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I'Y «KpbiMckui roc HHBIM MeIUIITMHCKHUU
YHUBEPC €BCKOTO»

Kadeapa nen HPEKITMOHHBIX

LAS

a MoruneBckas A.A.

Beimmosauia CTYAEHTK



® (aurn. Mitochondrial

encephalomyopathy, lactic acidosis,
and stroke-like episodes —
«MUTOXOHpHATbHAS

sHUedaOMHONIaTHSI, JTAKTATALMZO3,
HWHCY/IBTOIIOIOOHBIE  DITU30/bI») —
porpeccupymollee
HelpojiereHepaTHBHOEe 3a00jieBaHMe,
XapaKTepHU3yollleecsi MPOSIBIEHUSIMH,
NEepPeYHC/IeHHBIMU B HAa3BaHWUHU, W
COTIPOBOXKAAETCSI nomMopdHO
CUMIITOMAaTUKOM  —  OuabeTom,
CyIOpOTaMH,  CHIDKEHHEM  C/IyXa,
cepAeIHbIMU 3a00/1eBaHUSIMH,

HU3KAM pocToM,
SH/IOKPUHOMNATUSIMH,
HelepeHOCHMOCThIO dusmyecKux
Harpys3oK

HeUPOIICUXUATPUYECKUMU
OTKJIOHEHUSIMU.



Cuagpom  MELAS  Brnepseblie
BbIJle/IeH B  HO30JIOTHYEeCKH
caMocTosiTeIbHYI0  ¢dopmy  S.
Pavlakis 1 coaBT. B 1984 ..

OmHako eCTh OCHOBAHHSI
MpeIo/araTh, YTo 3a00/1eBaHUe
ObJIO ONMWCAHO paHbIle IO
Ha3BaHHUEM "ceMeliHas
MOTUOAUCTPOPHSI,
MHTOXOHAPUA/TbHAs MUOIATHS,
JIAKTALIUIEMHUS .

K 1994 r1. B jureparype
onyOJIMKOBAHO 110 HaOII0IeHUI
cuaapoma MELAS.

ID-MOfIENL MMTOXOHOPHH

“ MDY/ /W ww.gcarlson.com
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PacnpocTpaHeHHOCTb

® B 3aBHCHMMOCTH OT MTOMY/ISAIIMY YaCTOTa KOJIeOIeTCs OT
10,2 Ha 100000 [0 16,3 Ha 100000 B3POCIOTrO
HaceleHus.




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 : '







3d UCKJIIOYEHHUEM HOB
BO3HHNKJ/IN B CEMbE.
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'HacrnefoBaHus

® Yawe cungpom Hacneﬁr
MYTall1i, KOTOpbIe BlepBbIe

Csl IO MAaTePUHCKOM JIMHUH,



aTomopdonor Kne

N3IMEHEHUA

XapakTepHbIM maToMopdomornyeckuMm npusHakoMm cuHApoMa MELAS, kak u
psifia IPYTrUX MUTOXOHIPHANIBHBIX 3HIedanomuonaTuii (cuuapomoB KepHca -
Ceitp, MERRF u 1p.), sinsitorcst "pBanbie” KpacHbie BooKHa (RRF), kotopsie
MPOSIB/ISIIOTCS. B MBIIIEYHOM TKAaHU TIPU  MOAUQPUIIMPOBAHHOM OKpAaCKe
TpuxpomMoM 10 lomopu. OHm sBASIIOTCST MOPQPONTOTHYECKUM CyOCcTpaToM
noBpexzaenuss mutoxoHgpuanpHort JHK u  ob6pasyworcs  BcieacTBue
nponrdepaniy aHOMaTbHBIX MUTOXOHIPHU.

KpacHble "pBaHbIe” BOJIOKHA SIBJISIIOTCSI C/IEICTBHEM MYTAIW, MOBPEXAAIOIINX
reHbl TPAHCIIOPTHOM PHK 5 IIPUBOJAT K HAaPYLIEHUIO
BHYTPUMHTOXOH/IPHUAIBHOTO CUHTe3a OeslKa.

[TokazaHo, 4TO Takve MOPPOTOTUIYECKHE XapPaKTEePUCTUKH MBIIIEYHONW TKAaHU,
KaK HaJIMuMe COCYAOB C BBICOKOW AKTHMBHOCTBIO CYKLMHATAETrHUApPOreHa3bl U
3HAYUTEJIbHOE KOJIUYEeCTBO LIMTOXPOM C-OKCHUZA30MO3UTUBHUX MBILIEYHBIX
BOJIOKOH, SIB/IIETCSI XapaKTepHOU ocobeHHOCTHI0O cuHapoMa MELAS, kotopsie
O3BOJISIOT ArdPpepeHITpoBaTh ero ot cuHapomMoB KepHca-Ceiip u MERRF.

