I'Y «KpbpIMCK1 roCcysapCcTBEHHBIM MeAULIMHCKUA
yauBepcuteT uM.C.H. [eoprueBckoro»

Kadeapa nempmaTpuu ¢ Kypcom AeTCKHUX UHPEKITUOHHBIX

0oJIe3Hen




® (aurn. Mitochondrial
encephalomyopathy, lactic acidosis,
and stroke-like episodes —
«MHUTOXOH/IpUAJIbHAs
9HIe(DATTOMUONATHS, JTAKTaTaLUJ03,
WHCY/IBTOMIOAOOHbBIE  DITU30/bI») —
porpeccupyioiiee
HelpoereHepaTUBHOE 3a00J/IeBaHMe,
XapaKTepusylolieecs: MPOSIBIEHUSIMU,
NMepevyrc/ieHHBIMM B HAa3BaHUM, U
COTIPOBOXKIAE€TCS OTUMOPPHOM
CUMIITOMAaTUKOM — IrabeToM,
CyIOpOTaMH, CHIDKEHHUEeM  CJIyXa,
ceprevYHbIMHA 3a00/IeBaHUSIMH,
HU3KUM POCTOM, SHIOKPUHOTATHUSIMH,
HernepeHOCUMOCTHIO dusmIecKmx
Harpy3oK
HeNpOICUXUaTPUYECKUMU
OTKJIOHEHUSIMHU.




icTopua

® Cungpom MELAS  Bmepssie -' Y
BBIJEe/IEH B  HO30JOTUYECKH | '
caMocTosiTeIbHYIO  ¢dopmy  S.

Pavlakis 1 coaBT. B 1984 ..

OmHako eCcTh OCHOBAHHSI

MpeIo/araTh, YTo 3ab0/1eBaHue
ObIJI0O ONMMCAHO PaHbIIe MOJ
Ha3BaHUEM "cemelHasn
MOTUOAUCTPOPHSI,

MHTOXOH/IPUA/TbHAsI MUOIATHS,
JIAKTALIUIEMHUS .

K 1994 r1. B sureparype
ony0JIMKOBAHO 110 HaOII0IeHU I
cuaapoma MELAS.




PacnpocTpaHeHHOCTb

® B 3aBHCHMMOCTH OT MOMY/ISAIIMH YaCTOTa KOJIeOIeTCst OT
10,2 Ha 100000 [0 16,3 Ha 100000 B3POCIOrO
HaceJ/IeHus.




JTNonoruga, naToret

MELAS OTHOCUTCS K
3a6OJIeBaHH51.

BrisgBiieHa\| WoOKa/IA3al s OYeYHBbIX MYyTalUuu, C
K BIMU A€ ounnpoﬁ cuaapom MELAS: ne -
TpaHcropTHou PHK v ogHa - B uuTox : '




CoOOTHOLLUEeHMne nNonos




3d UCKJIIOYEHHUEM HOB
BO3HHUKJ/IA B CEM

'HacrnefoBaHus

® Yawe cuHapom HaC]IEWI'
MYTallii, KOTOpbIe BIEpPBLIE

Cs1 IO MAaTePUHCKOM JIMHUH,
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N3IMEHEHUA

XapakTepHbIM MaTtoMopdosorudeckuMm mnpusHakoMm cuHzapoma MELAS, kak wu
psifla APYyrMX MHUTOXOHAPHUANbHBIX dHIedasomuonaruii (cuuapomoB Kephca -
Ceiip, MERRF wu ap.), siBnsiorcst "pBanbie” kpacHbie BonokHa (RRF), koropsie
MPOSIB/ISTIOTCSI B~ MBIIIEYHOW TKAaHU TPU MOZUPUIMPOBAHHOM OKpacCKe
tpuxpomoM 1o [omopu. OHu sBASIOTCST MOPPONIOTUYECKUM CyOCTpPATOM
noBpexxaeHuss mutoxoHapuanbHou JHK wu  oOpasylorcs  BcimenctBue
nponrdeparii aHOMaIbHbIX MUTOXOHIPUIA.

KpacHble "pBaHbIe" BOJIOKHA SIBASIIOTCS C/IEACTBHEM MYTAIWH, TMOBPEXIAOIINX
Te€Hbl TPAaHCIIOPTHOM PHK 5 IIPUBOJSAT K HapyLIeHUIO
BHYTPUMUTOXOHIPHUATBHOTO CHUHTe3a OeJKa.

