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D(P(PEeKTUBHOCTh NPUMEHEHNA MULTYCTATA
y nauueHToB ¢ 001e30bp10 Humanna—IIuka
tuna C (0030p ureparypbi)

FO.A. Ceaueépcmos

Bone3Hb HumaHHa-Mnka Tnna C — nporpeccupytollee opdaHHoe 3aboneBaHne U3 rpynnbl IM30COMHbIX 601e3Hel Hakor-
JNIEHUS C MPEVMYLLLECTBEHHBIM MOPAXEHNEM LEHTPANIbHOW HEPBHOW CUCTEMBI 1 OPraHOB PETUKYI03HAOTENNANILHOM CUCTE-
Mbl. OTa HO30J10TUSt SIBAIIETCS OJHUM U3 HEMHOMMX HAacneACTBEHHbIX HelipoMeTabonunyecknx 3aboneBaHuii, ans KOTOPOro
paspaboTaHa natoreHeTMyeckas cybcTpaTpeayLmMpyoLLas Tepanusa ¢ NOMOLLLIO Npenapara MurycTar. B ctatbe npueeneH
0630p MMetoLLelica B nutepaType MHdopmaummn no ap@PekTMBHOCTN NMPUMEHEHMS MUrlycTaTa y naumMeHToB ¢ 60s1e3HbI0
HumaHHa-Tuka Tuna C. OTMe4Y€eHo, 4TO B BOJbLLUMHCTBE COOOLLEHMIA HABNOAANOCh KIIMHNYECKOE YNyYLUeHne Npu Ha3Hadve-
HUW MUrycTaTa y NauneHToB C pasfinyHbiMu dopmamm HeBponornyeckoro geduumnta. CaenaH BbIBOA, 0 TOM, 4TO MUrycTaT
ABNIIETCS NpenapaToM, NO3BONSAIOLLMM 3aMeaIUTb NporpeccupoBaHue 6onesHn HumarnHa—Iluvka Tuna C kak y geten, Tak uy

B3POC/bIX NALNEHTOB.

KnioueBble cnoBa: n1M30COMHbIe 60IE3HU HaKOMNEHWs, HellpoaereHepauums, 6one3Hs HumaHHa-lvka Tuna C, rmukochuH-

ronmnnabl, MUNycTarT, SCDCbeKTMBHOCTb npMeHeHn4.

BonesHb HumanHa-Muka Tvna C (BHM-C) - 310 pepnkoe
ayTOCOMHO-PEeLLeCCUBHOE HelpoaereHepaTMBHoe 3aboneBa-
HWe U3 rpynnbl M30COMHbIX BONE3HEN HAKOMIEHNS, CONPO-
BOXAAloLLeecs NopaxeHMeM HEPBHOMN CUCTEMbI U BHYTPEHHMX
OpraHoB 1 BCTpeyaloLleecs y NpeacTaBuTeNel BCex aTHuYe-
ckux rpynn. bonesub HumanHa-lNuka Tvna C npmuBoaunT K npe-
XOEeBPEMEHHO cMepTU: 6ONBLIMHCTBO NALMEHTOB YMUPAIOT B
TeyeHue 5-20 net nocne pebiota 3abonesaHus.

MpubnuantensHo 95% cnyydaes BHM-C cBa3aHo ¢ myTa-
umsimu B reHe NPC1, u npumepHo B 4% cnyvaeB 3aboneBaHve
pa3BuBaeTcs Bcneactaue mytauuu B reHe NPC2. Mytauun B
STUX FeHax NPUBOASAT K HAPYLLEHMIO BHYTPUKIETOYHOrO TPAHC-
nopTa IMNUAOB, YTO 0BYCNOBAMBAET HAKOMIEHWNE MOCNEIHMX
B NEpPVIHyKIeapHbIX M3ocomax. HakonneHme HeactepnduLmn-
POBAHHOIO XxonectepuHa, chuHrommenuHa, Gocdonnnoos
N MMUKOCHOUHIONNMUAOB B MEYEHN U CeNe3eHKe MPUBOOUT K
pasBuUTUIO BUCLIepanbHbIX nposieneHuin BHIM-C, Takmx kak op-
raHoMeranms 1 nevyeHoyHas HeLoCTaTOYHOCTb, B TO Bpems
KaK HakoMieHue roKo3uaLepamMmnaa, naktosunuepamuia, a
TaKxe raHmnoananos G, u G, ,, B roJloBHOM MO3re MOXET ObiTb
MPUYMHON NOSABNEHNS HEBPOIOrMYECKNX CUMITOMOB MPU 3TOM
3aboneBaHmn.

