3M€ W B CIIMHHOMO3TOBOH JKUIKOCTU HE MCK-
JIOYAIOT MUTOXOHJPHAJIbHBIE Gosie3Hu. [Ipu Guoricuu
CKeJIETHBIX MBIIII] HAXOJAT «PBaHble KPACHbBIE BOJOKHA».

B Hacrositiee BpeMst HanboJiee TOYHBIM U JOCTOBEP-
HBIM METO/IOM JIMATrHOCTUKU SIBJISETCS MOJIEKYJISPHO-Te-
Hernueckuit ananus JIHK MutoxoHapuii, B KoTopoii u 06-
pas3yroTCsl MyTalliu, CrocoOCTBYOIHE (HOPMUPOBAHHIO
OT/IETbHBIX HO30JIOTUYECKUX BAPUAHTOB 3a00/I€BAHUIL

Marepuansl U MeTOABI HCCIEOBaHUSA. 3a TEpUOJ
¢ 1988 r. 10 HacTosIIIEE BpEMSI B KJIMHUKE HEPBHBIX 0O-
sesneit Cankr-Ilerepbypreckoiit MAIIO seuwnnuch 42
GOJBHBIX C PA3JUYHBIMUA BapUAHTAMH MUTOXOHPHAJb-
HOMU marosioruu. /[ morydenus HOBBIX JAHHBIX O MATO-
reHe3e, yIyUIIeHUsT JUATHOCTUKKA U Pa3pabOTKU HOBBIX
MeTo10B Jedenud ¢ 1998 mo 2008 r. Mbl 06ciei0BaNn He-
CKOJIBKO GOJIBHBIX C PA3JIMYHBIMU HEPBHO-MbIIIEYHBIMU
CUHJpOMaMH, dHIedaonaTuell, KapMOMHUOIIaTUeN, Jia-
KTaT-allM030M U JPYTUMU HAPYIIEHUSIME, 00YCIOBIEH-
HBIMH, TPEIIIONOKUTEIBHO, CTPYKTYPHBIME, OHOXUME-
YecKUMU iepeKTaMu MUTOXOH/IPUI U HAPYIIEHUEM TKa-
Hesoro jpixanus. Cpeay Hux 66110 6 MyskunH 1 11 xen-

IIITH B Bo3pacTe oT 28 10 58 meT. /151 yTOUHeHUsT TUarHO-
3a 1 OOHApy:KeHUsT BO3MOKHBIX MyTanuii B JIHK muro-
XOH/J[PUIL ¥ YacTh OOJIBHBIX COBMECTHO C COTPYAHUKAMU
otaena MoJiekynasapHoi reHetuku HUWW sxcnepumen-
ranbpaou Meguiimusl PAMH B.b.Bacunbessim u B.A.Co-
KOJIOBOW BBITIOJIHEHO MOJIEKYJISIPHO-TEHETUUECKOEe HC-
cnenosanue MT-JIHK. O6cnenoBannas rpyiia 60IbHBIX
BKJIIOUasa cienyonue hopmbl (tabir. 1):

Tabauma 1
Pacnpezesenue 06c1e10BaHHbIX 00JIbHbIX
110 HO30JIOTHYECKOIT (hopMe, Oy ¥ BO3PACTY

Yucmo Cpenmnii
Cunzmpom o — [Tox (m/x) B(();[L)(Ti;T
Kearns-Sayre 8 4/4 4248
MELAS 4 1/3 29+6
MERRF 2 0/2 22+3
NAPR 3 1/2 28+7