[TokazaHo, 4To Takre MOPHOTOTHYECKHE XaPAKTEPUCTHUKU MBIIIEYHON TKAaHHU, KaK
Ha/IMYMe COCYZOB C BBICOKOM AaKTUBHOCTBIO CYKLUMWHATAETUJpPOTeHasbl U
3HQYUTE/JIbHOE KOJIMYeCTBO LIUTOXPOM C-OKCHUJA30MO3UTUBHUX MBIIIEYHBIX
BOJIOKOH, SIBJISIETCSI XapaKTepPHOUM 0cobeHHOCThio cuHapoma MELAS, xortopsie
no3BossTIOT ArdpdepeHpoBaTh ero oT cuHApoMoB Keprca-Cetip 1 MERRF.

OpHoii M3 HacmenMPUIHUIINX MTPU3HAKOB MOBPEXIEHUS MO3ra MPU JAHHOU
00JIe3HU SIB/ISIETCS HAJTMYHME CTAPhIX U HOBBIX 0YaroB WH(APKTOB.







KnnHn4yeckaa KkapTuHa

® [lepBble MpPH3HAKU Yallle MOSABISIOTCS B Bo3pacTe 6-10
JIeT, XOTS BO3MOXHBI KakK Oojee paHHee HAYAJIO
3a0osieBaHuA (10 2 jieT), TaK U 6ojiee MO3THUM (21-40 n1eT).
Ilo TosiBIeHWs1 TepBbIX IIPU3HAKOB 3abosieBaHUSA

OOJIBIITMHCTBO OOJIBHBIX Pa3BUBAETCS HOPMAJIBHO.

® HayanpHble KIMHUYECKHE IPOSABJIEHUS: CYLOPOrIH,
peluANUBUPYIOIIE TOJOBHbIE 0O0O/M, PBOTA, AHOPEKCHSI,
HeTIepeHOCUMOCTh (PU3UIECKON HATPY3KH, MCUXHUYECKUE
HapyllleHWs, HEeBPOJIOTUYEeCKHEe CUMIITOMBI (Mmapessl,
aTaKCHS U IIp.).




KnnHn4yeckaa KkapTuHa

HemepenocnmocThr @(pu3ndecKux HArpy3ok, II0cje
KOTOPBIX  yXYALIAeTCSI  CaMOYYBCTBHE,  TMOSIBISIETCS
MBbIIIIeYHAsT C/1a00CTh, THOTJIA MUAJITHH.

HHcynpTOTIOgO00HbBIE 3IMU30/bI IIPOSIB/ISIFOTCS

PEeIUAUBUPYIOIIUMH  TIPUCTYIIaMU  TOJIOBHOU 6oy,
rOJIOBOKPY)XEHHUEM, pa3BUTHUEM 04aroBou
HEBPOJIOTUYECKOW CHUMITOMATHUKU (Mapesbl, IMapajdyH
KOHEYHOCTEeH, YepeIHbIX HEPBOB), KOMAaTO3HOE COCTOSIHHE.

Cyzoporu npu cunapome MELAS oyeHb BapuaOenbHbI-
doKanmbHBIE TAPOKCHU3MBI, Te€Hepa/sUu30BaHHbIE TOHUKO-
KJIOHU4YeCKue, MHOKJIOHUH. Cynoporu MaJio
YyBCTBUTE/IbHBI K MPOTUBOCYZOPOXXHBIX TEPATIHH.




KnnHn4yeckaa KkapTuHa

® /lemeHums, OOBIYHO, pA3BUBAETCSI BMeECTE C
IIporpeccUpoBaHreM 3a00JIeBaHMsI, HO OTHOCHUTE/TbHO
peiKO OHA BBICTYMAET B PpOAU MAHHUPECTHOTO

CUMIITOMA.
® Muonaru4ecKuil CHMIITOMOKOMIUIEKC (MbIllIeyHas
c1ab0CTh, OBICTPAst YTOMJIIEMOCTH, MHOT/AA
rUIoTpodusi).
® [Ipu paHHeMm gebroTe 3a001€BaHUSA ero Xo Oosiee
3710KayecTBeHHBIH. Tak, mpu ge6iote MELAS 1o 20 et
JIETATbHOCTh COCTaBJIsIeT 30%.
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-OCHOBHbIE aMnarHo
KpUTEPUN:

HeIllepeHOCHUMOCTDh GU3NYEeCKHUX HAT'PY30K;
Ha4yaJs1o0 3a00JIeBaHMs 10 40 jeT (Jale 0 20 JIeT);
WHCY/IBTOTIOANOHBIE SITU30/bI;

CYyZOpOTy;

'pBaHbIe" KpacHbIe BOJIOKHA B OMOIITAaTaX CKeJIeTHBIX
MBIIIIII;

