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B 0030pe ocBeleHb! cOBpeMeHHbIE MPeICTABIEHUS O POJM MUTOXOHAPHAIbHOM TUCGYHKIMI B PA3BUTHH NATOJIOTHYECKHX COCTOSA-
HUii Pa3TMYHBIX OTEJIOB JKeJTyI0YHO-KuIeyHoro TpakTa. IIpumepHo y 15% GobHBIX ¢ MepBHYHBIMU PACCTPONCTBAMH KJI€TOYHOTO
aHeproodMena (cunapombl Iupcona, Kepuca—Ceiipa u p.) B KIMHMYECKOM CUMITOMOKOMILIEKCE MMEIOTCS MPOSIBJIEHHSI TACTPO-
HHTECTHHAJIbHBIX HAPYIIEHUIl, OMMCAHUsI KOTOPBIX MOAPOOHO npuBoaaTcsa. Ocodoe BHUMaHMe 00palleHo HA Takoe 3a0osieBaHue,
KaK HeillporacTpOMHTEeCTHHAJIbHAS 3HIedantonaTusi, reHe3 KOTOPoii cBsizaH ¢ aenenusvu muroxonapuaibhoii JIHK n nedexrom

s7epHOro reHa TumuIHGpochopuIashbl.

Knrouesnie crosa: demu, 60ae3Hu Hceny0oUHO-KUULEHHO20 MPAKMA, MUMOXOHOpUAibHble 6oae3Hu, cunopom Ilupcona (Pear-
son), cunopom Kepuca— Ceiipa (Kearns—Sayre), cunopom MELAS, xponuueckas HapyyxcHas opmanvmonneeus, Helipoea-

CMPOUHMECMUHANbHAA 9Hue¢aﬂonamuﬂ.

The review covers the present views on the role of mitochondrial dysfunction in the development of abnormalities of different gas-
trointestinal tract portions. The manifestations of gastrointestinal disorders that are described in detail are available in the clinical
symptom complex in about 15% of patients with primary cell energy metabolic disturbances (Pearson’s syndrome, Kearns—Sayre
syndrome, etc.). Particular emphasis is laid on a disease, such as neurogastrointestinal encephalopathy, the genesis of which is as-
sociated with mitochondrial DNA deletions and thymidine phosphorylase karyogene defect.
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Bnocneuﬁeﬁ yeTBepT XX CTOJETUSI TOSIBUIUCH
MpeACTaBJIeHUs] O HOBOM KJjlacce OoJjie3Hel, B
OCHOBE KOTOPBIX JIeXaT TeHETUYECKUE, CTPYKTYpPHbIE
U (PYHKIMOHAJIBHBIE HAPYUIEHUS! MUTOXOHIPUNA —
YHUBEPCAIBHBIX KJIETOYHBIX OpraHeyi, BbITTOJIHSIIO-
IIMX OOJIBIIIOE YMCJIO KM3HEHHO BaXKHBIX (DYHKIIUI,
HO, B MEPBYIO OYEpe/ib, U3BECTHBIX B KAUECTBE dHEP-
rorpaHcopMUpYIOIIMX cucTteM. biaromapst 1mmpo-
KOMAacCIITAaOHbIM HCCIEAOBAHUSIM CMEIUATIMCTOB U3
CaMbIX pPa3HbIX 00JACTEl METUIIMHBI IOHSITUE «MUTO-
XOHApPHUAJIbHbIE 00JIE3HU» CTAJIO ITOYTU KJIACCUUECKUM
[1—5].

Bricouaiiiass 3Hepro3aBUuCUMOCTb HEPBHOM U T10-
MEePEeYHOII00CaTO MBILICUYHON TKaHel o0ycioBUJIa
TO, UTO Ha TIEPBBII TJIaH B KIMHUYECKUX OMMCAHUSIX
9TUX 3a00JIeBaHUI BBILLIM HapyLICHUSI HEPBHOM CH-
CTEMBbI, OPraHOB UYBCTB, CKEJIETHBIX MBIIIII U CepALa.
OnHako Bce 0OJIbIIIEE YUCIIO UCCIETOBAHUN BBISABIISIET
3HAYUTEIBbHO 0OJIee IIIMPOKU I CIIEKTP MOPaKEHU N MTPU
MOJIMCUCTEMHOU MUTOXOHAPUAIBLHOM HEAOCTATOUHO-
ctu. B mepByio ouepenb cpeild HUX OTMEUaloTCsl IMa-
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TOJIOTUYECKUE M3MEHEHUS TTOUYEeK U MOUYEBBIBOASIINX
OPraHoOB, SHAOKPUHHBIX XKeJie3, KPOBU U TIEYEHU.

