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Lleb: 0CBETUTH COBPEMEHHbIE NMPEICTABIEHNS O FACTPOUHTECTHHAIBHBIX MPOSIBIEHASIX MATOXOHAPHAIbHOI quchynkuym. [IpoBenen
aHAJIN3 OTeYeCTBEHHON M 3apy0exHOii JTUTepaTypbl, NOCBSAIIEHHOI IACTPOMHTECTUHAIBHBIM NPOSBIEHUAM MHTOXOHAPHAIBHON AuC-
dynkuymn. OyHKIMOHAbHbIE 3200JI€BAHKS NIIEBAPUTEIBHOTO TPAKTA MIMPOKO PACIPOCTPAHEHBI B TeUATPHIECKOI MPAKTHKE, OI-
HAKO HA CEToJHsLIHMIi 1eHb HEIOCTATOYHO U3YUeHbl HX 3THOJIOrUA M naroreHe3. I1o AaHHBIM JMTEPATYPBl, HAPYIIEHHUS KJIETOYHOIO
3HEProodMeHa MOTYT JIeXKAaTh B OCHOBE HAPYIIEHUs MOTOPUKH OPTAHOB 3KeJTy/10YHO-KHIIEYHOTO TPAKTA — MPH CHHAPOME HUKJINYECKON
PBOTBI, JKeJTyJOYHO-NMIIEBOHOM pedIioKce, TACTPOCTA3e, XPOHMUECKOI IHAPEH, 3a10PaX, CHHAPOMAX IICeBI000CTPYKIMH KUIIeYHH-
Ka, MaJba0copOouyu, CHHIPOMe PAa3IPAIKEHHOTO KMINeYHUKA, a TAKXKe NPH 3200/1eBAHUAX NIeYeHH U NO/UKeTy/I0YHOii XKeJle3bl.

Karouesvte caosa: demu, MmumoxoHOpuanbHas OUCHYHKUUS, HApyuleHUs KAemo4H020 dIHepe000MeHa, 60Ae3HU JHceayOOHHO-KUUUEeHHOO
mpakma, HapyueHust MOMOPUKU, (DYHKYUOHANbHbLE 3a001e8AHU.
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Objective: to highlight the current concepts of gastrointestinal manifestations of mitochondrial dysfunction. The data available in
Russian and foreign literature on the gastrointestinal manifestations of mitochondrial dysfunction were analyzed. Functional diges-
tive diseases are common in pediatric practice; however, their etiopathogenesis has not been adequately explored today. According
to the literature, impaired cellular energy metabolism may underlie gastrointestinal motility disorders in cyclic vomiting syndrome,
gastroesophageal reflux, gastric stasis, chronic diarrhea, constipation, intestinal pseudoobstruction, malabsorption syndrome,
irritable bowel syndrome, as well as diseases of the liver and pancreas.
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YHKIIMOHAJIbHbIE 3a00JieBaHUsI 3aHUMAIOT OJHY

W3 JIUAVPYIOIIUX MO3UIAN B CTPYKTYpE TaTOJIOTUU
OpraHoOB XeJyIOYHO-KUIIIeYHOTo TpakTa. OrnpeaeseHHbIe
CJIOXKHOCTH B JIMarHOCTHKE JAHHBIX 3a00JIeBAaHUI TIpe-
CTaBJISIET TOT (PAKT, YTO OHU HE MMEIOT OPraHUYECKOTo
cyocrpata. [Ipu 3TOoM 3auacTyio CyOBEKTUBHBIE >Kaao0bl
MAllMEHTOB MOTYT CYIIECTBEHHO HE OTJINYAThCSI OT TAKO-
BBIX, BOBHUKIIWX BCJIEACTBUE UCTUHHOTO MOBPEXICHUS
TKaHei. HapyliieHrst MOTOpUKY OPTaHOB XKeJTyT0YHO-K1 -
IIEYHOTO TpaKTa He JOJKHBI OCTaBaThCsl 0€3 TOIKHOTO
BHUMaHMSI, TaK KaK CO BpeMEHEeM Hen30eXXHO MPUBOIST
KO BTOPUYHBIM HW3MEHEHUSM, KOTOPbIE MPOSIBISIOTCS
B BUJI€ HApYLICHUS EPEBAPUBAHUS U BCACBIBAHUS, TUC-
O6uo3za kuilleyHukKa. JlaHHbIE TPOIIECCHI ellle 0oJiee ycy-
ryOJISIIOT HapyIIeHUsI MOTOPUKM, TIOPOXIAst «[TOPOYHBIN
Kpyr», CIIOCOOCTBYIOIIUI TpaHChOpMaIMM MaTOJIOTUHN
B opraHnyeckyo. OTCYyTCTBUE CTPYKTYPHBIX U3MEHEHU
HE MCKJII0YaeT HaJMuMsl OMOXMMUUYECKMX PaCCTPOMCTB.
Ha cerogHsimiHuii 1eHb HEAOCTATOYHO U3YYEHBI 3TUOJIO-
rus U TaToreHe3 (PyHKIMOHAIBHBIX cocTosiHuii. Cpenu
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Azpec 1151 KOppecnoOHIeHIMM: 3UTaHIIMHa AprHa AJleKCeeBHa — aclMpaHT Ka-
denpsl rocriuTanbHol neanaTpun Ka3aHCKOTo rocynapCTBEHHOTO MEIMIIMH-
CKOT'O YHUBEPCUTETA

