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bonesno Humanna — ITuka omHocumcs k epynne 1u30comHulx 60ne3Hetl
HAKONJIEHUS U XAPAKMePU3Yermcs aymoCcoMHO-PeyUecCUHbIM HACTIE008AHUEM.
Lns 0emckux Hespos0206 0cobbLLL uHMepec npedcmasnsiem 60ne3Hb
Humanna - Iuka muna C no npuuure HecéotictneeHHo2o 0emcKomy
803pacmy NOIUMOPPUIMA KTUHUHECKOTE CUMNIMOMAMUKY, KOMOPAS 3a6UCUM
om so3pacma maxupecmauuu 3a601e6aHUs (MbleUHAT 2UNOMOHUS,
3a0epiHKa NCUXOMOMOPHO20 PA3BUMUS, KAMANIEKCUs, Ouchazus,
UHMENNEeKMyanvHas HedoCMAamo4HoCmy, amaxcus u 0p.). EouncmeenHvim
Mermooom namozeHemuueckozo neveHus 6onesnu Humanna — Iuka

muna C s67155emcs cyocmpampeoyuyupyow,as mepanus Muenycmamom
(npenapam 3asecka®). JJokazana appexmusHocmo npenapama

8 YZy4lieH Ul He8POI02UHeCKOTi CUMNIMOMAMUKU (CHOHMAHHOe 08UNeHUe
27143 6 6epPMUKANLHOL NIOCKOCMU, HAPYUleHUe eIomamenvHoti yHKYul,
Hapyuierue KOOPOUHAYUU 08UNCEHUL U Op.), CMAOUAU3AUUU 3A00/1e6AHUS
Unu 3amedneHuu e2o npozpeccuposanus. Muenycmam xapaxkmepusyemcs
6nazonpusmuoim npogunem bezonacnocmu. Ins sgppexmusHocmu
mepanesmuUeckux 6Meulamenvcms 0CHOB0NOIA2A0Uee 3HAUEHUE UMeem
PAHHAS OUAZHOCMUKA 311020 0PPHaHH020 3a0071€6AHUS.

Kntoueevie cnosa: oppannvie sabonesanus, 6onesnv Humanna — Iuka
muna C, muenycmam
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a IOCTIe[{HYIE TO/IbI 3HAYNTEIIb-
HO HOBBICM/IOCH BHUMaHUE
K penkuM (opdaHHbIM) 60TI€3-
HSIM, ¥ B YaCTHOCTH K IN30COMHBIM
3aboneBaHusM. IIpexje Bcero aTo
CBSI3aHO C PACKPBITHEM CYIJHOCTH

MHOI'MX JM30COMHBIX OOJe3Heil.
He MmeHee BayKHBIM CTUMYJIOM K U3y~
YEHUIO TU30COMHBIX 3ab0meBaHmit
CTaJI0O OTKPBITVI€ BO3MOXXHOCTU UX
IIATOT€HETMYECKOI'O JI€YE€HUA C II0-
MOIIbIO (bepMeHTOS&MeHlaIOH_U/IX

cpencrs. K oburupHoii rpymnmne nn-
30COMHBIX 60/Ie3HEN HAaKOIIEHU,
BKJIIOYaloien 45 HO30/I0rM4YeCKIX
dbopm, oTHOCKTCS Gone3Hp HumaH-
Ha - [Tuka tuma C [1].

Onpepenexue, YacToTa
1 3TUonorusa 6onesHu
HumanHa — Muka, Tun C

JInzocomuble 60/Ie3HN HAKOIICHI A
XapaKTepu3yoTCcs, KaK IPaBUIIO,
panHelt mannudecranmeit 3a6onesa-
HIS, TIPOTPEAMEHTHOCTBIO TeUeH N,
TSDKEJIBIM HOpakeHueM >KU3HeH-
HO B@>KHBIX OPTaHOB U CHUCTEM Op-
raHNM3Ma, IPUBOAALINM K PaHHeN
UHBaAUAM3ALUN U TIpeXpeBpe-
MEHHBIM CMEPTETbHBIM MCXOMaM,
HepeJKO HAYMHAs C HEOHATAIbHO-
ro nepuoja. bonresnp Humanna -
IIuka tumna C 4eTKO OTTpaHMYEHA
OT APYruX GOPM MM30COMHBIX 3260-
JIeBAHUIL, B TOM 41C/Ie OT 60Ne3Hn
Humanna - IIuka Tuna A u tuna B,
SIBJISIETCSI CAMOCTOSITEIBHBIM 3260-
JIeBaHVEeM ¥ OTHOCUTCS K KaTeropuu
penxux (oppaHHbBIX) 6oe3Helt.

YacroTa (3ab60meBaeMocTb) 60/1€3HU
Hwumanna - [Tuka tumna C cocrais-
er 1:100 000-1:120 000 >xMBBIX HO-
BOpPOXAEHHBIX [2]. PactipocTpaHeH-
HOCTb 6onesHy Humanna — IImka
tuna C, OleHEHHas PacYETHBIM
nyrem, cocrasiser 0,85 na 100 000
Hacenenusa [3]. B meitcTBuTENIBHOC-
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TH PacHpPOCTPAHEHHOCTD, OYEBUJI-
HO, BBIIIIE, YTO MOXKET OBITh CBA3AHO
C HaJIM4yMeM He3aperucTpUpOBaH-
HBIX CIy4aeB, HEeIIPAaBVU/IbHON IIOC-
TaHOBKOJ [MarHosa, He JOBeJeH-
HOJ 0 KOHIIA JMAarHOCTUKON U Jp.
3aboneBaHMe HOCUT MMAHITHUYEC-
KU XapakTep, PacIpoOCTpPaHEHO
[MOBCEMECTHO. BbICOKass 4dacToTa
6o0nesuu Humanna — ITuka tuna Cl
OTMeuYeHa Cpefiyl HEKOTOPbIX reHe-
TUYECKUX U30/IATOB: PPaHIy3CKOI
xonmoHuu Axapusa (Hosas Hlotman-
Iusi), rpynn 6exyuHoB B V3panie,
UCHAHCKUX nocenenuit B Komopazno
n Hpro-MeKc1Ko, 4To CBsI3aHO € 3d-
(heKTOM OCHOBaTE .

Cpenu Apyrux nM30COMHBIX 60-
JIe3HeNl HAKOIUJIEHMs 110 IOKasaTe-
JII0 pacHpOCTPaHEeHHOCTH OOe3Hb
Humanna - [Inka tuna C saHuMaer
cpenHee monoxxeHye. CpaBHUTENb-
Hble JaHHBIE II0 PacIpOCTpaHeH-
HOCTU OTZHeNbHBIX (GOopM nu30-
COMHBIX 00JIe3Heil IIpeCcTaBIeHbI
B Tabm. 1 [3].