HapyieHust co cTOpOHBI KeTyI0UHO-KUILIEYHOTO
TpakTa B MEPBbIe IOAbl PA3BUTUSI YICHUSI O MUTOXOH-
JIpUaTbHBIX 00JIe3HSIX obOpalllayii Ha cebsl He O4YeHb
0oJibllIOE BHMMAHHWE COOTBETCTBYIOLIMX CICLIMATIH-
croB. OnHaAKO B ITOC/eAHEe BpeMsl CUTyallvs cTaja 3a-
METHO MEHSTBCS: TaCTPO3HTEPOJIOTH 3aMHTEpPeCcOBa-
JIMCh BO3MOXXHBIMM TU39HEPTreTUUECKUMU 3BEHBSIMU
rnmaToreHe3a 0OoJie3HEil MUIIEBAPUTEILHOIO TpakKTa, a
KJIMHUYECKKUE OIMMCAaHUSI CUHIPOMOB, COIIPOBOXKIAIO-
LIMX MyTallMY T€HOB, OTBETCTBEHHBIX 32 MUTOXOHIPH -
aJibHbIe OeJIKM, BCe Yallle BKIIUYaT B ce0sI TaCTPOIH-
TepOJOrMYEeCKIE HapYyLLIEeHNS.

l'acTpouHTEeCTUHAIBHBIE MPOSIBICHUSI MUTOXOH-
JpUATbHBIX O0JIE3HEH 10 CUX MOP IJIOXO BBISBIISIIOTCS,
OTYaCTHU M3-3a TPYAHOCTEN AMarHOCTUKU, OTIYACTU U3-
3a MaJoro 3HaKOMCTBa OOJIBLIMHCTBA Bpayeil ¢ COOT-
BeTcTBYIOLIEeH nHbopMmaluveit. KiimHuueckast KapTuHa
MHOroobpasHa M MMeeT MHOXeCTBO Macok. I'actpo-
CKOIUSI M KOJIOHOCKOITMSI 4acCTO BBISIBJISIIOT HecCIIe-
nuduueckue msMeHeHus. CIUIolb U PSIAOM TOJIBKO
clyJyaiiHble OMOXMMMYECKHE WM MOP(HOJOrndecKue
HaxOJKW HAaBOJAT Ha MBICJb O CUCTEMHOI MUTOXOH-
JIPUAJIBHON HETOCTAaTOYHOCTH.
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Ecnu cymmupoBaTh Bce OCHOBHBIE TPOSIBICHUS
racTPOIHTEPOJIOTUYECKUX AUCHYHKIUNA TIPU MUTO-
XOHJIPUAJIbHBIX OOJIE3HSIX, TO UX MOXKHO PA3[e/IUTh Ha
JIBE TPYIbI: OTHOCUTEIBHO YAaCTO BCTPEYAIOIIUeCs U
6ouiee peakue [6, 7]. K cpaBHUTEIbHO YaCThIM IIPOSIB-
JIEHUSIM OTHOCSITCSI Aucarusi, rernaronarusi, creaTos
MEeYEHU, MeYeHOUHAsI HEOCTATOYHOCTh, TUapes U3-3a
aTpodru BOPCUH TOHKOI'O KUIlIeUHUKA. Pexxe ornuchl-
BaIOTCS MApaJiIOHTO3, TOBTOPHASI, MHOT/Ia UHIYIIUpYE-
Masi pBOTa, pELIUIMBUPYIONINIA MTAHKPEaTUT C HeTOCTa-
TOYHOCTbIO 9K30KPUHHOM CEKPELIMU TTOIXKETYTOUYHON
JKeJIe3bl, HApYIIEHUSI MOTOPUKHU Pa3IMYHbIX OTIEIOB
JKEJTyIOYHO-KUIIIEYHOTO TpaKTa, ractpornapes, Mpo-
rpeccupylolasi MUHTeCTUHAIbHAs TICEBA00OCTPYKIIUS,
abgoMUHaIbHBIE 00J11, MaTbaOCOPOLIMSI C TPOTPeCcCu-
PYIOIIMM HapylIeHUEeM MTUTAHUSI.