PesyabTathl U ux 00CyskaAeHue. Y 8 6oNbHBIX TIPEIIO-
jgaranach asHIedanokapauomuonarusi Kearns — Sayre
(cunzapowm, BriepBble orucanubiii B 1958 T. oy HaszBanvem
«IUTMEHTHBIM PETUHUT, HAPYXKHAS O(PTATbMOILIErHs,
nostHast OJ10Kajia cepi@ay ). Haimu 6oibHble 3TON TPYIITbI
XapaKTePU30BaIUCh: 1e6I0TOM 3a60JIEBAHNUS B BO3PACTE OT
6 mo 19 sieT; mporpeccupyionieit Hapy:kKHO# o TambMOILIe-
rueit (100%); nurmenTbiM peturnToM (75%), nererepa-
mueii cerdatku (62,5%); atakcuell, MHTEHIIMOHHBIM Tpe-
Mopom (50%), KapauoMuoIaTUel, aTpUOBEHTPUKYJIAP-
Ho#t Grokazmoit ceprna (87,5%), «pBaHBIMU» KPACHBIMU
BOJIOKHAMK B OuorTatax MblnedHoii Tkanu (75%), Koro-
pbl€, KaK MPaBUJIO, PACIIOJIATAIUCE B IIPEeJIax BCEro O1o-
nTata U UAeHTU(PUIUPOBAIUCDH 110 aKTUBHOCTH MHOGMUO-
pwisapuoit ATO-cunrterassr, Kak BosiokHa | Tuma. Y 4
6O0JIbHBIX HAOJIIOAAINCH DKCTPACUCTOIIBL, CYIIPABEHTPHUKY-
JisipHas Taxukapjaus, cuuiapom Boabda — [lapkunco-
Ha — Yaiita. Takke JiJIs1 9TUX OOJILHBIX OBLINA XapaKTEePHBI
uuskopociocts (87,5%) u ckenerrbie anomanuu. (50%).

[IpeanpunsaTo MOJEKyJISIPHO-TEHETUYECKOE KCCIIEN0-
Batue MT-/[HK y 5 60/1bHBIX ¢ IIPE/IToIaraeMoil MUTOXOH-
JIpUanIbHON matosorueii — cungapomoM Kearns — Sayre.
(BriepBbie MOJIEKYJISIPHO-TEHETUYECKOE TOATBEPK/IEHUE
neneiuu npu cunapome Kearns — Sayre moJsyueHo
Moraes C.T. et al., 1989). Buonrarsl 6pa/iu U3 1eJbTOBUL-
HOI MbIIIBL 60JIbHBIX. V3 GUONTATOB MBIIIEYHONW TKAHU
6bwia BoijiesieHa «totaibHasty JJTHK (spepras u mr-/JHK).
C nomotiipio crieniupuyecKux OJIUTOHYKIEOTUIHBIX TIpaii-
MEPOB y TPeX TAIMEHTOB OB OOHAPYKEHBI HAPYIIIEH ST
B cTpykType MT-/[HK.

Tak, y 6osbroro C. o6HAPYKEHA TUTAHTCKAST JIEJIENST,
coctapysgBiias oxoyso 5400 HyKJIEOTUIHBIX —Map
(8278-13770) npuBenias K MOJHOMY OTCYTCTBUIO TeHa
T-PHK Jlus u o6mupHoMy sedeKTy TeHa TSITol CyObenu-
uuitel HA/TH-nernaporenasst (NADH-V), yrpatusiemy
0K0JI0 75% cBoeil mociaemoBarTebHOCTH. KimHuuecku
y GOJIBHOTO GBIV BBISIBIEHBI TUIIMYHBIE TIPU3HAKY JHILE-
(pamoxapauoMuoIaTUN: HU3KUK POCT, OTCTaBaHue B hu-
3MYECKOM PA3BUTUU U HAPYIIIEHUE [T0JOBOTO CO3PEBAHUS,
MHOKEeCTBEHHbBIE TUCILIACTUYECKUE YePThI, OPTATbMOTIA-
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TUS, MHUOTIATUYECKUI CUHAPOM, C(HOPMUPOBABIIUICS
B JIETCTBE, OCJIOKHUJICS KapJAMOMUOIIATHEH ¢ HapyIIeHU-
€M CEpIEYHOr0 pUTMa (B CBSI3U € 4eM GOJBHOMY MMILIAH-
TUPOBAH KaPAUOCTUMYJISATOP), dHIle(PaATONATUS TTPOSIBJISI-
JIACh MO3;KEYKOBO-TTUPAMUIHBIMYI HAPYIIEHUSMU.