420012 Kazaus, yi1. Byrieposa, 1.49.

MPUYMH BO3HMUKHOBEHUS] TIPUHSITO BBIIEJIATH: HeTpa-
BWJIbHBINM 00pa3 XXKMU3HU, TpaBMaTUYECKKUE TTOBPEXICHNS,
crpecc [1]. Kpome TOTO, HEOOXOAMMO TTOMHUTE O BIIMSI-
HUU TeHETUYECKUX U IKOJOTUIECKHMX MaTOTeHHBIX (hakK-
TOPOB Ha TeUeHUEe OOJIBIIIMHCTBA 3a00JIeBAHUIA.

MuToxoHapuaabHbIe 3a00J1€BaHUS SIBISIIOTCSI HAM0O-
Jiee pacripoCTpaHEHHBIMU HACJIEICTBEHHBIMU OOJIE3HSIMU
oOMeHa BellecTB ¢ yacToToit mpumepHo 1: 5000 — 1:10
000 >XMBOPOXIEHHBIX, TTO TaHHBIM pa3HBIX aBTOPOB [2].
MuToXoHAPUM — BTO KIETOYHBIE OpTraHEesbl, OTBET-
CTBEHHBIEC 3a OCYILIECTBICHUE OKUCIUTEbHOTO (hocho-
pUJIMPOBaHUSI, B pe3yjbraTe KOTOPOTO TMPOU3BOIUTCS
SHeprus B Buae ageHosuHTpudochaTta (ATD) [3]. DroT
MPOILIECC OCYIIECTBIISIETCS C yYaCTHEM YEThIpeX KOMILIEK-
coB (komruieke [—1V) meixarenpHoit e 1 AT®-cuHTa-
3pl. OOHAPYKEHO KaK MUHUMYM 37 MUTOXOHIPUATBHBIX
TE€HOB, KOAMPYIOIIMX CyOBEIUHUIIBI KOMIUIEKCOB AbIXa-
TeJIbHOM 11eTI1, TpaHCITOPTHBIEe U pubocomanbHbie PHK.

MuToxoHapuaabHbIe  3a00JieBaHUSI  TPUBJIEKAIOT
0c0o00e BHUMaHME MeIuaTpOB B CBSI3U C TEM, YTO 1€0I0T
3a4acTyl0 TMPOUCXOAUT B MJIAJICHUECTBE WM B paHHEM
Bo3zpacte. [lo gaHHBIM JIUTEpaTypbl, U3BECTHO 0KOJIO 20
KJIMHUYECKUX (PEHOTUIIOB MUTOXOHIPUATBHBIX 00Je3-
Hell IeTeil paHHEeTo BO3pacTa, a TakKe He MeHee 6 (eHo-
TUTIOB T1aTOJIOTUM JIETCKOTO BO3pacTa.
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MuToxoHapuanbHast JAUCGHYHKLIMST MOXET BO3-
HUKHYTb B pe3ynbrare myrauuii kak spepHoir JHK,
tak 1 MmutoxoHapuanbHoii JIHK (MtIHK) [4]. Cornac-
HO pe3yJbkTaTaM MPOBeIeHHBIX UCCIIeOBaHUIA, GOJbIIAsT
YacTb MUTOXOHJIpHMAJIbLHBIX 3a00JIeBaHUI CBsI3aHaA C Je-
¢exramu reHoB siaepHoit JIHK. Tpenmnonaraercs, uyto y
TeTell OHM OTBETCTBEHHHI 3a 80% ciydyaeB MUTOXOHIPU-
aJIbHBIX OoJie3Hel. Ha cerogHsmHuii 1eHb U3BECTHO 00-
nee 1000 renos sinepHoit IHK, myTanimym KOTOpbIX MOTYT
BECTH K IMOJOOHBIM COCTOSTHUSIM; OHU HACJIEYIOTCS ayTO-
COMHO-IOMMUHAHTHO, WJIM PELECCUBHO, WIN CLETUIEHHO
¢ XxpoMocoMoit X.