OpHo#l U3 HacnmeuMPUYHUIINX TMPU3HAKOB MOBPEXAEHHUS MO3TA MPU JAHHOU
00J1e3HU SIB/ISIETCSI HATUYHE CTaPhIX M HOBBIX 09aroB MH(MAPKTOB.







KnnHn4yeckaa KkapTuHa

® [lepBble MpH3HAKU 4Yallle IOSBJSIOTCA B BO3pacTe 6-10
JIeT, XOTS BO3MOXHbBI KaK Oojlee paHHee HAYAJIO
3a0osieBaHuA (10 2 JjieT), TaK U 6ojiee MO3THUM (21-40 s1eT).
Ilo T1osiBIeHMsT TepBbIX IIPU3HAKOB  3a00J/ieBaHMS
OOIBIITMHCTBO OOJIBHBIX Pa3BUBAETCS HOPMATHHO.

® HayanpHble KIMHUYECKHE IPOABJIEHUS: CYLOPOTIH,
peluAVBUPYIOIIE TOJOBHbIE 0O0OJIM, PBOTAa, AHOPEKCHSI,
HeTIepeHOCUMOCTh (PU3UIECKON HATPY3KH, MCUXHUUYECKUE
HapyllleHWs, HEeBPOJIOTUYEeCKHEe CUMIITOMBI (mapessl,
aTaKCHs U P.).



KnnHn4yeckasa KapTuHa

Henepenocumocts ¢puandecknx HaArpy3ok, mocjie
KOTOPBIX  yXy[LIaeTCcsi  CaMOYYBCTBHE,  MOSIBJISIETCS
MBbIIIIeYHast CTa00CTh, MHOT/IA MUAJITHH.

NHcynpTOMOZ00HBIE 3305l TIPOSIBJIAIOTCS
pPeUAUBUPYIOIIMMH  TIPUCTYNIAMU  TOJIOBHOW 0oy,
TOJIOBOKPY)KE€HVEM, pa3BUTHEM O04YaroBou

HEBPOJIOTUYECKOM CHUMIITOMATUKHK (Mapespl, Iapajiuyu
KOHEYHOCTEM, YepeITHbIX HEPBOB), KOMAaTO3HOE COCTOSIHHE.

Cymoporu mnipu cunapome MELAS odeHb BapuaOenbHBI-
$OKa/bHbIE MAPOKCHU3MbI, TeHepaJIM30BaHHbIE TOHHKO-
KJIOHUYeCKue, MHOKJIOHUH. Cynoporu MaJio
YyBCTBUTE/IbHBI K MPOTUBOCYAOPOXXHBIX TePATIHH.



KnnHn4yeckaa KkapTuHa

® /lemeHnuss, OOBIYHO, pa3BUBaeTCsI BMeCTe C
porpeccrupoBaHreM 3a00JIeBaHUSI, HO OTHOCHUTE/THLHO
peIKO OHa BBICTYHAeT B PoOJHM MAHHUPECTHOTO
CUMIITOMA.

® Muonaru4eckKuil CHMIITOMOKOMILIEKC (MbIllIeyHas
c1ab0CTh, OBICTPAsT YTOMJ/ISIEMOCTD, HHOT/IA
rTUIOTPousI).

® [Ipu parHeM ne6r0Te 3a001€BaHMS ero X0 Oosee
3710KavecTBeHHbIN. Tak, mpu nedrore MELAS 10 20 et
JIETATbHOCTH COCTaBJIsIeT 30%.



CHOBHbIe OnarHo
KpUTEPUN:

HeTllepeHOCUMOCTh GU3UUECKUX HATPY30K;

Ha4daJio 3a00/1eBaHus [0 40 JjieT (Jalie 10 20 JIeT);
WHCY/IFTONIOAOHbBIE DTTU30bI;

CYZIOPOTH;

"pBaHbIe" KpacHbIe BOJIOKHA B OMONTaTaX CKeIeTHBIX
MBIIIIII;

JIAaKTaT-aliu03;
[IporpeccupyroLas JeMeHIs;
MUOTIATUYeCKUN CUHAPOM;
HU3KOPOCJIOCTb;

[JIyXOTa.



