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BBenenue

Cunapom MELAS (Mitochondrial Encephalomyopathy, Lactic Acidosis and Stroke-like
episodes) - 3To MyJIBTHCHCTEMHOE 3a00JIEBaHUE, KOTOPOE XapaKTEPH3YeTCsI
WHCYJIBTOMOIO0HBIMU 3MM304aMH, BOSHUKAIOIIUMHI B MOJI0/I0M Bo3pacte (10 40 ner),
sHIe(aonaTrel ¢ cyJoporaMu M AeMEeHITUEH, MUTOXOHIpUATHLHON MUOTIaTHEH C
(heHOMEHOM «pPBaHBIX» KPACHBIX BOJIOKOH U JIAKTATAI[UA030M (BO3MOKHO MOBBILLIEHUE
YPOBHSI MOJIOYHOM KHUCIIOTHI B KpOBHU 0€3 anu103a). JlaHHbIM CHHAPOM BBIJICICH
CpaBHUTENBHO HeMaBHO (B 1984 1.). 3a0osieBanue CBSI3aHO C TOUKOBOUM MyTaIuei
mutoxoHapuanbHoi JITHK, koTopas B 90% nokanuzyercst B reHe, KOAUPYIOIIEM CHHTES
tpancnopTHoi PHK nelininHa, 4To mpensTcTByeT ero BKIIOUEHUIO B OEJIKH JbIXaTeIbHOU
nenu. o pa3HbIM JaHHBIM, AaTOJIOTUs BeTpeyaeTcs ¢ yactoror ot 1:15 000 mo 1:20 000
yenoBek. ['ennepHbie paznuuus oTcyTcTBY0T. Cpeanuii Bo3pact aedrora — 6-10 ner.

Kak 1 npu Bcex MUTOXOHIpHANIbHBIX 3a00JIeBaHUSX, TUarHOCTUKa cuHapoma MELAS
IPEJCTABIIAET TPYAHOCTH, 0O0YCIOBIECHHbBIE 3HAUNTEIbHBIM Pa3HOOOpa3HeM
KJIINHUYECKON KapTUHBI.

1. OTnHoaorus

B ocnose cunapoma MELAS nexaT ToukoBble MyTaliuu MUTOXOHApuanbHou JTHK
(mtIHK). HacnenoBanue 3ab01eBaHMs OCYIIECTBISACTCS MO0 MaTepUHCKOM TuHUH. B
HaCTOsIIee BpeMsI U3BECTHO O0Jiee IECATH T€HOB, MyTallMh KOTOPBIX MPUBOIAT K
pa3BUTHIO KIMHUYECKON KapTuHbI cuHapoMa MELAS. OcHoBHbie 3 Hux: MTTLI
(OMIM Ne590050), MTTQ (590030), MTTH (590040), MTTK (590060), MTTC
(590020), MTTSI (590080), MTNDI1 (516000), MTNDS5 (516005), MTND6 (516006) u
MTTS2 (590085).

B GonbmmHCcTBE cinyyaeB K pazsutuio curapomMa MELAS npuBogsT MyTtanuu B reHax,
komupyromux Gynkiuu tTpancroptHot PHK. Hanbonee pacnpoctpanennoit
(BeIsiBIIsIETCS pUMepHO Yy 80 % 60mbHBIX) sBiseTcs myTanust A3243G B rene MTTLI
tpancnoptHoit (T)PHK nefintuna. [Ipu nannoit mytamuu TPHK TepseT Bo3aMokHOCTH
MOCIIETPAHCIAIMOHHON MOAU(PUKAIIMHI, YTO BEACT K HAPYIICHUIO CHHTE3a
MUTOXOHAPUATHHOTO OeJKa.

Hanuuaue myTanuu Heo0s3aTeIbHO rapaHTUPYeT PEeHOTUITNYECKOE MPOSIBIICHUE
3a00JIeBaHUsI, YTO CBS3aHO C (PEHOMEHOM reTepoIyia3Muu, TO €CTh, OJTHOBPEMEHHOTO
HaJIN4YUsl B KJIETKE, OpraHe WK OpraHnu3Me HOPMAJIbHOM U MyTaHTHOMN
mutoxonapuanbHbX JJHK. Bonbioe komuuectBo nedexrupix JJHK moBeimaer
BEPOSITHOCTh KIIMHUYECKON MaHU(ECTAIlH CUHIPOMA.

