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MOJO0CTPASl HEKPOTU3UPYIOIIASA SHIE®PAIOMUEIONATHUSA - CHAHAPOM JIESL.
CJIOKHBIN KJIMHUYECKUM C/IYYAN

MumoxoHdpuaabHble 3a601€8aHUSI — CAOHCHASI 2eMepPO2eHHAst 2pynna HAac/s1edCcmeeHHblX 3a60/1e8aHUll U Namo/102u4ecKux
cocmosiHull, 06yc/n08/eHHble HAapyWeHUsIMU cmpykmypbul, (GYHKYuu MUumoxoHOpull u mkaHeeozo OblxaHus. B cessu c
NOAUOP2AHHLIM NOPAXdCEHUeM, y4acmuem HepsHOolU U MbluevyHolU mKaHu, mpyodHocmbl JuazHOCMuku U 0CO6eHHOCMmAMU
JledeHuUs1 8bl0easIom UX KaK CaMblMU 8axCHbIMU pa3desamu e demckoll Hesposozuu. B danHoll cmambe paccmampusaemcsi
KAUHUYecKoe HabaodeHue nayueHma, y Komopozo He UCKAYAemcs MUmoxoHopuanbHoe 3a60.1e8aHue, a UMEHHO cuHopom Jlu.
OmmeyeHbl HAYA/bHblE NPOSBAEHUSI 060/€3HU, d MAK XCe pe3y/Abmambel KAUHUKO-1a60paAmMOpPHbIX U UHCMPYMEHMAAbHbIX
daHHbIx. [eHemuyecKoe uccs1edo8aHue He npo8oodu10Ch.

Knwouyessie cnos8a: mumoxoHdpuanvHble 3a601e8aHuUs, nodocmpas Hekpomusupylowas sHyedasomuesonamusi, cuHopom Jles,
HapyweHust 0bMeHa.

Cunapom Jlea (CJI) waM mnojocTpas HEKpOTH3Wpylolias 3Hueda/loMuesonaTUss - pejKoe IpPOrpeccupymrolee
3a60JleBaHMe LEHTPa/JbHON HEPBHOM CHUCTeMBI, IPOSABJIAKOLIEECS B paHHEM JeTCKOM BO3pacTe M XapaKTepu3upylolleecs
CUMIITOMaMM [OPaXKEHUsl Ceporo BellecTBa TroJIOBHOro Mo3sra.[l] PacnpocTpaHeHHOCTb NPU POXKJAEHHUH COCTaBJSIET
npumepHo 1: 36 000 cayyaes [3]. Cungpowm Jles (JIu, Leigh) siBisieTcss reHeTUYECKH reTepOTeHHBIM 3a60JIeBaHUEM: K €ro
BO3HMKHOBEHHIO NPUBOJAT MyTalMd B reHaX, KOAUPYIOLIHUX 6eJKHM 3HepreTHYeckoro ob6MeHa, B TOM 4HC/Ie OesIKH
kommiekcoB [, II, I11, IV, V gpixaTesbHOMU 1jeMW MUTOXOH/PUH, KOTOPbIE YYaCTBYIOT B OKUCIUTEIbHOM GOCHOpPUINPOBAHUH U
reHepanuu AT®, a Takke KOMIOHEHTOB KOMILJIEKCA NMUPYBaT JAeTHJporeHasbl. ITOT CUHAPOM MOXKeT Hac/Jef0BaTbCs MO
ayTOCOMHO-peluccuBHOMY TUIY[6]. CuHApPOM OblL1 OTKpBLIT JleHrcoM Jlu, KoTopblil B 1951roay omucan ¥ Ha3BaJ AaHHOe
3a6oJsieBaHHe MHOAHTUJIBHOU MOJOCTPON HEKPOTHYeCKOU aHIedasonaTreii[10]. AHAIU3 JAaHHBIX JIUTEPATYP HOKA3bIBAET,
YyTO Je6IT  3ab6o0/ieBaHUS MNPUXOAUTCA HA pPaHHUHA JETCKUM BO3pacT M XapaKTepHU3yeTcs MPOrpecCUpYOIINMHU
HEBPOJIOTHYECKUMHU PacCTPOHCTBaMM (MblllleyHasi TUIIOTOHUS C yTPAaTON paHee NPUOGPETEHHBIX ICUXOMOTOPHBIX HaBbIKOB,
CyZlOpoTM B BHJE MHOKJOHHUN, pPACTPOMCTBA MO3KEUKOBOW U IKCTPANUPAMUAHON CHUCTEM), JAKTAT-alU/l030M U
XapaKTepPHbIMM HeUpOopajuo/JOrH4ecCKUMH U3MEHEHUsSIMHM IIpU MarHUTHO-PEe30HAaHCHOM ToMmorpaduu Tr0JI0BHOTO
mo3ra.[4,7,8]