OfHUMU U3 TEepPBBIX YIMIOMUHAHUN TaKoro poja
ObLIM CIIEAYIOIINE:

onucaHue MaHKpeaTUyecKol AMCPYHKIINY B Kaue-
CTBe 00s13aTeJIbHOTO MpHU3HaKa Mpu cuHapome Ilup-
COHa, B KayecTBe (haKyJbTaTUBHOTO HAPYUIEHUS TIPU
cunapome Kepuca—Ceiipa;

(bakynbTaTUBHO MPOSIBISIONIASICSI WHTECTUHAIb-
Hasl MICeBA0OOCTPYKIIUS TPU MUTOXOHAPUATBHON DH-
1edagonaTuu C JaKTaT-ala030M U UHCYJIbTONOI00-
HbeIMU nu30aaMu (cuHapoM MELAS);

00JIUraTHbIE HApYUICHUST MUILEBAPEHUs MPU MU-
TOXOHJPUAJIbHOU HEWPOracTpOMHTECTUHAIbHOW 3H-
nedanonatuu (cunapom MNGIE).

IIpu cungpome Ilupcona [8], BkIOUawIIEeM B
cebsl, MOMMMO HapyLIeHUsS! dK30KPUHHON (DYHKIIUU
MOXKETYAOUYHOM XeJie3bl, MaToJOTHYeCKue U3MEeHe-
HUSI CO CTOPOHBI KPOBU (CUIEPOOJACTHYIO aHEMMIO,
TPOMOOLIMTOINIEHUIO, HEUTPONEHUIO), MOTYT HMEThb
MECTO TleYeHOYHasi TUChHYHKIMS U MOYEUHbI CUH-
apoM PaHkoHU. MI3BMEHEHMSI CO CTOPOHBI XKeTyI04-
HO-KUILIEYHOT'O TPAKTa BKJIOYAIOT HAPYLICHUS MePU-
CTaJIbTUKU, PBOTY, TaCTPOTIApe3 U MCEeBIOOOCTPYKIIUIO
kuileyHuKa. OOHUM U3 BAXKHBIX MMATOJOTUYECKUX
MPU3HAKOB, BBISIBISIEMbBIX MPU AYyTOIICUU, SIBJISTIOTCSI
atpodusi allMHYCOB U (pubdpo3 IMOIKETyI0UYHON Ke-
Jie3bl (MIPU 2TOM YMEHbIIIAeTCsl TakKe OOIIUil 00beM
octpoBKoB Jlanrepranca) [9]. KiimHuuyecku cuHIpoM
pa3BUBAETCSl OYEHb OBICTPO U CPABHUTEJIBHO 3JIOKA-
YEeCTBEHHO: 10 3 JieT HoXuBawoT 38% nereil. MHorue
YMUPAIOT B T€UEHUE MEPBbIX 3 MeC XU3HU, B OCHOB-
HOM M3-3a MPUCOEIUHUBILETOCS] TOPaXEeHUs MeYeH!
[10, 11].