[lononHUTEnb
ONarHOCTUYECKNE KPUTEPUMN:

KablMpUKaLMsl 0a3a/IbHBIX TAHI/IMEB MPH
KoMrboTepHO# ToMmorpaduu (KT) vim MarHuTHO -
pe3oHaHcHo# Tomorpaduu (MPT) roioBHOro M0o3ra;

aTAKCHSI,;

KOMaTO3HbIe COCTOSTHUS;

aTpodusi 3pUTe/bHBIX HEPBOB,;

MUTMEHTHBIA PETUHUT;

cuagpom Bonbda - [lapkurcona - Yaiira;
cepeyHasi HeJJOCTaTOYHOCTb;
MporpeccUpylollasi HapyXXHas OPTaTbMOIUIET U
HapylIeHUe TPOBOAUMOCTHU CEPAIIA;

CaxapHBIN AraberT.



HaHHbIE JTa0OPaTOPHbIX N _—
doyHKLMOHArb
nccnenoBaHUNA:

® XapakTepHbIM MPU3HAKOM 3a00JIeBaHUS SIB/ISIETCSI BBISIBIEHHE
JIAKTATallM/I03da B KPOBH U CIIMHHOMO3IOBOM JKHUIKOCTH. Y
MIOJIOBUHBI OOJIBHBIX B IMKBOPE BbISIB/ISIETCS MOBBILIEHE YPOBHS
JIaKTaTa U OesKa.

® bosnbiioe 3HaYeHWEe WUMeeT wUCCAeZOoBaHue @epMeHTOB
ABIXaTe/JAbHOM IIeNM, 4Yallle BbIABISAIOTCA WU3MEHEHHS B
AKTUBHOCTU pepMeHTOB KoMmriiekca I.

® DOKIT: MOTYT  BBISIBISTHCS HapylLIeHUs cepieyHou
IPOBOAMMOCTH, cuHIpoM Bonbda-Ilapkuacona-YatiTa.

® KT romoBHOro mo3ra: 30HbI HHPAPKTOB Hallle B reMucdepsl,
peXke B MO3)Ke4yKe, 0a3a/IbHBIX TaHITHSIX. Mo)XeT HaO/MIoAaThCs

Ka/IbIIMHAIIHA 06a3a/IbHBIX I'aHIJINEB, anO(l)I/IH KOPbI I'OJIOBHOT'O
MO3ra.

® llepeGpanbHas aHruorpadms: yBeandeHne Kaanubpa cocyoB
(apTepuii, BeH, KallUISIPOB).




MPT .a—‘vi’- . 06paXeHNs. a, 6 =ilernccneaoBalmNe: CUMMETPUYHbIE

I NOBbLILWEHHON MHTEHCMBHOCTU CUrHarna B NPOEKUUM TeMeHHbIX OONEN oboux nonywapun. B, r — 2e

~— uccnepoBaHue: B npoeKuun BUCOYHON U TEMEHHOMN AO0SIeN NPaBOro Nonylapusa oTMeYaeTcsl pacluMpeHne 30HbI
N3MEHEHHOoro MP curHana.

B neBom nonywapuum B npoekKuuun TEeMeHHON OO0 N pa3Mepbl naTosiorn4eckKoro ovyara 3amMmeTHoO YMEeHbLUUIJINCh.
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JacTNYHbIM
-PacnpocTpaHEHNEM Ha TEMEHHYIO [0 onpeaenseTcs ovar cnabo NoHVXeHHOoM
NNIOTHOCTM (CcTpenka). B obonx nonywapusax B 06nactu NEHTUKYNAPHbIX aaep u
3puTenbHbIX  ByrpoB  onpedenstoTca  o4var  MOBbIWEHHOW  MNOTHOCTU
(kanbuudumkaThbl).




= ccnepoBaHue LepebpansHon nepdysun metogqom ODIKT y GonbHoM A. a—B — uccregosaHue
12.11.2003 r. — 30Ha HU3KOM nepdy3mm (CUHMN U 3efeHbl LBeTa) B BUCOYHOM 0Onactu npasoro
nonyLwapus (a) n BbICOKOM nepdy3nn (KpacHbln LBET) B 3aTbINTOYHbLIX A0MSX (6) M BUCOYHOM aone
nesoro nonywapwus (B). r—e —uccnegosaHue 18.02.2004 r. — cHWKeHWe nepdysnmn B 1eBON BUCOYHOW

aone (e) No cpaBHEHUIO C NpeabliayLwmmM uccrnegoBaHUeEM.
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JleyeHue

® CumnromMaTuyeckoe.