VY 6osbnoit K. genenus cocrasisiia okosio 7400 Hyk-
Jgeotunabx map (8637—-16084), BciencTBue yero B My-
TAHTHBIX KOMUAX MUTOXOHIPUATBHOTO T€HOMA OTCYTCT-
BoBasu renbl TPHKIIpo, TPHKIny, TPHKTpe, Takske
MOJIHOCTHIO BBIMAJIY T€HBI [IATON U MIECTON CyObeIIMHUI]
NADH-perunporenaszst (NADH-V u NADH-VTI) uuro-
xpoMa b, pucyrcrBoBa OOMIMPHBIN JeeKT B TeHe Iec-
toii cyobepunuib ATMaszer (ATPase-VI).

Y 060ux 60JIbHBIX HAGIOATIACH BHIPAKEHHASI T€TEPO-
TIJ1a3MUS, TTPOSIBJISBIIASICS B HAJIMYNU KaK JIeJI€TUPOBAH-
HBIX, Tak U nosHopasmepubix konuii MT/IHK. [lonsg my-
tanTHBIX MT/IHK B MbIlIeunoit Tkanu BappbupoBaia OT
45% 1o 75%. B ¢ubpobiactax GOJBHBIX OJIST MyTaHT-
HBIX MUTOXOHIPUHN Oblia 3HauMTeIbHO HuUKe. ITo maH-
HBIM Jiuteparypsl |5, 7] okoro 80% OGOJBHBIX ¢ CHHIPO-
MoM Kearns — Sayre umeror neienuu MUTOXOHPUAJb-
noit /IHK B rereporyiazme, BOBHUKIIINE CTIOHTAHHO B 00-
IUTaX MaTepu UM B COMATUYECKUX KJIETKAX B TeYEeHUE
smbOpuorenesa. [Ipu aTOM TKaHEBOE pacIpeieieHIe My-
TaHTHBIX MuToxoHApuanbHbiX [IHK xapakrepusyercs
3HAYMTENHHON BapuabebHOCTDIO, OOYCJIOBIMBAs KJIM-
HUYeCKUil TouMopdu3M (heHOTUTIOB.

Takum 006pa3oM, pasMmep Jeseluii, UX JOKaJIu3alus
B reHOMe MUTOXOHIPHUN U pacupefiesieHrne MYTaHTHOU
MT-JIHK B pasHbIx TKaHAX MMeTN KPUTUUECKOE 3HAUe-
HUe [JI KIWHUYECKOTO TIPOSIBJIEHUS TTOCJEICTBUN 3TUX
MyTaIui.

Bonbnas M. Tak:xe oTyinyasach MaJIbIM POCTOM, HAJIU-
YueM JIUCIIACTUYECKUX 4YepT, 3aMeP:KKoi (PU3MIecKoro
1 [ICUXWUYECKOTO pa3BUTHS (PUCYHOK).

Y 6oJsibHOU UMeNUCh HapysKHas O(MTATbMOILIETUS
U MOpakeHue CKeJeTHbIe MBI (CM. pUCyHOK). Muora-
TUYECKUI CUHIPOM COYETAJICS C Kap/uonaTuei, sHieda-
JIOTIATHEN ¥ TOPAKEHUEM CJIYXOBBIX HEPBOB, MUTPEHEIIO-
JNOOHBIMU TOJIOBHBIMK OosisiMu. KimHudecku GbL1 ycTa-
HOBJIEH JWarHo3 sHiedasokapauomuonatun Kearns-
Sayre. OnHako B pe3yJibraTe MOJIEKYJSPHO-TeHeTHIec-
Koro obciiegoBanus y 60JbHOI OblIa 0OHApysKeHa ApY-
rag toueynasi myranus Mt-IHK — 3amena A-T' B 3243
MO3UIMHU. JTa 3aMeHa HapyniaeT cTpykTypy rena T-PHK
Jeiuna. B nanaOM cirydae UMenoch pacXoXKeHue auar-
HO3a, IPEJIBAPUTEIBHO YCTABJIEHHOTO 110 (DeHOTHUITY CHUH-
npoma Kearns-Sayre u pe3yJibTaToB MOJIEKYJISIPHO-TEHE-
THYECKOTO wuccyaenoBanust. OTINYUTENBHON 0COGEHHO-
CThIO 5TOI GOJILHOM OT APYTUX OOJIBHBIX 9TOM IPYIIIIbL SIB-
JISLJIACh TAPOKCU3MBI T'OJIOBHBIX 00JIell ¢ TOIIHOTON
U PBOTOM, 0ObsiCHsIEMbIe KaK MUTPEHEIIOA00HbIE TOJI0B-
Hble GoJn. BeposiTHee BTOPUYHOE TIPOUCXOKIEHUE STUX
neasruii BesieAcTBUE JIaKTaT-a1u103a. IMeHHo Ha atu
MPU3HAKHU CJIE0BATIO 00PATUTh BHUMAHUE TP YCTAHOB-
JIEHMH KJIMHUYECKOrO JUarHosa y Haiiei 60J1bHOM.