OnHOIl U3 yAMBUTEIbHBIX OCOOCHHOCTE CUHAPO-
Ma IlupcoHa sBisieTCSI BO3MOXHOCTb HEOOBIYHOM
KJIMHUYECKOW TUHAMUKU 3200JIeBaHUSI — TIOC/Ie Ha-
CTYIAIONIEr0 MHOTAA TEePUOJa OTHOCUTEJBHOTO BbI-
3I0POBJICHUSI CJIEAYET Pa3BUTUE CUMIITOMOKOMILIEK-
ca, xapakTtepHoro misi cuHapoma KepnHca—Ceiipa
[12—14]. MexaHu3MBbI Takoi TpaHC(OpPMaIIUKM HesiC-
HbI, HO HET HUKaKUX COMHEHU I B TOM, YTO BO MHOTOM

FTACTPOSHTEPOJIOINs

OHU OTIPECIISIOTCS TeHETUUYECKUM CXOJCTBOM 000X
3a00JIeBaHUT — TPUUYMHOMN SIBJISIIOTCSI KPYITHBIE Jie-
neuuu MutoxoHapuanbHoit HHK. OueBumHo, de-
HOTHUITMYECKOE MPOSIBICHUE 3TUX, JOKAIM30BAHHBIX
BO BCEX TKaHSIX MyTalldii 3aBUCUT OT T€TEPOXPOHHBIX
MPOIECCOB, MMEIIIMX MUKW SKCIIPECCUBHOCTH Ha
pPa3HBIX CTaIUsIX OHTOreHe3a. [1o omgHOI U3 TMMOTE3,
MO/IaBJIEHUE FeMaTOJIOTMUECKUX MPOSBICHUI CUHAPO-
Ma I[1upcoHa B mepBbie MeCSIIIbI XKU3HU MOXKET 00bsIC-
HSITbCSI CWJIBHBIM JaBJICHUEM BHYTPUTKAHEBOTO BJIU-
MUHHUPYIOLIEr0 0TOOpa B OBICTPONPOIUMEPUPYIOLLISH
KpoBeTBOpHOU TKaHuU [15]. TpyaHO cka3aTb, MOXXHO
JIM TaKUM 00pa3oM OOBSICHUTh MHOTHE APYyTrUe (peHo-
MEHBI, MPUCYIIME JAaHHOMY CHHIPOMY, Halpumep,
aTpo(uio U CKJIEpO3 MaHKPEaTUYeCKUX BJIEMEHTOB.
IMpaBna, mocTHaTaTbHOE Pa3BUTHE IMOMXKETYIOYHON
JKeJIe3bl COIMPOBOXKAAETCS, HECOMHEHHO, OOJIbIIei
nposiuepaTuBHON aKTUBHOCTBIO 3TOTO, STTUTEINATb-
HOTO B CBOEIi OCHOBE, OpraHa, YeM TaKoBasi HEPBHbBIX
WY MBILIIEYHBIX 2JIEMEHTOB, MOPaXKeHUe KOTOPBIX Jie-
KUT B ocHOBe cuHapoma KepHca—Ceiipa.

IIpumeyaTenbHO, UTO, KaK YXe ObLIO OTMEUEHO,
racTpO3HTEPOJIOTMUECKUE HAPYIIIEHUST JOBOJBHO AaB-
Ho Habmomanuch u npu cuHapome KepHca—Celipa,
BIIEpPBBIC OMKUCAaHHOM B 1958 1. moa Ha3BaHUEM <«ITUT-
MEHTHBII PETUHUT, Hapy>KHast OPTATbMOILIET S, TOJI-
Hasi O10Kana cepaua». Tak, eie B 1984 r. mosiBUIOCH
yKa3aHue Ha TO, 4T0 Y 15% GonbHbIX 3TUM 3200J1eBa-
HHUEM HapyllleH mpolecc riaotanus [16]. TTosxe ObuT
MOJIyYeH PSiji JaHHBIX, TTOATBEPAMBIINX BEPOSITHOCTD
pasButust npu cuHapome KepHca—Celipa Hapylie-
HUI TIEPUCTATBTUKY TJIOTKU U TIUIIEBOA, AUCharuu,
KpukodapuHreaabHoii axanazuu [17, 18]. Hucda-
Ul MOXKET TIPU 3TOM OBITh HACTOJBKO BhIPAXXEHHOM,
YTO TIPUBOIMUT K CYLIECTBEHHOM MOTepe MACChl, Tpe-
Oyroleil MeAUIIMHCKONW KOPPEeKIMM, BILIOTh A0 Ta-
peHTepaabHOro nutaHus. ToT dakT, 4ToO HEKOTOphIe
oonbHble ¢ cuHapomoM KepHca—Celipa ymupamT
OT acCIMpallMOHHOW MTHEBMOHWMU, SIBJISIETCSI JOBOAOM
B MOJIb3Y TLIATEJIBHON MPOBEPKU (DYHKIUU TIOTKU U
MMUIIEBOAA Y BCEX MALlMeHTOB C 3TUM JAMarHo3om [19].