® /lna KoppeKiuu OHMOXUMHUYECKHX AePEKTOB HCIIOIb3YeTCs] KODH3UM
Q10 (80 - 300 mr / cyr), Butamuubl Ki, K3 - ¢unnoxunon (25 mr /
CYTKH) M MeHaZuoH (o 75 Mr / cyT), ssHTapHast KucaoTa (g0 6 mr /
cyt), ButamuH C (2-4 r / cyT) U Apyrue BUTaMuHbl (pruOOQIaBUH,
TUAMUH, HUIKOTUHAMM,).

® l3BecTHO, YTO KODHIMUN
IIEPEHOCUT SJIEKTPOHBI O:

"QU3NOJIOTHYECKUX YCJIOBUSX
; oB I u Il x xommnekcy III un
COOEUCTBYeT TeM CaMbIM 1 WU JbIXaTeJbHOM IIeIu,
YMEHBUIEHWIO YPOBHSI JIaKTaTa & mmpyBard. Buramuubel Ki n K3,
OYEeBU/THO, CITOCOOHBI BBITIOAHATh QYHKIIUIO TPAHCHOPTA 3/IEKTPOHOB
Ha ypoBHe | u Il xommiekcoB. SlHTapHas KuUC/IOTa oOecredyrBaeT
nepegady s1eKTpoHOB Il kommnekca. Butamun C paccmaTtpuBaeTcst
KaK OOHOP 37eKTPOHOB IV KoMmJiekca, a TakKXe€ KaK Ba)XHbBIU
AHTUOKCUJAHT. Kpome ACKOPOUHOBOM KWCJIOTHI, 198
NpeaynpexXJeHUus KUCJIOPOAHO - PaJUKAJIBHOIO IIOBPEXAEHUs
MI/ITOX)OH,ZLPI/IaJIbeIX MeMOpaH Ha3Ha4vaeTcst BuTaMuH E (300 - 500 mr /
CYTKH).



JleyeHune

C wenpro cTumynsuuu cuHTe3da AT mipeasaraeTcsi MCIOIb30BATh
naedeHoH (9o - 180 Mr / cyr), KOTOpbIM 0OjaZaeT CBOMCTBOM
YCHJIMBATh JHEPreTU4IeCKHU MeTab0IM3M B MO3TOBOM TKAHH.

BBenmenure BuTaMuHOB prbodiaBrHa (100 MT / CYTKH) M HUKOTHHAMM/A
(o 1 r / cyr) - mnpexuiecTBeHHHMKOB KosH3umMoB HAJl u PA]I,
MIPUHUMAOIIMX AKTUBHOE YYaCTHEB OKHUC/IMTETHHBIX ITPOLIeccax, TaKkKe
CITIOCOOCTBYIOT ynquequ‘ﬁﬁHanquKoﬁ IIPOAYKIINU
MUTOXOHIPUH. v S
B cBsi3m co BTOpPUYHBING %I/IM nepuITOM, OOJBHBIM
HasHavaioT L-kapHuTUH (O 1 CYTKH).

C wmenpl0 CHWKEHUS YPOBHS JaKTaTa B KPOBW W CIIWMHHO-MO3rOBOM
YKAIKOCTH MCTIOAB3YeTCS AUXIOpalieTaTa HaTpHs (25-100 MKT / KT').

C momoIIb0 IaGOPaTOPHBIX TECTOB HY)XHO IPOBEPUTH BO3MO)KHbBIE
HapyumeHuss (QYHKIUN SHAOKPUHHOM cHCTeMbl (caxapHbiii auaber,
TMITONAPATHPEO3) M CEPAEYHO-COCYAMCTOM cucTeMbl (0/0kaza). [pwu
BBISIB/IEHUH HapPYLIIeHUH IPOBOIUTCS UX MeTMKAaMEHTO3Hast KOPPEKIIHSL.

L



[lporHo
3

Jlis1 YKU3HU nu
BBI3ZJOPOBJ/IEHHUSI
HeO/IaroNpPUSITHBIMH.

Jleuenue
HeIOCTATOYHO
5P PEeKTHBHO.
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Jles (HO,ZLOCTpaH
)), caxapHbIi
ble  OJIOKAJbI,

, AeuImT

bI€

WPOBKY CF
eCKUM c])opMa .

BbI3bIBaeT
S ¢ Takumm

4- TH
1 OM(?




gaodapfo
HUMaHUh




