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IMOpaXKCHHUU HEOOJIBIIIUX CETMCHTOB MaruCTpajJbHbIX BCH BO3MOKHBI IINIACTHUYCCKUC
BOCCTAHOBHTCIIBHBIC OIICpAllUM. HpI/I HCCBOCBPCMCHHOM XUPYPIUICCKOM JICUCHUU
HJIX HCBO3MOKHOCTH €T0 IIPOBCACHHA — IIPOTHO3 HC6J’I&FOHpHHTHBII>i BCJICACTBHC

HapaCTanmeﬁ CepI[G‘IHOCOCYI[I/ICTOI‘/’I HCOOCTAaTOYHOCTH U JII/IM(l)OCTaSa.

Teepezoeckaa U.U., Teepesoeckuii B.M., Kayx O.H.

KJIUMHUYECKHUE MPOSABJIEHUSI HEBPOJIOTMUYECKUX HAPYILIEHUHA
HA ITPUMEPE ITAIIMEHTKH C IE®EKTOM
TUPO3ZUHI'NJIPOKCHNJIA3BI

AxTyanbHOCTh. CTaTUCTUKA MUTOXOHJPHUAIBHON MATOJOTUU HA CETOAHSIITHUN
JIEHb OCTaeTCsl HeyTemuTeNbHOU. [10 maHHBIM aBTOPOB MOYTH 2% HACEICHUS UMEIOT
CUMIITOMBI MHUTOXOHJPHAIBHBIX 3a00JIEBaHWA, a TIPH MHOXXECTBEHHON TMaTOJOTHUU
BEpOSITHOCTH BBIsIBICHUS €€ Bo3pactaeT 10 50%. [lo manasim United Mitochondrial
Disease Foundation B CIIA exerogHo poxmatores po 4000 pgereit ¢
MHUTOXOHJPHAIBHON TaTOJIOTHEH. be3ycioBHO, 3T JTaHHBIE HE TOYHBI BBHJY TOTO,
YTO YaCTO JOMYCKAIOTCS OIMMUOKH B JUATHOCTUKE WIJIM MHOTHE CIIydau OCTAIOTCS HE
JTMAarHOCTHPOBAHBI BOBCE.

[leas wuccrmenoBaHus. PaccMoOTpeTh KIMHUYECKOE TEUeHUE 3a00JIeBaHUS C
nedekToM (ormaTHOrO MUKIA HAa KIMHUYECKOM TpUMEpe MAIMEeHTKH C JIeuiurom
TUPO3UHTHIPOKCHIIA3HI.

Martepuanbl 1 MeTOnbl. BeIMUCKKM U3 WCTOpUU OO0JIE3HU, UCTOPHS PA3BUTHS

peGeHKa, KOHCYJIbTaATHUBHBIC 3aKJIFOYCHUS CIICHUAJIMCTOB.
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Pesynbratel. [laruentka @., 6 ner, noctynmwia B O01acTHON AOM MaIIOTKU
No3 1o manpaBnenuto XI'JIT No23 miist mpoBeaeHUs peaOUiIMTalMK C Kajdo0aMu Ha
OTCYTCTBUE CAMOCTOSITEIbHOW BO3MOKHOCTH CHJI€Th, XOJHWTh, OTCYTCTBHE PEUYU U
HABBIKOB CaMOOOCITyXuBaHUs. boneer ¢ poXKIeHUs, AMArHO3 MpU BBHIMUCKE U3
poaaomMa — BpOXICHHAsh TMATOJIOTHS HOCOBBIX XoA0B. B Bo3pacte 4 wmec.
rocnuTanuzupoaHa B XJIb Nel6. /lmarHo3 — snUCHUHAPOM, CUHAPOM TOHYCHBIX
HapylIeHUM, 3aJIepKKa TEMIIOB TCUXOMOTOPHOTO Pa3BUTHUS, MUTOXOHJpUAIIbHAs
oone3np moxa BompocoM. B 2010 r. O6cnenoBana B XMI'Tl, mocraBieH nuarHos
MUTOXOHApHUAIbHAsE 001e3Hb, AehUUMUT (OJATHOTO MMKIA, OdopMieHa Trpynna
MHBAJIUAHOCTH.

B nos106pe 2013 r. xoHcynbTupoBaHa npod. OnuBbe o Jlakom (Dpanims),
MPEANOJIOKUTETFHO — CHHIApPOM AHrenbMana. JlaGopaTopHo JAuarHo3 He
noaTBepxkAcH. [lanmenTka oocnenoana B LleaTpe MeTabomnueckux 3a00IeBaHUM, T.
KueB. MUcxoms w3  KIMHUYECKOM KAapTHUHBI W pPE3yJbTAaTOB  AHAJIMU3OB,
MIPEANOJIOKUTETFHO HaMWunue 3a00Je€BaHUs, CBSI3aHOTO C HApyIIEHHWEM OOMEHa
HEUPOTPAHCMUTTEPOB (TUPOZUHTUIPOKCUIIA3HI).

OKOHUaTeNbHbIM HA JAaHHBIII MOMEHT IUAarHO3 — MOCIIEICTBUS IEPUHATAIIBHOTO
nopaxkenuss [IHC, 3agepkka INCUXOMOTOPHOTO pa3BUTUS, C-M CHACTUYECKOTO
TeTparnapesa, cyaopoxHubiii cuaapoM. JIIIIT. MutoxonapuansHas 6oJe3Hb. Jepuur
¢domnarnoro nukina. JAKII. Anenounur 2 cT.

BreiBonpl. Pannsiss, a B jyuimieM cliydae, aHTEHaTallbHasi JUAarHOCTHKA
MUTOXOHAPUAIHHOM MATOJIOTMM OCTACTCS Ha MEPBOM MECTE€ B MPOIIECCE JICUCHUS
3aboneBanus. [locnemyromnue Tanel JIEUEHUST HAMPSMYIO 3aBUCAT OT MPaBUILHOCTH
MTOCTaBJICHHOTO JIMarHo3a C €ro Ja0opaTOpPHBIM MOJATBEPKACHUEM JJIS JOCTHXKCHUS
MaKCUMaJIbHOTO TepameBTUYECKOTO dddexta u HaMOONbIIEH KOMIICHCAIIUU

CUMIITOMATHKH.
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