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B cTatbe npepcTaBneH KAMHUYECKUI Cyyail pebeHKa ¢ coueTaHueM 2 0YeHb PefKux 3aboneBaHuii: HeponaTuyeckoro
LMCTMHO3a U 6ONE3HU MOiiA-MOMs.

Hedponatnyeckuit LMCTUHO3 — ayTOCOMHO-pELECCUBHAsA M30COMaNbHasn 60ne3Hb HAKOMNeHUs, XapakTepu3ywascs
HaKOMNEeHWeM LIUCTUHA BO BCEX OpPraHax W TKaHAX B pe3ynibrare MyTauuii reHa CTNS, KOTopbi KOLMPYET TM30COMabHbIA
TPaHCMOpPTEpP LMCTUHA LUCTUHO3WH. HapyleHne dyHKUMM LIMUCTUHO3MHA NMPUBOANT K HAKOMIEHWIO W KpUCTanan3aLumm
LMCTMHA BHYTPU IM30COM, YTO, B CBOIO O4epefb, NPUBOAMT K anonTo3y v NOBPEXAEHMIO TKaHel BO BCex opraHax. 3abone-
BaHWe XapaKTepu3yeTcs peHanbHbIMK (cMHAPOM PaHKOHM C NPOrpeccupyoLmnmM CHUKEHMEM GYHKLMM NOYEK) U IKCTpa-
peHanbHbIMU NPOABNEHUAMMN B BUAE TMNOTUPEO3a, TMNOTOHAAM3Ma, MHCYJIMH3ABUCUMOrO caxapHoro auabeta, kanbLubu-
KalMM KOPOHapHbIX COCYA0B, METabONMYeCKON 60NE3HN KOCTEN, NOPaXeHUs LeHTPanbHO HEPBHOI CUCTEMBI C aTpodueit
Kopbl, KanbuuduKaLumein ronoBHOro Mo3ra u ap.

bonesHb moiis-moiis — nporpeccupyiollee 3a60n1eBaHIUe, KOTOPOE MOKET NPUBECTU K ULIEMUYECKOMY UHCYNbTY MU BHYT-
puyepenHoMy KpOBOM3NUAHUIO Y fieTel U B3pOCAbIX. BbiensoT cnegyiolme BUabl 3T0r0 COCTOAHUA: 60Ne3Hb MOMs-MOiis —
nepeuyHoe (MAMONATUYECKOE) COCTOAHME, OTHOCALLEECA K NalMeHTaM ¢ aHruorpaduyeckuMn faHHbIMKU 3aboneBaHus,
KOTOPbIE MOTYT UMETb FeHeTUYECKYI0 NpefpacnoNoKeHHOCTb, HO He UMEeTb 3aboneBaHUii, ABAAIOWNXCA TPUTTEPOM
ANs pa3BUTUA LAHHOTO COCTOAHMA, U CUHAPOM MOWA-MOIA — aHrMorpatuyeckne U3MeHeHUs, KOTOPble aHaNOTUYHbI TaKO-
BbIM Y MaLMeEHTOB C 60/1Ie3HbIO MOIA-MOIis, HO MPU 3TOM MMeeTCA 3aboNeBaHNe, KOTOPOE ABNAETCA NEPBONPUYMHON pas-
BUTUS AaHHOTO COCTOAHMS.

Hamu 66111 npoaHanu3npoBaHbl BEPOATHbIE U3MEHEHUA CO CTOPOHBI LIEHTPabHOM HEPBHOI CUCTEMBI NpU HedponaTuyeckom
LMCTMHO3€ U ObiN cienaH BbIBOJ, O TOM, YTO OCHOBHOE 3a60NeBaHUE HE MOXKET SBAATLCA NPUYMHOI BbISBIEHHbIX U3MeHe-
HWiA; NpY HAGNIOAEHUM JAHHOTO NALMEHTA Mbl BCTPETUAIUCH C KOMOUHALMEN 2 HE3ABUCUMBIX COCTOAHMIA, 4TO NoTpeboBano
KOMaH[HOTO NOoAX0fa K ONpedeneHnio TaKTUKN NeYeHUs U fanbHelwwero HabnioaeHus.

CBoeBpeMeHHas BepudMKaLMA AUarHo3a No3Boauaa yNyylWmuTh AajbHENLNIA NPOrHO3 TeYeHUs 3a60NeBaHus, a TakKe KayecTBo
XWU3HW NaLMeHTa, NPeLOTBPATUTh faNnbHelLMe SNU30AbI MLIEMUW FONIOBHOTO MO3ra WU Pa3BUTIE HEBPOJIOTNYECKOTO fieduLmTa.
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The article presents a case report of a child with a combination of two ultra rare diseases: nephropathic cystinosis
and moya-moya disease.

Cystinosis is an autosomal recessive lysosomal storage disorder characterized by accumulation of cystine in lysosomes
throughout the body. Cystinosis is caused by mutations in the CTNS gene that encodes the lysosomal cystine carrier
protein cystinosin. The lack of functional cystinosin causes accumulation and crystallization of cystine within
the lysosomes, which leads to apoptosis and tissue damage in all organs. The disease is characterized by renal (Fanconi
syndrome with progressive decline in renal function) and extrarenal manifestations in the form of hypothyroidism,
hypogonadism, insulin-dependent diabetes mellitus, coronary vascular calcification, metabolic bone disease, damage
to the central nervous system with cortical atrophy, cerebral calcification and etc.

Moya-moya disease is a progressive condition that can lead to ischemic stroke or intracranial hemorrhage in children
and adults. The following types of this condition are distinguished: moya-moya disease primary (idiopathic) refers
to patients with angiographic evidence of the disease, who may have a genetic predisposition, but do not have
concomitant diseases and moya-moya syndrome - angiographic changes in patients are the same as in patients
with moya-moya disease, but there is an underlying disease that is the cause.

We analyzed the probable changes in the central nervous system during cystinosis and concluded that the underlying
disease cannot be the cause of the identified changes and when observing this patient, we encountered two independent
conditions, which required a team approach to determining treatment tactics and further observation.

Timely diagnosis made it possible to improve the further prognosis of the disease, but also the patient’s quality
of life, stop episodes of cerebral ischemia, and prevent the development of neurological deficits.
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Bonesnp molig-moiist (BMM) (OMIM: 607151) (Moiia-
Molia, MosIMOsI, Moliamoiia) (B repeBoje C SIMOHCKOTO —
MyxJIbIiI, HESICHBIM WM TYMaHHBI, KaK 00JlaKo AbIMa
B BO3yX€) — peAKOoe IMporpeccupyloliee 3adojieBaHue, Xa-
paKTepHU3YIolleecs MOCTENIEHHO Pa3BUBAIOIIMMCS CYKEeHH -
eM (CTeHO30M MJIM OKKJTIO3UEl ) KPYITHBIX BHYTPUYEPEITHbBIX
apTepuii (BOKPYT BUWLIM3KMEBa Kpyra) U BTOPUYHBIM pa3BU-
THEM BbIpaXKEHHBIX KOJUTIaTepaieil MeJKHX COCYIOB, UMe-
IOIIMX XapaKTePHBIN IbIMUYAThIN BUI HA aHTUOTpaduu.

3aboJieBaHKME aCCOLIMUPYETCS C MPeapacIioNoXeHHO-
CTBIO K UILIEMUYECKOMY MHCYJIBTY WIM BHYTPUYEPEITHOMY
KPOBOUBJIUSIHUIO Y IETEU U B3POCIIbIX.

