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MUTOXOHAPVaAbHBIE 3300AEBaHUS — CAOXKH3S MeTeporeHHas rpynna MyALTUCUCTEMHBIX 3300AeBaHN,
VHTEpeC K U3y4eHNio KOTOPbLIX HeYKAOHHO BO3PacTaeT. B CBYI3M C NOAVOPraHHBEIM NOPaXkeHeM, yHacTuem
HEPBHOW 1 MbILIEYHOM TK3HW, TPYAHOCTBIO AU3rHOCTVKIA I OCOBEHHOCTSIM AEHEHUS) MOXKHO BBIAEAUTL WX
KaK OAVH 13 BaXKHELLINX PA3AEAOB HENPONEANaTPU. B AGHHOWM CTaTbe PACCMATPUBIIOTCS TPU KAUHNHECKINX
HabAAEHNS BOABHBIX C MUTOXOHAPVaALHBIMI 3a6oAeBaHaMN. Ocoboe BHMaHME YAAEHO Ha4aAbHLIM
NposIBAEHNIM BOAE3HN, HYTO UMeeT 0COoB0e 3Ha4eHie AAS NPaKTUKYIOLLEro BpaYa.
KAlo4eBbl CAOBaA: MNTOXOHAPUaALHBIE 3300AeBaHMS, CUHAPOM AW, cHAPOM MELAS,
CuHapom KepHca-Cewpa.

Mitochondrial disease is a complex heterogeneous group of multi-system diseases of interest to the study,
which grows steadily. In connection with multiple organ damage, the participation of nervous and muscular
tissues, the difficulty of diagnosis and specific features of treatment you can distinguish it as one of the most
important parts neuropediatrics. This article discusses three clinical observations of patients with mitochon-
drial diseases. Special attention is paid to the initial manifestations of the disease, which is of special impor-

tance for the practitioner.

MCTOpMﬂ MUTOXOHAPMANbHbBIX 3aboNeBaHM BOCXoaMT K
Hadany 1960-x romos, koraa Lars Ernster u Rolf Luft B
CToKronbMe onvcany MaumeHTKy C HETVPEOUAHbIM runepme-
TaboNM3MOM, MbIlLEYHON CNaboCTbio 1 BbICOKMM YPOBHEM
OCHOBHOrO 0OOMeHa — OHa MHOTO efla 1 ocTaBanacb Xyfow, 1
el ObINo XapKOo Aaxe B 3MMHIIN nepuom, Y4eHble peLunnu, H4to
30ecb 3aMellaH AedekT MUTOXOHIPWAaIbHOro MeTabonmama
3Heprum, 1 nokasanu, YTo MUTOXOHAPWI MbILLL, 3TOW MaLu-
€HTKM MOTYT MPOV3BOANTD TOMBKO YaCTb SHEPrimM OT BO3IMOX-
HOW, a BCe, YTO He MpopearvpyeTt, yxoamT Ha NPON3BOACTBO
Tenna. M3HadansHo mytaumm MTOHK camtanmce KpaviHe pef-
KVMW, ofHako nccnenosaHe 3000 300pOBbIX HOBOPOXOEH-
HbIX Ha 10 Hanbonee M3BECTHbIX MATOreHHbIX MyTaLMii, NPo-
BeneHHoe B 2008 roay, BbIBIO TaKOBbIE Y OAHOMO YerloBeka
13 200 [1, 2]. B ¢BS3M C TakoM pacnpoCTPaHEHHOCTbIO MITO-
XOHIOpManbHbIX BonesHen MOXHO CKa3aTb, YTO MUTOXOHAPU-
anbHble bonesHn y feten — OAMH 13 BaxkKHENLIMX Pa3fenos B
HerponeamaTpuK, a NOCKOSbKY NMEPBUYHO OHK NMPOSABASIOTCA
nopakeHMeM >IM3HEHHO BaXKHbIX OPraHoB, B NMePBYIO o4epeb
rONIOBHOrO Mo3ra (CyA0poru, MHCYMbTbI), CKENETHOW MyCKysa-
Typbl 1 cepaua (T. e. CMHOPOMOM 3HLedanokapaMoMmona-
™n), TpebyeTcs umx Oonee rnybokoe  M3yyeHue.
MwuToxoHapuanbHble GonesHu — Oonbluasi reTeporeHHas
rpynna MynbTUCUCTEMHBIX HacNeACTBEHHbIX 3abofeBaHun 1
NaTONOMMYeCKMX COCTOSIHUM, OBYCNOBMEHHBIX HapyLLeHVem
CTPYKTYPbI, PYHKLMN MUTOXOHAPWI, NMPUBOAALLMX K HapyLLe-
HUAM SHEePreTUHeCKMX YHKLLMI B KIIETKax YenoBeka, BbI3BaH-
Hbix dedektamn MTAHK nnn aHK [1, 3]. Mwutoxongpus
MMeeT CODCTBEHHbIN FeHeTNYeCcKMU annapat, npeacTaBneH-
HbIM MuTOXOHAPUWansHon OHK (MTOHK) B BUAe KOMbLEBOW
XPOMOCOMbI ANMHOM 16 569 nap HyKNeoTUA0B U KOAMPYIOLLEN

84

KKey words: mitochondrial disease, Leigh syndrome, MELAS, Kerns Sayres Syndrome.