B Poccuiickoit ®epepanun guar-
HocTuKa 6onesuy Humanna — [Tuka
tna C cTajma OCYIWeCTBAATHCA
¢ 2008 r. Ha nmavamo 2013 r. mna-
rHocTupoBaHo 11 60/ bHDIX,
U3 HUX 2 MHOCTPAHHBIX Tpaxja-
HyHa. Cpey AMarHOCTUPOBAHHBIX
6onpubIX 10 geTeit oT 3 mo 18 et
n 1 B3pocnbiit (26 ner). Havaro
neyeHue 7 yenosek. [Iporuosupye-
MO€ KOINYECTBO GONMbHBIX — Oosee
170 yenoBexk.

bonesup Humanna - ITuka tuna C -
Iporpeccrupylolee ayToCOMHO-pe-
1IeCCUBHOE HacCleJCTBEHHOE Heil-
ponmereHepaTuBHOe 3aboeBaHMe
C relaTtocIlJieHoMeranauei, CBS-
3aHHOE C HapylIeHMeM peryAlun
BHYTPUK/IETOYHON TPaHCIOPTU-
posku (anri. trafficking) nunupos
[4]. XapakTepusyeTcs Hebmarompu-
ATHBIM NIPOTHO30M B OTCYTCTBME
CBOEBPEMEHHO HA4YaTOTro aJieKBaT-
HOro crenuduIecKoro edyeHus
(cybecTparpenyuupymomas Ttepa-
nus). dtuonorusa 3aboneBaHUI
cBsizaHa ¢ MyTauuamu B rene NPC1
(B 95% cnyuae) unu B rene NPC2
(oxomno 5% cny4aes) — 6onesHp Hu-
maHHa - [Iuka, Tuner C1 u C2 co-
OTBETCTBEHHO [5], 4TO BefieT K Ha-
PYWIEHNI0 BHYTPUKIETOYHOIO
TPaHCIIOpTa MUINJOB U HAKOIJIe-
HUIO XOJIeCTepUHa U INIMKOC(UHTO-

Meauarpus. N 4

Jlekuim ana spa

Ta6nuya 1. Pacnpocmpanennocmov pedxkux (0pdantvix) mu3ocommolx 60ne3Hetl

Haxonnenus [3]

Ho3sonornyeckue ¢popmbl

Iloxasaremy pacpoCTpaHEHHOCTI
(oneHounbie manHbIe Ha 100 THIC.
HaCEeIeHIIA)

Myxkomnonycaxapuznosbl, Tui I 1,3
Myxononucaxapugo3sbl, Tui 11 0,6
Myxononucaxapunospl, Ty 111 1,1
Myxononucaxapuzossl, Tun IV 0,4
Myxkonomcaxapuospl, Tun VI 0,16

Myxononucaxapupmossl, Tun VII

< 40 ory6/MMKOBaHHbIX C/Ty4aeB

bonesup Humanna — Iluka, Tim A 0,25
Bonesup Humanna — ITuka, Tun B 0,4

bonesnp HumanHa — [Tuka, Tvm C 0,85
Bonesup ®abpu 1,75
Bonesup Tomre, Tum I 0,94
bonesun lomte, Tum 11 0,01
Bonesup Tome, Ty 111 0,05
Bonesus [Tomre (rmmkorenos II tuma) 1,1

NMUINZOB B TOIOBHOM MO3Te U APY-
I'UMX TKaHAX (Tabm. 2).

O6a tuma 60me3HN HaCIEAYIOTCH
ayrocoMHo-peneccuBHo. I'en NPC1
KapTUPOBAaH Ha JI/JIMHHOM IlJIe4ye
xpomocombl 18, B nokyce ql1-ql12 -
18q11-q12. Ten 60mesun Humamna —
ITnka NPC2 nmokanmnsoBaH Ha Xpo-
MocoMe 14, B 06/1acTul ee IIMHHOTO
mreda — q24.3 - 14q24.3 [5].

MaToreHes

bonesnp Humanna — IIuka tuma C
pasBUBAeTCA B pe3y/nbTaTe Hacefl-
CTBEHHOJl HEJJOCTaTOYHOCTI BHYT-
PUKIETOYHOW (1M30COMaNbHOIN)
TPAHCIOPTUPOBKM NTUINULOB (XO-
JecTepuHa) ¥ UX dTepupuKanuu
(HapyuIeHMe >XMPOBOro oO6MeHa),
4TO IPUBOANUT K HAKOIUIEHUIO CBO-
6ogHOrO HeaTepuUIMPOBAHHOTO
XOJIeCTepMHA B KJIETKAaX pasINIHbIX
TKaHejl, BTOPUYHOMY HaKOIUIEHNIO
chuHromMmenuHa U IIUKOCHUH-
romunujos (CUHTOMMETVHOBBII

JIUTN03) B OCHOBHOM B TOJIOBHOM
Mosre ¢ T1y6okumMm GpyHKINOHAIb-
HBIMU M CTPYKTYPHBIMM U3MEHe-
HUAMU HEMPOHOB, a Takxe Gm2-
n Gm3-raurnosuos [6]. IIpu aTom
3a00/IeBaHUM TOYTU IMOCTOSAHHO
BOBJICYEHBI [[pyTUe OpraHbl (B 4acT-
HOCTMU IIeYeHb U Ce/Ie3€HKa).

IOna 6onesun Humanna - Iluxka
tuna C cBOJICTBEHEH HOPMAaJbHBbIit
ypPOBEHb NTU30COMHOTrO (epMeHTa
CcUHTOMUeNTNHA3DL

Knunnyeckas KapThHa
N ANarHoCTuKa

Hawub6osee gacro (8 70% Bcex ciy-
waeB) 3a00/1eBaHMe MaHUpECTIPYET
B BO3pacTe OT TPeX 40 BOCHMH JIeT.
Pexxe me6rOT MaTOIOTUYU MOXKET Ha-
6nromatbes Mexay 10 u 15 rogamu
knsuu. Hapspy ¢ aTum omnmcaHs
eAVHIYHbIE C/Ty4ay Hadasia 60/1e3HN
B HEOHATA/IbHOM IIEPUOJIE C XKENTY-
XOI1 M CIIEHOMETa/INell U y B3pOcC-
nbIx (55 u 6onee net) nuu. Kak mpa-

Tabnuya 2. Monexynapuas zenemuxa 6onesuu Humanua - IMuxa, mun C

Ien JIokyc Yacrora myTanmii Pa3smep Genxa
90-95% cnyyaes 1278 aMUHOKMCIIOT
NPC1 18ql1-q12 | g BapUaHTOB (TpaHCMeMOpaHHEIN 6€/T0K)
0,
NPC2 14q24.3 4% cny4yaes 132 AMUHOKICTIOTEI
> 5 BapUMaHTOB (pacTBOPUMBIIT 6€/IOK)

Ny
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BIJIO, IO MaHMdecTaum OCHOBHbIX
KIVMHUYeCKNX CUMIITOMOB 3abore-
BaHMA ICUXOMOTOPHOE pa3BUTILE
6O/IbHBIX OCTAETCSI HOPMAIbHBIM.
PaHHMMM TUNMYHBIMU IIPU3HA-
kamu 6one3uum Humanua - Ilmka
tuna C y fieTeil JOIKOIbHOTO BO3-
pacra ABIAKTCA HapyLIEHUs KO-
OpAMHALWM ABVOKEHUI, aTaKCus,
TpeMop, AU3apTpusi, XOpeoaTeTos.
Ieb6roT 3a607M€eBaHMs B IIKOAbHOM
BO3pacTe M y B3POC/IBIX OOBIYHO
NpOABIAETCA PacCTPONCTBAMU
IIO3HABATEIbHOI JesATeTbHOCTHU
¢ bopMupoBaHMeM B [JanbHENIIEM
YMCTBEHHOIT oTcTanoctu. CHMXKe-
HIe VHTEJIEKTa XapaKTepPHO JJIs
BCeX cay4yaeB 0ONe3HM, HO CTENeHb
ee BBIPAXEHHOCTU MOXET OBITH
pasnuuHoi. I[JaTOTHOMOHMYHBIM
CUMIITOMOM O0OJIe3HU SIBISAETCS
Iapaany B3opa IpHU B3IJIsAfIe BBEPX
u BHM3. JJOBO/IBHO YacTo (mpumep-
HO y OJJHOIT TpeTI O0/IbHBIX) Pa3BU-
BAIOTCA CYyJOPOXXHBIE ITAPOKCU3MEL,
Hocse GOKaTbHBIN UK TeHepa-
JN30BaHHBIN XapakTep. Cygoporn
OOBIYHO PE3UCTEHTHBI K MPOTUBO-
CYy[IOPOXKHON Tepanuu. XapaKTep-
HbIM npusHakoMm tunos Cl n C2
CUYNTAETCS rernaToCiieHOMeranis,
KOTOpas MOXXeT HPOABAATHCA KaK
B Havajle 3ab0jIeBaHMsI, TaK U [IOCTIe
Pa3BUTHs HEBPOJIOTMYECKOI CUMII-
ToMaTuku. YacTora KIMHUYIECKIUX
MPOsIBIEHMIT 3a00/IeBaHM S OTPasKe-
Ha B Ta6mI1. 3 [7].