Pennukanusa mtIHK mpoxonut 6ojiee MHTEHCUBHO,
YeM SIIEPHOM, TTOATOMY OCYIIECTBIISIETCSI OBICTPOE HAKO-
TUIeHVEe BO3HUKIINX MyTallUil MO/ BIUSIHUEM T1aTOTeHOB
((peHomen rerepormazmun) [5]. Takum obpazom, ¢ BO3-
pacToM yBenuuuMBaeTcs aosist noBpexaeHHol MTIHK
C TIPOrpecCUpoBaHUEM KIMHUYECKUX TPOSIBICHUM, KO-
TOpbIE JaJIeKO HE BCeT/a YKJIaIbIBalOTCS B KOHKPETHBIE
cuHapombl. LluTornnasmarnuecku pacrojoxeHHass MT/l -
HK nepenaercst MCKIIOUMTEIBHO Yepe3 SIUIEKIeTKY Ma-
Tepu. Takum oOGpa3oM, IeTH TIPUOOPETAIOT UINEHTUIHBII
MatepuHckomMy Habop MTIHK [6].

MuTtoxonapuansHas JJHK Gosiee rmogsepxkeHa myTta-
uusM, dyem sinepHast [7]. OnmHako, 4ToObl YBUIIETH TTPO-
SIBJIEHUSI aHOMaJIuil MUTOXOHJIPUAIBHON JbIXaTeJIbHOM
1enu, KoanyectBo MyrantHoii MTAHK nomxkHO mpeBbi-
CUTb MOPOTOBKI ypoBeHb. [IpouieHT nsmenenHoit JIHK
00BIYHO pa3nyaeTcsi Kak BHYTPU CEMbU, TaK U B CUCTE-
Max opraHusma. DToT (hakT MOXKET MOCTYXKUTb OObSICHE-
HUEeM BapuabeJbHOCTU KIMHUYECKUX TPOSIBIICHUI Y Ma-
LIMEHTOB C MUTOXOHIpUAJIbHBIMU 3a001eBaHusIMU. boiee
TOTO, OJTHA U Ta Xe MyTallMsl ClIOCOOHA MOBJIEYb 3a COOOIt
pa3BUTHE Pa3IMUHBIX KITMHUYECKUX CUHIPOMOB [8].

Ha ceropnsiiHuii neHs BoisiBieHo 6osiee 200 HO30510-
TUii, TIPUUYUHON KOTOPBIX ciyxar myTauuu MTIHK [9].
HaunbGonee ysa3BUMBIMU SIBJISIIOTCSI TKAHU C BBICOKMMU
9HEPreTUUYeCKUMHU MOTPEOHOCTSIMU, TaKhe KaK HepBHasl
U MbllIeyHas. B cBSI3U ¢ 3TUM JaHHOE COCTOSIHME Tpa-
JNUIIMOHHO aCCOLMUPYETCS KIMHULIMCTAMM C MMOTIATH-
eit. OmHaKko cienyeT Noa4epKHYTh, UYTO MeTaboInYecKre
HapylIeHUsI OTMEYalOTCs M B TKaHSX IPYTMX OPraHOB:
rOJJOBHOTO MO3ra, KMIIEYHUKA, Cep/lia, MovekK, MeYeHu,
JKeJie3 BHYTPeHHE ! 1 BHEIIIHE CeKpelun, KOCTHOTO MO3-
ra, opraHoB 4yBCTB U 1ip. [10]. CiencTBeHHO, BBICOKA Be-
POSITHOCTh BOBHUKHOBEHUSI COUETAHHBIX TTOJIMOPTaHHBIX
nopaxeHuii. [IpoBeneHHbIE MCClIeTOBaHUS IEMOHCTPU-
PYIOT BOBJIEYEHME B MATOJOTUUECKUI MPOLIECC XKeJTya0u-
HO-KHUIIIEYHOTO TpakTa npu Mytausx MTJIHK [11].