2. [larorenes

['eneTnuecku qeTepMUHUPOBAHHBIN JEPEKT CHHTE3a MUTOXOHAPUATHHBIX OCIIKOB
(epMeHTOB TKAaHEBOTO JIBIXaHUS1) IPUBOIUT K HAPYIICHHUIO TIPOIECCOB OKUCIUTEIHLHOTO
dbochopunrpoBaHus — OCIEAHEH CTATUN PACHICTUICHUS OMOJIOTUYECKUX CYyOCTPaTOB:
XKHUPHBIX KUCIIOT, yriieBoAoB. OkuciurenbHoe (GochopruInpoBaHie CIUTACTCS TIIaBHBIM
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3BEHOM DHEPreTUYeCcKoro MeTabosm3mMa, odecrieunBaeT 00pa3oBaHue MOAABIISIONIETO
KOJIMYECTBA dHEproHocurenen — Mosekysn ATO.

COoi1 3TUX MPOIECCOB MPOUCXOTUT B KaXK10M MUTOXOHApHH ¢ Aedektron [JHK.
[TockoJIbKY MUTOXOHPUH MTPEICTABIICHBI MPAKTHYECKHA BO BCEX KIIETKAX OPTaHU3Ma,
MOpaXEHUE HOCUT MYJIbTHCUCTEMHBIN XapakTep. CHIIbHEE BCETO CTPAAAI0OT OPTaHbl |
TKaHH C BBICOKOW YHEPTETUYECKON MOTPEOHOCTRIO: IIEHTPAIbHAS U TIepu(eprIecKas
HEpBHAs CUCTEMA, MHOKAP]I, CKEJICTHBIC MBITIIIIHI.

B MpbImimax sHepreTuueckuil 1euuut (TKaHeBasi TMIOKCHUS) IPUBOJUT K U30BITOUHOMY
00pa30BaHUIO MOJIOYHON KUCIOTHI. B reHe3e ocTphixX 1epeOpanbHbIX HapyLIIEHUH JIEKUT
Ne(pUIUT OKCHJIAa a30Ta BCJIEICTBHE HAKOIMJIEHUS B IIaJJKUX MBILIIAX COCYJI0B (hepMeHTa
HUTOXPOMOKCHIAa3bI. [Ipyu HEOCTaTOUHOCTH OKCH/IAa a30Ta BOZHUKAET BAa30KOHCTPUKIIMS,
arperanus TpoOMOOIIUTOB.

JIaHHBII CUHAPOM MMEET TaK Ha3biBaeMbIi «rapagokc MELAS), cBs3aHHBIN ©
aKTUBHOCTBHIO (pepMEeHTa MUTOXPOMOKCHAA3Bl. B oTiuyme ot apyrux
MUTOXOHJPUAIBHBIX 3a00JI€BaHH, HETATUBHBIX B OTHOIICHUN AKTHBHOCTH
uuToxpoMokcuaassl, npu MELAS-cunapome nmeeT MecTo poiaudepanus
MUTOXOHJIPUH B KPOBEHOCHBIX COCYAaX, HOCSIAs Ha3BaHUE «strongly
succinatedehydrogenase-positive vessels» (4pe3BbIUaiiHO CYyKIIMHATACTHAPOreHa3a-
IIO3UTHUBHBIE COCY/Ibl), KOTOPBIE SBISIOTCS HUTOXPOMOKCUIA3a-110JI0KUTEIbHBIMHU.
Hmeetcs npennookeHue 0 TOM, 4TO YBEIMYEHHE CBEPX HOPMbI 00IIeH aKTHBHOCTH
[IUTOXPOMOKCHIAa3bl B MBIIIIAX COCYAUCTON CTEHKH SIBJISIETCS MOBPEXKIAIOLINM U
INPUBOAUT K HAPYIICHUIO YPOBHS LUPKYJIUPYIOIIETro OKcuaa a3oTa. C 3TUM CBSI3bIBAIOT
TSKECTh COCTOSIHMSI TAIIUEHTOB C JAHHBIM CHHJPOMOM.