bosnesHb HEYKJIOHHO NPOTpeccupy-
eT, 3aKaH4MBasICh JIETAbHBIM YICXO-

Tabnuua 3. Yacmoma KnuHuueckux nposeneHuti 60ne3Hu
Humanna - IMuxa, mun C [7]

OMDb a OTa 0

Hapymennsa cnyxa 15
[IcuxmaTpudeckue CMMITOMBI 28
Hapymenns cua 42
dnuencus 52
Hapymennsa gpixanns 52
Karannekcus 52
Husaprpus 70
Iucdarna 80
BeprukanbHasa opTanbpMonIernsa 81
Arakcus 83
OtcraBaHue npy 0OydeHNN 87
HeyxmoxecTp 87
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IOM, KaK IIpaBUJIO, Ha 5-15-M rogax
JKU3HU. BapuaHTsI ¢ 607Iee TO3THNM
ne6oToM 3aboneBaHusA (B IIKOIb-
HbIe TOABl ¥ Y B3POC/IbIX) OT/INYA-
I0TCs1 CYLIeCTBEHHO 6oJee MefieH-
HBIM IIPOTPEMEHTHBIM TeUeHIEeM
[8,9, 10].

Tunsr Cl1 u C2 cXOmHbBI 110 CBOUM
KIVMHUYIECKVM TPOSIBIICHM M.
Beimensior ciefyomue KINHNYEC-
ke popmsl 3a6omeBanus [11, 12].
Heonamanvnas gopma manngectn-
pyeT DO TPeXMeCAYHOTO BO3PACTa;
HepelKo AebTUpyeT BHYTPUYT-
po6HoIT BoAsiHKOI ofa. B mepuo-
Jie HOBOPOXKJAE€HHOCTY OCHOBHBIMU
IPU3HAKAMI MOTYT OBITh 3aTsDKHAS
XKeJNTyXa, TelaToCIIeHoMeranims,
aCIIUT, MBILIEYHAs TUIOTOHMSL.
Pannss mnadenueckasi popma mpo-
SIBJISIETCS B BO3PACTe OT 3 MecCsIeB
JKU3HU IO 2 JIeT; XapaKTepu3yeTcs
remaToCIieHOMeTanneit, 3ajgepxK-
KOJl IICMXOMOTOPHOTO pa3BUTHU,
MBIIIEYHOV TMIIOTOHMEN, IPOTpec-
CUPYIOIMMI MO3>KE€YKOBBIMU Pac-
CTpoVicTBaMM (aTakcys).

ITo30nss unganmunvnas dopma
maHngecrupyer B 2-6 ner. OCHOB-
Hble KJINHUYECKIE IPOSIBICHNUS —
[IpOrpeccUpyoIasi aTakCus, Ku3-
apTpus, HapylIeHMe IMOBefleHNus,
reIaToCIIEeHOMeTaN s, NHTeJIIeK-
TyaJ/IbHasl HELOCTATOYHOCTD, Bep-
TUKaJIbHBII IIape3 B30pa, SIMJIe-
CMSI, CHACTUIHOCTD, KaTaIlIEKCUS,
pucearus, guctonusa. PaTaabHbIi
UICXOJL — B BO3pacTe 7-12 neT.
FOnowecxas (wsenunvnas) dopma
MaHngecrupyer oT 6 fo 15 jer; xa-
PaKTepu3yeTCcs 3aJePIKKOII IICUXOpe-
4eBOTO PasBUTHA, HAPYLIEHNEM IO-
BeJleHIIsI, MOKEUKOBBIMIU (aTaKCHA,
MHTEHIVIOHHBII TPEMOP, AU3APTPI,
M3MeHEeHVIe TOXOAKI) ¥ 9KCTpaIypa-
MUJHBIMA (MBIIIEYHASA TUIIOTOHMA,
pasnIMYHbIe BUMBI MIIEPKUHE30B)
paccTpoiicTBaMu, pasTuIHbIMI THU-
[IaMU 3MIIENITHYECKUX IPUCTYIIOB,
MHOrja nonuHeiiponarueit. Crenn-
bUYECKMM CUMITOMOM SABIAETCA
BepPTHKA/IbHBIIL OPTaNTbMOIIApes.
Bspocnas gopma — Havamno 3abore-
BaHUA B BO3pacTe crapuie 15 jer,
[POSIBIIAETCS aTaKCUeil, RUCTO-
HUel, ICUXMATPUIECKMMY CUMII-
TOMaMM, TellaToCIIeHOMeTajnelt,
JIIeMeHII eI,

Inst 3abomeBaHMsT XapakTepeH
IMVPOKUIT CIEKTP KIMHUIECKUX

npoasneHnit. CpefHMIT BO3pacT
[TOCTAHOBKM [MATHO3a COCTABIIsET
10,4 roga, oxxujgaeMas IPOJOIIKI-
TeJIbHOCTD XXM3HMU — 16,2 rofa, npo-
TOJIKUTENbHOCTD KM3HU — 38 JIeT.
TepameBTUYecKMe MePCIEKTUBBI
MOBBIIIAIOT BaYXXHOCTb CBOEBPEMEH-
HOJI AMarHoctTuky 6onesuu Human-
Ha - [Iuka tuna C, B OCHOBe KOTO-
POIi HO/>KHA JIeXXaTh KIMHUYeCKas
HACTOPO)XEHHOCTb HEBPOJIOTOB, IIe-
AVATPOB, IICUXNATPOB, TEPANIEBTOB,
TeHEeTHMKOB M JPYTUX CIIEIaNTNCTOB,
B Ube I10JIe 3pEeHNs MOT'YT HOAaTh
607bHBIE C pacCMaTpUBaeMbIM 3260-
nesanueM [13].