B 10 Xe BpeMsi MUTOXOHApPUATbHBIC HAPYLIEHUS] MO-
TYT HaOJIIOIaThCS TIPYU HO30JIOTHSIX, KOTOPBIE HE SIBJISTIOT-
cs TIEPBUYHBIMU MUTOXOHAPUATBLHBIMUA LIMTOMTATUSIMU
[12]. OmHako mpu 3TUX COCTOSTHUSIX TUCGHYHKIIMS MUTO-
XOHIPUI OKa3bIBaeT 3HAUMTEIbLHOE BIMSHUE Ha maTore-
He3 1 KIIMHUYEeCKUe TTPOsIBICHUS 320016 BaHUA.

MuToXoHAPUATbLHBIM ~ PACCTPOMCTBOM, TlOpaxaro-
UM KUIIEYHUK, SIBJISIETCS MUTOXOHIpPHAJIbHAS Heipora-

crpounTecTuHANbHAA SHUedaromuonatuss (MNGIE), ona
K€ — MUTOXOHJpHWajbHasl 3HIIe(haTOMUOTIATUSI C CEeH-
COMOTOPHOI  TIOJMHelipornatueit, odTaabMOILIeruen
U TICeBIOOOCTPYKIIMEH, OKYJIOTracCTPOMHTECTUHAbHAS
MBbIllIeUHasT OUcTpodusi, Wau ceMmeiiHasi BUCLiepajibHas
muornarust Tui II. DTo rereporeHHOE ayTOCOMHO-peliec-
CUBHOE COCTOSIHME, KOTOPOE MOXET ObITb OO0YCIOBJIEHO
myTauusiMu psina reHos sinepHoit IHK — TYM P, RRM2B,
POLG. MNGIE, xapakrepu3syeTcst Xeaya0o4yHO-KHUIIIeU-
HBIMU Y TIEYEHOYHBIMU CUMMTOMAaMM, KOTOPbIE MOTYT
MPOSIBUThCSI B JIIOOOM BO3pacTe, Kak MpaBujio, B ¢Gop-
Me TeraTroMerajuyd WIM TeYeHOYHOW HEeI0CTaTOYHOCTU
Y HOBOPOXIIEHHBIX, CYJIOpPOT WJIM IHapeu B MJlajeHYe-
CTBE, TIEYEHOYHOM HEJIOCTaTOYHOCTU WJIM XPOHUYE-
CKOU KHWIIIEYHOW HEMPOXOAUMOCTHU y NETEN U B3POCIIBIX.
Y GonbHBIX HAOMIOAAIOTCS CEPhE3HbIE HAPYIIEHNSI MOTO-
PUKU KEeTYJTOYHO-KHUIIIEYHOTO TpakTa, MalibabcopOouust
B COYETaHUM C O(PTaNIbMOIIETUEl, TITO30M, Tepudepu-
yecKoii HeliponaTureii u ieiikosHedanonaTueii. ToHKMit
KUIIEYHUK JUJIATUPOBAH WM UMEET HEeCKOJbKO TUBEP-
TUKYJIOB, aMIUIMTY/Ia COKpAIIeHN TUTTMYHA JIJIsI MAOTIa-
tau. sl TMarHOCTUMKM HEWpOracTpOMHTECTUHATbHOM
9HI1IE(DATOMUONIATUN MOTYT UCITOIb30BAThCS CIEIYIOIINE
METO/IbI: OTIpe/ieJIeHue MOJIOUHON KHCIOThHI B CHIBOPOTKE
KPOBHM, MBIIIEUHBIX (hepMEeHTOB (KpeaTuH(ochoKHa3bI,
TpaHCaMUHa3) U TUMUANH-(GOCGhOPUIasbl B IUPKYJIUPY-
fomumx Jieiikomurax [13].