2 pubocomarnsHble PHK, 22 TpaHcnopTHble PHK 113 cyObenm-
HUL, (hePMEHTHbIX KOMMMEKCOB AbixaTenbHou Lenn. MTOHK
SBMAETCA MHOMOKPATHO KOMUPYEMbBIM FreHeTUHECKMM 3f1eMeH-
TOM, He 3alMLLEHHbIM TucToHaMn U JHK-cBsA3bIBaOLLIMMM
Oenkamu, B CBSA3M C YeM Donee BOCMIPUMMYMBA K MOBPeEXae-
HWIO aKTVBHbIMK (hOpMaMU KUCIIOpoAa W Yalle NoABepraeTcs
MyTaumaMm, Yem saepHas OHK (a[HK). Takve MyTaumm MoryT
NpPOosBNATLCA B BMAe AedeKTOB PasfMyHbIX 3BEHbEB B LMK/
Kpebca, B AplxaTenbHOM Lenu, NpoLeccax OKUCIEHNS WUn
NPUBOAUTL K rMBeni KNetku 1 pa3BuUTnio 3aboneBaHni. FeHbl
aJHK obecneqmBatoT paboTy MUTOXOHOPUM, X BUOCUHTES U
OuoreHes, NO3TOMY K MaTOMNOMMM MUTOXOHAPWIN MOTYT MPU1BO-
ot Takke mytaumm aOHK 1 HapylweHWs MeXreHOMHOM
KoMMyHUMKauumu [1, 3]. MposiBneHmne MyTaHTHOrO reHa Npouc-
XOAUT MpU AOCTVXKEHU MOPOrOBOrO YPOBHS, YTO BedeT K
HapyLWEHWIO KIETOYHOM Ouo3HepreTuki. Yallle Bcero npu
MUTOXOHAPWANBbHOW MaTONOrMM NOopakaloTCsi HepBHas W
MblLLIEYHas CUCTeMbl — BCNeACTBIE GOSbLIOW UX SHEPro3aBu-
CMOCTW 1 Hanm4Ks BOoMbLLIEro Y1CTa MUTOXOHAPUM [3].

MuToxoHIpUanbHble 3ab0NeBaHUs MOXHO Pa3fennTb Ha
[Be 6onbLUMe rpynmbl: NePBUYHBIE, T. €. HaCeACTBEHHbIE CUH-
[POMblI, CBSI3aHHble C nopaxeHnem MTAHK(c. MELAS, MNGIE,
DAD,MID c. MERREF, . bapta,) 1 BTOprYHble MUTOXOHOPMATb -
Hble 3aboneBaHus, cBA3aHHbIe ¢ fdedekTamn OHK nam mex-
FEHOMHOM KOMMYHMKaUmn (Npr GoNesHaxX coeauHUTENbHOM
TKaHW, CUHOPOM XPOHWYECKOW YCTanocTu, MMKOreHo3, Kap-
OMOMVONATUSA, MUMPEHb, NeYeHOYHas HeAOCTaTO4YHOCTb, NaH-
uMTOMNeHWs!, rmnonapatnpeos, anadet) [1]. BospacT nebiota
3aboneBaHMs 3aBUCUT OT TSKECTU FeHeTU4eckoro fedekTa.
Yem Gonee 3Ha4MM aedekT, TeM paHblle NpPOosBATCSA NaToso-
s 1 Tskenee byneT TedeHne BonesHu.
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SpchekTbl MUTOXOAPUANBHBIX 3a00NeBaHNIA O4eHb Pa3HO-
0obpa3Hbl. M3-3a pasnnyHoro pacnpeneneHns aedekTHbIX
MUTOXOHAPWI B Pa3HbIX OpraHax, MyTaLsa y OAHOro YenoBeka
MOXET NMPUBECTU K HApYLLEHMIO KPOBOODPALLEHMS, @ Y ApYro-
ro — K caxapHomy amabety. OfiHa 1 Ta Xe NaTofiors MoxeT
ObITb BbI3BaHa HECKOMBbKMMU TUNAaMU MyTaLMM, PaBHO3Ha4YHO
KaK OfHa W Ta Xe MyTaLMs MOXET NPMBECTM K Pa3HOMY TUMy
naTonorin. BenuymHa nposiBreHvs dedekta MOXeT ObiTb
©onbLIOW 1NV Manow, 1 OHa MOXET CYLLIECTBEHHO WN3MeHSTb-
s, MEAIEHHO HapacTas BO BpeMeHW. HekoTopble HeborbLLme
edekTbl NPUBOASAT NN K HECMOCOOHOCTY NaLieHTa Bblaep-
KVBaTb (PU3NHECKYIO Harpysky, COOTBETCTBYIOLLYIO €ro BO3-
pacTy, 1 He COMPOBOXAAOTCH CepbE3HbIMU BOoNe3HeHHbIMM
nposisneHusMn. Jpyrve fedektsl MOryT ObiTb Donee onacHb|,
NPUBOAS K CEPbE3HOM MaTonormn. Bcneacrsume 3Toro KImHM-
yeckast KapTrHa MUTOXOHApWabHbIX GonesHeln Bapradess-
Ha, HO Ha OCHOBaHWM OBLLMX CUMMTOMOB U KOHKPETHbIX MyTa-
UM BbIAENSIOT HeCKOSbKO KMacCcoB 3TWX 3aboneBaHui [4].
HekoTopble M3 HUX BCTPEYaloTCs Yalle OpYrvx, a CXOXeCTb
KIMHYECKMX MOSIBIEHUIA NP Pa3HbIX CMHAPOMax ¢ obsiza-
TeflbHbIM MOPaXKeHMeM HEPBHOW W MbIlLEYHOM TKaHM He
MO3BOJSAET CPa3y NOCTAaBUTb TOYHbIN KIIMHNYECKNI AarHO3, a
JIVILLb 3aN0[03PWUTb MUTOXOHOPUANBHYIO NaTONOrmIO.