[ [UMarHOCTMKM MCIONb3YIOTCA
6moxumMmnyeckKye MeTonbl (HaKOII-
neHre HedTepuPUIMPOBAHHOTO
XojlecTepuHa B nusocomax, Gunn-
MIMH-OKpallMBaHNe JIsI BbIsSBIEHM
HaKOIIJIEHU S JIMIIUJIOB), TUCTOIOT K-
4ecKye MeTOABI (IIeHMCThIe KIeTKN
B 610OITaTaX KOCTHOTO MO3Ta 1 ce-
JIe3eHKM, JTa3ypHble I'MCTUOLMUTHI
B 6mornrarax KOCTHOTO MO3ra, I0-
nuMopdHbIe Tenblia B IUTOIIa3Me
KJIETOK KO, IIeYeHV MM MO3Ta).
Tenetuuyeckue wmetopsr (JTHK-
AVATHOCTUKA) MPUMEHSIOTCS IS
MO TBEP)KIEH NS TMATHO34, IPeHa-
Ta/IbHO IMAaIrHOCTYKM, BbIABIEHN
TOMO3UTOT B CEMbSIX NMPOOAHMIOB.
[ns1 BolABIEHMS aTpOPUUIECKUX
U3MEHEHNUII MO3IOBBIX CTPYKTYP
UCIONb3YIOTCA MarHUTHO-Pe30-
HaHcHas Tomorpadus (MPT), koM-
nploTepHass ToMorpadus, mpo-
TOHHAsi MAarHUTHO-pPE3OHAaHCHAs
CHEKTPOCKOMMSI.

Vicnonb3yoTcsa Tak)Ke HaHHBIE fla-
60paTOpHBIX, PYHKLIMOHATBHBIX
un matoMopdonoruIecKnx mccie-
goBaHuit. MPT romoBHOro mosra
AUATHOCTUPYET CUMMETPUYHYIO
aTpoduI0 KOpBI, MO3XKe4YKa U TU-
MOTJIa3MI0 MO3OJNUCTOrO Tesa.
B 6uonTaTax mevyeHu, Cele3eHKI,
MUMQaTNIeCKUX y3/10B, KOCTHOTO
MO3ra, MUHJIQ/INH, [T0Y€eK, JIETKUX
U TTIafiKOV MYCKY/IaTyphl BbIABIIA-
0T «IE€HUCTbIe» KIETKU C U/
HpiMyu TN K-nmomoxnutenpbHbIMU
BK/IIOUeHMsIMU. CBeTOBasi MUKPO-
CKOIIMA KOHCTaTupyeT Hamboiee
I7TyOOKMe IOBPEXXeHMsI HelIPOHOB
67egHOrO mapa, XBOCTaTOrO sAfgpa
U 4YepemHBbIX HEPBOB C HaKoIlje-
Huem B Hux [IVMK-mosutuBHBIX
MUNNUOB. B KiIeTKax rmnu Takke
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(UKCUPYIOT OTIOXKEHNU A )KUPOB, XO-
nectepuHa u munujos. ITpu smekT-
POHHOJ MUKPOCKOIIMM B HEIPOHAX
OIpefieNIATCA KOHILEHTPUYeCKe
IJTACTMHYATbIE Te/Ia, aHAJIOTMYHbIE
II0 CBOEN CTPYKType BK/IIOYEHNAM
npu Gm2-raHrImMosnuao3ax.

InddepeHunanbHaa auarHocTuKa,
neyeHue n npopunakTmKka

bonesnp Humanna — IIuka tnma C
cnenyet fuddepeHIpoBaTh OT Apy-
rux 6onesneit HakomreHus: Gml-
n GMm2-raHIIM03MI030B, MYKOIIO/N -
caxapmuzo3oB 1 6omesuu lore.
OueBupgHo, 4to npu 6onesunu Hu-
MaHHa — [Tuka Tuna C HaubombImit
3¢ dexT nMeno 65l ITUOTPOIIHOE JIe-
yeHye (reHoTepamnus), OHAKO OHO
MOKa He pa3paboTaHo.

[laToreHeTnyeckas Tepanua

B cBs3u ¢ Ma0il M3y4YE€HHOCTDIO I1a-
TOreHe3a 3a60/eBaHMs IaTOTEeHETH -
YecKue MEeTORBI Tepanuy 60Ie3Hn
Humanna - Iluka tuna C Havanm
paspabaTsiBaTbCs CPAaBHUTEIBHO
HeplaBHO. [l ycmexa TepaneBTu-
YeCKMX BMEUIATe/IbCTB Ype3BblYaii-
HO Ba’KHOE 3Ha4YeHIle IMeeT 3HaHIe
MEXaHM3MOB IIOpPa>XeHNs HepB-
HOWM CUCTEMBI, B YaCTHOCTHU OI[€H-
Ka KONMYECTBA >KM3HECIIOCOOHBIX
HEIPOHOB LIEHTPaIbHON HEPBHOI
cucrtemsl (ITHC). MimeHHO Ha 3TOM
OCHOBaHa TapreTHas Tepamus, Ipu-
MEeHSIOIAsACA IPpY JIeYeHN Hac/lef-
CTBEHHBIX HeWpojereHepaTUBHBIX
3a60JIeBAHUIL, OHUM 13 TIPenCcTa-
BUTEIEN KOTOPBIX sABIsieTCsa 60-
nesub Humanna - [Inka tumna C.

B kIMHUYECKMX MCCAETOBAHUAX
nsyvanacb 3p¢PeKTUBHOCTD UC-
IIONIb30BAHNUS TUIOXOJIECTepIUHe-
MUYECKUX CPeACTB (CHMKAIOINX
BHYTPUK/IETOYHBIN YPOBEHb XOJIec-
TepyHa) VIM OrPaHMUYEHNUs IpueMa
xonecrepuHa. HecMoTps Ha TO 4TO
TaKasd Tepanus BbI3BIBAjJa CHIKe-
HIIe COflepXKaHM A XO/IeCTepIHA B Ile-
YeHM U IIa3Me, YIy4lIeHUs HeBPO-
JIOTMYEeCKUX IPOSBIEHNIT OTMEYEHO
He 6b1710 (14, 15]. IlpepnpuHNManich
MONBITKY TPAaHCIUTAHTALUM KOCT-
HOTO MOS3Ta MJIM IeYeHM, YTO I03-
BOJISIJIO YaCTVMYHO HOPMajn30BaTh
HaKOIIJIEHJe XO/lecTeprHa 1 CHUH-
romuenuaa B TKaHax. OQHAKO oTu
METOZIBI OKa3a/MuCh HedPPEeKTHBHBI
B JIEYEHMY HEBPOTOTMYECKIX CMII-

Meauatpus. N° 4

TOMOB y IAIIMEHTOB C MyTalUAMU
B rene NPCl [16].