Hexoropbie nanuentsl ¢ cunapomom Kepuca—Ceii-
pa UMET KOMOMHAIIMIO HapYIIEHU KUIIEYHOW MOTO-
PUKU WX TIPEXOMsiyto aucdaruio BBULY aHOMaJIbHOM
KOOpIMHAILIMKA PACTIPOCTPAHEHUsI COKpPAIIEHUH TJIOTKU
M CKEJIETHBIX MBI nuieBona [14]. XapakTtepHbl MbI-
1IeYHbIe OOJIM U CTIa3Mbl, a TaKXK€ CUCTeMHBII JlaKTaTa-
uuao03. B kuiieyHrnke orMmedaercsl runepTpodus up-
KyJISPHOTO MBIIIEYHOTO CJI0sI, aTpodusi TPOIOJIbHBIX
MBI, B HEHPOHAX M MBIIIAX KUIIEYHUKA OTIpeIesisi-
IOTCSI METaMUTOXOHIpUU. YpOBEeHb KpeaTuH(pochOoKHa-
3bl, TPAHCAMMHA3 YMEPEHHO TTOBBIIIEH, OMOTICUST MBIIIILL
Mpu OKpallMBaHUM KpacuteyieM [oMopu TMoKa3biBaeT
XapaKTepHbIe «pBaHbIe» KpacHbIE BOJIOKHA, KOTOpPbBIE
MOSIBJISIIOTCSL B pe3yJibTare TUnepTpopuu MUTOXOHIPUIA
MOJ CapKOJIEMMOI B HEKOTOPBIX MBIIIEUYHBIX BOJOKHAX,
B TO BpeMsI KaK B IpDYTHMX MBIILIEYHBIX BOJOKHAX 3TH Opra-
HeJUTbl OTCYTCTBYIOT. OKpallluBaHUe JbIXaTeIbHbIX (ep-
MEHTOB B MBIIIIIAX MO3BOJISIET TOYHO ONMPEneanuTh (hyHK-
LIMOHAJIbHBIN e(heKT.

KnuHuueckune nposiBIEHUS CO CTOPOHBI XKeJy-
MOYHO-KUIIIEUHOTO TpaKTa XapaKTEepPHbI U I APYTUX
MEPBUYHBIX PACCTPOMCTB KJIETOYHOTO 3HEprooOMeHa.
K npumepy, obsi13atebHbIM TTpU3HaKoM cunapoma Ilup-
COHA SBJISIETCS HapylleHWe SK30KPUHHON (DYHKIIMU
MOJIKEJYyTOYHOM XeJjie3bl 32 cyeT aTpoduu almHycoB
u ¢pubpo3a [15]. He uckimoualorcst pBora, racTporapes,
MCEeBAOOOCTPYKIIUSI KUIIEYHUKA U APYTUe HApPYIIEHUSs
MepUcTaibTUKU. B To BpeMst Kak MmpeBaJIMpyrOIINM Ta-
CTPOMHTECTUHAJbHBIM MPOSIBJIEHUEM MHUTOXOHIPH-
aJbHON 3HNEdANONATHH € JAKTATAUMI030M M HHCYJb-
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Tonono0HbIMU 3mu3onamu (cuaapom MELAS) saBrsercs
XpoHMYecKast auapesi. UMeroTcss TaHHbIe O HAIUIUK
SMU30[I0B PBOTHI U AUC(hATUK TTPHU NOAOCTPOii HEKPOTH-
supywomeii sanedanromuonaruu JIn. Kuireunas rcesno-
OOCTPYKIIMSI ¥ CT€ATO3HBIN TeNaTUT SIBISIIOTCS OTHUMU
13 BO3MOXKHBIX CUMIITOMOB CHHAPOMA MHOKJIOHYC-3TH-
JIETICHH C «PBAHbIMH» KPACHBIMH BOJOKHAMHU B CKEJIETHBIX
mbimmax (MERREF) [16].