3. Knaccugukanus

[To BBIpaO)XKEHHOCTH KIMHUYECKUX MPOSIBICHUHN BHIIEAOT 3 hopmbl MELAS-cunapoma:

e beccuMnToMHOE HOCHUTENBCTBO — HAIMYNE TEHETHYCCKOM MyTaIlii U U3MEHEHUH
py OUOTICHH MBIIIII Ha (POHE MOJHOTO OTCYTCTBHS KJIMHHUYECKHX MTPU3HAKOB
3a00JIeBaHus.

e QOumrocuMmmnroMaThyeckas — OOHAPYKUBAIOTCS OT/ICTbHBIE KOMITOHEHTHI
CHUHJIpOMA: MBIIICYHAS CJIa00CTh, TOJIOBHBIC OOJIH H IIp.

e ManudecrtHas — sipKas KIMHAYECKas KapTHHA C OCTPBIMH 3H30/IaMHU.

4. KnuHuYecKasi KApTUHA

4.1. CumrnroMatuka

Kak npaBwuio, B ne6rore cunapoma MELAS Bo3HHKaIOT HEBPOJIOTUUECKHUE CUMITTOMBI,
KOTOpbIe HaOMI0at0TCs yke B 6-15 ner. Haubosee THMMYHBIME CUUTAIOTCS
WHCYJITONOTOOHBIE 313016l (META0OTUYECKU MHCYIBT). YacThle IPOSIBICHUS —
T€MUAHOIICHUs, HAPYIIEHUE PAaBHOBECHUSI, BOCIPUATHS WM BOCIPOU3BEICHUS PEUH,
W3MEHEHUS CO3HAHUSI.



VY 50% nanueHToB oTMeUaroTcs (POKaJbHBIE UM T€HEPaIN30BaHHbIE TOHUKO-
KJIOHWYECKHE SMIICNITHIECKIE PUTIAIKH, TOJIOBHBIE 00N, HATTOMUHAIOIINE MUTPEHb
(0mHOCTOPOHHUE, MYJIbCUPYIOUTNE). XapaKTePHBIMH YepTaMH TAKUX MPUCTYTIOB
ABIIIIOTCS BO3pacT O0bHBIX MeHee 40 jeT, mpoBOIMpPOBaHNE MHPEKITMOHHBIM
3a0oJeBaHHEM, OBICTPBINA PErpecc CUMITOMATHKY M YaCTOE PEIUINBUPOBAHHE.

Pesxe HaOm01a10TCS1 OCTPBIE TICUXO03BI ¥ TeMurape3sl. M3 Apyrux HEBPOJIOTUUECKUX
MPOSIBJIEHUN MOYHO BBIICTUTD 3aJ€P’KKY HEPBHO-TICUXUUYECKOTO Pa3BUTHSI,
3aTOPMOKEHHOCTh, KOTHUTUBHBIC HapyIIeHUs. BeneacTsue atpodun 3puTeIbHBIX
HEPBOB IOCTENEHHO yxy/uaercs 3penue. Eme onun cnenuduunsiii npuznak MELAS-
CHUHJpOMa — BBIpa)KCHHAsI MBIIIIEYHAs CIA00CTh U IJI0Xasi IEPEHOCUMOCTh (PU3UIECKOM
Harpys3KHu.

Yacrto BcTpeudaroTest 00511, CyI0pOr B MblIIax. MpllliedHble CrIa3Mbl TAKXKE MOTYT
BBI3BIBATHCSI CHUKEHUEM KOHLEHTPALMU KAJIBLUS B KPOBH BCJIEACTBUE THIIONIAPATUPEO3a.
Y MHOTUX MalMeHTOB HA0JI0IaeTCsl MOCTENIEHHOE YXYALIEHUE cilyXa (HelHpoceHcopHas
TYrOyXoCTb), BOZHUKAET caxapHbiii 1uabet. Kapanonornueckue npusHaku 3a00JeBaHus
BKJIFOYAIOT KapIMOMUOIIATUH, APUTMHUH, XPOHUUECKYIO CEPJICUHYIO HEIOCTATOYHOCTD.