Y Tpex GoJbHBIX AuarHOCTUpoBaH cuHipom NAPR
(HeBpoIaTUs, aTaKCHSsI, MUTMEHTHBIN peTuHUT ). OCHOBA-
HUEM IS UarHo3a CJIYKUJIO COUYeTaHue HEeBPOIATHH,
ATaKCUU, TUTMEHTHOTO PETUHUTA; 3aJIePKKA MICUXOMO-

TOPHOTO Pa3BUTHUS, JEMEHITUS; HATUYNE «PBAHBIX» Kpac-
HBIX BOJIOKOH B OHOIITATaX MBIIIEYHON TKaHU. [[puanHOi
3abojieBaHKs sIBJsIach TodeuHas MmyTaruss mr-JHK
B nosuttnu 8993. Takass MyTaius BeleT K 3aMelleHuIo
JiefiliHa Ha apruHuH B cyObeauHuile 6-ii MUTOXOHIPU-
anpnoit AT®-cunrerassr. Juddepeniimanbupiii 1Uartos
y 3TUX GOJIBHBIX TPOBOIUIIN C IPYTUMU HACJIE/ICTBEHHDI-
MU 3200JIEBAHUSIMU, COYETAIOIUMUCS C ATAKCHYECKUM
CUH/IDOMOM Y TTUTMEHTHBIM PETUHUTOM (OJIMBOTIOHTOIIE-
pebeiisipHast jgereHepanus, abeTaJuIIoNPOTeHHEMUS,
6osie3ub Pedeyma).

B nByx ciydasgx KJIMHWYECKW YCTAaHOBJIEHHOTO CHH-
npoma MERRF (Buepsoie ommcan N.Fukuhara, 1980)
y GOJIbHBIX OTMedasnch Je0ioT 3a60/eBaHnst B BO3pacTe
no 15 jieT; mporpeccupyioliee TedeHne, MUOKJIOHYC-aTaK-
cus, IeMeHIns, HelpoCceHCOPHAS TIIyX0Ta, aTpodust 3pu-
TeJIbHBIX HEPBOB, nepudepudeckasi MOJIMHEBPOIIATHS, Jia-
KTaT-anu/03; uamenenust I «renepasinzoBaHHbie KOM-
IJIEKCHI», <ITOJUCTIAIK-BOJIHAY,<PBaHble» KPACHbBIE BOJIO-
KHa B OMONTAaTaX CKEJETHBIX MBI, J[MarHo3 cuHapoMa
MERRE, umeBmmMcst HaGOPOM OJIUTOHYKJIEOTUIHBIX
npaiiMepoB, y HAIUX OOJBHBIX HE ObLI MTOATBEPSKIEH.

Jliist iederyist GONBHBIX UCIOIb30BAIN KOMILIEKCHBIN
MeTO/I, BKJIIOYAIOTIU TTperapaThl, eUCTBYIONINE Ha pa3-
JINYHBIE 3B€HbS TTATOT€HE32 MUTOXOHIPUATBHON MATOJIO-
TUW: AHTUOKCHUIAHTHI, TIPU3BaHHBIE MOBBICUTH 3 deK-

Pucyunoxk. bosabnas M.