HyXHO OTMETUTh, UTO CXOIHbIE HAPYLICHUS M-
1IEBAPUTEJbHOTO TPaKTa OTMEUYEHBI U TIPU POACTBEH-
HoM cuHapomy KepHca—Ceiipa cuHApOMe XpOHUYe-
CKOM mporpeccupyoleii Hapy>KHo# o) TaIbMOILIETUU
(CPEO), Tak:xe BbI3bIBAEMOM KPYITHBIMU ACTICLMSIMU
mutoxoHapuanbHoil JTHK [20—22]. ITaToreHeTnue-
CKM BBILIEOTIMCAHHbIC HAPYILIEHUsI MOTYT OBITh CBSI-
3aHBI ¢ MUCGHYHKIIMEH KaK [eHTPaTbHbIX MEXaHU3MOB
PEryJIsiLiNK, TaK U MBILIEYHBIX 3JIEMEHTOB CTEHKU T -
1IEBapUTEJbHOTO TPAKTa.

lacTporHTEeCTHHAbHBIE HAPYIIEHUS [IPU CUHAPO-
Mme MELAS BbIpaxkawoTcs, B IEPBYIO ouepelb, B XpO-
HUYECKOIl Iuapee, KoTopasi uMeeT Mecto y 65—70%
06obHBIX [23]. KpoMe Toro, MMeroTCsl OMCaHUST CUM-
MTOMOB TceBA00OCTpyKIMU npu cuHapome MELAS.
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[MpumeuaTesbHO, YTO OHU MOTYT YCIEIIHO KYIUPO-
BaThCsl HAa (POHE SHEPrOTPOIHON Tepanuu, BKIOYA0-
el npumeHeHue L-KapHUTUHA U BUTAMUHOB IpyI-
el B [24, 25].

HakoHen, omHMM u3 HaubOojee SIPKUX TIacTpo-
SHTEPOJIOTUYECKUX 3a00JeBaHUI MMTOXOHAPUATb-
HOTO TeHe3a SIBJISIETCSl MUTOXOHApUabHAsl HeWpo-
racCTpOMHTECTHMHAJbHAsI 3HLedanonaTus (CUHIPOM
MNGIE) [26]. Yka3aHHBIII CHHIPOM ITePBOHAYATBEHO
obo3Hayvascs kak cuHapoM OGIMD (okynoracTpouH-
TeCTUHAJIbHAS MbIlIeYHas1 nucTpodus) [27], cuHAPOM
POLIP (monuHeitponatus, opTaabMOIUIETUS, JIEHKO-
SHI1IedasonaTus U UHTeCTUHAIbHAsSI TICEBIOOOCTPYK-
uus) [28] u cunagpom MEPOP (MuroxonapuaabHas
sHUEe(aToMuOoNnaTus, CCHCOMOTOPHasI MOoJUHepona-
TUsl, 0 TaIbMOILIETHS U IICEBA0OOCTPYKIIHsI) [29].

DTO ayTOCOMHO-PELIECCUBHOE 3a00JIeBaHME BbI-
3BaHO MyTaluei reHa ocdopunassl TuMuanHa [30—
32] 1 Ipu ATOM XapaKTepU3yeTCsl HaTuuKueM JAeIeLuit
mutoxoHapuanbHoii JIHK. Hekotopeie aBTOpHI Mpe-
MoJIaraloT BO3MOXHOCTb ayTOCOMHO-IOMWHAHTHOTO
HacjenoBaHus 3a0ojeBaHus [33], CBSI3aHHOTIO C Je-
JnenusMu mutoxoHapuaiabHoit JTHK. OnmHako peub
B JIAHHOM cJlyyae cKopee HJeT BCe-TaKu O KaKOM-TO
JIPYTOM, XOTSI U KIMHUYECKU CXOAHOM CUHApoMe. My-
Talus SIAEPHOro reHa TuMuAnHOochopuIa3sl MpUBO-
JIUT K TUTIEPTUMUIMHEMUH, 1e(PULIUTY SHIAOHYKIIea3bl
Y, TIPEIOJIOXUTEbHO, K MPEUMYIIECTBEHHOMY TO-
BPEXKIESHUIO MUTOXOHIPUATBLHOTO reHoMa [34].