4.2. OcnoxHeHus

MELAS-cunapom — Tskesnoe 3a007eBaHie, KOTOPOE XapaKTEPU3YETCs IUPOKUM
CTIIEKTPOM HEOJIarOnpUsATHBIX TOCIeACTBUI. Hanbonee yacTeie 0CIOKHEHMS,
NPUBOSIIHUE K JIETATBHOMY UCXO/Y, CBSI3aHBI C MUTOXOHIpUAIbHOH dHIIeatonaTuei. K
HUM OTHOCSITCS] IOBTOPHBIE «METa0O0IMYECKUE MHCYIIBTE) U MUJICTITHYECKUE CTATYCHI.
B HEKOTOpPBIX ciTydasx MaIlMeHThl BIAJal0T B KOMY.

VY 60BbHBIX C IaHHBIX CHHAPOMOM MOBBIIIEH PUCK PA3BUTHS KU3HEYTPOKAIOIINX
HapylHIeHUH puTMa (3KeIy104YKOBasi TaXUKapus, GUOPUILIALINS ), OCTAHOBKH Cep/iia.
HeiipoceHncopHas TyroyxocTb U aTpoQusi 3pUTeIbHOTO HEPBA MOTYT MPUBECTHU K MOJTHOM
noTepe ciiyxa U 3peHusl.

5. JIuarHocTHKa

ITpu obmem ocmoTpe narmenToB ¢ MELAS-cunapoMom oTMedaeTcss HU3KUK POCT,
BBIP)KEHHAs! TUTIOTOHUS, TUIIOTPO(US MBIIIII. 3a11003pUTh 3a00JIeBaHNE MTO3BOISET
COYCTaHNE MHUOIIATHH C OCTPBIMU HEBPOJIOTUYECKHUMHU PACCTPONCTBAMH Y TIAIIMCHTA
MOJIOJIOTO Bo3pacTta. JlonoaHUTenpHOe 00CIeI0OBaHNe, HAPABICHHOE Ha YTOYHCHUE
JMarHo3a, BKIOYAeT:

1) JTaGoparopHbie ucciieioBaHus. B OMOXMMHUYECKOM aHAIN3¢ KPOBU ONPEACIIACTCS
BBICOKHI YPOBEHb MOJIOYHOM KUCJIOTHI, TTFOKO3bI M TITMKUPOBAHHOTO TE€MOTJIOONHA,
YMEHbBIIICHHE KOHIIEHTpAIMH Kanblus. [Ipy aHanu3e KpoBH Ha TOPMOHBI OOHAPYKUBAIOT
CHI)KEHHE COJICPKAHKS COMAaTOTPOITHOTO M IMapaTUPEOUHOTO TOPMOHOB. B o0miem
aHaJIN3€ MOYM YacCTO BBIABISECTCS NPOTEUHYPUSL.

2) MPT ronosaoro mo3ra. [ToBpexaenus rooBaoro mo3sra (I'M) BuU3yanu3upyroTcs Kak
OYyarv HempaBUIHLHON (POPMBI C YETKUMHU KOHTYpaMH M ¢J1a00 MOBBIIIEHHON
MHTEHCUBHOCTHI0 MP-curaana. OTmedaroTcs npru3Haku 00bEMHOTO BO3JICHCTBUA Ha
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cy0apaxHOMAAIBHOE MPOCTPAHCTBO. Hepenko BBIABIAIOTCSA KalIbLIMHATHI B 0a3aJIbHBIX
TaHIJIMAX ¢ IPEUMYILECTBEHHOM JIOKaIu3aluel B 3aTbUIOYHOW U TEMEHHOM 00J1acTsIX.
[Ipu noBropHOM npoBenennu MPT oOHapyxkuBaercs (pIIOKTyalus WM UCYE3HOBEHUE
OYaroB.

3) MarautHo-pe30oHaHCHas creKTpockonus I'M moka3bIBaeT 3HaUYUTEIbHOE CHUKEHHE
BBICOKO?HEPTeTUYECKUX POCHOPHBIX COCTMHEHUN U YBEINYEHUE KOHIIEHTPaLUU
JIAKTaTa.

4) Dnexrposunedanorpadus (321). Ha anextposnnedasorpamme IpocMaTpruBacTCs
3aMeJIeHHEe OCHOBHOM aKTUBHOCTH, MU (y3HbIE HAPYIIEHUS OMO3JIEKTPUUECKUX
MPOIIECCOB TOJIOBHOTO MO3Ta, MPU3HAKU OCTPOBOJIHOBOW aKTUBHOCTH, YCHITHBAIOIICHCS
Ha (OHE TUIIEPBEHTHUIISIIHUH.