TUBHOCTb HAPYIIEHHOU 3JeKTPOHHO-TPAHCIIOPTHON Iie-
1y (JJOHOPbBI U aKIENTOPHI 3JIEKTPOHOB ); KOPPEKTOPHI Ha-
PYIIEHUH SHEPTETHYECKOTO OOMEHA; MTPEMapaThl, YMEHb-
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Irafolre JIaKTaT-alu03, Ipenaparthl, TPeLyIpesKaaio-
1iye oBPeXKAeHIe MEMOPaH MUTOXOHAPHUHA CBOOOIHBIMK
pasvKaTaMu.

[IpemapaTsl TepevrcaeHHBIX TPYIIT Ha3HAYAIN Kypca-
Mu 2—3 paza B TO/l B CJIEJYIONINUX /103aX: MEKCUI0J (110
4 r/cyr) B/B u B/M Ne 10, u Buyrpp mo 0,125 3 pasa
B ZleHb, 710 60 mHei, koauzum Q10 (200 mMr/cyT), BuUTaMuu
C (500 mr/cyt) B/B Ne 10, Butamun E (300—-500 mr/cyT)
B/M Ne 10. 3arem L-xkapuutun mo 100 mr/kr/cyr
30 nueit, uneberon (180 Mr/cyT), IpeIeCTBEHHUKH KO-
susumoB HAJ (pubodaasun 100 mr/cyr 30 nuei,
u WA/l (nukotunamuz 1o 1 v/cyT 30 gHei.

Onenka apdeKTUBHOCTH JieueHUus POBOJUIACH Ca-
MUME Tal[HeHTaMU CYOBEKTUBHO, M0 4-CTYNMEHYATON
1rKase («XOpolnoy, «yAOBJIETBOPUTEIBHOY, <OTCYTCTBUE
adekrar, «<yxyamnennes ). AHAIN3 9TON OIIEHKY BbISIBUII
yBeJIMUYeHne K KOHILY 3-il Helen JiedeHust ducia 6oJib-
HBIX C TIOJIOKUTETBbHON OIIeHKOU CaMOYYBCTBUS, KOTOPOE
KOPPEJIMPOBAJIO C OIIEHKOU KayecTBa KU3HU GOJIBHOTO,
MIPOBEZICHHOTO M0 TATU IIKAaJIaM OMPOCHUKA «KauecTBO
x&u3H SF-36» (cocoGHOCTD K (PU3NYECKUM HATPY3KaM;
o011iee COCTOSTHUE 3[I0POBbsT; COUATIBHOE (DYHKITMOHUPO-
BaHMUeE; ICUXUYECKOE 3/I0POBBE U OIIEHKA CBOETO COCTOSI-
HUS B IUHAMUKe 32 6 Mecs1ieB). ITU JlaHHbIe MTPE/ICTaB-
JieHbl B TabJr. 2.

Anajina pe3yJbTaToOB MCCIEI0BAHUST (PEPMEHTOB KPOBU
gakrataeruzaporenaspl (JIII) n kpearundgochoxnnaszpr
(KDK) nokaszas caukerve hepMeHTEMIH Y OOJBHBIX, 110-
JIUABIIUX JIedeHre TPEATIOKEHHBIM criocobom (Tabir. 3).

CHizkeHMe BBIPAKEHHOCTH JIAKTAT-alld/I03a OTMeva-
sock y 80% GosnbHbIX. B KOHIlE KOHTPONBLHOTO cpoka (3
u 6 Mec.) y G0JIBHBIX ¢ MUTOXOH/[PUATIbHBIME 3HITE(DATO-
MUOTIATUSMA BHOBb OTMEYAJIOCH TOBBIIIEHUE YPOBHS
K®K u JI/IT, uto yka3bpiBaeT Ha BpeMEHHOE YMeHbIIEHUE
MeTaboIMUECKUX HAPYHUIEHUH W OTPeAesieT HeoOX01u-
MOCTb MTOBTOPHBIX KYPCOB M TMOMCKA HOBBIX IMOAXOIOB
K JIEYEHWIO ITUX OObHBIX.