@® J1aKTaT-aluao3;

® nporpeccupympolias JeMeH s,
® MuonaTuyeckKuu CUHIPOM;

® HU3KOPOC/IOCTH;

® ryxora.
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OVNarHoCTUYECKNE KPUTEPUN:

® xasnpuMpUKanysa 6a3aabHBIX TAHIJINEB IIPU
koMrboTepHOIT ToMorpaduu (KT) vau MarHuTHO -
pe3oHaHcHOM ToMmorpaduu (MPT) roioBHOro Mo3ra;

aTaAKCHSI;
KOMaTO3HbIe COCTOSTHUSI;

aTpodust 3pUTETHHBIX HEPBOB;

MUTMEHTHbBINA PeTUHMT;

cuaapom Bonbda - [lapkutHcona - Yaiira;
cepaeyHasi HeJOCTAaTOYHOCTb;
IIporpeccUpyronias Hapy>kHast 0pTaIbMOTIIETHS;
HapyllIeHHe TPOBOAUMOCTHU CEPALIQ;

caxapHbIi Araler.
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nccnenoBaHUNA:

XapaKTepHbIM TMPHU3HAKOM 3a00/IeBaHMSI SIB/ISIETCSI BBISIBIEHHE
JIAKTATAllMI03a B KPOBH U CIIMHHOMO3TOBOM JKHUAKOCTH. Y
TTOJIOBUHBI OOJIbHBIX B TUKBOPE BbISIBJISIETCS TTOBBIIIEHHE YPOBHS
JIAKTaTa U OeJIKa.

Bonpuioe 3HaueHWe wuMeeT HccAeJOBaHUue @epMeHTOB

AbIXaTe/JIbHOW IIeIly, 4Yallle BBbISIBIASIOTCS W3MEeHEeHHsS B
AKTUBHOCTH pepMEeHTOB KoMIieKkca I.

® OKI: MOTYT BBISIBJIAITHCS HapylLIeHUs cepze4YHoOun
TPpOBOANMOCTHU, CHHAPOM Bonbda-Tlapkurcona-Yaiita.

® KT romoBHOro mMo3ra: 30HbI HHPAPKTOB Hallle B reMucdepsi,
peXke B MO3)XeuKe, 0a3aTbHBIX TAaHITHSIX. MoXeT HaOmIogaThCs

Ka/1IbIITMHaII A 0a3a/IbHBIX I'aHIJINEB, anO(l)I/IH KOPbI I'OJIOBHOT'O
MO3ra.

® llepeGpanbHas anruorpadus: yBeMyeHHe Kaimbpa CoCyoB
(apTepuii, BeH, KallW/ISIPOB).




—_—__ -
MPT ronoBHoro-mo3ra 0oJTbHOU A., etHeHH paXKeHusA. a, 6 — 1e He=CrIMMeTpUNYHbIe

#TTOBbILUEHHON MHTEHCUBHOCTU CUrHana B NPOEKUUn TEMEHHE SITer OOOMUX NonyLwapun. B, I — 2e

. wuccneposaHue: B NPOEKLMW BUCOYHOM M TEMEHHOW [onein npasoro nosylapusi oTMevyaeTcsl paclumpeHue
30HbI M3MEHEHHOro MP CUrHana.

B neBoM nonywapuu B NpoeKLMn TeMeHHOWU A0 N pa3Mepbl NaTONOrM4YeCKoro ovyara 3aMeTHO YMEHbLUUIIUCD.
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! qaCTUYHbLIM

_——pacnpocTpaHeHeM Ha TEMEHHYIO [IOMN0 onpeaensercs ovar cnabo MoHKEHHON
NNIOTHOCTKM (CcTpenka). B obonx nonywapusax B 06nactu NEHTUKYNAPHbIX aaep u
3puTenbHbIX  ByrpoB  onpedenstoTca  o4yar  MOBbIWEHHOW  MNOTHOCTU
(Kanbumngukarbl).




—VlccnepoBaHne uepebpanbHon nepdysmn metogom OPIKT y GonbHOM A. a-B — uccregoBaHue
12.11.2003 r. — 30Ha HWU3KOW nepdy3nmn (CMHUA WU 3eneHbIn LBeTa) B BMCOYHOM obnactu npaBoro
nonywapus (a) u BbICOKOM Nepdy3nm (KpacHbIN LIBET) B 3aTbISTOMHbIX A4oNsAX (6) n BUCOYHOW ore NeBoro
nonywapus (B). r—e —nccnegosaHne 18.02.2004 r. — CHUXeHWe nepdysunn B JIeBOM BUCOYHOW Aosie (€) no

CpaBHEHWIO C NPeablayLLUM UCCIeaoBaHNEM.
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JleyeHne

® CumnromMaruyeckoe.