B cBsI3M ¢ TeM YTO TIpU MUTOXOHIPUATBHOUN AUC-
(GyHKUIMU B TIEpBYIO ouepelb MopaxkaeTcsl MbIIIeYHast
U HEpBHasl TKaHb, CJeAyeT YAEJUTb 0CO00e BHUMA-
HUe HapylIeHWsIM MOTOPUKHM. Ha ceromHsIIHUI TeHb
MPOBEIEH PsII UCCIIeAOBaHUMI, TTOCBSIIIIEHHBIX JaHHOM
npobsieme. Aucharus u XeayaouHO-KUIIIeUHbIe Hapy-
IIEeHWsS 4acTO BCTPEYAIOTCS TPH MUTOXOHIPUATBHBIX
60JIE3HAX, B TOM YMCJIE Y MAllMEHTOB-HOCUTEICH MY-
Tanud m.3243A>G [17]. B uccinenoBaHUU MOMYJISILIUKA
HOcWTeNell maHHOW MyTtamuu 61% ITalMeHTOB WMeT
M TIATOJIOTUIO TIHMIIEBapUTEILHOTO TpaKTa, HaIpH-
Mep, HapylleHue MOTOPHMKHU Kedynaka. bojee BbIpa-
JKeHHbIE M3MEHEHHUS HaOJIIoJalTcs B TeJie KeaynkKa
U CIIU3UCTON TMOJOCTH PTa, UYTO MPOSIBISIETCS TOLIHO-
TOI, pBOTON M OOJIbIO B anuracTpuu. IIpoBeneHHBbIE
HCCIeTOBAaHUS TMOMYEPKUBAIOT, UYTO BO3HMKAIOIIWIA
B pe3yJbTaTe MUTOXOHAPUATbHOM MAaTOJOTUN dHEPTro-
JIe(UIUT HETMOCPEACTBEHHO SIBJISIETCS TIPUUMHOMN Ke-
JIYTOYHBIX CUMITOMOB. Kpome Toro, pasymMHoO Mpe-
nosiarath, 4ro myrtauus A3243G Biuser Ha paboTy
ABTOHOMHOW HEPBHOM PETYJISIIIUY XeJTyIKa, MTopoxkKaast
HapylIeHUs MOTOPUKU. Y MallMeHTOB-HOCHUTEIEH My-
Tanuu m.3243A>G ObUIM ONMCAaHBI TAKKE TSKEJTbIE 3a-
GoJieBaHUS MUIIEBAPUTEBHOTO TpaKTa, KaK CUHIPOM
MCEeBAOOOCTPYKLIMY KHUIIIEYHUKA, 3aIop, TPEeOYIOIINii
XUPYPrU9IeCcKOro JeYeHusI, M MaHKpeaTuTt. Mccnenosa-
Hue P. JlaaTa u coaBT. moka3bIBaeT, UTo Aucharus u xe-
JIyTOYHO-KHIIIEYHBIe HapyIIeHUs (B OOJIbIIIel CTeleHU
3aItop) OYeHb pacMpOCTPaHEHBI Y HOCUTENIe MyTalluu
m.3243A> G. Y 18—38% oTux GOJBHBIX BCTpeUyaeTcst
nucdarum, Kotopas HyXKIaeTcs B 0CO00# cTpaTeTwu
JIeUeHUsI, TaK KaK Hauboyiee BEPOSITHOW TMPUIMHON
nuc@aruy B TaKUX CIyvasx sIBJSIETCS MBILIEYHAasT cJia-
6ocTb. Hampumep, mipu HapylieHUU TJIOTaHUS B pe-
3yJbTaTe TPaBMbI TOJIOBHOTO MO3Tra OYeHb YaCTO Ha3Ha-
YaloT 3arycTUTENU, KOTOpble YCYryOusiioT aucdaruio
MTPY MUTOXOHIPHUATBHOM IMaTOJIOTUU, TPEOYs JOTIOTHU -
TeJIbHBIX DHEPro3aTpaTt Ha MPOIABUKEHWE MTUIIH.