Boiaesnsior ciieayroniye BUabl 3TOIO COCTOSTHUS:

* BMM — nepBuuHoe (MAMOMATUYECKOE) COCTOSTHUE,
OTHOCUTCS K NTalIMeHTaM ¢ aHTMorpacduyecKUMU JaH-
HBIMU 3200JIeBaHUSI, KOTOPbIE MOTYT UMETh T€HETU-
YeCKYI0 MpeapacionloXeHHOCTb, HO He UMETh 3a00-
JIEBAaHUI, SIBJISIIOIIUXCST TPUITEPOM IS Pa3BUTHUS
JlaHHOTO cocTosiHuUA [39];
cuHapoM Moiisi-Moita (CMM): aHruorpaguyeckue
U3MEHEHMS Y MAllUeHTOB BBISIBJISIIOTCSI TAKUE XKe, KaK
Uy TIAIIMEHTOB C 00JIE3HbIO MOISI-MOIis1, HO MMEeTCs
OCHOBHOE 3a0oJjieBaHUE, [JII KOTOPOTO pa3BUTHE
CMM BTOpUYHO. DTO COCTOSIHUE TaKXe Ha3bIBalOT
«(peHOMEH MOSI-MOsI», «aHTHUOrpauIecKast MOsSI-MOsI»
WIN «KBa3u-MOsIMOsI 00Jie3Hb» [4, 45].

Dtrojorusa. [eHeTudecKast aTHoJ0rus pa3sutus bMM
B HACTOSIIIIEE BPEMSI SIBJISIETCS IIPUOPUTETHOM, OTHAKO
HeIoCcTaToOuHO u3yyeHHol. CeMeiiHble ciayyau 0oJie3HU
CBsI3bIBAIOT ¢ TeHOM RNF213 na xpomocome 17qg25.3, ko-
TOPBIN SIBJISIETCS BasKHBIM (haKTOPOM MPEAPACIIOIOXKEH-
Hocti K BMM B nony/siimsix HECKOJIbKUX cTpaH Boctou-
Hoi1 A3uu. bblia BbIsIBJI€HA CBSI3b MEXIY MOJUMOP(PU3IMOM
p.R4859K u p.R4810K rena RNF213 v piCKOM pa3BUTHUS
0osie3Hu [29]. Takke BbISIBIEHA CBSI3b C XPOMOCOMaMU
3p24.2, p26, 6025, 8q23 1 12p12, 17925 [2, 23, 25, 31].

Hccnenosanue L. Duan u coaBT. BeIsIBWIO 10 HOBBIX
JIOKYCOB PUCKa, BKJIIOYast TeHbI, y4aCTBYIOIIUE B PETyJisi-
LI MeTaboJiM3Ma TOMOIIMCTeNHA, a TaKXkKe CBSI3aHHbIE
¢ 3a00JIeBaHUEM KPYITHBIX COCYIOB C BEICOKOI 3KCIIpEC-
cuell B MUMMYHHOM cucteme [14].

XoTs XxapakTep HacJeIOBaHUSI He YCTAaHOBJICH, Hau-
0oJiece BEPOSTHBIM CUYUTACTCS ayTOCOMHO-IOMUHAHTHBIIM
i [38].

ITarorenes. [TaTodusnonaornuyeckue mpouecchl, Beay-
1I1e K apTepruaIbHOMY CTEHO3Y U KOoJUTaTepalu3allii Me-
KUX COCYIOB, BKJTIOYAIOT YTOJIIIIEHUE COCYIUCTOM CTEHKU
u aHruoreHe3. CocyaucTble UBMEHEHMSI MOTYT OBITh CBSI-
3aHbI ¢ HAPYIIEHUEM peaKIIMy Ha BOoCIaJleHUEe W aedex-
TaMU MEXaHU3MOB KJIETOUHOT'O BoccTaHOBJeHus [22, 30].

ITaTonoruyeckue cCocyaucTbie UBMEHEHUS MOSIBISIIOT-
¢ KaK B KPYIHBIX COCYyIaX BUJLIM3KeBa Kpyra ((hrOpo3HO-
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KJIETOYHOE YTOJIIIEHUE MUHTUMBbI, U3BUTOCTb WX YIBOCHE
BHYTPEHHEU 2JIaCTUYECKO IJACTUHKU U ocjiadieHue
MeIVH), TaK U B MEJIKMX KOoJUIaTepalbHbIX cocynax. Yarme
BCETO0 IOpaXaroTcsi KOHEUHbIE OTAE/Ibl BHYTPEHHUX COH-
HbIx apTepuii (BCA), npokcuMabHbIe OTAEIbl CpeaHei
U MepeHe MO3TOBBIX apTePUIA.

B ne6roTe 3a0051eBaHMsI CTEHO3 MOXET ObITh OTHOCTO-
POHHMM Y YaCTH MAallMEHTOB, HO B JaJIbHENIIIEM BO3MOXHO
MPOrpecCUpoOBaHUE U Pa3BUTHE yKe ABYCTOPOHHETO CTe-
Ho3a. 3aJHMUIT KpyT KpOBOOOpalleHHUs, 0COOEHHO 3aaHsIsI
MO3roBasi apTepusi, opaxaeTcsl 3HaYUTEIbLHO pexke.

JlenToMeHUHIeabHbIe aHACTOMO3bI U3 3 OCHOBHBIX
MO3TOBBIX apTepuil (CpenHei, nepeaHeit n 3aaHeli) BO3-
HUKAIOT BCJEACTBUE BHYTpUUepenHoro cteHo3a BCA.

Boinee yem B 56 % ciiydaeB B TOYKaX pa3BETBICHUS
COCYIIOB MOTYT pa3BUBaThCs aHeBPU3MbI. CTEHO3 TakXe
MOXET IopaXaTh 9KCTpaKpaHUaJIbHbIE U CUCTEMHBIE ap-
TepUM, BKJIIOYAS IIeiHbIE COHHbIE, TIOYEUHbIE, JIETOYHbIE
U KOpOHapHbIe cocynbl [39].

3a0oeBaHnsa ¢ BHICOKMM pUCKoOM pa3utusgs CMM.
K OCHOBHBIM COCTOSIHUSIM, CBSI3aHHBIM C BBHICOKUM PH-
ckoM paszsutnst CMM, oTHocaT cienyronue [6, 7,9, 13,
21,24, 27, 32, 34, 35, 37, 40, 42, 48—50]:

* 3a0o0JieBaHUSI, TMOpaxalollue apTepyuy BWLIM3KMEBa
Kpyra: aTepocKJepos, JydyeBas Teparnusi OCHOBaHUS
TOJIOBHOI'O MO3ra, YeperHO-MO3r0Basi TpaBMa, OIyXo0-
JIV TOJIOBHOTO MO3ra, MEHUHTUT U APYTHe BUPYCHbIE
WM 0aKkTepuabHble MH(PEKIINN;

* TeMaTOoJIOTMYECKHE COCTOSTHUS: CEPIIOBUIHO-KIIETOY-
Hasl aHeMus, OeTa-TajacceMusi, TOMOLUCTUHYPUS
Y TUIIEPrOMOIIMCTEMHEMMUS U T.1I.;

* CUCTEMHBbIE BaCKYJIUThI U ayTOUMMYHHbIE 3200J1eBaHusI;

* CUHIpOMAaJIbHbIE MAaTOJIOTUM U IIOPOKY PA3BUTHS: CUH-
npoM Anaxuis, cuHapom JlayHa, runomenano3 Wto,
cuHapoMm Mapdana, HeitpopubpomaTos 1-ro Turma,
cunapoM Hynana, cunapom Ipanepa—Bunau, Tyoe-
PO3HBIN CKJIEPO3 U T.1.;

* pa3IMYHbIC BaCKYJIONATUU, SKCTpaKpaHUATbHbIE U CEp-
JIEYHO-COCYIUCThIC 3a00IeBaHMS;

* MeTabojuyeckre 3a0oJjieBaHUs: IJIMKoreHo3 I Tura,
runepdocdaraszusi;

* TMOYEYHbIE MATOJOTUU: TTOJUKUCTO3 MOYEK, OMyXOJb
Buibmca.

Kmnnyeckue nposiiennss BMM/CMM. [1e6ioT 3a-
0oJsieBaHMST BO3MOXEH B JII0OOM BO3pacTe, HO Yallle CUM-
MTOMBI TIPOSIBJISIIOTCS B Bo3pacTte oT 5 1o 10 et y aeteit
1 ot 30 1o 50 jeT y B3pOCbIX.