XapakTepHO MOCTeNeHHOe yXy/lleHHe, HHOT/Aa CIPOBOLIMPOBAHHOE MpeLIeCTBYIOIMM HHTEPKYPPEHTHBIM 3a60/1eBaHUEM;
B ps/ie C/yyaeB JJIMTENbHBINA NEPUO/] CTAOUIBHOCTH MOXET MPUBECTH K omKM604HOMY AuarHo3y /LI, koTopsiil noamaeTcs
KOpPPPEKLIUH, B TO BpeMs Kak yKa3aHHbIA CUHAPOM NPUBOJUT K AalbHelel perpeccun[5].

Hayaso 3a6oJieBaHUSI MPUXOAUTCS Ha NepBble TOJbl XKU3HH, pexe AeOIT MPOUCXOAUT B IOJPCTKOBBIM nepuon.[2] B
GOJIBIIMHCTBE C/y4yaeB HEBPOJIOTMYECKHE PACCTPOHCTBA MOSABJSAIOTCA IOCTENEHHO, B pPeJKUX caydasx - ocTpo. [lpu
MaHUdecTallud Ha NEpPBOM TOJy >KM3HM MPOUCXOAUT yTpaTa paHee INPHUOOPETEHHBIX ICUXOMOTOPHBIX HAaBBIKOB,
pa3BuBaeTcsa Auddy3Has MbllIeyHass TUIOTOHHS, NOSAB/ISAIOTCA HapylleHUs: BCKapMJIMBaHUA (CJ1a60CTh COCaHMs], OTKa3 OT
e/lbl, HeOoO'bSCHUMble DBOThI), MOBbIIIEHHass BO36YJAMMOCTb WJM COHJHBOCTb, SIWJIENTUYECKHE CYAOpOrTH,
NpernMylLIeCTBEHHO MUOKJIOHUYECKOT0 XapakTepa. [Ipu Havyasie 3a60s1eBaHUs HA 2-0M ToJy >KM3HU BeJyLIUMH CUHAPOMaMHU
SIBJIIIOTCSL  3a/lepXKKa MOTOPHOTO pPa3BUTHS, MO3XKeUKOBble pACcCTPOWCTBA, OOJIbHblE [eTH HAYMHAKOT MOCTeNeHHO
yTpayuBaThb paHee NMpPHOOpeTeHHble HABBIKW. B mociefylomuM NpHcOoeAUHSIETCS TeHepalu30BaHHblE 3MUJIENTHYECKHe
HPUCTYINBI, 4acTO PA3BUBAIOTCS JbIXaTesbHble PAacCTPOMCTBAa (3MM30/bl AaMHO3, OCOGEHHO BO BpeMs HHQEKIHMOHHBIX
3a6oJieBaHUl), HapyXHasi oQTaJbMOIJIErHs, CIOHTAaHHbIM HUcTarM, Oy/abOGapHBI CHHAPOM M 3KCTpanUpaMUHbIE
paccTpoiicTBa B BUZie AUCTOHUHU U XOpeUPOPMHBIX IMIIEPKUHE30B. [6,2]