WccnenoBanue moxazareneil aHTUOKCUIAHTHOW CHUC-
teMbl (AOC) ¥ TepeKucHOTO OKUCJIEHUS JUIMUIOB
(ITOJT) B apurpormrax OOJIBHBIX ¢ MUTOXOH/[PUATIBHBI-
MU MUONATUSMU TI0KA3aJI0 CHUXKEHUE COJIePKAHUSA BOC-
cranoByenHoro ruyratuona (BI) u cynbruapuibubix
rpymn (CT), yBesndenue cpeHero cojepsKaHusl rIoKo-
30-6-docdar-nerupporenasnr (I-6-D-/IT) u rayraru-
on-penykrasnl (I'P), uTo cBUIeTENBCTBYET O 3HAUMMOM
Harpyske Ha aHTUOKCUJAHTHYIO CUCTEMY.

Anamus nokazareneit AOC u I1OJI mocie nedenus
KOMILJIEKCHBIM METOJIOM Y OOJIbHBIX MUTOXOHIPUATHLHON
naroJiorueit (9HIeDATOMUOTIATUN) TTOKA3AT TOJOKU-
TeJbHBIN 3(hdEKT, YTO 0OBSICHIIOCH AHTUOKCUAAHTHBIM

Tabaumna 2

OleHKa KauecTBa KU3HU 00JIbHbIX 9HIleaTOMHONATUSIMHE 0 U NOCJIE JeUEHH
KOMILIEKCHBIM MeToioM n=17 (M+m)

[Tokazaresnu nikasnbt Wcxomnbiit onpoc Orerika KauecTBa KU3HI
SF-36 (no nevenust) Uepes 1 mecsitr Yepes 3 mecsiia Yepes 6 mecsitieB
PF 46,0+3,6 60,2+3,2* 54,5%3,7 47,5£3,8
GH 42,0+2.8 49,6+2.1 44,2+377 42,5127
SF 50,3+3,9 67,716,4* 62,5+3,8% 51,9+3,7
MH 54,6£3,2 59,6+4.2* 54,1£2.8 52,4+3,1
HT 2,8+0,2 3,9£0,4* 3,6+0,2 2,9+0,2

ITpumeuanue PF— cnocobrocTs k husnuecknm Harpyskam; GH — obuiee cocrostaue 310poBbst; SF — connanbaoe (yHK-
rmormrposanre; MH — ncnxndeckoe 3moposbe; HT — orerika cBoero cocTosHus B tuHaMuke 3a 6 mec.®) — p<0,05 1o cpas-

HEHHWIO C UCXOAHBIM ITIOKa3aTeJEM.

Ta6bauma 3

TMunamuxa JIZIT u KOK y 60/1bHBIX ¢ MUTOXOHAPHAIBHBIMHU HIIE(DATOMUONATHIMU
10 ¥ IOCJIe JIeYeHHs1 KOMIIEKCHBIM MeToioM (M+m)

JIAT (N 24—-460 ENT) KOK (N 30-140 E/T)
Cunpomer 61(){;;}]11;;)( Jlo [Tocne nevyenus uepes Ilo [Mocne nevenus
Jledennst 1 mec 3 mec 6 mec Jiedenns 1 mec 3 mec 6 mec
Kearns-Sayre 8 35667 | 299+35 | 344+42 | 387+32 | 147+61 62122 78+28 | 129+44
MELAS 4 494+45 | 259457 | 353+43 | 445+42 | 132+41 60+27 83+52 | 114+44
MERRF 2 419£65 | 282+35 | 389+63 | 462+42 | 147+31 82+22 88+34 | 128+52
NAPR 3 491+35 | 289+37 | 357+£53 | 422+42 | 138+61 78+29 83+32 | 138+25

[lon BrusiHMEM TTPOBEZICHHON KOMIIJIEKCHOUW Tepamuu
OTMEUYEHO BpPEMEHHOe yJydllleHue ToKasaTesell OIeHKN
KauecTBa ku3HU 110 onpocHuky SF-36. B ocHoBHOM 3TO
MIPOSBJISJIOCH YBEJIMYEHUEM MBIIIEYHON CHUJIbI, yJIydlie-
HUEM CIIOCOOHOCTH K (DU3NUECKUM HArPYy3KaM,yMeHbIIIe-
HHUEM aTaKCMYeCKUX U HelpoIaTUUYeCKUX HapyIleHUu.