[IposiBneHus 60JiIe3HU BecbMa BapruadeabHbL. Y 4acTu
MalMeHTOB 3a00JieBaHUE MPOTEeKaeT OECCUMIITOMHO.
VY npyrux BO3HMKAIOT CEPhe3HbIC HEBPOJIOTMYECKUE Hapy-
LIeHUsI BCAEACTBUE WHGMAPKTOB WM KPOBOU3IMUSI-
Huii. JIpyrue nposiBJIeHMs] BKJIIOYAIOT TOJOBHYIO 0OJIb,
TOJIOBOKPYXXEHUE, CYIOPOTH U XOPEeIo, HUCTarM, adas3uio
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u nucdasznio, reMuaHomncroo. Bo3aMoXHO pa3BUTHE YMCT-
BEHHOI OTCTaJIOCTH.

Cumnromatuka BMM/CMM 3aBucuUT OT Bo3pacTa.

VY neteii mepBbIM CUMIITOMOM OOBIYHO SIBJISIETCS UIIIe-
MMYECKUI MTHCYJIBT WU TPaH3UTOPHAS UILIEMUYECKasl aTa-
Ka, KOTOPbIe MOTYT KaK SIBJISIThCSI HAYaIbHBIM ITPOSIBIICHUEM,
TaK 1 HOCUTh peIIUIUBUPYIONINIA xapakTep |36, 43]. Y B3po-
CJIBIX TOMUMO MIIIEMWYECKMX HAapyIIeHUI MOTYT Pa3BUBATh-
Csl ¥ BHYTPYMMO3IOBbI€, BHYTPIDKETYIOUKOBBIE U Cybapax-
HOUAaJIbHbIE TeMOPPAruyecKue MHCYJIBThI, CBUACTE/Ib-
CTBYIOIIIME 00 yXyAIIEHUU TeueHus 3a0oseBaHus [12].

CuMnroMaTU4YecKue MU30/IbI UILIEMUU B COCYIUCTHIX
bacceliHax nepeaHel U cpeIHel MO3TOBBIX apTepuii y Je-
Tei MOTYT IIPOBOLIMPOBATLCS TUTIEPEMUE, TUTIEPBEHTU -
JIsiuMeit, HanpstkeHueM (TiadyeM, KalieMm) Wi pusude-
cKoli Harpy3koii [39].

¥ naunentoB ¢ BMM/CMM MoxeT pa3BUThCS MU~
Jiericusl. Y feTeil oHa BO3HMKAET Yallle, YeM Y B3POCIbIX
(B cpenmeM cocrtaisieT 10—15 %). CynoposkHbIE TTPUCTY-
bl MOTYT HOCUTb BTOPUYHBINA XapakTep MO OTHOIIEHUIO
K MILIIEMUYECKOMY MOBpeKACHUIO [28].

YV neayaTpuyeckux NaiydeHTOB MOXHO BCTPETUTh U3-
MeHeHue (hOHOBOI aKTUBHOCTHU Ha 3JIeKTpo3HILIedaIorpam-
M€ B Bue oyaroBoro/nuddy3Horo 3aMeiieHus, a TaKxKe
CYOKIMHUYECKME SIUIenTU(GOPMHBIE pa3psiabl [51].

®akTopaMu pUCKa pa3BUTUS SMUICTICUN CYUTAIOTCS
paHHUIi 1e0I0T MPUCTYIIOB U AUddy3Hast aTpodusi TOJIOB-
Horo Mo3ra [11, 20].

JuarnocTuka. JluarHoctrka 3a0ojieBaHVsI OCHOBBIBA-
eTcs Ha JaHHBIX KJIMHUYECKOW KapTUHBI M pe3yJibTaTax
JIOTIOJTHUTEJIBHBIX MccliefoBaHui. B KauecTBe mOMoOaHU-
TeJIbHBIX MCCIIeNOBaHUI Hanboiee MUHDOPMATUBHBI AHTHUO-
rpacdusi COCyI0B 'OJIOBHOI'O MO3ra, KOMIIbIOTEpHasi TOMO-
rpagusi, MarHUTHO-pe3oHaHcHas1 Tomorpadust (MPT),
MarHUTHO-pe3oHaHcHas anruorpadus (MPA), onHodo-
TOHHAas 9MUCCUOHHAsI KOMITbIOTepHas ToMorpacdus.

JurarHoctTuyeckue KpUTepru, MpeaioxXeHHbIe SITOH-
CKHM HCCJIENOBaTEIbCKUM KOMUTETOM, BKJIIOUAIOT CJICY-
IolI1e OCHOBHBIE TpeboBaHus [20]:

* CTEHO3 WJIM OKKJII03Us TepMUHaIbHOTO oTaejsa BCA
U TIPOKCUMAIBHOTO OT/IeIa TIepeIHe U cpeaHel MO3-
TOBBIX apTEPUIA;

* aHOMaJIbHBIE COCYIUCThIE CETU B 6a3aIbHbBIX TAHTJIU-
SIX; 9TH CETH TakKe MOXHO IMarHOCTUPOBATh 110 Ha-
JIMYMIO MHOXKECTBEHHBIX MMYCTOT IMOTOKA HAa MarHUT-
Ho-pe3oHaHcHoit (MP) Tomorpamme TroJIOBHOrO
Mo3ra.

AHruorpacdudeckue u3MEeHeHMs1, KaK IpaBWIo, IBY-
CTOPOHHUE; TEM HE MEHee clydyau C OMHOCTOPOHHUMU
aHrrorpad®UYeCcKMMM JaHHBIMM TakKKe CUYMTAIOTCS BEPO-
SITHBIMU.

B cootBeTcTBUM ¢ Kiaccudukaimei J. Suzuki Bbige-
JISIIOT cienytoiue ctanuu bBMM/CMM:
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» cragus I — cyxeHue mecra oudypkauuu BCA;

* cragud Il — pacirpeHHbIe TepeaHue U CpeIHUe MO3-
TOBBbIE apTepUU B COYETAHUM C CY>KeHHeM Oudypka-
uuu BCA ¢ xapakTepHbIMU U3MEHEHUSIMU;

cragus 11l — panpHelinee uaMeHeHue OMdypKau
BCA u cyxeHue nepenHUX U CPeIHUX MO3TOBBIX ap-
TEPUIA;

» ctanus IV — yMeHbllIeHue U3BMEHEHU I, XapaKTEePHbIX
st BMM, ¢ oKKIII03UBHBIMU TIpe0Opa3oBaHUSIMU
BCA u ocnabiaeHueM nepegHux U CpeaHUX MO3TOBBIX
apTepuid;

* cTamust V — JajbHeiflee yMeHbIIeHe U3MEHEHUH,
xapakTepHbIX 111 BMM, ¢ okkmosueit BCA, nepen-
HUX U CPETHUX MO3TOBBIX apTEPUIA;

» cranust VI — BCA BeIKJTIOYaeTcs U3 CHaOXEHUs ro-
JIOBHOTO MO3ra, KpOBOCHaOXeHUe W3 HapyxXHOU
COHHOM apTepuu.

Cpoku mpoBeneHUs] TOBTOPHBIX BU3YaTU3UPYIOIIUX
HUCCIIeIOBaHUI 3aBUCST OT TSLKECTH MUCXOIHBIX U TOCe-
TIYIOIIUX PE3YJIBTAaTOB; IS 0ECCUMNTOMHBIX MAllMEHTOB
BO3MOXHO €XerolHoe MPOoBeAeHUE UCCIECTOBAHNS.

[ManueHTaM ¢ CynopoXXHBIMU PUCTYIIAMU WX TPaH-
3UTOPHOM UIIEMUYECKON aTakoi mis auddepeHunaIb-
HOTro AuMarHo3a HeoOXOAMMO MPOBEACHUE DJIEKTPOIHIIE-
danorpaduryeckoro ucciaeaoBaHUsI.

Het c BMM/CMM yacTto 0OHapy>XMBalOT OTKJIOHE-
HUS TIpU 2JIeKTpoaHIedanorpaduu.