DT0 ycTosiBilIeecs B TeUSHUE TIOCAETHUX JIET TTpe/-
CTaBJIeHUE O TAaTOreHe3e CUHApOMa ObLIO, OIHAKO,
MOKOJIE0JIEHO HEOAaBHUM HaOIIOAEHUEM SIMOHCKUX
aBTOPOB [35], KOTOPBIE MPEACTABUIN OMMCAHUE OOJIb-
Hoit ¢ cunapoMoM MNGIE u ee matepu. [Ipu 3ToMm,
HECMOTpSI Ha TO YTO TOCJ]ENHSIsA Oblla KIMHUYECKU
3II0pOBa, Yy Hee Oblla ompe/esieHa Ta Xe camasi, Tpu-
YeM IOMO3UIOTHasl, MyTallisl TeHa TUMUAUHGOCGHO-
puiasbl. JJONOJHUTEIbHOE U3yUYeHWe STUMU aBTOpa-
MU 145 310pOBBIX JOOPOBOJIBLIEB MO3BOJIUIIO BHISIBUTh
npuMepHO y 3% M3 HUX TaKyl Xe€ TOMO3UTOTHYIO
sIepHyto MyTaluio, a 30% 13 HUX ObLIN TeTePO3UTOT-
HBI MO JaHHOM MyTauuu. [Ipryem gaxe y roMO3UroT
OoTMevaiach JIUIIb TEHIEHIIUSI K CHMXXEHWIO aKTHUB-
HOCTHU TUMUANMHMOCHOpPUIA3Ll, HEe BAUSIOIIAS 3HAYH -
MO Ha COCTOSIHME 3[I0POBbs. B CBSI3U ¢ 3TUM aBTOPBI
BBICKA3aJIM TIPEAIONIOXKEeHUE, YTO YKa3aHHasl siaepHast
MyTallMsl He SIBJISIETCSI eIMHCTBEHHOM 1 00s13aTe/IbHOM
MPUYMHOI pa3BUTuUs 3abojeBaHus. OHU TPEaIoJio-
KWJIM, YTO HAJIMUKE SIIEPHON MyTalluM peaiu3yeTcs
JIMIIb B COYETAHUU C JeJICHUSIMA MUTOXOHIPUATBHOM
JHK 1 yTo 3a601eBaHE€ MOXXHO CUUTATh ayTOCOMHO-
PELIECCUBHBIM C OUYEHb HU3KOM MEHETPAHTHOCTHIO.

H. Yavuz u coaBT. cOOOLIMIM, YTO y OOJBHBIX C
cunapomoM MNGIE nocne npoBeneHus: IepUuTOHe-
JTBHOTO JMaIN3a CYIIECTBEHHO YMEHBIIWUJIACh BbI-
PaXEeHHOCTh KaXeKCUM W TacCTPOSHTEPOJOTUUYECKUX

CUMIITOMOB, OTHAKO HE U3BMEHWJICS YPOBEHb TUMUIU -
Ha U JEOKCUYPUAMHA. DTO TAKXKE CBUIETEIBCTBYET O
TOM, YTO HapylleHue OajlaHca HYKJIEO3UIIOB, TO-BU-
JUMOMY, HE SIBJSIETCSl €NMHCTBEHHON MPUYMHOM 3a-
OosieBaHus [36].