® /lns KOppeKInyu OMOXUMHUYECKHX Ae(PEKTOB HCIONb3YeTCsI KOIH3UM
Q10 (80 - 300 mr / cyr), Butamuubl Ki, K3 - ¢unroxunon (25 mr /
CYTKH) U MeHaauoH ([0 75 Mr / cyT), sHTapHast KucaoTa (1o 6 mr /
cyt), Butamud C (2-4 r / cyr) u gpyrue Butamuubl (prbodaBuH,
TUAMUWH, HUKOTUHAMMU). |

® li3BecTHO, YTO KOBH

QU3NOIOTUYECKUX  YCIOBHSX
IIePEHOCUT BJIEKTPOHBI oB I u Il x xommnekcy Il mn
COZeUCTBYeT TEeM CaMbIM _ WA JbIXaTe/JIbHOU Leny,
YMEHBIIEHWIO YPOBHSI JIaKTaTa W& ImpyBara. Butamumubel K1 n K3,
OY€BU/IHO, CTIOCOOHBI BHIIOAHATH QYHKIWMIO TPAaHCHOPTa 3JIeKTPOHOB
Ha ypoBHe | u Il xommnekcoB. SlHTapHasi KWcaOTa OOecreynBaeT
nepenayvy 3/ieKTpoHOB I kommiekca. Butamuu C paccMaTpuBaeTcst Kak
NOHOD D39JIeKTpOHOB [V KoOMIIekca, @ TakKkKe KaK BaKHBIU
AHTHUOKCUAAHT. KpoMe acKOpOMHOBOM KHCJIOTHI, TSI IPEAYTIPEXIEeHUS
KACJIOPOAHO - PALUKAJIBHOTO TOBPEXIEHUSI MWUTOXOHJPHUATbHBIX
MeMOpaH Ha3Ha4vaeTcss BuTaMuH E (300 - 500 Mr / cyTKH).



JleyeHune

C wenpro crumynsiguu cuHTe3da AT® npepjaraeTcsi HCIOAb30BATh
naed0eHoH (9o - 180 Mr / CyT), KOTOpbIM 00/Iafia€T CBOMCTBOM
YCHJINBATh DHEPreTUYeCKHU MeTabo/TM3M B MO3TOBOM TKAHH.

BBenmenue ButamuuoB prbodaBrHa (100 Mr / CyTKH) M1 HUKOTHHAMU/IA
(o 1 v / cyr) - mnpenuiecTBEHHUKOB KosH3uMoB HAJl u DA/,
MPUHUMAIOIINX AaKTUBHOE Y4 B OKMC/IUTEbHBIX MPOLieccax, TaKKe
CITIOCOOCTBYIOT Y/TyqIIEHHIO DH YeCKOU MPOAYKIIUY MUTOXOHPUN.

B cBA3M CcO BTOPUYHBIM nepuuToM, OOBHBIM
Ha3HA4aloT L-KapHUTUH (fp’l

C Le/nbl0 CHWKEHUS yPOBHs JidkFaTa B KPOBH M CITMHHO-MO3TOBOM
KUKOCTHU UCHOIB3YeTCs AUXIopalieTaTa HaTpys (25-100 MKT / KT).

C mMOMOIIbI0 JIAOOPATOPHBIX TECTOB HYXXHO MPOBEPUTH BO3MOYKHBIE
HapyuleHus: (QYHKIWH < DHAOKPUHHOUW CHCTeMbl (CaxapHbI aHabeT,
TMIIONIAPAaTUPEO3) M CEePAEYHO-COCYAUCTON cuctembl (Omokaza). Ilpu
BBISIBJIEHUH HAPYIIEHU MPOBOJUTCSA X MeJUKAMEHTO3Hast KOPPEKIIHS.




[lporHo
3

Jl st YKU3HU
BBI3JOPOB/I€HUS

HeO/IarOMpPUSITHBIMH.

*JleueHue
He0CTAaTOYHO
3¢ deKTUBHO.




Hnadopeps bHbIW
NalHC ’\
A 3 ‘\\
) pua. Ixe 3&16OJIeBaHI/IH (Cunapom
M Jles (HO,ZLOCTpaH
)), caxapHbIH
ble OJIOKAJbI,

.Zl

CI/LH.IL nepuumT

3(s T[ ;:;Hog BBI3bIBAET

UPOBKY CHHApPOMA AS ¢ TakuMU

eCKUM c])opMa. ,AKEl b1 KepHca -