[Tockonbky 60me3up HumanHa -
[Tuka tuma C, KaK IpaBUiIo, gua-
THOCTUPYETCS MO34HO, Y OONTBHBIX
y>Ke MOBpeXXJeHa VN NornbIa 3Ha-
yuTe/NbHaA yacThb HeitpoHoB IJTHC.
B sTom ciyvae 1enp Tepanun — co-
XPaHUTD >KM3HECIOCOOHBIE HENPO-
HBI, CTAOMIN3NPOBATH 3ab0meBaHIe
U CHUSUTH CKOPOCTDb IIPOrPeccupo-
BaHM IaTOTOTMYECKOro Ipoliecca.
TsKecTb MOBPEXAEHNS HEPBHON
CUCTeMBI Y OONPHBIX pa3nnyHa,
[I09TOMY BBIOOp Tepammu JOMKEH
OBITb MHIVIBYUJyaTbHBIM [17].
Tpynunocrtu B neyenuu 6onesnn Hu-
MaHHa - [Tnka Tuna C coxpaHsaoTca
Io cux mop. B mepByio ouepennb 3TO
06yCIIOB/IEHO MaJIOil M3y 4€HHOCTDIO
IIaTOreHeTUYeCKUX MeXaHU3MOB
3ab0/eBaHA, IO3THEN JUATHOCTHU-
KOJI ¥ MaJIOYMC/IEHHOCTBIO HAyYHBIX
M3BICKAHUIT B 9TOM HAaIpaBIeHUIL.
[TonoxeHue cTaso MEHATHCA MOCIIE
CO3JaHMA JIEKAPCTBEHHOT'O CPeJCT-
Ba HOBOTO ITOKOJICHMsI — MUTTTYCTaTa
(mpemapat 3aBecka®) u paspaboTKu
HOBOTO HaIlpaB/IeHN I B JIEYEHNI TN~
30COMHBIX O0JIe3Hell — cyOcTpaTpe-
AyLUpYIOLIel Tepamnn.
YcraHOBIEHNE MOJEKYNApPHO-Te-
HeTUYeCKOl MpUpoxsl 6one3HU
HumanHna - IInka tuma C, xapak-
Tepa OMOXVMMIYECKIX PACCTPOIICTB,
MAEHTU(PNKALMS MYTaHTHBIX T€HOB
U X XpOMOCOMHOJI JIOKanu3anuu
Iany BO3MOXXHOCTb paspaboTaThb
HOBBIE MTOAXOABI K JIEYCHNIO 3TOTO
JTM30COMHOTO 3ab0/IeBaHVA, CBA-
3aHHBIE C JICIIONIb30BaHMEM CPEJiCTB,
npegynpexganinx odpasopaHue
JCXO[HBIX IPOAYKTOB (BelecTs),
KOTOpBIe ABNAIOTCA IpeNlIecTBeH-
HUKaMJ HaKaIlIMBaeMBIX CyOcTpa-
toB. IIpu 60nesuu Humanna — [Tuka
tuna C yEaaoch yMeHbUINTH 00pa-
30BaHNe [JIMKOCHUHTONUINIOB KaK
VICXOJIHBIX IIPOJyKTOB HAKOIICHN
3a cyeT NojasjeHusA pepMeHTa IIN-
KO3M/ILlepaMICUHTA3bl (IepPBOTO
dbepmeHTa CUHTe3a OOMBIIMHCTBA
[IMKOMUIINEOB) C IIOMOLIBIO CIIEI-
(U9eCcKOro IeKapCcTBEHHOIO IIpela-
para — murnycrara. COOTBETCTBEH-
HO, CHVDKEHMEe CUHTe3a MCXOLHBIX
OMOXMMUIECKUX TIPOJYKTOB 0O6Me-
Ha (IIMKOCOUHTONNIIN/OB) IPUBO-
INT K YMEHBIIEHUIO VX HAKOIUICHM S
B OpraHaX JM TKaHAX OpraHM3Ma.

M
JTekuuu ans Bpaq;“:é{:

[Tow 6one3Hin HumarHa — Muka Tuna C
YAAN0Cb YMeHbLIATL 00pa3oBaHme
[MKOCOUHTOMMMIAZIOB KaK UCXOZHbIX
NPO/YKTOB HAKOM/IEHNA 3 CUeT NoaBfeHna
(epMeHTa rnKo3LepaminaCAHTa3bl
(nepBOro (epMeHTa CiHTe3a 60MbLLINHCTBA
[MKOUMUA0B) C MOMOLLBbIO CMIeLNdIYeCKOro
f1eKaPCTBEHHOTO NpenapaTta — MIAMyCTara.

Cy6cTpaTpeyLiMpyIOLIYIO TEPAIINIO
MOYXHO Ha3BaTb HOBBIM HallpaBile-
HUEM [IaTOTeHeTNYEeCKOTO JIeIeH N,
IIOCKO/IbKY OHA HaIllpaB/IeHa Ha IIpe-
pBIBaHIE HAYabHOTO MATOTEHETH-
YeCKOro 3BeHa 3a00/IeBaHuA.
MurnycraT (MeXAyHapOgHOe Hela-
TeHTOBaHHOe HasBaHue (MHH) -
MUTITYCTAT; TOPrOBOe HAa3BaHUE —
3aBecka) paspaboTaH U BHeIpeH
IsI TedeHns1 GONMBHBIX C 6O/IE3HDBIO
Humanna - Iluka tuna C ¢pupmoit
“Actelion” (IIBeituapus). Ilo xu-
MUYECKOII CTPYKTyPe MUIITYCTAT —
N-6yTUAZeOKCUHOLKNPYMULIMH
(NB-DNJ) 1 OTHOCUTCS K MMUHO-
caxapaM. BaxHeimnum cBOMCTBOM
MUIIYCTaTa, KOTOPBII SIBJIAETCS
MHTUOUTOPOM CHHTe3a IJIMKO30-
COUHTONUNNIOB, SIBISETCSA €ro
CIIOCOOHOCTD IIPOHUKATD Yepes re-
MmarosHuedannyeckuit 6apoep [18].
MurnycTat, HapsAAy ¢ MHIUOMpPOBa-
HIUEM TJIMKO3WIIepaMUICUHTA3HI,
HayaJabHOTO (epMeHTa 06pasoBa-
HUs TTMKOCOUHTOMUIINTOB, TAKXKe
UMHTUOUPYET CYKPO3y-130MabTa3y
U pyTVe [UCAaXapUAa3bl B TOHKOM
KUIIEYHIKE, YTO JIEKUT B OCHOBE
0604HbIX 9 dexToB Murmycrara
CO CTOPOHBI XKeTYJOYHO-KAIIEYHOTO
tpakTa. [lof BIMsAHMEM MUITyCTa-
Ta HPeAYIPEeKAAeTCS HAKOIIEHEe
TOKCUYECKUX MeTA00/MnTOB (raHr-
mosunpos GM2 u GM3, makTo3ui-
IepamMnga U IIUKO3UILepaMuzia)
I UX HEIPOTOKCUYECKOE JIe/ICTBHE.
OpHako MUITTYCTAaT He MHIUOUpPYyeT
CUHTEe3 CHUHTOMMENTMHA U TATTAKTO-
3unnepaMuia (OCHOBHOTO KOMIIO-
HEHTa MMeJINHa), KaK U He BHI3bIBAET
aKKyMy/rAnuu Lepamuza [11].
ITpemapat 3aBecka® (Muraycrar) Obu
omo6pen YipasieHneM 10 KOHTPO-

6/
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JII0 Ka4ecTBa MMIIEBBIX MPOAYKTOB
U TeKapCTBeHHbIX NpenapaTos CIITA
(Food and Drug Administration —
FDA) xak mepBoe MefiMKaMeHTO3-
HOe JIeKapCTBEHHOE CPeACTBO A
nedenus 6onesuu Humanna — [uka
tuna C, 3aTeM Impemapar ObLI 3a-
peructpupoBaH B EBpone (sHBapb
2009 r.). [l ipuMeHeHus Ha Teppu-
topun Poccuiickoit Gepeparun mpe-
mapaT 3aBecka® 3aperucTpupoBaH
B HOs16pe 2009 1. (permcrparnnoH-
Hb11 HOMep: JICP-008892/09). IIpe-
[apaT BbIYCKaeTCs B popMe KaICy
(B 1 xamcyne 100 mr) i mpuema
BHYTPb.