ITpoGa ¢ runepBeHTWISALIMENR BHI3bIBAET I'eHePaIn30-
BaHHbIE BHICOKOAMIUIMTYIHbIE MeUIEHHbIE BOJIHBI ((heHO-
MEH «HapacTaHUsI»), McYe3alolue Mocje MpeKpalieHus
TUIIepBEHTUIISALMK. [ToBTOpHOE MOSIBICHWE TeHepaInu30-
BaHHBIX WM JIOKAIU30BAHHBIX BHICOKOAMILIUTYIHbBIX ME/I-
JICHHBIX BOJIH Ha 3JIeKTpo3HIIedamorpamme yepes 20—60 ¢
rocJjie MpeKpalleHus TUIePBEHTWISILIMMY ((heHOMEH «I1e-
pPeCTpPOKU») CUUTAETCS MAaTOTHOMOHUYHBIM 11t BMM/
CMM u BcTpevaercs: mpuMepHo y 2/3 neteit. Y JaHHBIX
MalMEeHTOB ITPOTUBOIIOKA3aHO MPOBEICHNUE TTPO0 C TUITeP-
BEHTUJISILIMEH, TaK KaK OHU MOT'YT BbI3bIBaTh pedieKTop-
HYIO LIepeOpaIbHYI0 Ba30KOHCTPUKIIMIO.

®oHOBBIC aHOMAJIMU BKJIIOYAIOT HECITeLIM(DUIECKYIO
TeHEepaIM30BaHHYIO, aCUMMETPUYHYIO WU JIOKAJTN30BaH-
HYIO MEJICHHOBOJHOBYIO aKTUBHOCTb. ACUMMeETpUYHasI
3aIHsS aibdha-aKTUBHOCTh Y LIEHTPaIbHO-BUCOYHOE 3a-
MeJJIeHUe TaKKe ObLIM onucaHsbl y neteit c BMM/CMM.
[17, 28, 39, 46].

K rpynnam pucka no pa3zsutuio CMM oTHocATCS:

* IETU WM MOJIOJbIE B3POCIbIE C MOBTOPSIIOIIMMUCS
CUMIITOMaMU UIIIEMUYECKUX aTaK B Pe3yJIbTaTe HU3-
Kot mepdy3uu B OJHOM U TOM K€ apTepuaibHOM
OacceiiHe;

* TAILIMEHTHI, Y KOTOPBIX OTCYTCTBYIOT 001IIME (haKTOPHI
JIJIS1 IEPBUYHOTO BHYTPMMO3TOBOTO KPOBOMBJIUSHUS,
HO MMeEEeTCSl BHYTPUMO3TOBOE KPOBOUBJIMSIHUE B 00-
JIaCTSIX TOJOBHOIO MO3ra, CHaOXaeMbIX MEJKUMU
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coCyllaMU, KOTOPbIC OTBETBIISIFOTCS OT BUJIIU3UEBA KPY-
ra (HarmpuMep, XBOCTaToe SIIpo, TaJaMyc), WM BHYyTpHU-

JKEJTYTOYKOBOE KPOBOUBJIMSIHYE B Mpeaesiax 00KOBBIX

JKEJTyI0YKOB;

* JETU WJIA MOJIOABIC B3POCIIbIE C MIIEMUYECKUM WU
reMOppParu4ecKrM MHCYJIBTOM, Y KOTOPBIX MOTYT OT-
CYTCTBOBATh OOIIIME 1IepeOpPOBACKY/ISIpHBIE (PAKTOPHI
puCKa;

* marueHThl ¢ MP-KapTuHOI B BUIe paclIMpeHUs KOJI-
JIaTepaJIbHBIX COCYIOB B 0a3aJIbHBIX TaHIJIUSAX WU
TajaMyce, «CUMIITOMOM ILTIONIa», «CUMIITOMOM KU-
CTU» WJIN YCWICHUEM apTepUaIbHOM CTCHKMU.

[Tpu oTCYTCTBUY M3BECTHOI TEHETUUYECKOM ITPEAPACIIO-
JioxkeHHOCTH K BMM min ycTaHOBJIEHHOTO 3a00J1eBaHUs,
ocJioxkHeHHoro pa3ButrieM CMM, naiMeHThbl JO/KHbI ObITh
JIOTTOJTHUTEIEHO 00CIIeNOBaHbI HAa HAJIMYKE COMYTCTBYIOIIIMX
3a001eBaHMIA 1)1 pa3pabOTKX Haubosee MoAXoAsIei cTpa-
TErMH BTOPUYHOM PODUIAKTUKY.

Jleuenue. 111 BMM/CMM He cyliiecTByeT TapreTHOi
Teparuu, O3BOJISIONIEH OCTAHOBUTD IIPOTPECCUPOBAHUE
WY YMEHBIIUTh BHYTPUYEPEITHYIO apTePHOIIATHIO.

JlekapcTBeHHas Tepanus (QHTUTPOMOOTUIECKHE 1 TIPO-
THBOCYIOPOXKHBIC TIperapaThbl, 0JIOKATOPhl KaJbLIMEBBIX
KaHaJIOB) MMEET JIMIIIb BCIIOMOTaTeIbHOE 3HaUCHUE U He
MpeKpaiiaeT MporpeccupoBaHue 3a00/1eBaHNS, BOCHOBHOM
HCTIOJb3YeTCs 11 KOPPEKIIUM OCJIOXXHEHU I 3a00J1eBaHYs,
TaKMX KaK MHCYJIBT ¥ TPAH3UTOPHBIC UIIIEMUYECKIE aTaKH,
a TakXKe JJIsT 00JIeTYeHYsI CUMIITOMOB U IIPEIOTBPAIICHUS
YXYAIIEHUS] KOTHUTUBHBIX (DYHKITHIA.

[Toce mpuCTYITOB TPAH3UTOPHOM MIIEMUYECKOM aTa-
KU MOXET IMOTPeOOBaThCS peaduInuTaIus.

Hawtyuinye pe3yabraThl J€MOHCTPUPYIOT XMPYPIH-
yeckue MeTonpl ieueHuss bMM/CMM.

Llenb onepaTMBHOTO BMEILIATEIBCTBA — YJIYYIIUTh KPO-
BOCHa0KeHMe TojI0BHOro Mo3ra. KoMorHMpoBaHHast peBac-
KYJISIPM3aLIMsl TOJIOBHOTO MO3ra C MCIOIb30BaHUEM MPSIMBIX
1 HENPSIMBbIX KOMIIOHEHTOB IPU3HaHa HauboJIee 1ejIeco-
00pa3HbIM METONIOM JieueHus naimeHToB ¢ BMM/CMM
BO BCEM MUDE.

[MokazaHust ¥ CPOKU IPOBEACHMS OTIEPall OCTAIOTCS
CIIOPHBIMU.

7151 TOJTHOLIEHHOM peBaCKyJIIpu3allii TOJIOBHOTO
MO3ra Jalle BCero TpeOyroTCsl IOBTOPHBIC OIepallvu.

[MokazaHueM [UIs1 XUPYPTMUECKOM BacKy/ISIpU3alivu
SIBJISICTCSI HE TOJIbKO HAJIMYME SIBHOW KITMHUIECKOM CUMIT-
TOMAaTHKH, HO M BBISIBJICHUE MPU HEMpPOBU3YyaIu3alluu
M3MEHEHUI, YKa3bIBAIOIIMX Ha TSLKEJIOe HapyIIeHUE KPO-
BOTOKa B ITOKOE WJIM HapylIeHWe reMOIMHAMUYECKOTO
repdy3MOHHOTO pe3epBa y 0€CCUMITOMHBIX NAlIMEHTOB
[18, 33].

IIpornos. be3 neyeHuss MpOrHO3 HEOJIATOMPUSITHBINA.
[Tocne xupyprudeckoro Je4eHuss B OCHOBHOM IIpeKpalia-
I0TCSI 3TIU30/bI UIIEMUM TOJIOBHOTO MO3ra U HEBPOJIOTH -
YeCKUil 1eUIIUT He TPOTPECCUPYET, HO COXPaHSIIOTCS
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U3MEHEHUS B HEBPOJIOTMYECKOM CTaTyce, UMEBILIUECS 10
MPOBEJIEHUS OIePaTUBHOTIO JICUECHUSI.