BrickazaHo mpenrnosoxeHue, 4To MyTalusl reHa
TuMHUIMHGOCchOpUIa3bl aKTUBHO CKa3bIBaeTCsl Ha
paboTe HEHpPOHOB aBTOHOMHOII HEPBHOW CHUCTEMBI
[37], 4TO, KOHEYHO, MOXET CIYKUTh OOBSICHECHUEM
¢axkTOB HapyllIeHUs MOTOPUKHU (BKJIIOYAsl AUApelo U
MCEBA0OOCTPYKTUBHBIM CUHAPOM), UMEIOIIUX MECTO
y OOJIBIIIMHCTBA OOJBHBIX C 3TUM 3a0osieBaHueM [38].
braronapst BellIeIpUBEICHHBIM Pe3yIbTaTaM padoThl
Y. Kumagai u coaBt. [35], Mbl JOJKHBI, BUIUMO, T'O-
BOPUTH KAK MUHUMYM O COUETaHUM SIICPHOU U MUTO-
XOHApPHUAIbHBIX MyTaluii mpu cuvapome MNGIE.

B paznuuHbIx paboTax BbISIBICHBI MPU3HAKU I10-
BPEX/IEHUS HEUPOHOB BHYTPUKUIIIEUHBIX HEPBHBIX
CIJIETEHUIA MPU MHUTOXOHIPUAJIBHOU HEHpOracTpo-
WHTECTUHAJIBHOU 2HIledaTonaTuu: BaKyoJU3aLusl
[39], nelipoHanbHasi nereHepauusi ¢ GpuOpo3oM aB-
TOHOMHBIX TaHIIMEB [28], aHOMaaIUuUM MUTOXOHIPUI
U nosiBieHue meramuroxonapuii [40]. Kpome Ttoro,
BBICKA3bIBAIOTCS MPEATIOI0XEHUS O TOM, 4TO nedek-
Thl MOTYT UMETh MECTO U BO BHEKMIIIEUHO PACIIOJIO-
JKEHHbIX HENpOHAaX aBTOHOMHOU HEPBHOW CUCTEMBI, B
YaCTHOCTH B OJTy>Knato1ieM HepBe [41].

KnuHuyeckyu CMHAPOM MUTOXOHAPUATBLHON HEl-
pOracTpOMHTECTUHAIBHON 3HIedantonatuu Aeodo-
TUPYET MEXIYy BTOPBIM U MSITHIM ECSITUICTUEM KU3-
HU. CHUMIITOMOKOMITJIEKC XapaKTepU3yeTcsl MTO30M,
HapyXHO#l TIporpeccupylouieii  opTaJibMOILIeruei
U HapyUIEHUSIMU MOTOPUKU KEJYJAOYHOTO TpakTa.
B Guornrarax cKkeJeTHBIX MBIIIIL OTIPEACISIIOTCS 00IIIe-
MPU3HAHHBIE MapKepbl MOJIUCUCTEMHON MUTOXOH-
JIpUAJIbHOM HEJOCTATOYHOCTH, TaK Ha3bIBAEMbIE «pBa-
Hble» KpacHble BoJ1oKHA (RRF) u ynpTpacTpyKTypHBIE
U3MEHEeHMsT MuToXoHIpuii. Yacto HabIOIAIOTCS
CUHIPOM KMIIEYHOU TCEeBAOOOCTPYKLIMU U Majibad-
copO1Usl, TPUBOASILAS K XPOHUUECKOMY HApPYIIEHUIO
nuTaHusl. JJOMOJTHUTEIBHO MOTYT OMPEesIThCS MPU-
3HAKU JieiiKoaH1edhanonaTuu, CHUXeHUe Macchl, Te-
pudepuryeckas Heiiponatusi 1 Muonatus [42].