5) Daextponeiipomuorpadust (QHMI). [ToareeprkaaeT Hamuune HecenuMUISCKUX
MIPU3HAKOB — COKpAllleHUE JJIUTEIbHOCTU MOTEHIMAaIa U aMIUTUTYIbl ABUTATEIbHBIX
eVHUIL, OJIOK U 3aMeJJICHUE TIPOBEJICHHS HEPBHOTO UMITYJIbCA.

6) Buoncus mpimi. Hanbonee Tunuvnbie MOp(OIIOrHUECKUe H3MEHEHUS — hEeHOMEH
«PBaHBIX KPACHBIX BOJOKOH» (MHUOMDUOPHUILIBI ¢ OOJBIINM YKCIOM MPOJIUdEPUPYIOLIUX
M3MEHEHHBIX MUTOXOHPUI), CKIEPO3 MEPUMU3Us, pETHOHApHbIE HEKPO3bl. OTMEUaeTcs
MOJIOKUTENbHASL TUCTOXMMHUYECKasi OKpacka Ha IUTOXPOMOKCHJIA3y U
CYKIIMHATAETUIPOreHasy.

7) Uccnenosanne JIHK. Perraronuii fuarHoCTUYECKHM TECT A1 BepuUKALUN
cunapoma MELAS. B numdonurax nepudepryeckoii KpOBH Yallle IPYTUX BBISBISCTCS
myTtauus A3243G rena MTTLI.

JuddepeHanbHbIil AUarHo3 OCTPBIX MU30/10B MTPOBOJIAT C UIIEMUYECKUMU
UHCYJIbTaMU, Cy0apaxHOUAAaIbHBIM KPOBOU3IUSHUEM, OCTPHIMA UH(EKITUOHHBIMU
MEHUHTOHIIehanuTaMu. MUONaTHUYECKUI CUHIIPOM CJIeIyeT OTINYaTh OT
HACJIEJICTBEHHBIX MBIIIEYHBIX AUCTpoduil, monumuosuta. [latonoruo Takxke HyKHO
g depeHIpoBaTh ¢ APYTUMUA MUTOXOHAPUATLHBIMU 32a00JI€BaHUSIMU.

6. Jleuenue

Jleuenue cungpoma MELAS BkiIto4aeT ABa OCHOBHBIX HaIlpaBJICHUS.

1) IlepBolii — MOCUHAPOMHAs Teparnus (OCHOBHOE BHUMAaHHUE yICISCTCS SMHIICIICHH,
caxapHoMy auabety u mp.). KynupoBaHue snuIenTHICCKUX MTPUCTYTIOB HEOOXOIUMO,
MMOCKOJIbKY METa0O0IMYEeCKUH CTPECC, BOSHUKAIOIINKA MPH CYJ0pOTaxX, MOXKET
CIIPOBOIMPOBATH Pa3BUTHE HHCYJIBTOMOMO0HBIX A1N30/10B. [IpOn3BOIHBIE BABIIPOEBOI
KHCJIOTHI YTHETAIOT (YHKIIMA MUTOXOHAPUM, NX IPUMEHEHHE HexelaTeabHo. [1pu
HEBO3MOKHOCTH OTMEHHTH Tperapar clieyeT OJHOBPEMEHHO IIPHHUMATh JICBOKAPHUTHH
B f103¢e 10 100 mr / xr B cyTku. Cremyer u3beraTh Takke Ha3HAYCHHS] PEHUTOUHA U
6apoutypartoB. [IpeanouTeHue oTaaeTcst KIIOHA3EaMy, JIAMOTPUKIHY, TOTTHPAMATYy.

[Tpu pa3BuTHM caxapHOro quadera peKOMEHI0BAaHbI CaXapOCHIDKAIOLINE MperapaThl
(MerdopmuH, rIOEHKIAMU), @ TPU UX HEAPPEKTUBHOCTU — MHCYIMHOTepanus. [Ipu
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BO3HUKHOBEHHUU THIONAPATUPE03a B CXEMY JICUCHHS JOOABIISIIOT KAJIbIMI U BUTaMuH /.
HeobxomuMma nuera ¢ orpaHuueHUEM COJIEP KaHUs YTIIEBOIOB, HETATUBHO BIUSIONINX HA
rapaMeTpbl SGHEPreTUYECKOro 0OMEHa.