B Hacrosiee BpeMsl CUMTaeTCs, YTO onepalus Io
peBacKyaspusalnum oosee 3¢ GeKTUBHA U JaJbHEHIINH
MPOTHO3 JyYllle Y IeTei, yeM y B3pocibix [18, 33].

JleOroT 3a001eBaHMSI B paHHEM BO3pacTe aCCOLUUPO-
BaH ¢ 0oJjiee TSKEJbIM TeUeHHEM U HeOJaronpusTHbIM
MPOTHO30M (BBIIIIE YacToTa MHCYJABTOB) [18, 33]. B cBs3u
C BBILLIENIEPEYMCICHHBIM MOXHO CIIEJIaTh BHIBO O TOM, YTO
paHHee BBISIBJICHUE U COOTBETCTBYIOILIEE JIEUCHUE YIyd-
1IAI0T AOJTOCPOYHBII TPOTHO3.

CMepTHOCTD OLICHUBAETCS IIPUMEPHO B 5 % UTsI B3pO-
cibix 1 2 % s pereit. OCHOBHOI ITPUYMHOI JIETATbHOCTH
SIBJISIETCS KpoBousnusiHue [18, 33].

IIpencrapiseM onvcaHue KIMHUYECKOTO ClTydast Ha-
0y1ro1aeMOro HaMM MalueHTa.

KnuHuyeckum cnyyait

Manvuuk 8 nem, nabarodaemcs ¢ Hayuno-uccredosa-
MEeNbCKOM KAUHUMECKOM UHCMUmMYme neouampuu u 0emcKoli
xupypeuu um. akad. I0.E. Beavmuwesa (Mucmumyme Benb-
muujesa) 6 meueHue 7.1em ¢ OUACHO30M «He@ponamu4ecKuil
YUCMUHO3, UHDanmuabHas popma». B éozpacme 7 arem no-
ABUAUCH HCAN00bL HA NPUCMYNbL CRYMAHHOCMU CO3HAHUS
do 3—4 pa3 6 mecauy, orumenbHocmbvio 00 2 MuH, 8 8ude pe3-
Kol cunvHoil ougghysHoil 20106H0I 60U, MblULeHOU c1a60-
cmu, napecmesuil @ npasoil NOA0GUHe AUUA U PYKU C HOCAe-
OVIOWUM paszeumuem napesa npagoil pyku, KpamrkoepeMeHHoll
amakcuu, OMcpPOHeHHO20 BbINOAHEHUS KOMAHO, AeeKol Ou-
3apmpuu, OAUMeEAbHOU CAAOOCMU U COHAUBOCTUL.

Peberox om podcmeennoeo bpaka, HacaredcmeeHHOCHb
no uepebpo8acKyAsIPHOIL U NOYEUHOU NAMOAOUU He OMA20-
wena; om 1-it bepemennocmu, npomexkaeguiei 6e3 0cobeHHO-
cmeil, om 1-x gusuonsoeuueckux pooos, ¢ HOPpMANbHbIMU
macca-pocmosuimu nokazameaamu (macca meaa 4100 e
(75%0), dnuna 54 cm (75%o)). o 6 mec poc u pazeusancs
6 coomeemcmeuu ¢ eo3pacmuvimu nopmamu. C 7 mec nocae
nepeHeceHHOU 0Cmpoil KUWeuHOU UHpeKyuY pasguics cyo-
hebpurumem, OMMeHANUCy CHUNCEHUE ANNemuma u Maccol
mena, noauduncus, noauypus (7,9 a/m2/cym), moimeunas
2UNOMOHUS, 3a0epIHCKa MOMopHo2o pazeumus. Tlpu nepsu-
Hom obcaedosanuu 8 Uncmumyme Beavmuuwiesa 6 6o3pacme
1 200a y pebenxa umen mecmo credyroujuti CUMRIMOMOKOM-
naekc: 3a0epiucKa Qu3uHecKko2o pazeumus, paxumuyecKkue
deghopmayuu ckenema, MoluleuHas cUNOMOHUS, NOAUYPUS/
noauduncus u cunopom Pankornu 6 eude eunogocghamemuu,
MemaboauHeck02o ayuoo3a, 2UNOKAAUeMUU, AMUHOAUUOYPULL,
gochamypuu, entoko3ypuul u HUKOMOAEKYAAPHOL RPOMeU-
Hypuu. Tlpu opmansmockonuu 6 noaspusyrouem ceeme Obiau
BblAGACHBl KPANACHUS KPUCMAAN08 YUCMUHA 8 PO208UYe,
a maKice nogvlieHue KOHUeHMPAuUU UUCMUHA 6 AelKoyU-
max Kposu, ymo 6 cogoKynHocmu ¢ cunopomom Dankouu
N03680AUAO KAUHUMECKU OUASHOCIMUPOBAMb Y pebeHKa UHpAaH-
MUNBHYIO opMY Hepponamu4eckoeo WUCMUHO3a U UHUUUU-

DPOBAMb NAMO2EHeMUYECKYH) Mepanuro yucmeamura oumap-
mpamom U CUMNMOMAMUUECKYI0 Mepanur npenapamamu
Kxaaus, ghocgpopa, OuKapbOHAMOM, AKMUBHBIMU MEMAOOAUMA-
mu eumamuna D. B danvreiiuiem ouaznos Obin noomeepiicoen
pe3yavmamamu GHAAU3a Memooom NOAUMEPA3HOLl UenHoIl pe-
akyuu ¢ obpamnoii mpauckpunyueii cmpykmypol MPHK CTNS
8 Qubpobaacmax Kodicu, 8bla8UGUIe20 paHee He ONUCAHHYIO
deneyuio 6 como3uecomtom cocmosinuu 6 eene CTNS NC_0000
17.10:g.3545967 3555253del, p.(Glu21GhfsTerdS). Pesyavma-
Mbl ceepe2ayUoOHH020 AHANU3A NOKA3AAU 2eMePO3UOMHOe HO-
CUmMenbcmeo OaHHoIL Oeneyull Kaxcobim U3 pooumeneil.

Llucmuno3 — aymocomHo-peyeccusHas AU30CoOMAaNbHAs
00/1€3Hb HAKONACHUS, XaAPAKMePU3YHWAsAC HAKONAeHUeM
YUCMUHA 80 8CeX OP2AHAX U MKAHSX 8 pe3yabmame Mymauuii
eena CTNS (MIM: 606272; GenBank: NM_004937.2 17p13),
KOmopbulii KOOUpyem Au30COMAAbHbLI MPAHCNOPMep YUCMU-
Ha yucmunosun [19]. Hapywenue @ynkyuu yucmuHo3una
npueooUm K HaKONAEHUIO U KPUCMAAAUZAYUUU YUCMUHA GHY -
mpu AU30COM, YMO NPUBOOUM K ANONMO3Y U NOBPENCOeHUIO
miaHell 6o cex opeanax [ 10, 41]. Haubonee uacmoii u camoii
msxucenoil opmoil YUCmuHo3a A645emcss UHGAHMUAbHbLI
yucmunos (MIM: 2198500), komoputiii nposieasiemcs 6 mevenue
1-20 eoda xcusnu u npoepeccupyem 0o mepmMuHAAbHOL CMaouu
XPOHUYECKOIl noue4Hoil HedocmamouHocmu 8 1-e decamune-
mue ncusnu [19]. K axcmpapenanvhvim nposierenusm 3a00-
N€BAHUSL OMHOCAMCA 2UNOMUPE03, 2UN02OHAOUIM, UHCYAUH-
3A8UCUMbLI CAxXapHblll uabdem, CHUNCeHUe nUeMeHmayuu
KOXMCU U 8040C, NOPMANbHASA eUnepmen3usl, IK30KPUHHAS
HeAdoCmamo4HOCMb NO0XCeAYOOUHOU Jcene3nl, KarbUupuka-
Yusl KOPOHAPHBIX cOCY008, Memabdoaueckas 604e3Hb Kocmell,
nopasiceHue ueHmpaabHOUL HePBHOIL CLICMeMbl 8 8Ude ampoguu
KOpbl, KArbyu@uKkayuu 20106H020 M032a, CHUNCEHUS Hellpo-
KOCHUMUBHBIX (DYHKUUIL, G MAKIce 2eHeparlu308aHHOl 8AKY0-
AapHoil muonamuu [15].