OOHMM 13 PacnpPOCTPaHEHHbIX BUAOB MUTOXOHAPUANbHbBIX
OonesHen sBnaetcs cuHapoM MELAS. 3ToT crHapom Brep-
Bble onucan Steven G. Pavlakis ¢ konneramu, Bbinenvs ero B
CaMOCTOATENbHYI0 HO30M0rM4Yeckyto eamHmuy B 1984 roay [5].
[ecatb net cnycrsa Steven G. Pavlakis 1 M. Hirano onybnuko-
Banm 0630p 110 cnydaes 3aboneBaHns [6]. JaHHbIN CUHOPOM
XapakTepu3yetcs MUTOXOHAPWANbHOW 3HUedanoMmona-
TWeW, NaKTaT-aUMAo30M, VHCYNbTOMOAOOHBIMM 3M1304aMU.
[narHoCT4ecK 3HaYMMBIMU KPUTEPUAMW 0719 MOCTaHOBKM
cnHapoMa MELAS aBnsioTcst )anobbl Ha MurpeHenofobHble
rofoBHble OOMM C TOLIHOTOM W PBOTOM, HEnepeHOCUMOCTb
PU3MHECKMX Harpy30K, NOKanbiBaHWE N OHEMEHME KOHEYHO-
cTen, Cyaoporu, CHYKeHue cnyxa. Mpu aHannse pogocios-
HOW Yy POOCTBEHHWKOB MO >XEHCKOW JNMHUM MOXHO HanTw
MPU3HAKN OOHOTO WM HECKONbKUX KITMHWNYECKNX CUMMTO-
MOB, XapakTepusytowwimx MELAS. et oTctaioT B pusmde-
CKOM W NMCUXOMOTOPHOM Pa3BUTUM, HaCTO MMEIOT COMyTCTBY-
IOLLYIO MaToNOrMio CepAeyYHO-COCYANCTON U SHOOKPUHHOM
cuctem. Mpu NpoBefieHM NabopaTopHbIX TECTOB BbISBIAETCS
faKTaT-aumao3, nosbllleHHble ypoBHY ACAT 1 AAT, nosbl-
LeHVe YPOBHSI MMOMNIOOVHA, pBaHble KpacHble BOJIOKHA B
OronTatax Mbilwy, [7, 8].