Ha cerofHAmHUI JeHb 3THOTPOMHOe JedeHHe cHUHApoMa JIM oTcyTcTByeT. [IpoBOAWTCA mNaTOreHeTHYeCKoe U
CUMIITOMaTHYecKoe JiedeHHe. Tepanus oCyllecTB/seTCS S9HEPrOTPONHBIMU penapaTaMH, K KOTOPbIM OTHOCST: KOPaKTOPbI
3Heproo6MeHa (BUTaMuHbI rpynnel B, PP, L-xkapHuTun), aHTHOKcuzaHThl (BuTaMuHbl CE), BeuecTBa mnepeHocsue
3JIEKTPOHBI (K03H3UM Q, IHTapHas KUca0Ta). [2,9]

B paHHON cTaTbe NPUBOJAUTCA KJIWHHUYECKUH Ccaydall MNallMeHTa >XeHCKOro MoJia, y KOTOpPOM He HCKJOYaeTcs
MUTOXOHApPHaIbHOe 3a60/leBaHHe, @ UMeHHO cuHJpoM JIlu. BosbHas A, mocTynu/a B OT[eJleHHe B Bo3pacTe 5 MecsleB C
’)Kas06aMM Ha 3aJepKKy B PasBUTHHU: TOJIOBY He JEepXKUT, BAJIO COCET, He INlepeBOpayuBaeTcs; C1abOCTb, BSJIOCT,
BbIpaXKeHHasi COHJIMBOCTb C POXKJEHHUS.

W3 aHaMHe3a 3a6osieBaHHMs PeOEHOK COCTOSJI C pOXKAeHHs Ha /| ydyeTe y HeBpoJiora C AHUArHo30M: MOCTTUNOKCHYECKU
nmemudeckoe nopaxeHve I[IHC. C mepBoro Mecsina >KM3HM KaJ00bl Ha CHIDKEHHE MBIIIEYHOTO TOHyca B 06eHx
KOHEYHOCTSIX, CHIDKEeHHe Oo6beMa CIOHTAaHHBIX [JBIDKeHHH. AMOysatopHo npoBoguiack HCI' - mocTrumokcrhyeckue
M3MeHeHHs IapeHXUMbl ['0JIOBHOI'0 Mo3ra. B 3-x MecsayHOM Bo3pacTe aMOysaTopHO noJsydana maccax, JIOK, koprekcus,
3HLedabos. YiaydiieHUH He oTMedasock. [JlaHHAs rocnuTaaM3anus CBsI3aHa ¢ IpoBeZileHUEeM JUarHOCTHUKH U JIeYeHHs.
Pe6GeHOK OT MHOTOKpaTHOU 6epeMeHHOCTH Ha GOHE OTATOIEHHOI0 aKyLIepcKoro aHaMHe3a (a6opThl, BBIKH/BIIN ), aHEMUH,
YIIB B lTpumectpe. Poxabl ¢usmosorndeckue, cpounele. Bec mpu poxzaenun 2842rp, poct 50cM. /[IBykpaTHOe o06GBHUTHE
MyNOBUHEL [[pUBUBKH 110 HHANBUAYAJbHOMY KaJeHAAPIO.

OO BEKTHBHO: NpPU IOCTYIIEHHH B OT/eJieHHe 00llee COCTOSHHe peGeHKa ObLIO TSDKEJOW CTeleHH, 00yCI0BJIeHHOe
BbIpQX€HHOH MBILIEYHON TMITIOTOHHEH, 3a/lIePXKKOM IICHXOMOTOPHOT O Pa3BUTHS.