IefcTBUeM M cTabuamsanueil 6MoIOrnIecKux MeMOpaH
OT Tepamuy KOMILTIEKCHBIM METOOM HE TOJIBKO HEHpo-
HOB U MBIIIEYHBIX KJIETOK, HO U KJIETOK KPOBH, YTO CIIO-
cOOCTBOBAIO yCTPAaHEHHUIO LepeOpasbHOil TUIOKCHUH,
a TakXe MHIMOMPOBAHMIO CBOOOAHOPAAMKAIBHBIX IIPO-
eccos u ITOJI B MbIIIeYHON TKAHU.
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Tabnaumna 4

Jlunamuka nokasaresneit AOC u IIOJI mocJie ieyeHns: KOMILIEKCHBIM METOIOM
0OJIBHBIX ¢ MUTOXOH/IPUATbHBIME 3HIeParomuonarusivu (n=17)

ITokaszarenmn AOC u I1OJI

BoccraHoBeHHBIH Ty TaTHOH (MKMOJIB/T TeMOTJIOOUHA )
CynbhrugpusbHbIe rPYIIbl (MKMOJIb/T TeMOTTIO0MHA)
MaustoHoBbI# graabaerns (HMOJIb/T reMorio0rHa)
I-6-D-geruaporeHasa (MKMOJIb/MIH. T TeMOTTIOOMHA)
[inyratuon-pemaykrasa (MKMOJIb/MUH. T TeMOTJIOOMHA)
[iyraTron-niepokcuaasa (MKMOJIb/MUH. T TEMOTJIOOMHA)
Karasmaza (MKMOJIb/MIH.T. TeMOTJIOOHA)

B koMmiuiekcHoe JiedeHue GOJBHBIX PEKOMEHYeTCs
BKJIIOYATh:

— MpenapaTbi-MePeHOCYNKN JTEKTPOHOB B JbIXa-
TeJbHON 1enu: Koaudum Q10, sHrapHas KUCJI0Ta, ITUTO-
xpom C;

— KO(DaKTOPBI SH3UMHBIX PEAKIINNA SHEPTETUYECKOTO
obOMeHa: HUKOTHHaMUI, KapboHat, pubodiaBiuH, THAMIH,
uTo(MIABUH, JIMIIOEBast KUCJIOTa, aKTOBEIMH, OMOTHH,
KapHUTHH XJIOPHUT;

— TMpemaparThl, TpeayIpekaaoniie OKUCIUTENbHOE
HOBPEsKIEeHHe MUTOXOHIPHAIbHBIX MeMOpaH (ackop-
O6uHOBag KucjioTa, BuTaMu E, Mujbramma, 6eHdoru-
aMUH).

[Ipu xKaparoMHUONMATHN TOKA3aHbl MUJIAPOHAT, THOT-
PHA30JIHH, TIPEAYKTAI.

IIpn HanmMYUM KOTHUTUBHBIX PACCTPOMCTB CJEAYeT
MIPOBOIUTDH KyPCOBOE JiedeHre HeHPOopoTeKTopaMu (ce-
MaKc, 11epedpyM KOMIIO3UTYM, THOLIETaM ).

Jureparypa:

Jlo neuennsa (M+m) [Tocse nevennss (M+m)
5,13£0,24 7,63+0,44
4,54+0,51 5,11£0,48
9,72+1,23 6,77£0,45*%
7,57+0,43 4,45%0,64%

372,3+41,5* 246,3+35,2*
0,264+0,027 0,382+0,023
17,24+1,49 14,50+1,23*

YMeHBINAIOT CTeNeHb JIAKTaT-alll/03a KapHUTHHA
xjopun, akroBernt, mexcuaoa (10% 10,0 va 100,0 v
10% pacrBopa riioko3sr), nutodaamun (5,0—-10,0 v
B/B), aubKap uin AT®-nour (10—-20 xarmesns 2 pasa B cy-
TKHU, MecsIr), epedpym kommosutym (2 mit B/B Ne 20),
6endoruamun 2,0 B/M.
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