OLHMM 13 pacnpoCTpaHeHHbIX MUTOXOHAPWaNbHbIX 3a60-
neBaHuM aBnseTcs cuHapom KepHca — Cerpa. B 1946 r. Kearns
BMepBble onvcan 3aboneBaHme C XapakTepHbIM KIMHUYECKMM
CYMATOMOKOMTMJIEKCOM:  MPOrpeccmpyiollas  Hapy>KHas
oTasibMonnernsa; NUrMeHTHas PETMHOMNATNA, Kapa4MoMmona-
TWS C HapyLLEHMEM NPOBOAALLEN CUCTEMBI U Pa3BUTVIEM MOS-
HOW aTpUOBEHTPUKYNsApHOW ©Onokagbl. [lo3gHee Oonee
JeTanbHoe M3y4yeHne 3Toro 3aboneBaHWs MNPUHAANEXUT
Cenpy, B cBsi3M C 4eM € 1956 . 3TOT CUMNTOMOKOMIMIEKC MOy -
4ymn HasBaHMe cnHapoMa KepHca-Celipa [8]. Hanbonee Bbipa-
>KEHHBIMY ABASIOTCSH MPOSBIEHVS MATONOMK CO CTOPOHbI a3 —
XapaKTepHa Hapy>Has odTanbMonners, MMrMeHTHbIV peTu-
HAT, HO CaMbIM TUMUYHBLIM MPWU3HAKOM ABMAETCA MTO3.
Hesponoruyeckie nposisneHus npy cuHapome KepHca-Cenpa
KpanHe BapurabenbHbl. OHWU MPOSBASIOTCH MUOMATUHECKIM
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CMATOMOKOMMIEKCOM, MMUPaMULAHOW U 3KCTPanMpammnaHom
CUMMATOMATUKOW, MO3XKEYKOBBIMW HapyLUEHNAMM, HEMPOCEH-
COPHOW TNYXOTOW, CHUXEHVEM MHTennekTa. Muonatmnyeckmi
CVMHAOPOM B TUMMYHbBIX CJTyHaax MMEET HUCXOOALLMM XapaKTep:
NLO — NAeYo — TYNOBULLE — HUXKHME KOHEYHOCTW, BAIeL-
CTBME Yero MbillevHas cnaboCTb CTaHOBUTCS OTHETIIMBOM Cry-
CTA HECKOSBbKO JIET NOC/1e BO3HUKHOBEHWA NTo3a [9]. OgHUM 13
CaMbIX HYacTbIX CUMMTOMOB SBMSETCS MO3Xe4KoBas aTakcus,
COYETAIOLLAACH C UHTEHLWMOHHBIM TPEMOPOM. CTeneHb CHXe-
HUSA VIHTENNeKTa BapbWPYyeT OT YMEPEeHHO BblPaXKeHHOW [0
nporpeccrpyioLLen AemMeHLMn. Bo3MOXHO nopakeHvie nepum-
peprHecKkon HepBHOW CMCTEMbI B BMAe Nepudepmnyeckomn
NONMHEBPONAaTUM, HEMPOCeHCOpHOW Tyroyxoctn [10, 11].
HapyLueHnsa co CTOPOHbI SHOOKPUHHOW CUCTEMBI HacTO COMyT-
cTBytOT cHApoMy KepHca-Celpa, OHU BKITIOHaIOT AeduumT
rOpPMOHa pOCTa, MMUMOroHaZM3M, CaxapHbI AmabeT, rvnona-
paTMpeo3, HapylueHue afpeHanoBoro obmeHa [10, 12, 13].
3aboneBaHVie HacTO COMPOBOXAAETCS Pa3BUTVEM KapAMOIo-
MMYyeckov nNaTonornm B Buae AnnaTalMoHHOW KapaMoMmona-
TV 1 HAPYLLEHNI CEPAEYHOrO pPUTMa 1 NPOBOAVMOCTH [7].
OpyrmM paccMaTprBaeMbIM CUHOPOMOM ABASETCA CUH-
npom Jln (Leigh syndrome), unu nogoctpast HEKPOTU3MPYIO-
Las 3HUedanoMmenonaTms — peakoe HacneacTseHHoe 3abo-
NeBaHue, reHeTUYeCky Ype3BblHariHO reteporeHHoe. CUHAPOM
MOXET OblTb CBS3aH C MyTaLMsSIMW B reHax, KOAVPYIOLLMX
NoAMNENnTUAbI KOMMIEKCOB AbIXaTeNbHOW Lieny MUTOXOHAPWN
n Genkn, NpUHUMatoLIMe ydacTie B cOOpKe KOMMIEKCOB
ObIXaTelbHOW Lenyi MUTOXOHOPUI Ha BHYTPEHHEN MUTOXOH-
ApvanbHo MembpaHe, Takxke CXOAHYIO KIMMHNYECKYIo KapTu-
HY MOIyT [laBaTb HAPYLLUEHWS B reHax, KOQMPYIOLLMX hepMeH-
Tbl MeTabonmama nupysata [14]. CuHapom Jn Gbin Bnepsble
onvcaH Jenucom Jn B 1951 1. [15]. 3abonesaHue nedotmpyet
NPenMyLLECTBEHHO B PaHHEM [EeTCKOM BO3pacTe, XxapaKTepu-
3yeTcs NPOrpeccUpyroLLMM  HEBPOMOMMYECKIMM  PaccTPOM-
ctBaMu (yTpaTom paHee MPUODPETEHHbIX MCUXOMOTOPHbIX
HaBbIKOB, MbILLEYHOW MMMOTOHVIEN, MO3XXEYKOBbIMW 11 3KCTPa-
NMPaMUAHBIMK PACCTPOCTBAMM, CyA0POraMu), NakTaT-aum-
[O30M U XapaKTePHbIMU HEMPOPaAMONOrNHeCckKMMI U3MeHe-
HUSMM MPU MarHUTHO-PEe30HaHCHOM Tomorpadun (MPT)
ronoBHoro Mo3ra [11, 17, 18]. Ha4ano 3abonesaHus NpruxoauT-
Csl Ha nepBble rofbl XU3HW, B peaKnx Cryvasx AedioT oCHOB-
HbIX HEBPOOMMHECKMX HapYLLEHN MPOUCXOAMT B MOAPOCTKO-
BbI Nepuog [16]. B 6onbLIMHCTBE ClydaeB HeBpoornyeckme
PaCCTPOMCTBA MOSBAAIOTCA MOCTENEHHO, B PedKUX CIyqasx —
ocTpo. Mpy MaH1decTaumm 3aboneBaHNs Ha 1-0M rofly XXU3HU
NPOVNCXOANT yTpaTa paHee NMPUODPETEHHBIX MCUXOMOTOPHbBIX
HaBbIKOB, Pa3BMBaeTCcH AMpdYy3Hasa MbilleyHas rMAoToOHMS,
NOSIBAAIOTCA HAPYLLEHWUS BCKapMBaHus (C1abocTb cocaHus,
HapyLUEHWs FNoTaHWs, 0TKa3s OT efibl, HEOOBACHMMbIE PBOTbI),
NOBbILLEHHas1 BO3OYyAMMOCTb WM COHNMBOCTL, OeCnpuYmH-
HbI KPWK, 3NUIENTUYECKMe CyOoporv, nperMyLLecTBeHHO
MMOKITOHMYECKOro xapakTtepa. pu Hadane 3aboneBaHuVs Ha
2-0M rofly >KV3H1 BedyLMMK CUHOPOMaMI ABNAIOTCA 3a0ep>K-
Ka [BMWraTeflbHOro PasBUTMS, MO3XXEYKOBble PacCTPOWCTBA,
OO0nbHble AETW HAYMHAIOT MOCTENEHHO yTpaYMBaTh paHee Npu-
obpeTeHHble HaBbIkK. B mocnenyiollem nprucoedmHsoTCS
reHepan3oBaHHbIe ANUAENTUYECKME NPUCTYMbI, YaCTO Pa3Bu-
BalOTCA ApbIXxaTerbHble PaccTponcTBa (3nv3odpl rvnep- wnm
anHo3, ocobeHHO BO BpeMst MHAEKLMOHHbBIX 3aboneBaHui,
CTPUAOPO3HOE [bIXaHWe), HapyxHas odTanbMonnerus,
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CMOHTaHHBIV HCTarM, OyNbOaPHbIA CUHAPOM M 3KCTpanMpa-
MVHble PacCTPOMCTBA B BUAE AUCTOHUM U XOPeUOPMHbIX
rmnepknHesos [14, 16]. TedeHne cuHOpoma J1 HeyKNoHHO
nporpeccrpyeT, B HEKOTOPbIX CJTyHasx 3a0ofeBaHMe npoTteka-
€T BOIHOODPA3HO, 3NM304bl YXYALWEHNS COCTOAHS COBMafa-
IOT C TeYeHneM MHAEKUMOHHbIX 3aboneBanui [11, 17].