Jluaenocmuka Heghponamuueckoeo YUCMUHO3a OCHOBbI-
8aemcs Ha 8biA6AeHUU XAPAKMEPHbIX CUMNINOMO8, 6KAHOHAS
cundpom Dankonu, omaoxiceHue KpUCManios YUCMuHa 8 po-
208ule, NOBblUeHUe YPOBHS UUCMUHA 6 NelKOYUMAax Kpoeu,
u namoeennvix eapuarmos 6 eene CTNS [15]. Paunss duae-
HOCMUKQ YUCMUHO3a UMeem peularoulee 3HaueHue 045 noay-
YeHUs MAKCUMANbHOU NPOPUAAKMUYECKOU U mepanesmute-
CKOIl N0b3bl OM NAMO2EHeMU1ecKoll mepanuu (UUCmeamuna
oumapmpam, yucmeamuHa 2uopoxiopud) 6 oMmHoOueHUuU
DEHANbHbIX U IKCMPAPEHANbHbIX NPOSABAeHUN 3a001e8aHUS
U OMOANEHHBIX OCAONCHEHULL.

Mo 7 aem cocmosiHue pebeHKa ocmasanocs CMadUubHbIM,
aKkmueHbix Jcanob He ommeuanocw. C 7 1em nosgeuaucs xea-
1006l HQ npucmynsl 8 gude pe3Koii cuabHoli OugghysHoll eo-
N08HOU 60AU, MblUe4HOl crabocmu, napecmesuil 6 npasoil
N0A08UHE AUYA U PYKU C NOCAeOYIOUUM pa3eumuem napesa
npaeoil pyKu, KpamkospemMeHHOl amaxKcuu, Omcpo4eHH020
BbINONHEHUSI KOMAHO, Ae2K0ll OU3apmpuil, OAUMenbHoll caabo-
cmu u coaueocmu. Camblii Oaumenvhwtil npucmyn (0o 1,5 4)
ommeuaics é dedrome 3abonesanus. Ilo mecmy yucumenvcmea
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DpebeHKy nposooualUch HOBMOPHbBIE OCMOMPbL Heapoaoea, He-
8P0A02UMECKOL CUMNMOMAMUKU 3AQUKCUPOBAHO He Obl0, NpU
nposedeHuU KOMIbIOMEPHOU MoMoepaguu 20108H020 M032d ¢
KOHmMpacmupoganuem (Ha 6-e cymku nocie nepgoeo npucmy-
na) OGHHbIX, YKA3bIGAIOWUX HA HAAUYUE 04A208bIX U 00BEMHbBIX
UBMEeHeHUIl, AHOMAAUU cOCY008, He NOAYUEHO.

IIpu nosmopnoii eocnumanuzayuu 6 Hncmumym Benv-
muuesa é go3pacme 8 nem, uepe3 1 200 om navasa npucmy-
nos, cocmosiHue pebeHKa pacyeHu8anocs KaKk cmaoduibHoe no
OCHOBHOMY 3a001€8AHUIN; COXPAHAAUCH 3a0epicKa usuue-
CK020 pa3sumusi, ymepeHHvle KOCMHble Oedhopmayuu; KoH-
YeHmpayus 1eKmpoiumos Kpogu, Kaivyui-gocgpoproe
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U KUCAOMHO-0CHOBHOE COCMOsIHUe OblaU 8 HOpMe HA hoHe
npoeooduMoll cumnmomamuueckoi mepanuu. B Heeponoeu-
YeCKOM CIamyce U3MeHeHUll He 8bl8A[N0Ch, NCUXoperegoe
paseumue cOOmeemcmesano 603pacmy.

B c6a3u ¢ coxpansrowumucs npucmynami ¢ 4acmomoii
0o 3—4 pa3z 6 mecay, ONUMenbHOCHb KOMOPbIX 8 CPeOHEM CO-
cmaensing 2 MuH, 045 eepugukayuu duaeHo3a nompedo8ancs
wupokuil ouggepeHyUaIbHO-0UaeHOCMUYECKUl NOUCK 045
UCKAIOHEHUS MAKUX COCMOSHUIL, KaK SnUlenmu4ecKue napok-
CUBMbL, 8epMUR0, 2eMUNAeUMECKAs MUSPEeHb, MemadoautecKue
(eunonampuemuyeckue) cyoopoeu, 6a3unspHas MuepeHs, MmpaH-
3umophvie uwemuueckue amaxu (maoa. 1) [1, 16, 26, 47].

Taoauna 1. OcrogHbie cumnmomvi 3a601€6aHULL, PACCMAMPUBAEMBIX NPU NPOBeOeHUl OUPpepeHUUaIvHo20 OuazHo3a

Table 1. Main symptoms of diseases considered in differential diagnosis

Disease

Bepturo (mo6pokauecTBeHHOE
MapoKCU3MaJIbHOE FOJI0BO-

KpYy>XEeHUe)
Vertigo (benign paroxysmal vertigo)

[emMunnernyeckass MUTpeHb
Hemiplegic migraine

baszunsipHas MurpeHb
Basilar migraine

DNuU30auYecKre aTaKCUN
Episodic ataxias

Meraboanueckue
(TMIOHATPUEMUYECKIE)
CyIOpOTH

Metabolic (hyponatremic) seizures

Symptoms

BHesanHoe cucreMHoe TOJIOBOKPYXECHUE, aTaKCus, 6J'ICJIHOCTI: KOZKHBIX ITIOKPOBOB, HUCTArM,
MOCJIEAYIOIINIA COH, BOBMOXHA PBOTA, TOJIOBHBIE 00N OOBIYHO OTCYTCTBYIOT. [ TMTETEHOCTD
J10 HECKOJIbKUX MUHYT
Sudden systemic dizziness, ataxia, pale skin, nystagmus, subsequent sleep, vomiting is possible,
headaches are usually absent. Duration up to several minutes

3puTesbHast, CIlyxoBasi, CCHCOpHAsI WK pedeBast aypa, MyTbCUPYIOIast OMHOCTOPOHHSIS
TOJIOBHAs 00JIb, YyBCTBO MOKAJIBIBAHUS B pyKe, pacIIpOCTPaHSIIOIIEeCsI BBEPX 0 PYKe, OHEMe-
HHE Ha 0)1H0171 CTOPOHE T€Ja, CJIadOCTh MJIN Iapajainy O,Z[HOfI CTOPOHKEI T€J1a, MOTEPA paBHOBE-
CHS$1, TOJIOBOKPYXKEHUE, TOLIHOTA WJIN PBOTA, IIOTEPS CO3HAHUS
Visual, auditory, sensory, or speech aura, throbbing one-sided headache, tingling sensation in the hand that
spreads up the arm, numbness on one side of the body, weakness or paralysis on one side of the body, loss
of balance, dizziness, nausea or vomiting, loss of consciousness

JluzapTpusi, TOJIOBOKPYKEHHUE, IIIYM B YIlIaX, TUIOAKY3Usl, IUILIOINNS, aTaKCUsl, TOHUKEHHBIN
YPOBEHb CO3HAHMSI, TOJIOBHAsI 00JIb, Yallle B 3aTbIOYHON obmactu. [1o kpaitHeit Mepe
1 cumnTom aypbl pa3BUBACTCA IIOCTCIICHHO B TCUCHUEC 5 n bojee MMHYT. I[Ba U 0oJiee CUMITTOMA
BO3HHUKAIOT II0CIe0BaTENbHO. KaXIbIil OTAEIBHBIA CUMIITOM ayphl JUIMTCS 5—60 MUH.
ITo kpaitHeit Mmepe 1 cuMnTOM aypbl OMHOCTOPOHHMIA
Dysarthria, dizziness, tinnitus, hypoacusis, diplopia, ataxia, decreased level of consciousness, headache,
most often in the occipital region. At least one aura symptom develops gradually over 5 or more minutes.
Two or more symptoms occur sequentially. Each individual aura symptom lasts 5—60 min. At least one aura
symptom is unilateral

