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CUHOPOM MELAS Y PEBEHKA OECATU NET
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OrAOY BO «[epBbit MockoBckuii rocyaapCTBEHHbIN
MeauUMHCKuA yHuBepeuteT nmenn .M. CeueHoBa»
MwuH3gpasa Poccum (CeueHoBckuii yHuBepeuTeT), Mocksa,
Poccus

Kntouesble criosa: demu; MumoxoHApuasibHbie 60Me3HU;
cuHOpom MELAS; kuwedyHasi uHgheKuusi; uwemuyeckull
UHCYrbm

Axmyanvnocmo. Cunnpom MELAS (MUTOXOHIpUAIbHAS 9H-
1ehaJoMHOMaTHS C JIAKTAT-aliI030M U HHCYIIBTOONOOHBIMH TIPHU-
CTYIIaMH) OTHOCHUTCS K PEAKUM MUTOXOHIPHAIBEHBIM OOJIE3HSIM C
BBIPAXXEHHBIMU KJIMHUYECKIMHU U TeHETHUECKUMH OCOOCHHOCTSI-
mu. CaMoii pacripocTpaH€HHOI siBnsieTcst MyTaius B rene MT-TL1.
Yacrotra BcTpeyaemoctu coctapiser 1 : 15 000. XapakrepHo paH-
Hee HavaJlo M IPOrpeIMeHTHOE TedeHHe. Bexymumu HeBpomoru-
YeCKAMH CUMITTOMAMH SIBIISIFOTCS. HEIEPEHOCHMOCTD (PU3UUECKHX
Harpy3oK, MbIIIeuHast cabocTh, CHIKEHHE MBIIIEYHOTO TOHYCA,
CYIOPOTH, MOIKEUKOBBIH CHHAPOM. 3HAYMMBIMHU HaTOMOPQOIIo-
TMYECKUMH IIPU3HAKaMU CHHJPOMA IIPpU OMOICHU MBI 0OJIb-
HBIX SBIIIOTCSI aHOMAJIBHBIE CKOIJICHHS] MUTOXOHJIPHI U pBaHbIC
KpacHBIC BOJIOKHA.

Onucanue kaunuyecxozo cayuas. Ilanuent C. B Bo3zpacte
10 met moctynuna B otaeneHue ncuxonesponorun HMUL] 3mo-
POBBS JICTEH C kao0aMH Ha MBILICUYHYIO CJIa0OCTh, HapyIlIe-
HHUs 3pCHUS, TaPOKCU3MBbI TOHUYCCKOI'O HANPSXKCHUSA, CHUXKE-
HUE NaMATU, HU3KYI0 Maccy Tena. Pe6éHok or 1-ii OepemeH-
HOCTH C YIpO30i NpepBIBaHHS, OT NPEkKAEBPEMEHHBIX POJOB
(32-s Henens) myTéM KecapeBa cedenus. [lpu poxaeHnn Macca
tena 1500 1, nnmuna Tena 47 cm. BeckapMminBaHue HCKyCCTBEH-
HOe ¢ poxJeHus. B Bo3pacte 5 Mec peGEHKY OblLTa MpoBeacHA
IJIACTHKA 1e()EKTOB MEXIKEITYIOUKOBON U MEXIIPECEepIHOI me-
peropogok. AHaMHe3 Oosie3HU: 00JIEH ¢ POXKIEHUs, 3aJepxKKa
MOTOPHOTO U (pU3UIecKoro pa3BuTHs. COCTOAT Ha yuéTe y He-
BPOJIOTa C IEPUHATAIBFHBIM HIIEMHYECKH-THITOKCUIECKIM I10-
paxeHneM TOJIOBHOTO Mo3ra. B oTnenennn y 60716HOTO BBISBIIE-
Ha XapakTepHas Ay cuHapoma myTtauus rena M7-TL 1, mocTtas-
JIeH Ha AucnaHcepHbldl yuér ¢ quarnozom: Cunapom MELAS.
Ha3znaueHns! 6a3ucHasi IPOTUBOCYAOPOXKHAs Tepanusi, MeTabo-
nudeckue npenaparsl. Ha 13-if neHs rocniuranu3anuu y 60Jb-
HOTO TOSIBUIIMCH PBOTA, )KUIKUH CTYIN, THIIEPTEPMUS, B CBSI3H
¢ yeM ObUT ohopmIIeH mepeBo] B HHPEKIIHOHHOE OTACIICHHE
JT'KB Ne 9 um. I''H. Cniepanckoro. Ha ¢oHe pa3BuBLieiics Ku-
Ie4YHOH MHGpeKIuN y peOEHKa MOIBIINCH JKaT00b! Ha TOJIOB-
HyI0 001b U HapyleHus 3peHus. [Ipu KoMIbIOTEpPHOH TOMOTpa-
(huu TOTOBHOTO MO3Ta BBISIBICHBI 3HAYMMbIC MPU3HAKH HIIIC-
MUYECKUX U3MEHEHHH B KOPTHKO-CYOKOPTHKAIBHBIX OTAENaX
3aTBhUIOYHOM J0JIM TOJIOBHOTO Mo3ra. B kpoBu — nakraranu-
1103. PeOEHOK SKCTPEHHO nepeBeEH B MPOQPHUIBHOE OTACICHUE
JJIg JICHCHUSA NIIEMUYCCKOI'O UHCYJIbTA.

3akniouenue. Y NpeaCcTaBICHHOTO OOJIBHOIO UIIEMUYECKUI
MHCYJIBT HHAYIUPOBAaH OCTPOM KUIEYHOW HH(peKIueid Ha GoHe
MPOBOJMMOH TEpPAITUH, YTO YKa3bIBaeT HA MPOrPECCUPYIOIIEe Te-
yenue cuaapoma MELAS. D10 He00XOMUMO YUHUTHIBATH MIPHU OTIPEe-
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JieNIeHUH 00bEMa JiedeHHs 1 TPOPHIIAKTHKY HIIEMUIECKUX Hapy-
mennit y nereit c MELAS-cuaapomom.

k %k %k