[ns noaTBepXaeHWs JaHHbIX MUTOXOHAPUANbHbIX 3abone-
BaHWM 60JIbHbIM HEOOXOAMMbI KOHCY/bTaLIMS Bpada-reHeTka
1 NpoBeaeHVie MonekyNapHO-reTeTM4eckoro oocieqoBaHs.

Ha cerogHaLWHMI AieHb STUOTPOMHOE NEeYEHE MUTOXOHAPN -
anbHbIX GonesHer oTCyTCTBYET. B MnaHe 3TMOTPOMHOro neve-
HUS CeYac MPOBOASTCS 3KCMEepUMEHTaNbHbIE PabOoThbI MO 3KC-
TpakopnopasnsHoMy (in vitro) onnoaoTBOpPeHMIo C UCNONb30-
BaHVEM NepeHoca sapa ONIOAOTBOPEHHOW AMLEKNETKU B
Ge3baaepHyto UMTOMNa3My OPYrov SrLEKNeTKM ¢ HopMasibHO
(PYHKUMOHMPYIOLLIMMU MUTOXOHAPUSAMY (3ameHa sapa) [19].
MNpoBoanUTCA MaToreHeTn4eckoe 1 CUMMTOMaTUYecKoe neve-
Hue. Tepanms OCyLLECTBAAETCA SHEPrOTPOMHbLIMY NpenapaTa-
MW, K KOTOPbIM OTHOCAT: KOAKTOPb! 3HEproobmeHa (Brtamm-
Hb!I rpynnbl B, PP, L-KapHUTWH), aHT1oKcaaHTb! (ButamuHbl C, E),
BeLLeCTBa, NepPeHOCALLME SMEKTPOHbI (KO3H3UM Q, LIUTOXPOM
C, AHTapHas KMCoTa). B neveHmr odeHb BaxkHbl cobnoaeHme
OneTbl, pexrMa OO3MPOBAHHBIX HArpy30K 1 MeOMKaMEHTO3-
Has KOPPEKLWA HEOTIIOXHbIX COCTOsIHMM [1, 16].