B HeBpoJsiornyeckoM craTyce: pe6eHOK BSAJIbIH, COHIUBBIN. Co3HaHHE COXPAaHEHO. IMOLMU CHHKEHBI, JIMLIO THITOMUMUYHOE.
['onoc Tuxuit. Ha 3Byku He pearupyet. O611eM0O3roBbIX, MEHUHTeaIbHbIX cMMITOMOB HeT. YMH - doTopeaknus cHuxeHa,
3pUTe/IbHble PeaKI U COXpaHeHbl. YacTUYHBIA NTo3. CIyXoBble peaKLMH CHIKEHBbL. YMepeHHble NMPU3HAKU Oy/1bOapHBIX
HapyuleHUH. B gBuratenpHo# chepe: MbiiedHbIi TOHYC AUPOY3HO CHUKEH BO BCEX KOHEYHOCTSX. AKTUBHBIX JBIKEHUH He



HabuawaaeTcs. CyXO0XUJIbHO-EPUOCTa/lbHble pediiekcbl cHKeHbl, D=S. TosoBy He yJep»KuUBaeT, He CHUAUT, He
nepeBopavyuBaeTcs. Onopa Ha HOTH cj1abas.

B auHaMuke Ha 3-U JileHb FOCNUTANMU3ANUN COCTOSIHUE peGeHKa YXYAIUIO0Ch - HApoc/a BJOCThb, Auddy3Hass MbllIedHass
TUIIOTOHMS, MOSIBUJIUCh HApYyIIEeHHUs [JIbIXaHWs B BHUJE AJUTEJbHOrO0 HNPHUCTyNa amHO3 C OpajuKapJued B CBSI3U C YeM
pebeHok 6bL1 nepeBefieH B OPUT Ha anmapat UBJI. [lapasuiesbHO B aHalM3axX OTMeYasoch HapacTaHUe JlakTaTa o 6.8
MMOJIb/J.  OGBEKTUBHO: COCTOSIHME TsKeJloe, HECTAaOU/IbHOE, CO3HAaHHE COMHOJIEHTHOe. CaMOCTOSITe/JIbHOE [bIXaHUe
MasnioapPeKTUBHOE, BeAETCS pecnupaTopHas MNOAJepKKa B NPUHYAUTENbHOM pexuMme. KopmieHue depes
Ha3oracTpajbHbl 30HA. [J1a3a OTKpbIBaeT, B3I/, He QUKCUPYeT, 3paukKd CUMMeTpUYHble, GOTOpeaKUUsl CHUXKEHA.
['oTaTe/IbHBIN, HEOHBIM U TJIOTOYHBINA pedJieKchbl CHMKeHbl. CIOHTAaHHAsE aKTUBHOCTb OTCYTCTBYET, MBILIEYHBIA TOHYC
CHIDKEH JI0 aTOHUH, CYX0XKUJIbHbIE pedJIeKChl He BbI3bIBAIOTCS.

B AuMHaMHKe COCTOSIHME OCTAaeTCsl HeCTaOWJIbHBIM, TsDKeNbIM. Koma 1-2ctaguu. [loBbllieHUe JakTaTa 1o 8,2 MMoJib/J, €
MpUCOEJUHEHUEM CYyAOPOT MUOKJIOHUYECKOT 0 XapaKTepa.

Pe3ysbpTaThl CTallMOHAPHBIX 06CAE0BAHUMN:

O61eKJIMHUYECKYE aHaIU3bl 6€3 MaTOJI0IUH;

JIlukBoporpaMMa 6e3 MaTOJIOTHY;

F'unepnakraremus (6,8; 4,5; 5,5; 4,4; 8,0)

KT rosioBHOro Mo3ra - MHOXeCTBeHHbIe MeTPUPHUKATHI B CyOKOPTUKANIBHBIX 061acTsaX. ATpodUUYECKH - lereHepaTHUBHbIe
HM3MeHEeHHs BellecTBa IOJIOBHOrO Mo3ra. MUToxoHApasbHas 3Huedasomuonatuss. Ha MPT rosoBHOro mMosra KHCTO3HO-
aTpoduyeckrie U3MeHeHUs GOJIBLINX MOJyIapHUi TOJIOBHOTO MO3Ta.