B 10 ke BpeMs KTMHUYECKUI TTOJTUMOPDU3M 3TOTO
peakoro 3aboyieBaHUsI ObIBa€T OYEHb BbIPAXKECHHBIM,
YTO MOXET MPUBOJIUTH K TUIIOAUATHOCTUKE CUHAPO-
Mma. Tak, A. Walia u coaBT. u3 Muauu [43] Habaromanu
0osIbHOTO, 3a00J1eBaHKE Y KOTOPOIo J1e0I0TUPOBAJIO C
MJIaZIcHYeCTBa B BUJIE YITOPHbIX 3amopoB. CTyn y pe-
OeHka otMeuasics 1 pa3 B 3—4 qHs mocje KJIU3Mbl WU
JIPYIUX MEIUIIMHCKUX BMellaTesbcTB. MHOrna nmeso
MECTO B3yTHUE XXUBOTA WJIM MPUCTYIbl a0OMUHAIb-
HBIX 00JIeli HEOmpeAeJeHHON JIOKalIu3aluu, HO TIPpU
9TOM UCTUHHOW HEMPOXOoAUMOCTHU He ObL10. C §8-11eT-
HEro BO3pacTa MOSIBUWIMCh T€Hepau30BaHHbIE MUO-
KJIOHUYECKUE CYIOPOTH, a € 9 JIET — PBOTA MOCJIe TPU-
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eMa nuiu. B Bo3pacte 12 jieT emy OblIa Mpou3BeAcHA
peKTaibHast OMOTICHUSI, U BHEMPOHAX BHYTPUKUIIIEUHBIX
TaHTIMeB ObLIM OOHAPYXKEHbl AHOMATbHbIE MUTOXOH -
JIpUU, YTO BIIEPBbIE TTO3BOJIUIIO 3AMTOA03PUTh HATUUUE
MUTOXOHJIpUAIBLHOTO cCUHIpoMa. JlanbHeliiiee ooce-
JIOBaHUE MOATBEPAUIIO HATMUUE Y peOeHKa CUHIpOMa
MUTOXOHJPUAJBHOU  HEWPOTraCTPOUMHTECTUHAIbHOM
sHUEedanonaTun, XOTs HEKOTOPbIE XapaKTepHbIEe K-
HUYECKME ero Mpru3Haku (1To3, o(pTaIbMOIUIETHS ) TaK
Y HE TIPOSIBUIKC.

HaxkoruieHre faHHBIX CBUACTENBCTBYET O TOM, UTO
HE TOJIbKO BbIIIEONMUCAHHBIE MUTOXOHIPUATbHbIE 3a-
0oJiIeBaHUSI MOTYT COIPOBOXIATHCS HAPYLICHUSIMU
(byHKIIMIT XeTyIOUHO-KUIIEYHOTO TpakTa. B 1enom,
MpUMepHO Yy 15% OONbHBIX ¢ MEPBUYHBIMU Hapylle-
HUSIMU KJIETOYHOTO SHEProoOMeHa B KJIMHUYECKOM
CUMIITOMOKOMITJIEKCE UMEIOTCSI TIPOSIBJIEHUST TacTPO-
MHTeCTUHAJIbHBIX HapyieHuii [2, 44]. [IpuBeaem He-
KOTOpbIE PUMEPBHI.

Tak, coob1aercsi 0 HaIUYUU PBOTHI U IUCHaruu
MpU TOAOCTPON HEKPOTUIUPYIOIIEH 3HIEe(haToMuo-
natuu Jles [45—47], cBsI3aHHOM C SIACPHOM MyTalluei
reHa OJHON U3 cyobeauHull IV abrxatebHOro KoM-
TJieKca.

IIpusHaky BbIpak€HHOM KHUIIEYHOU I1CEBI000-
CTPYKUUU ObLIU BBISIBJICHBI Y MallMEHTa C KPYMHOMN
nenenueit MutoxoHapuanbHoit JIHK, BeIpakeHHOM
sHIIedanonaTueit u Tskeaoi Kapauomuonartueit [48].

OnucaHo 3a00JieBaHUE, CBSI3aHHOE C MYTalUSIMU
mutoxoHapuanbHoil JIHK, mposiBisitonieecst Mo3xeu-
KOBOW aTakCHMel M CEHCOHEWpPaIbHOW TJIyXOTOM, KO-
TOpOoe AeOITUPYET C XPOHUUECKOI nruaper U aTpoduun
BOPCHUH KHuIlleyHUKa [49].

ITpu cuHapOME MUOKIIOHYC-3MUJEIICUU C «pPBa-
HBIMU» KPACHBIMM BOJIOKHAMU B CKEJIETHBIX MBIIIIAX
(MERRF) BO3MOXHO pa3BUTHE KHUILEUHOI ICEBIO-
OOCTPYKIIMHU 1 CTEaTO3HOIO remnaruTa [7].
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