B HacTosien paboTe npenctaBneHbl TPU KIMHNYECKX
HabntodeHWs OoNbHBIX MUTOXOHOPWANbHBIMK 3aboneBa-
HUAMMN.

KnunHunyeckmm cnyydan 1. bonbHow K., 3 mecsaua. VI3 aHamHe-
3a XXM3HM M3BECTHO, 4TO NpoBoAamnock IKO (moHopckas srue-
KNneTka) U MMenach yrpo3a npepbiBaHus B TedeHe Bcel bepe-
MeHHoCTK. C 1,5 MecsaLEeB »anobbl Ha CHUXEHE MbILLEYHOrO
TOHyCa B pyKax, CH/KeHMe ob6bemMa CMOHTaHHbIX ABVKEHUN,
3aTeM MPUCOEONHUIIOCh CHUXKEHWME MbILIEYHOro TOHyCa B
Horax K ©ecnoKoWCcTBO MPW BbIKNAAbIBAHUM Ha KMBOT.
C 2 MecsiLeB yCTaHOBKa rOMIOBbI BMEBO, MOMEPXMBaHVe npu
KopmeHun. MepBbi OCTPbIV 3MK304, B 3 MecsLa, Korga Ha
oHe rnnada OTMeYeH 3MK130[4, arnHo3, NoTepsi CO3HaHWA, nocie
LUIYMHOE AbIxaHue. Ha cneayiowmim AeHb NpycTyn NoBTOPUIICS.
FrocnMTann3MpoBaH B HKeropoackyo OeTCKylo obnacTHyio
GonbHuuy (HOOKB) ¢ oTpuuaTtensHOM AMHAMUKOM — NOBTOP-
Hble MPUCTYMbI, OTKa3 OT eflbl, CTOHYLLIee AbIxaHue, Decnokomn-
ctBO. [1pWv NOCTYNNeHn COCTOSIHWE TAXENOoe, CMOHTaHHas
AKTUBHOCTb OTCYTCTBYET, MbILLEYHbIN TOHYC CHVXEH [0 aTo-
HW, CYXOXMTbHbIE pedeKCbl HE BbI3bIBAIOTCS. [TOTaTeNbHbIN,
HEOHbIN U FMOTOYHBIVI pedriekchbl CHUXKEeHbI. B3rnag dukcmpy-
eT, CefuT KpaTkoBpeMeHHO. BbISBNIEHO MOBbILLEHVE YPOBHS
naKTata oo 8,2 mmonb /11, Ha MPT ronoBHOro Mo3sra npyisHakm
aTpodun NOBHO-TeMeHHbIX aoner. CUMMETPUYHbIE ovaril B
MOAKOPKOBbIX fiApax. bbino NpeanonoXeHo Hanuv4mMe MUTO-
XOHApPWansHoro 3aboneBaHns. MonekynspHO-reHeTu4eckoe
TeCTVpOBaHWeE BbISBWMNO AedDULNT MATOXOHOPUANBHOIO KOM-
nnekca 3, reH BCSILM, 4to noaresep>xaaeT MUTOXOHAPUAIb-
Hoe 3aboneBaHme — cUHOPOM Jles