B CIIIA B 2008 1. Muraycrary Obi1
IPICBOEH CTaTyC pefkoro (opdaH-
HOT0) IeKapCTBEHHOTO CPEACTBA.
Ha cerogusmuuii geup 3aBecka® —
TIEpPBBII ¥ €AVIHCTBEHHBIN IIpeIapar,
3aperucTpUMpOBAHHbII [/ JTeueHNs
6omesun Humanna - Iluka tumna C.
YuuTpiBasg MeXaHM3MBbl [ECTBUA
MUITYyCTaTa, OH IPUMEHAETCS TaKXKe
npu 6onesHu Tome B kauecTBe Cy0-
CTpaTpefyunpylolel Tepannn.

B cBA3M c moABieHMeM JeKapcT-
BEHHOTO CpeJCTBa [/ IaTOTeHe-

Tabnuuya 4. Pexomendosannas npu 6onesHu
Humanna - ITuxa, mun C 003a npenapama 3asecka®
6 3a6UCUMOCINU O NAIOULAOU NOBEPXHOCINU mena

IToBepxHOCTH Tena, M> PexoMeHmoBaHHasA T03a

1,25 200 Mr X 3 pasa B [ieHb
0,88-1,25 200 Mr X 2 pasa B JieHb
0,73-0,88 100 Mr X 3 pasa B JieHb
0,47-0,73 100 mr X 2 pasa B JieHb
<0,47 100 mr x 1 pas B ieHb

Tabnuua 5. IIpodpunv 6e3onacHocmu npenapama

Basecka® [21]

Iuapes 14 (20,9%)
CHIDKeHe MacChl Tea 8 (11,9%)
HeitpOKOTHUTIBHBIE HAPYIIEHS 6 (9,0%)
(yxynuenne)

HelipOKOrHUTHBHbIE HapyleHus (HOBbIE) 3 (4,5%)
Tpemop (HOBBIE) 5(7,5%)
Tpemop (yxyaliueHue) 3 (4,5%)
Heriponatum (HOBbIE) 2 (3,0%)
HesxenaTenbHble AB/IeHNA/[pyTye 23 (34,3%)

68

TUYeCKOro nedeHus 6onesnu Hu-
maHHa — IIuka tuna C BO3HUKIU
IBe OCTpble mpobneMsbl: 1) He0b-
XOIOVMOCTb paHHe! AMATrHOCTUKMU
3aboneBaHus, 2) Ha3HA4YEHUE JIe-
4YeHUs B Haubosee paHHUE CPOKM.
IToka, K coxaneHNIo, pa3paboTaH-
HBIJI IIpenapar pPeKOMEH/IOBAH I
OpUMeHEHNUs Y feTeil ¢ 60ne3HbIo
HumanHa - IInka tumna C HaunHas
C 4eTBIpeXJIETHETO BO3pacTa. fIcHo,
YTO TIONOXWUTEIbHOE pelleHue
O IIPMMEHEHUN MUITYCTaTa y HeTei
PaHHero Bo3pacTa He TOIbKO BOII-
POC BpeMeHU, HO ¥ paHHE IMarHoc-
TUKM 3200/IEBaHN, A TAKXKe Habopa
Heo0XO MO KOTOpPThI 6ONIbHBIX
U NPOBEJEeHNUs COOTBETCTBYIOINX
KJIMHUYECKUX VICIIBITAHWIA.
IToxasaHmAMM K IPMMEHEHUIO TIpe-
napara 3aBecka® sABJISIIOTCS:
= JIedyeHue HpPOrpeccUpyOIINX
HEBPOJIOTYECKMX  CHMIITOMOB
y B3POC/IBIX U HeTell ¢ 60/e3HbI0
Humanna - Iluka tnma C, 4to
MOXKeT 3aMeJ|/IATb IIPOrpeccupo-
BaHUe 3a007IeBaHIS;
= [epopanbHas Tepamus O0e3HU
lome I Tumna jerkoro u cpegHe-
TSDKENIOTO TeYeHMA, B TOM UMUCIIe
IpY HENepeHOCUMOCTI WM/IU He-
BO3MOXXHOCT) IIpUMEHEHUs 3a-
MECTUTENbHOI (epMEeHTHO Te-
panum y B3pocibix [19].
ITpu 6omesun Humanna - Iluka
tnna C pekoMeHiyeMas Jo3a Ipe-
maparta 3aBecKa® IS B3POCHBIX
n perein crapuie 12 mer cocTas-
nsaetr 200 mr 3 pasa B [ieHb, AeTAM
oT 4 go 11 et mo3a HasHadaeTcCs
UCXO A U3 IJIOUIAY TTOBEPXHOCTY
Tesa (CM. MHCTPYKIMIO K IIperapary,
Tabm. 4).
AddexTuBHOCTD M 6€30MACHOCTD
murmycrara (3aBecka®) OB TIPO-
DeMOHCTPMPOBAHBI B psAJie UCCIe-
noBaHuit. OlleHKa pe3ynbTaTOB
MHOTOLIEHTPOBBIX MCCIeJOBAHMI
C ydJacTueM 66 manueHToB ¢ 6ores-
Hpio Humanna - Iluka tuna C no-
Kasana, YTO y 6OIbIINHCTBA 6OTb-
HBIX IIOCJIe JIeYeHUsI MUTTTYCTaTOM
HAOII0aNMNCh CTAaOMIN3anusa VUIN
ynydieHue cocrogHus [19]. Ilpn
3TOM CKOPOCTb CHIDKEHUSA CyM-
MapHOro MHJeKca o Mopuduiu-
POBAaHHON ILIKaje MHBANUJM3A-
LIMM 3HAYUTENTbHO YMEHBUINIACD,
n'y 75% 60nbHBIX 9 deKT oT mpo-
BOJIMIMOIJI Tepanuy ObII OLjeHeH KaK

«XOpomnii». BaXKHO NMOXYEPKHYTh,
410 y 60nbHBIX ¢ OonesHblo Hu-
MaHHa - [luka tuna C repanus
MUT/IYCTaTOM OKa3bIBaeT ITOJIO0X M-
TeJIbHOE BIIMsHUE Ha HEBPOJIOTU-
yeckue HapymeHnua. Kpome Toro,
IIpY UCIONb30BAHUN IIpemapara
3aBecka® oTMeYaeTCs 3aMefiJIeHle
HIpOTpeccupoBaHys 3a60MeBaHMA.
B uccnegosanuum M.C. Patterson
" COaBT. HAa QOHe Tepanuy Inpermna-
paroM 3aBecka® y OONBIINHCTBA TIa-
I[MIEHTOB BC€X BO3PACTHBIX I'PYIII
cocTosiHMe nubO yMydIIaaocs,
nnbo CcTabuaM3mMpoBaaOCh Kak
MUHUMYM 110 3 U3 4 IapaMeTpoB
(aTakcms, [UCTOHUS, AU3APTPUS,
nucdarus) [20].