3T 3HI/IﬂeHTI/[(1)0pMHaH AKTUBHOCTb MNPEUMYILIECTBEHHO MO BHUCOYHBIM OTBE€JAEHHUAM C OTCYTCTBHEM KJIMHHUYECKOTIO
KopeJsuisiTa npuctymna. [py6as 3aiep>kka 6M03/IeKTPUYECKON aKTUBHOCTH F'OJIOBHOT'O MO3Ta.

JHMI: AkconasbHOe mopakeHHe n. tibialis U n. peroneus, asekTpudyeckoe “mosiuanue” IV TuI, CBUAETENbCTBYOIEE 3a
LeHTPa/JbHbIN XapaKTep IOBpPEX/JEHHUs.

IJKT': BoipaxkeHHasa cuHycoBad Taxukapausa. YCC 176-166 B muHyTy. 30C oTKJIOHeHa BIpaso. [loBbllleHa 3/ieKTpUYecKast
AKTHUBHOCTbD KeJIYJO4YKOB. HapymeHbI MponeccChl penogdpusalnui B MUOKap/Je XeJ1y/1I09KOB.

IxoKT: I'unepTpodus 3aHell cTeHKH JieBoro xenygouka, MXKII. CokpatumocTs MuoKap/a JIXK yoBieTBOpHUTeNbHAS.

Ha ocHoBaHuUM kasio6, JaHHBIX aHaMHe3a, OOGBEKTUBHOIO OCMOTPA, PpPe3yJIbTATOB O06CAe/JOBAaHUM ObLIO CAEJaHO
MpeANnoJioKeHHe 0 HAJIMYMU Y pebeHKa MUTOXOH/IPHUATILHOTr0 3a60/1€BaHUs, TPE/IIOJIOKUTENBbHO - CUHPOM Jles. JlaHHBIN
caydad 6bLI ZI0JIOXKEH Ha MEXAYHApOJHOU KOHEpeHIUH IeTCKUX HEBPOJIOTOB. Befynyue sKcrepThl Aav 3aKJKOYEHHE O
HeOo6X0/JUMOCTU NMPOBEJEHUS] TeHEeTUYeCKOr0 aHa/Iu3a JJis MOATBEPXKAeHUs AuarHosa - cuHjapoM Jled. KinHuueckue u
HellpopaZiMosioruyecKre JaHHbIe COOTBETCTBYIOT NMPEAN0JIaraeMoMy JUArHo3y.

B nmaHHOe BpeMs peGeHOK MPOJI0JI0KAeT HAXOJUThCS B CTAallMOHApe, MOyYaeT CHMITOMaTH4YecKoe jiedeHUe. CocTossHUE
CTabUIBHO-TSKEN0e.

BbIBO/bI: /[aHHBIN KJIMHUYECKUH CJIy4al CBUJIETEbCTBYET O BO3MOXKHOM CHUHApPOMe Jles, XapaKTepU3UPYIOLIUICS paHHUM
JIe6I0TOM C MPOrpeccUpyLIUM MOpPaXKeHHEeM HEPBHO-MbBILIEYHOW CHUCTEMbI, TUIepJjaktateMued. /[lyis MOATBepkAeHUs
JluarHo3a HeoOXOJUMbl NMPOBEJEHUE MOJIEKYJSIPHO-TEHETUYECKOTO 00CJeJOBaHUS U KOHCYJIbTallds Bpaya-TeHeTHKa. B
CBsI3M C OTcyTcTBUeM B KasaxcraHe cnenuduyeckoil JlabopaTopuu MO JAUATHOCTHKE HapylleHHs OOGMeHa BeleCTB -
reHeTHYeCKOro UCCIe[J0BaHuUs He GbLJIO0 IPOBeEHO.