IMauuwentsr ¢ myrauusmu MTIAHK yacto crpamator
OT CUMIITOMOB, KOTOpbI€ TEPEKINKAIOTCA ¢ (DYHKIIU-
OHAJTLHBIMU  3200JIEBAHUSIMU  KETYAOUHO-KUIIIEUHOTO
TpakTa. CHHIPOM IMKJIMYECKOW PBOTHI SIBJISIETCS pac-
CTPOMCTBOM, JIJIT KOTOPOTO BO MHOTHMX CIydJasiX Xapak-
TepHO MaTepMHCKOE HacJieJJOBaHWE BapUaHTOB TIOCTIE-
nosarenbHocTH MTAHK [18]. B uccnenosanuu P. boynca
U COABT. OBIJTM HalIeHBI ABa OOIINX OMHOHYKIIEOTUIHBIX
noaumopdusma MTAHK: C16519T u G3010A, koTopsie
CBSI3aHBI ¢ CUHIPOMOM IIHUKJIMYECKOW PBOTHI M MUTPE-
HbBIO Y MAIIUEHTOB ¢ OMHOHYKJICOTUIHBIM IMOJIUMOPGhU3-
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mom 7028C mTIHK (rarumorpynma H). HecmoTps Ha TO
yto rarutorpynma H onpenensiercss ykazaHHBIM TIOJIM-
mopdusmom 7028C, HEM3BECTHO, KaKe MMEHHO TOJIM-
mopdusmbl MTAHK Ha camom pene mpuBomsT K (GyHK-
LIMOHABHBIM TTOC/TeACTBUsIM. Tammorpymnma H saBistercs
OYEHb CJIOXKHOM U UMeeT MHOXKECTBO COCTABIISIIOLINX CY0-
rarorpyni. [lonydyeHHbIe NaHHBIE CBUIETEILCTBYIOT
o ToM, uto reHoTun 3010G MoxeT ObITh CBsI3aH C OoJiee
MEJUIEHHBIM OINOPOXHEHUEM Xejyaka Ha 120-i MuHy-
Te 1o cpaBHeHMIo ¢ BapuaHToM 3010A. Iloka He sicHO,
MOXET JIM CPaBHUTEIBHO 00Jiee ObICTPOE OMOPOXKHEHUE
JKeTyaKa OOBSICHUTH DPa3BUTHE PBOTHI MPHW CHUHIPOME
LIUMKJINYECKON pBOTHI U MurpeHu. [loaumopdusm mt/l-
HK 3010A cBsizaH ¢ Hecrielnguueckoii 00Jbi0 B XXUBOTE.
WccnenoBanust sHno(pEHOTUIIA TIPEIOCTABIISIIOT TIEPBbIe
JIoKa3aTebcTBa Toro, 4yto n3MeHuuBocth MTAHK Bimsi-
eT Ha (yHKIIMU XeJlyKa KakK Y 370POBbBIX JIIOJEl, TaK U Y
CcTpajalomux (QYHKIMOHATLHBIMUA 3a00JIeBAHUSMU TTH-
1IEBAPUTEILHOTO TPAKTA, & TAKXKE N0Ka3aTeJbCTBA aCCO-
muanuu MTJIAHK ¢ Takumu cocTtostHusIMU, Kak CUHAPOM
LIMKJIMYECKOMN PBOTHI U MUTPEHb.

BriosHe BO3MOXHO, YTO CHHAPOM Ppa3ApPaKEHHOTo
KHMIIEYHUKA MOXET OBITh CBSI3aH ¢ MAaTePUHCKUM HacJie-
JIOBaHMEM BapuaHTOB mocienoBareabHocT MTIHK.
WccnenoBanue M. Camilleri u coaBT. moka3ayo, 4To ra-
morpynma H (7028C) cBsizaHa ¢ yMeHbIIIEHUEM 1IAHCOB
BO3HUKHOBEHMSI 3aTIOPOB U TIepeMeKaloIerocst CUHIPO-
Ma pa3pak€HHOTo KUIIIEYHUKA 110 OTHOIIEHUIO KO BCEM
npyrum rariorpymnmnam (7028T).