IIpenapat xapakTepusyercs 6maro-
HOPUATHBIM npo¢uieM 6e30IacHOC-
TI Y XOPOIIIel IIePEeHOCUMOCTBIO KaK
y HeTeli, TaK U y B3pOC/IbIX (Tabm. 5)
[21]. Kak moka3aHO B uccaegoBa-
Hun M. Pineda u coaBT., B KOTOpOM
cpefgHee BpeMsA UCIONb30BAaHUA
npenapara 3aBecka® y 67 OOIbHBIX
cocTaBuiIo 533 mHsA, Y 45% 6OMbHBIX
OTMe4YeHa MUHUMYM OJHa He>Kesa-
Te/bHas peakuus [21].
CymecTByIOT ZaHHBIe 110 9ddek-
TUBHOCTM JIeYEHUS MUITYCTATOM
y MaIlMeHTOB B BO3pacTe OT 7 Me-
csnes Jo 44 net (cpegHMIt Bo3pact
14,68 + 10,84 roma) mpu 60me3Hn
Humanna - Iluka tuma Cl u C2
[14]. Ha ¢one Tepammum mpenapa-
ToM 3aBecKa® y MaIMeHTOB C MY-
tanuamu B reie NPC1 ormedeHo
yaydireHne (GyHKIMM TIOTAHUS
(Bojbl, mIope, MacThl, OMCKBUTA)
(To maHHBIM BUEOMOHUTOPUPO-
BaHMUS C UCIOJIb30BaHUEM BI/J€O-
drroopockonnu (videofluoroscopic
swallowing study, VESS) - y 85%
60/IbHBIX; cTabunmnsanusa — y 81%;
yIydlIeHVe [0 ITapaMeTpy «JUCTO-
Hus» -y 80%, «aucmeTpus» —y 74%,
«IU3apTpUA» — y 63%; Bo3pacTaHme
DQ ¢ 45 1o 65 epn. (uepes 24 mecs-
Ija JIe4eHM s MUIIycTaToMm). Yepes
36 MecsALleB Ie4eHMSA MUTTYCTAaTOM
yAydlleHye COCTOSIHUS WU CTabu-
JIU3ALNs CUMIITOMOB HAaOTIONAIIChH
y 22 MallMeHTOB C MyTalMAMU B IeHe
NPC2. Tak, ynyulenue mo mapa-
MeTPYy «CIHOHTaHHbIE NBVKEHUS
I71a3 B BEPTUKAJIBHON IJIOCKOCTI»
OTMEYEHO y 7 IMallMeHTOB Ha QoHe
Tepanuy 3aBeCKoil 1 y 1 mainuenTa,
He MOTyYaBIIero MUITYCTaT; OTCYT-

JddeKTUBHaA dapmakoTepanus. 42/2013



Hosbit Be6-caut «MHaekc BepoaTHocTn HIM-C»
ANA YAYYLWEeHUA ANAarHOCTUKK 6onesHu
HumaHHa-Muka tun C

NHpexc BeposiTHOCTM HumaHHa-Muka Tun C

Bone3Hb HumaHHa-Muka Tmn C (HMN-C) — HacneacTBeHHan 601e3Hb HAKONAEHUA AMNUA0B.
3aboneBaHne xapaKTepmsyeTca pas/IMYyHbIM BO3PAaCTOM MaHUbeCTauMmn U LWMPOKUM
CMEKTPOM KNMHUYECKMX NPOABAEHUI, BKAOYAA BEPTUKA/IbHbIN Napasiny B30pa, aTaKCuio,
renaTocnaeHoOMeranamio, NCMxXmaTpruyecKkmne NpoABAEHUA.

HoBbIn MHCTpymeHT «MHAaeKc BeposaTHOCTM HIM-C» pa3paboTaH C Lenbio NOMOYb Bpadam,
Mano 3HakombIm ¢ npobnemoint HIM-C, BbIABNAATb NALUMEHTOB, HYXKAAOLWMXCA B ANATHOCTUKE
AaHHOro 3aboneBaHus.
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CTBIME U3MEHEHUS 3apeTUCTPUpPOBa-
HOy 8 My 1 60/IbHOrO; yXy/LIeHMe —
y 21 3 COOTBETCTBEHHO. YTyYllleHNE
CO CTOPOHBI I/1a30/BUTATENbHOIL
cdepbl OTMEUEHO 1 B MCCIIEeJOBAHUN
M. Pineda u coaBrt.: mocne 12 me-
CAIeB VICIIONTb30BaHMA IIpernapara
3aBecka® MOKa3aHO yIy4llIeHNe UIn
cTabunmsanus MPOSIBICHUs CUM-
IITOMAa «CIIOHTAaHHBIE BePTUKATb-
HbIe IBVDKEHNA I71a3» y MAlMIEeHTOB
12 net u craprue [21].

ITo maunbiM D. Bruschini u coasr,,
IpUMeHeHVe MUTIyCTaTa B TeYeHe
2 ety 4 6071bHBIX B Bo3pacTe 11 me-
canes, 9, 10 u 12 ner (3 ¢ MyTaumen
B rede NPC1 u 1 c myTanueii B reHe
NPC2) cnocob6cTBOBaNO HOpManIn-
3auuy QYHKIUU TJIOTAHUS y BCeX
60nbHBIX [18].

(umnTomaTunyeckas Tepanua

Hapsgy ¢ maroreHeTm4yecknum ie-
yeHMeM 6OnblIOe 3HAUEHUE NP
6onesun Humanna - ITuka tuma C
MMeeT M CUMIITOMAaTM4YeCKas Tepa-
nus. OCHOBHbIE ee HalpaBlIeHUs
oTo6paskeHbl B TabI. 6. [11].
CuMnToMaTuvecKme CpeficTBa, XOTs
" 00IaJal0T MMPOKOIT Bapuabemnp-
HOCTBIO CBOETO JIeICTBUS, MOTYT
0Ka3aTbCH BeCbMa ITOIE3HBIMU /IS
yAy4IIeHNsT COCTOSAHMUS OGONMBHBIX
i IOBBIIIEHMA KA4eCTBA X KU3HMU.
Ocoboe BHUMaHMe crefyeT obpa-
1IaTh HA MUTaHMUe OOIbHBIX U CUC-
TeMaTU4eCKM OLIeHMBATh CIIOCO0-
HOCTb IJIOTAaTh MUILY (CYLIECTBYIOT
CIelajibHble MKaIbl OLIEHKM ITI0-
TaHNA — TJIOTAHME KUAKOM TN,
HOJTY>XKMUKO, I'yCTOit U T.1.). Ilpu
JeYeHNY PeKOMEHAYeTCs [ueTa
C HM3KIM COfiep>KaHMeM XOTIeCTePH-
Ha I IPUMeHeH e TIPenapaTos, CHI-
JKAIOIUX €r0 YPOBEHD B CHIBOPOTKE

kposu. IIpn 3HaYMTEILHOM HapylIe-
Huy QyHKLIMK ITIOTaHKA 6ONIbHBIM
PEKOMEHZIYeTCs1 30H/J0BOE IUTaHIe
MY HaKJIafbIBaHMe raCTPOCTOMBI,
YTO JAeT BO3MOXXHOCTb 00ECIIeYUTh
6ONBHBIX HEOOXOAMMBIM KOMMYECT-
BOM IMTaTeIbHBIX BEIIECTB, JOCTA-
TOYHBIM KOJIMYECTBOM >KUIKOCTU
U KaJIOpaskeM.

Jlnst Koppekuuy GyHKINUN CTIOHO-
OTHeNeHNA y OObHBIX MOXET MC-
M0/1b30BAThCs ATPOIMH B KAIUIAX
B HeGO/IBIINX O3aX.

Iuicharuss HepegKO OCIOXHSIETCS
BTOPUYHBIM HOpPa’XKeHMEM JIerKUX.
B aTux cuTyaumax MOTyT HasHa-
4aTbCsg aHTUOMOTUKY I podu-
JIAKTUKY ITHEBMOH .