JlMarHo3 MUTOXOHAPHATLHBIX 3a60JIeBaHUM SIBJISIETCS OAHUM U3 CaMbIX TPYAHBIX B JIETCKOW HEBPOJIOTUU. PaHHUI 1e6H0T,
nouMopdU3M KJIUHUYECKUX MpPOsIBJEHUH, O6GJUraTHOe IOopaXKeHWe HEePBHOM M MbILUIEYHOH TKaHed MO03BOJSIOT
3aMo/l03pUTh MHUTOXOHAPHUATLHYI0 NaTosoruio. [loATBepXKJeHHbIH [JUarHO3 MO03BOJISIET BBLIIBUTb HOCUTEJST JaHHOM
MaTOJIOTUU B CEMbE U UCMOJIb30BaTh METO/ bl MPEHATANTbHOM JUarHOCTUKU MPU CIeAYI0IUX GepeMeHHOCTSIX.

CTaTbsl MpeJCTaBAseT UHTepeC [Jis MPAKTUKYIOLIEro Bpaya-HeBPOJIora B CBsI3U C PeJIKOCTbIO 3a60JIeBaHUsl, ONHUCAHHBIMU
PaHHUMH KJIMHAYECKUMHU NPOSIBJIEHUSIMU U CJIOXKHOCTBIO JUaTHOCTUKH.
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TYKbIM KYAJIAUTBIH MUTOXOH/IPUAJIBIK AYPYIbIH, KTIUHUKAJIBIK, dKAFIAWBI (JIU CAHIPOMbI)

TyiiH: MUTOXOHPHUSIBIK aypy/iap — MUTOXOHAPHU/IIH KYPBLIBIMBI, KbI3MEeTiHIH *oHe TiHAIK ThIHbIC ajJly OY3blIbICTapbIHA
Heri3fieireH TYKbIM Kya/JalTbIH aypyJiap MeH MNaTOJIOTHUSJIBIK, »KaFAaiapAblH KypZesai reteporeHfi Tobbl. Bysn aypy
KeITereH ar3aJapApl, )KYHKe >KyHeci MeH GYJBIIBIK eT TiHiH 3aKbIMAaUThIHABIFbIHA, AUArHOCTUKAIAY/AbIH KUBIH/BIFbIHA
JKoHe eM/JIey/liH epeKIileiKTepiHe 6alJaHbICThI 6aj1ajlap HEBPOJIOTUSCBIHBIH, MaHbI3/[bl 66J1iMi 60JIbIN TabbLIaAbl. bepinireH
MakKajaZja MUTOXOHJpHaJIAbl aypy, COHbIH imiHAe JIM CUHAPOMBI GaKplIaHFAaH HAyKACTBIH KJHWHHUKAJBIK KafAaibl
KapacTelpbliaZbl. Aypy/iblH aJfallKbl KePiHiCcTepi, COHbIMEH KAaTap, KIMHUKO-3epTXaHaJbIK )KoHe aclalTbIK 3epTTeyJIepAiH,
HOTWXKeJiepi 6balKasiFaH, 6ipaK eKiHilllKe opall reHETUKAJIBIK, Ta/I1ay *KacaJlblHOAFaH.

Ty#iHAl ce3aep: MUTOXOHAPHUAIBIK aypyJiap, JIu cuHApoMbl, Jlel CHHAPOMBI, 3aT aJMacy 6y3bLIbICTAPHI.
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CLINICAL CASE OF LEIGH SYNDROME

Resume: Mitochondrial diseases - the difficult heterogeneous group of hereditary diseases and pathological states caused by
violations of structure, function of mitochondrions and fabric breath. Due to poliorgannym defeat, participation of nervous
and muscular tissue, difficulty of diagnostics and features of treatment allocate them as the most important sections in
children's neurology. In this article clinical supervision of the patient at which the mitochondrial disease, namely Leigh's
syndrome isn't excluded is considered. Initial displays of an illness, and also results of clinical laboratory and tool data are
noted. Genetic research wasn't conducted.

Keywords: mitochondrial diseases, Leigh's syndrome, subsharp necrotizing syndrome Leigh, violations of an exchange.