Hapyuienusi MOTOpUKU MOTYT HaOJII0AAThCsl B JIIO-
00oM M3 oTHesoB KulieyHolt Tpyoku. Hambosnee Bepo-
SITHO, YTO TIPUYMHOM CITY>KUT BereTaTMBHAs OUCGHYHK-
WS WM MBIIIEYHas cJIaboCTh CTeHKM KullleyHuka [19].
Henb3s uckmounTs Haimuue aTpo(ruu BOPCUH TOHKOTO
KMIeyHuka. BupycHbie 3a0oieBaHMSI MOTYT ele 00-
Jiee CYIIEeCTBEHHO 3aMeJIUTh TepucTaabTuky. CHUxe-
HUE COKPATUTEIbHON (PYHKIIMKM TOJCTOTO KHUIIEYHUKA
KJIMHUYECKU TIPOSIBJISIETCSI HEPEryJIsSIpHOCTBIO CTyIa,
yepeaoBaHUEM TIJIOTHOTO Kajla U TMapeu U HEMOoJHO-
TO OIMOPOXHEHUST KUIIeYHnKa. HeKoTopble MalreHThI
HUCTIBITHIBAIOT TPYAHOCTHU € nedekanueil naxe npu Ha-
JIMYUU MSITKOTO CTysia. B OTAenbHBIX ciydyasx 3ToMy
CTIIOCOOCTBYET OOJIBIION 00bEM KaJOBBIX Macc. Y JaH-
HOIl TPYIIMbI TMAallMEeHTOB MOTYT TakKXe HaOIIoAaThCs
MPOSIBJICHUST BETreTaTMBHOM AUCHYHKIUK: HapylleHUe
TePMOPETYJISILIMM, HEeMEPEHOCHMOCTDb Xaphl M X0JIOJA,
maTojioruyeckasi MOTJIMBOCTh, TaXW- W OpaguKapamus,
TOJIOBOKPYKEHHME, OPTOCTATUYECKME U3MEHEHUS YacTO-
Thl CEPIEYHBIX COKpAIlleHUH W apTepuaibHOTO JaBJje-
HUA, a TaKXKe TUCOYHKIUS MOo4YeBOro my3bips. Kpome
TOTO, y MAllMEHTOB C YHEPTeTUYECKUMHU PacCTPOCTBA-
MW UMeeTCsl PUCK BOSHUKHOBEHUS TUTIOTUPE03a W HaJ-
MOYEUHUKOBOW NMC(YHKIIMU, KOTOpPbIE camMu 10 cebe
MOTYT TMOCJIYXXUTb MPUINHOI 3aropa [20].

KomaHna poccuiickux uccnenosartesieil mpoBoauia
U3y4yeHUe IHEPreTuUeckKoil yHKIIMK y 1eTeil ¢ Hapylle-
HUSIMU MOTOPUKU THILEBAPUTETHLHOTO TpaKTa, B YacT-
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HOCTH: C MATOJIOTHYECKHUM KeJTyT0YHO-UIEBOHbIM ped-
JIIOKCOM, XPOHMYECKMM 3amopoM, a TakXkKe C coOueTaHHeM
JIBYX BBIIIIETIEPEYNCIICHHBIX TATOJIOTMUYECKIX COCTOSTHUA.
ITo pesynbraTam, y BceX MALMEHTOB MPU ITUTOXUMUYE-
CKOM OMpeIeJeHU aKTUBHOCTM MUTOXOHIPUATBHBIX
¢depMeHTOB B JIEMKOLIMTAX Mepudepudeckoil KpoBU
OBLTM BBISIBJICHBI PacCTPOMCTBAa YHEpProooMeHa B popme
MMaTOJIOTMYECKOTO (PYHKIIMOHUPOBAHUST MUTOXOHAPUIA.
Kpome TOrO, IjIsT yKaszaHHBIX HO30JIOTMI XapaKTepHO
HalMuue Jakrar-anuao3a. [Ipu 3TOM y TIpeacTaBUTE-
JIel TPYIIIBI ¢ COYETAHHOM MATOJIOTHEN XKeTyI0IHO-K1-
IIEYHOTO TpaKTa HapylIeHUs ObLIM OoJiee BBIpAXKEHBI.
Ha ¢one xypcosoro npuema mnpenapara KosHsuma Q,,
OTMeYaJICsT TTOJIOXKUTETbHBIN 2(P(HEKT Kak B yMEHbIIIEHUN
KJIMHUYECKUX CUMIITOMOB, TaK ¥ B KOPPEKLIMU SHEPTeTH -
YeCcKoM TMChHYHKIINN Y IeTel ¢ HapyIIeHUSIMU MOTOPUKH
MUIIeBapuTeIbHOTO TpakTa [21].
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