[Tpu pasBUTHM >KETYLOIHO-KUIIIEY-
HBIX PacCTPOIICTB, Hanbosee 4acTo
Hyapeyu, peKOMEHIYIOTCA aHTUU-
apejiHble CpefcTBa M CIelMalb-
Has gueta. OfHAKO HAMapesi MOXeT
OBITH CIeACTBUEM I PUMEHEHUs
Muriaycrara. B aTux crydasx mas
ycTpaHeHUA MOO0YHBIX 3p(eKTOB
Ha QoHe Tepamuym MUILIYCTAaTOM
U TIpY PasBUTUU SUAPENHOTO CUH-
ApoMa PeKOMEHJYeTCs IepecMOTp
IMeTHI U YMeHbIIIeHe IIp/eMa JIaK-
TO30COfleP>KALUX IPOLYKTOB MU
IpyeM IpyTuXx yriaeBogos. [lomnoxnu-
TenbHBIT 9Q(dEKT MOXKeT 0KasaTh
paspeneHMe 1O BpeMeHU IpuemMa
MUIJIyCTaTa V1 NUIEBbIX IIPOLYKTOB.
B pspe cny4aeB BO3MOXHO HasHa-
YeHJe aHTUAMAPeHbIX IIpenapa-
TOB TUIIa JIOIIEPAMUA MM OTMEHA
npenapara 3aBecka® Ha KOpOTKOe
BpeMmsl.

st penieHmst BOSHUKAKOIIUX BOTII-
POCOB MOTYT MOTPe6OBATHCS KOH-
CYyIbTalMM COOTBETCTBYIOM[UX
CHenanucToB (racTpO3HTEPOIIOTA,
HeBPOJIOTa, IICUXUATPa U Ap.).

Ta6nuua 6. Cumnmomamuuecioe neuerue 60nvHvlx ¢ 6one3nvio Humanna - ITuxa, mun C [11]

CHUMIITOMBI JIeuenne

Karamnekcus

Tpunyxnndeckne aHTUIIPECCAHTI mn cTuMynATopsl LTHC

Jucronns n rpemop

AHTI/IXO]’II/IHCPI‘I/I‘{CCKI/IC IIperiapaTbl

HBI/II‘aTeI’IbeIe HapyHmIeHnA

Ousuorepanus

ONMIeNTONHbIE IPUITATKI

AHTHONMIENTUYECKIE ITPEeNapaThl

Hapymenns caa

MenaroHuH nan CeaTMBHDIE IIPE€IIapaTbl HA HOYb

Hapymenne rnotanns:

[Iutanne 9e€pe3 30HA

Bosneuenne nerkux

QusyoTepanys ¢ 6OpOHXOVIATATOPAMY; AHTYOMOTIKOTePATIVIA

/0

B nemom nosbimeHye 3¢ QeKTuB-

HOCTH JIEYeHNS MALMEeHTOB C 60-

nesupo Humanna - Iluka tuma C

BO3MOXXHO TIpU COOMIOEHNN Psfia

OCHOBOIO/IATAIOIMX HPUHIIIIOB:

= TOYHAsl JAMATHOCTMKA (yIpexK-
[eHUsI, METOBI, PeruoHajbHbIE
u defepanbHbIe PETUCTPHI 1 AP.);

= kBamuuUIMpPOBaHHBIE Bpadeo-
Hble 3aKJII0YeHNs (KOHCY/IBTAHT,
pernoHaabHBIN KOHCUINYM, (e-
[epanbHbI KOHCUIUYM U T.J5.);

= paspaboTaHHBlE U YTBEPXKJEH-
Hble CTAHIAPTHI TedeHns (GuHaH-
COBO-9KOHOMUYECKME PaCUeTHl,
¢uHaHCHpOBaHUeE 1 [IP.);

= paspabOTaHHblE U YTBEPXK[EH-
Hble K/IMHUYECKMe pPeKOMeH/a-

nun  (MexpgyHapopHble, Gene-
paJIbHbIe 1 [Ip.);
= 3 dexTuBHOE B3aMMOpENICTBIE

IpY OKa3aHUM JIe4eOHOI MOMO-
iy (IeTu — B3pOCIbIe, YUpexKie-
HUs, Bpadl, YTBEpXKAEHHAsA JO-
KYMEHTaIlVA);

= KOHCY/IbTaTHBHAs [IOMOIIb
B Ipollecce edeHNUA (yupexxye-
HIST, 9KCIIEPTBL);

= CBOEBpPEMEHHOEe IOIIOJTHEHME IIe-
pevHsI XU3HEHHO HeOOXOAMMBIX
M BaXHENIINX JIEKapCTBEHHBIX
IperapaToB (BK/IIOYEHNE B HETO
JIeKapCTBEHHBIX IIPEIapaToB, Op-
(aHHBIX IpenapaToB u Ap.).

ITporHos 3aboeBaHNA 3HAYUTE/Ib-

HO Y/Iy9YLIA€TCS IIPU IIPUMEHEHNN

Murnycrara (mpemapata 3aBecka®).

MpodunakTuka

ITpodunakruka 6a3yupyercs Ha TaH-
HBIX MeJJMKO-TeHeTNYeCKOr0 KOH-
CyIbTHpOBaHUA. MeuKo-reHeTu-
YeCKMIT PUCK it cubCoB mpobaHza
cocrapnser 25%. Ecnmn ycranoBIen
TeHOTUII IIpoOaHfa, TUIIBI MyTa-
LUl y HOCUTENIEN, BO3MOXKHA IIpe-
HaTajabHas AMATHOCTUKA OONIEe3HU
Humanna - Iluka Tunos Cl1 n C2.
JInaruo3 MoxeT OBITH YCTaHOBJICH
Ha 10-12-i1 Henene 6epeMEeHHOCTH
IpU MOJIEKYIAPHO-TEHETNYECKOM
UCCIefOBaHNY OMONTATOB BOPCHUH
xopnona. B page coyuaes ompepne-
JIEHHYI0 IIOMOIIb MOXKeT OKa3aTb
UCCIeoBaHNe aKTUBHOCTU COUH-
rOMUeNNHA3bl B AMHMOLUTAX U OV0-
ITaTaX XOPMOHA C MOMOIbIO 6110-
XMMUYECKUX METOJ[OB, OHAKO [/
IpOBeJleHNsI MOJ00HOro aHaamsa
HY>KHa Ky/JIbTypa KJIeTOK. %

JddeKTUBHaA dapmakoTepanus. 42/2013
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Niemann-Pick type C disease: diagnosis, follow-up and therapy in Russia

P.V. Novikov

Federal State Budgetary Institution ‘Federal Research Institute for Pediatry and Pediatric Surgery’ of the Ministry of Health

of Russia, Moscow

Contact person: Pyotr Vasilyevich Novikov, pnovikov@pedklin.ru

Niemann-Pick disease is a lysosomal storage disease with autosomal recessive pattern of inheritance. Niemann-
Pick type C disease is of particular interest for pediatric neurologist due to marked clinical polymorphism (muscle
hypotonia, psychomotor retardation, cataplexy, dysphagia, intellectual disability, ataxia etc.) depending on
manifestation age. Substrate-reducing agent miglustat (Zavesca®) is the only pathogenetical therapy for Niemann-
Pick type C disease. Studies have shown that treatment with miglustat effectively improved neurological symptoms
(spontaneous vertical eyes movements, impaired swallowing and coordination disorder) and resulted in disease
stabilization or delayed progression. Miglustat has good safety profile. To provide effective treatment of this

orphane disease, early diagnosis is essential.

Key words: orphane diseases, Niemann-Pick type C disease, miglustat
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