KnuHunyeckui cinyyam 2. bonbHow E., 6 net. AHaMHE3 XXU3HU:
PebeHok OT 1-o BepemeHHOCTU CPOoYHbIX podoB. Macca npum
poxaeHun 3960 r. Passutime no Bo3pacty. C 3 neT NoKasbHbIN
TVK B BUAE MUraHWM. B 6 neT pe3ko BO3HMKIIO FONOBOKpPYXKe-
HWe, KOcCorfasve, OpoXaHue B pykax, MolaTbiBaHWe npw
xonbbe, CHUXEHWe 3peHWs Ha npaBbl rna3. lNepen 3TMM
OTMEYEeHa Cbirb MO TUMY YMIOTHEHWIM B KOXe 5—6 3neMeHToB
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(no Tvny nrogepmmn? CoxpaHsanacs B TedeHue 2—3 Hemenb ).
JleyeHue B craumoHape HOKB. B HeBpomnoruyeckom cratyce —
OVHaMUYeckas aTakcus, HeyCTOMYMBOCTL B nose Pombepra,
FOPV30HTaNbHbIN MENKOPa3MaLlLVCTbIN HACTArM, NTEBOCTOPOH-
HUW nape3 B3opa BBepX. Aunnonusa npw B3rmsge npsmo. Ha
FNa3HOM JHe — KpaeBoW OTeK AMCKa 3pUTENbHOro HepBa crpa-
Ba. [Tocrne neveHmsa CUMNTOMaTVIKa KynmpoBanack MOIHOCTLIO.
Yepes 2 Mecsaua Ha oHe MOMHOro 340POBbS BHE3amHoe
3aTpyaHeHue 3peHns (NoxanoBancs, Ctan Nafath, Hapylle-
HWe CO3HaHWsA). TpY OCMOTPE COCTOsIHME TaXKenoe. YpoBeHb
CO3HaHWA —OrnyLUeHMe, BKOHTaKTHe BCTynan. MeHuHreansHble
CYMNTOMbI OTpMUaTeNbHbl. uddy3Has MbllLeyHas rmnoTo-
HMA. CyxoxXunbHble pednekcbl BbICOKMe, CNpaBa BbILLe, YeMm
cneBa, cuMnToM babuHckoro crnpaBa, GpiollHble pednekcbl
yrHEeTeHbI. J1erkas CrinaxeHHOCTb NIEBOM HOCOryOHOM CKMamku.
[OpM30HTaNbHbIN HCTarM. Hepes 2 AHA NpuLLen B CO3HaHMe —
NOSBUNMNCb aPEKTNBHO-KOTHUTUBHbIE HapyLUeHWs (Heamek-
BaTHas y/nbibKa, cMex, MyTV3M). Yepes Hedenio NpUcoeamnHm-
nacb ocCTpasi pecnvpatopHas WHMeKUMs, Ha hoHe KoTopom
BO3HVK TPETUM OCTPbIY 3MM304. py OCMOTpe BbIABAANMNCH
OynbbapHble HapylleHVs, rvnepcanvBaums. TeTpannervs,
BepTMKanbHbIA HUCTarM, napes B3opa Bneso. [pn nepesose
COCTOsHWE CTabunbHOE, TOTaeT CaMOCTOSATENbHO, MCHe3
napes B30pa, YMEHbLUMIUCL MNPOABAEHUSA BeEPTVKaIbHOro
HWUCTarMa, 3Ha4uTenbHO YMEHbLUMIIUCE aPMEKTUBHO KOMHU-
TVBHbIE HapyLUEeHWSA, Ha4Yan BbIMOMHATL UHCTPYKLMWM, NOABU-
VCb OBWXKEHUA B KOHEYHOCTSX, MOBOPOTbI ronosbl. [pm
BbIMMCKE COXPaHSETCs ryboKMiA TeTpanapes C HNA3KMM TOHY-
COM U1 BbICOKMMI pedpriekcamu. [poseneHo MPT ¢ KoHTpacTu-
POBaHWMeM, BbIfiBNIEHa KapTWHA WLLEMUYECKOTO KOPKOBOMO
MHapKTa B 3aTbINOYHOWM [0Me NpaBon reMucdepbl Mo3ra Ha
oHe Anddy3HOro AeMUENMHU3NPYIOLLLEro 3a00neBaHMs.

Takum obpasoM, y bonbHoro E. nosTopHble OHMK B bac-
celiHe BepTebPO-0a3mnapHOM CUCTEMbI C Pa3BUTMEM CMacTU-
4Yeckoro TeTpanapesa, MytmsMa, addeKTMBHO-KOrHUTUBHbBIX
HapyLleHWM, BynbbapHbIX HAPYLLEHWA He YTOYHEHHOTO reHe-
33, BO3MOXHO, ayTOMMMYHHOro. MosnekynsapHO-reHeTnyeckoe
NCCNeflOBaHMe BbISBUIO MyTaumio reHa A 3243 g, 41O noga-
TBEPXKAAET HanyMe MUTOXOHOPWANbHOro 3aboneBaHus —
MELAS crHgpoma.