2) Bropoe HampaBieHue JiedeHHs — naTorenernyeckoe. st crumynsiuu
Ba30WISITALIMM U YIYUIICHUS] MUKPOLMPKYJIALMUA UCTIONb3yeTcs L-aprunuH,
MpeAIIECTBEHHUK OKcra a3oTa. C 3TOM e LEIbI0 MOXKET MPUMEHATHCS LUTPYJIUIHH.
Bo3MoxkHO puMeHeHre KOPTUKOCTEPOUI0B B KOMOUHANUU ¢ L-apruHuHoMm,
TJIMLEPOJIOM U 3JJapaBOHOM (aHTHOKCHUJIAHT).

B Hacrosimiee BpeMs pa3BUBAETCsl KOHILIETIIHS «IHEPTrOTPOIHONY Tepanuu CUHAPOMa
MELAS, kotopas BKIHOYaeT npenaparsl, JEHCTBYIOIINE HA YPOBHE KOMIUIEKCOB
JBIXaTEIbHON e MUTOXOHAPUHI. ISl yIIydIIeHNsl OKUCIUTEIBHOTO
bochopunrpoBaHus MIPUMEHSIOTCS JEKAPCTBA, CIIOCOOCTBYIOLIME IEPEHOCY JIEKTPOHOB
B JIbIXaTenbHOU 1enu (kodH3uM Q10, ssaTapHas kucinoTa), KohakTopsl PEPMEHTOB
JHEpreTHYecKkoro oomMeHa (pubodaBuH, HUKOTUHAMU/T), aHTUOKCUIAHTHI
(ackopOuHOBas KUCIOTa, TOKOGEPOI).

7. Ilporuo3 u npodguiakTuka

[Tpoa0mKUTENBHOCT )KU3HU Y JIFOACH ¢ 6€CCHMIITOMHBIM HOCUTEIHCTBOM U
OJINTOCUMIITOMATHYECKON (POpMOIT HE OTIIMYAeTCs OT TaKOBOM B o01ieit nomyssuun. [Ipu
MaHuecTHOU GopMme, MO pa3INYHbIM JIaHHBIM, CPOK KH3HU cocTaBiigeT ot 7 10 40 jet ¢
MOMEHTa 1e0rTa 00JIE3HU.

MeTto/1bl IEpBUYHON NPOPUIAKTHKY HE pa3paboTanbl. [I0CKOIBKY HEBPOJIOTHUYECKHE
HOPUCTYIBI JOCTATOYHO YaCTO MPOBOLUPYIOTCS OCTPON MHGBEKIMEH, 11 UX
PEeOTBPAILEHUSI PEKOMEHIYETCSl TOCTAaHOBKA MPUBUBOK OT TPUIITNIA U MEphI 001Ien
npoUIaKTUKH, HAallpaBJICHHbIC HA TTOBBIIIEHUE COMTPOTUBIIIEMOCTH OpraHU3Ma
(perynsipable pU3MUYECKHUE HATPY3KH, 3aKaJIUBAHUE).

JakIr4YeHue

Cungpom MELAS — tspxenoe mporpeccupyoliee 3a001eBaHUE C BRICOKON 4acTOTOM
JIETANBbHBIX UCXO0JI0B. Bompockl 06 0COOEHHOCTSIX €ro MaToreHesa 10 CHX Mop CTOST
nepen uccienoBaTesiMi. PaaukanbHoe jeueHne He pa3padorano. Bece MeToibl Tepanuu
HaIlpaBJICHbI Ha YJIYYIIEHUE COCTOSHUS MAlMEHTa U HOCST JIMIIb NAJJIMATUBHBIN
xapaktep. Pa3pabarpiBatoTcst HOBbIE, TEHETUYECKHE METO/IbI JICUCHHUS, HO TIOKA 3TU
HCCIIEI0BAHUS MPEACTABIIOT TOJIBKO HAYYHBIA HHTEPEC.
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