Tun 1: kpaTKOBpeMEHHbBIE SMU30/bl MO3KEUYKOBOI aTaKCUH, TOIIHOTA, PBOTA, FOJIOBOKPY-
JXKEeHUE, TU3apTpusl, TATUIONHS. JITUTeIbHOCTh OT HECKOJIBKMX CEKYHII 0 9acoB. YacTora 1o
10—15 pa3 B cytku. Y 50 % manueHToB HaOII0Al0TCSI MUOKMMHM B MEXITPUCTYITHBIM TTEPUO.
Tum 2: mpoBOKaIWsI MPUCTYIIOB (CTpecc, KoderH, puznmueckast Harpy3Ka). ATaKCHsI, TOJIOBO-
KpPY>XEHHUE, TOITHOTA, pPBOTA, TPAH3UTOPHASI TEMUILIETHS, IUTUIONUS, IU3aPTPUsl, HUCTArM,
nuddysHas MplieuHas caaboctsb. COnpoBoXIaETCs MPUCTYIIOM MUTPeHU y 50 % MalueHTOoB.
JImITeTbHOCTh OT HECKOJIBKMX YaCOB 10 HECKOIBKUX THEM
Type 1: short-term episodes of cerebellar ataxia, nausea, vomiting, dizziness, dysarthria, diplopia.
Duration from a few seconds to hours. Frequency up to 10—15 times a day. Myokymia is observed
in the interictal period in 50 % of patients.

Type 2: provocation of attacks (stress, caffeine, physical activity). Ataxia, dizziness, nausea, vomiting,
transient hemiplegia, diplopia, dysarthria, nystagmus, diffuse muscle weakness. Accompanied by a migraine
attack in 50 % of patients. Duration from several hours to several days

BunarepanbHble TOHMKO-KJIIOHMYECKHE CYIOPOTH, HO IIPUCTYIIBI MOTYT OBITH (DOKAIBbHBIMU,
COIPOBOXKIIAIOTCSI FTOJIOBHOM 00JIbIO, 3aTOPMOXKEHHOCThIO, JieTaprueit. J1o/kHa ObITh BbISIBIICHA
CBAI3b C BJIEKTPOJIUTHBIMUA HAPYLIEHUSIMUA
Bilateral tonic-clonic seizures, but attacks may be focal, accompanied by headache, lethargy, retardation.
A link with electrolyte disturbances should be identified
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Disease

4

Okonuarue maon. 1
End of table 1

Symptoms

OO611IeMO3rOBEIE CUMITTOMBI (TOJIOBHAST 00JTb, TOITHOTA, CITYTAHHOCTh/TIOTePsT CO3HAHMSI) +
oyaroBasi HeBpOJOruyeckasi CMMIITOMaTrKa (acas3us, Iu3apTpus, mapessl). Jaure1bHOCTh

TpaH3uTopHbIE UILIEMUYECKHE
aTaku
Transient ischemic attacks

OT 1—2 MMH 10 24 4 C TOJTHBIM BOCCTaHOBJIEHUEM (hYHKLIMI, MOXET COIPOBOXAATLCS JIETKOM
OpPraHNYeCKOM CUMIITOMAaTAKOMN
General cerebral symptoms (headache, nausea, confusion/loss of consciousness) + focal neurological

symptoms (aphasia, dysarthria, paresis). Duration from 1—2 minutes to 24 hours with full restoration
of functions, may be accompanied by mild organic symptoms

Onutericust
Epilepsy

OnuenTrdopMHast aAKTUBHOCTD 1 3JIEKTPOHIIe(haorpachudecKre maTTepHbI TPUCTYITOB
Epileptiform activity and electroencephalographic patterns of seizures

IIpoananu3suposas ece 603mModiICcHbIe BAPUAHMbL, MbL NPU-
WAU K 8618600y, YMO OCHOBHOU NPUHUHOU OaGHHbBIX COCMOSAHULL
Moeau Obimb cUNOHAMPUEMUecKUe cyoopoeu, SNUNeNCUs U
MPaH3UMopHble uemuuecKue amaxu.

B césa3u ¢ Haruuuem y pebeHKa 21eKmpoAUmHbIX HAPY-
wenuil Ha hoHe 0CHOBHO2O 3a001e8aHUs 8 NePEYo 04epedb
UCKANHANUCH cUNOHAmMpUemuueckue cyoopoeu.

HUzmenenus yposHs nampust U 0CMOAAPHOCMU KPOBU MO-
2ym npueodums K 3Hyegaronamuu, 3aKA04aruelics 8 de-
npeccuu HelpoHANbHOU AKMUBHOCMU U NPOSBAAIWEICA 20-
/108HOIL 001610, 3AMOPMONCEHHOCMbIO U Aemapeuell, 00bI4HO
COUEMAIOWUMUCA ¢ NPUSHAKamu 6030youmocmu. [lpucmynu,
B03HUKaKOWUe ¥ NAYUEHMO8 C HAPYUWEHUAMU HAMPUEBO2O
00MeHa, eunokanvyuemueil, eunomaesHesuemueil, 00bi4Ho ee-
Hepanu308anHble, MOHUKO-KAOHUYECKUe, HO MAKice MO2ym
obims ghokanvHbiMu [3, 5, §).

Y naweeo nayuenma npu nposedeHuu OUOXUMUHECKO20
aHanu3a Kposu sUunoOHampuemuy He Obi10 8blsBAEHO; MAKUM
obpazom 0bL10 NOOMEePIHCOeHO OMCYymcmaue Cesa3uU Mexlcoy
2NEKMPOAUMHBIMU HAPYWEHUSMU U CYOOPOaMU.

B kauecmee caedyroujeti npuuuHsL napokcuzma dviaa pac-
CMOMpeHa INUNENCUS.

Pebenky 6vin nposeden sudeoanekmposHyegdaroepagu-
Yeckuii MOHUMopuHe. B konye npobul ¢ eunepsenmunsyuei
Manb4UK HaYan naaKamo, NOJNCAN0BAACA HA 20A08HYH 00,
CO3HAHUe He OblA0 HAPYUWeHo, 08UeamenbHas aKmMUgHOCMb
COXpausaacy 6 noaHom obseme. B meuenue 40 ¢ pebenox
yenoxouncs. Tlosmopruiii 3nu300 npousoulen 8 nepuooe nocH-
2UNEPEEHMUAAYUU, C PA3GUMUEM NAPAAUMA 8 NPABOLl pYKe,
npuU 3MoM CO3HAHUe He ObLI0 HapyUueHO, peub Oblaa HOPMALb-
Hoil. IlpodoaxcumenvHocms 3nu300a — 0o 2 MuH ¢ nocaedy-
HOWUM NOCMENneHHbIM 80CCMAH08AeHUeM (YHKUUU PYKU
6 meuerue 30—40 c. Ha anexkmposnyegparoepamme 6o epems
3ape2ucmpupo8anHvlx coobimuil coxpansniace ouggysnas
MeONeHHOBOAHO8AS AKMUBHOCIYb ¢ AKUEHMOM 6 nepeoHux
omadenax; INUAeNMUGOPMHOU AKMUBHOCMU U INEKMPOIHYe-
panoepaghuueckux nammeprHog NPUCMYN08 He 3apeLucmpu-

posano. Taxum obpazom, duazHos snusencuu Obia UCKAIOYEH.
C yuemom cuMnmomMamuxu npeonoaaeaiocs, Ymo ¢ Hauboab-
uieli 6epOSMHOCMbIO OAHHbIE COCMOSHUS ABAANUCH NPOSBAe-
HUeM MpaH3umMOpHbIX UeMUYeCKUX amak, 6 cés3u ¢ 4em
pebenky ovira npogedena MPT eonoenoeo mo3ea — npu Ha-
MUBHOM UCCAEO08AHUU 20108HO20 MO32a 8 CMAHOAPMHBIX
UMRYAbCHBIX NOCACO08AMEALHOCMAX NAMOA0SUYECKUX UMe-
HeHUl He bls8EHO.