KnuHunyeckmm cnyyam 3. bonbHas K., 12 net. V3 aHamMHe3a
>KM3HW M3BECTHO, YTO pebeHOK OT HOPMasbHO MpoTeKatoLLLEen
3-en BepemeHHocTn. C poxaeHUs OTCTaBana B hM3n4eCckoM
pa3Butn. C 6 NneT CHUXeHVe anneTuTa, NepUoAMHecKkas
pBOTa, CHUXeHWe Beca. C 8 neT xanobbl Ha TPemMop Pyk.
MepBbI KNMHUYECKM MaHU@ECTHbIA 3MM30A4 Pa3BUICA B
12 ner, koraa Ha poHe OPBW ¢ BbICOKOM TEMMNepaTypom NosiBY-
nacb PBOTa «KOMENHOW ryLLen», HapyLUeHve 3peHus, napa-
JOKCanbHoe ApixaHve. HecMoTpsi Ha NevyeHue, COoCTosHMe
MPOrPeCcCMBHO YXYALIANOCh, BO3HWKIIO YrHETeHWEe U CnyTaH-
HOCTb CO3HaHWA, aPUTMUYHOE ObixaHue. MNMoBTOPHbIN 3M130[4,
Yyepes 3 MecsaLa. B HeBponoryeckom cratyce: ABYCTOPOHHUI
nTo3, Oonblle cneBa. MOPU3OHTaNbHbIA HUCTArM C ABYX CTO-
PoH. ManoakTBHa, cama He Xo4uT. MblILLbl TMAOTPOMUHHBI.
ManbLEHOCOBYIO U KOMEHOMATOYHYIO NMPOoObl BLIMOSHSAET Hey-
BepPEHHO. Pedbrekchbl CHMXXEHbI € 06erx cTopoH. Mpu obcneno-
BaHWUW BbIIBNEH NakTaT-auuaos3 ¢ konebaHmsaMm ot 2,98 oo
6,25 mmMonb /N, rnnepravikemms 8o 30 mmonb /. Mo pesysb-
TataM MPT rofioBHOro Mo3ra BbICTaBfleH AMarHo3 OCTPOro
PACCEAHHOro  AMCCEMMHMPOBAHHOIO  3HLEManoMmenmTa.

N 3 (33) ceHTsbpb 2014 MEANUMNHCKNA AABMAHAX



MEANUVHCKAN
ANBEMAHAX

FeHeTu4ecke obcnenoBaHMe BblisBUNo MyTaumio MTOHK del
49/77 pn, 4TO NOATBEPXOAET AMArHO3 MUTOXOHOPWANBHOrO
3aboneBaHust — cuHapom KepHca-Celnpa.

Bce cvHOPOMbI CBUAETENLCTBYIOT O MWUTOXOHAPUANBHOM
naToNornm y feter, AedioT KOTOPOWM MNPOM3OLLIES C NMOPaXKEHN-
€M HEPBHOM U MbILLIEYHOW CUCTEM, N3MEHEHIEM MOKa3aTenemn
nakTaTa KpoBW. PasHas TaxkecTb reHeTudeckoro gedekTa oby-
CroBUna pasHbI Bo3pacTHow AebioT 3abonesaHui. B neppomM
cydae 3TO paHHWM AeDIOT U KNMHUYeCKMe NPOsBIIeHNS C nep-
BbIX IHEW XKM3HM, a B NOCNeHeM ONMCAaHHOM Cryyae TsXeCTb
nedekta Obina He Tak 3HadMTeNbHa W OpraHm3M pebeHka
Haxoamncs B KOMMEHCMPOBAHHOM COCTOSIHUW B TedeHue 12
NeT, 00 Pa3BUTUS OCTPOrO 3MM30Aa C NOCTENeHHbIM HapacTa-
HUEM TAXKECTU KIMHNYECKX NMPOSIBIIEHNI.

[narHo3 mMuTOoXoHApWanbHoro 3aboneBaHus ABMSETCS
OOHVM M3 CaMbIX TPYAHbIX B AETCKOW HEBPONOrUU. PaHHUM
0ebloT, nonnMmMopduaM KIMHUYECKUX MPOSBNEHN, 0bs3a-
TeSIbHOE MOPAXXEHME HEPBHOW W MbILLIEYHOW TKaHel, BOSIHO-
obpasHoe TedeHre C XxopoLler ANHAMUKON BOCCTaHOBMEHMUS
MO3BONSIOT NMLLb 3aMOA03PUTL MUTOXOHAPUANBHYIO NaTONO-
mio y pebeHka, HO OKOHYaTeNbHO MOATBEPAMTL OMArHo3
MOXHO TOJSIbKO MpoBeas MOMeKyspHO-reHeTu4Yeckoe obcne-
OoBaHve. [NoATBEepPXXAEHHbI AMArHO3 MO3BONSET BbIFBUTbL
HOCUTENs AaHHOWM NMaToNorMn B CEMbE U UCMOMb30BaTh METO-
[bl NPeHaTanbHOW AMarHOCTUKM Npwy nocieyiowmx bepemeH-
HOCTAX.

B paccMOTPEeHHbIX KINMHUYeCKUX HabMogeHnax npencTas-
neHa KIIMHUYecKas ceMmnoTrka OombHbIX MUTOXOHAPMAbHbI-
MK 3aboneBaHvsMK. Ocoboe BHUMaHME yaeneHo HadanbHbIM
NPOSBNEHMAM, YTO MMeeT 0coboe 3Ha4eHme Os NPakTUKYIo-
LLIero Bpaya.
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