Bmopusim smanom uccaedosanus 6vi10 npogederue dec-
Koumpacmuoii MPA 201061020 M03ea: 8U3YaANU3UPOBANUCH
MHOMcecmeenHble uzgumote meaxue (1,0—2,0 mm) cocydu-
cmble CMPYKmypbl 8 001acmu ROOKOPKOBbIX CMPYKMYp, eU-
nomanamyca, ceemenmog A1 nepednux mo3eo6vix apmepui,
ceemenmos M1 cpedHux mo3208bix apmepuii, ceemMeHmos
P1u P23a0dnux moseosevix apmepuii. Boiseaenvt M P-npusna-
KU OKKAHO3UOHHO20 COCYOUCMO20 3a001e8aHUSL, C NpeUuMYyuje-
CMBEHHBIM NOPAMNCEHUEM KAUHOBUOHBIX U CYNPAKAUHOUOHBIX
ceeMeHmos 00eux 6HympeHHUX COHHbIX apmepuil, a makice
apmepuii surauzuesa kpyea (BMM vuau CMM, cmaous 111
no J. Suzuki). MP-aneuoepaguueckue npusHaxKu CHUMCeHUs
Kposomoka u nepghy3uu 6 baccelinax neewix nepeoreii u cpeo-
Hell M03208bix apmepuil npusedersi Ha puc. 1.

Puc. 1. beckonmpacmuas MacHUMHO-pe30HAHCHAs AHUOPADUS 20108HO20
Mmo3ea

Fig. 1. Non-contrast magnetic resonance angiography of the brain
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Puc. 2. Ampogus kopei 201061020 MO32a npU YUCMUHO3e

Fig. 2. Atrophy of the cerebral cortex in cystinosis

Bbisieaennvie no dannoim M PA uamenenus cocydog eonoe-
H020 M032a y pebeHKa ¢ HeponamuuecKum UUCMUHO30M,
KOmopblii 516151emcst AU30COMANbHOU O0AE3HbI0 HAKONACHUS.
¢ NOAUCUCMEMHBIM NOPANCCHUEM, 8 MOM YUCAE U 20108HO20
Mo3ea, nompebosanu OuppepeHyUarbHo20 AHAAU3A NepPeUu-
nocmu (BMM) uau emopuunocmu (CMM) danubix usmerne-
Huil. /s nayuenmos ¢ Heghponamuueckum YucmuHo3om (KaK
npasuno, 83pOCablX) XapaKmepHul cAedylouue U3MeHeHUs Co
CMOPOHbL HEPBHOUL CUCEMbI.:

SHUeparonamus;

ampogus Kopbl 201081020 Mo32a (puc. 2);
Kanbyupukayus 201061020 Mo32a;

GHYMPUHEPENHAsi 2UNePMEH3UsL;

CHUMICEHUe HellpoKoeHUMUGHbIX (yriyuil — 29 %,
cydopocrubtii cundpom — 11 %;

Oepexmor namamu — 17 %;

MO3XCEUK08bLe U NUPAMUOHBIE NPUSHAKU,
2eHepaNu306anHas eakyoasapuas muonamus — 50 %
(puc. 3);

npoepeccupyrouas Molule4Has caabocmo,

* pecmpuxkmusHble dvixamenvhvle HapyueHus — 69 %;
* Jucpacusa — >60 % [44].

Puc. 3. lenepasusosannas eaxyonrapruas muonamus

Fig. 3. Generalized vacuolar myopathy

Ananuz aumepamypol He 8bisI8UA HU 00HO20 ONUCAHUSL
couemanus Hepponamuueckoeo yucmuroza u CMM, umo
N0360AUN0 HAM NPEONOAONCUMb HAAUYUE Y HAWE20 NAUeHMA
couemanus 2 Kpaiite pedKux cocmosHuil: yucmurnoda u bMM
(cmadus 111) ¢ ocroxnchenuem 6 8ude mpaH3umopHbvix SNU30-
008 HapYUeHUsL M032068020 KPOBOOOPAUEHUSL.

Pebenok bbi1 KoHcyabmuposan Hetipoxupypeom 8 Hayuo-
HAAbHOM MEOUUUHCKOM UCCAe008AMENLCKOM UeHMpPe Hellpo-
xupypeuu um. akad. H H. Bypdenko 0as pewenus eonpoca
00 onepamueHom AeHeHulU.

B pamkax npedonepayuonnoeo 06cae008anuUs NOBMOPHAS
MPT 2on06H020 mo3ea u MPA ebissuru KkapmuHy cyyiceHus
UHMPAKPAHUANHBIX CC2MEHMO8 HYMPEHHell COHHOU apme-
puu ¢ 2 cmopoH, pacuuperus no360HOUHbIX, OA3UAAPHBIX,
3A0HUX COeOUHUMENbHBIX U NUAAbHBIX cOcy008. OOHapydiceH
nep@y3uonnuiii degpuyum 11 cmenenu ¢ 2 cmopou no 0aHHbIM
ASL-nepghy3uu.

Yepes 17 mec om mMomenma nosieaeHus nepeoeo NpUCMyna
pebeHKy Obii0 nPOBeOeHO XUpypeuHeckoe AeHeHue — SMantas
KOMOUHUPOBAHHAS PeBACKYAAPUIAUUSL 000UX NOAYULAPULL 20106~
HO20 M032a (CO30aHUe IKCMPA-UHMPAKPAHUAALHO20 AHACHMOMO-
3a mexcdy N00HOI 6emEbl0 NOBEPXHOCHHOU GUCOUHOU apmepul
U cpeoHeil BUCOHHOIL KOpK0BoiL semebio M4 bacceiina cpedHeii Mo3-
206011 apmepulU c1e8a, dHueano-0ypo-mMuoCUHAH2UO3 C1e6a).

Ha 2-e cymku nocae onepayuu nposedena MPT 20106-
H020 M032a: NOCAeONEePAUUOHHbIE U3MEeHeHUs 0e3 NPUBHAK08
XUPYPSUHECKUX OCAONCHEHULL.

B meuenue eoda nocae xupypeuueckoeo aeverus y pebem-
Ka He Haba0anoch NPUCMYNO08, HEBPOAOUMECKUI CIAmYC
be3 ocobenHocmell.

[IpencraBiaeHHOE KIMHUYECKOE HAOMIOICHNE TEMOH-
CTpUpPYET TPYIHOCTU AuddepeHIMaibHON TMarHOCTUKU
MPUYUH PAa3BUTUS MIPUCTYIIOB CITYyTAHHOCTU CO3HAHUS,
a TaKkKe MIePBUYHOTO WJIM BTOPUYHOTO XapaKTepa COCYI -
CTBIX M3MEHEHUI TOJJOBHOTO MO3ra, aCCOLMUPOBAHHBIX
¢ BMM unu CMM. Ilocne aHaiau3a BEpOSITHBIX U3MEHE-
HUI CO CTOPOHBI LICHTPAJbHOW HEPBHOM CHCTEMBI
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Ipu HUCTUHO3E OBLI ceJIaH BBIBOI O TOM, YTO OCHOBHO€
3a00/IeBaH1E HE MOXET SIBJISITHCS TMIPUYUHON BBISIBIEHHBIX
U3MEHEHUW, U TIpU HaOJIIOIEHU Y JAHHOTO IMalieHTa Mbl
CTOJIKHYJIMCH C 2 He3aBUCUMBIMU COCTOAHUAMU, YTO I10-
Tpe6OBa.HO KOMaHOHOTO Ioaxoaa K OIpeaACICHUIO TaKTU -
KU JIeUeHUs U JaJbHEeHUIero HaooaeHs.
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