Hesponoruyeckne nposisnenus BHM-C moryt manude-
CTVPOBaTb B NIIOOOM BO3pacTe U xapakTepuayoTcs 60MbLUIMM
pasHoobpasuem. PaHee cuuTanocb, 4To 310 3aboneBaHue
nebloTupyeT B MIaAEHYeCKOM 1 AeTCKOM BO3pacTe, OAHaKo,
COMAacHO 3MMAEMUONONMYECKUM AAHHbIM, MONYYEHHbIM 32
nocnegHue 20 net, cTano BbISBNATLCS BCE OOJblUe Cyyaes

IOpuit AnekcaHapoBuy CenuBEPCTOB — KaHA4. Me[,. Hayk,
Hay4. coTp. 5-ro HeBposornyeckoro otaeneHns GreHyY “Ha-
YYHbIN LEHTP HEBPONormn”, Mockaa.

KoHTakTHasa nidopmaums: doctor.goody@gmail.com

BHM-C, pas3BuBLIeiics BO B3POCIOM BO3pacTe. TeyeHue 3a-
60neBaHNsa 3aBMCUT OT BO3pacTa AebioTa HEBPOIOrMYECKUX
HapyLLeHWin — GOPMbI C paHHUM Ha4YanoM NPOrpeccupytoT Obl-
CTpee Mo CPABHEHMIO C TAKOBbIMU C MO3AHUM HavaioMm.

B HacToflLLee BpeMS He CyLLeCTBYET METOLOB U3NEHEHNS
ot BHIM-C, B CBA3M C 4eM Lefblo Tepanuy Takmx NauyMeHToB
ABNSIETCS YNy4LIEHME KQ4eCTBa XM3HU, a Takke cTabunmsaums
UNY 3aMeLJIEHNE CKOPOCTY NPOrPeccpoBaHmns 3abonesaHms.
MpumeHeHne murnyctata (3aBecka) — 06paTMMOro MHrnbu-
TOpa MIOKO3UNLEPAMUACUHTA3bl — NPUBOAUT K YMEHbLIEHWIO
CUHTE3a MUKOCHUHrOoAMNNA0B. ITOT NpenapaT M3HayvasbHO
Obl1 3aperncTpupoBaH B EBponeinckomM coo3e Ons neyveHust
6onesnu lowe | Tuna, a 8 2009 r., Ha OCHOBaHUW pe3ynbTa-
TOB PaHAOMM3NPOBAHHOIO KOHTPOMMPYEMOrO KANMHWUYECKOrO
1NCCNefoBaHnsl, LONTOCPOYHBIX MPOAJEHHbBIX WUCCNea0BaHUNA
N PETPOCMNEKTVBHOIO HabNOOATENLHOrO KOFOPTHOrO MCCe-
[OBaHWs, — 1 4Na Tepanvm NporpeccupyoLLmx HeBponornye-
ckux nposieneHnin BHM-C y neteit n B3pocnbix. Bnocneactaum
no 3TWUM e MokKa3aHusaM MuriycTat Obii 3aperncTpupoBaH U
B psiAe Apyrux cTpaH, Bkiovas PO. PesynbtaThl fanbHenwmx
HabnoaaTeNbHbIX KOrOPTHBIX UCCNEeA0BaHNIA, aHann3a OTae b-
HbIX KIMHWUYECKMX CNy4aEeB N UX CEPUIA NOATBEPAMIN OaHHbIe
paHee NPOBEAEHHbIX KIMHUYECKUX NCCNea0BaHNIA.

C 3TMx NO3uULLMiA B MEPBYIO O4EpPEeb MHTEPEC NPEACTaBns-
et npoeeaeHHbI M.C. Patterson et al. aHanns gaHHbIX NaumeH-
TOB, BKJIOYEHHbIX B MeXAyHapoaHbIi permctp BHIM-C (nanee —
Peructp) [1]. U3 283 naumeHToB PervcTtpa asTopamu Gbiin
npoaHann3nMpoBaHbl JaHHble 92 6O0JbHbIX, MOMyYaBLUNX AJN-
TENbHYIO TEPANUIO MUIMYCTaTOM — He MeHee 1 roga. CpenHsisi
NPOOOIXUTENBHOCTL HabnooeHus coctasuna 2 + 0,7 roga.
CpepHuii Bo3pacT aebroTta HEBPOJSIOrMYECKMX CUMMNTOMOB CO-
ctaeun 9,8 + 8,6 roga, BapbMpyst OT HECKONbKMX MECSILEEB A0
44,6 ropa. Mpun 3TOM CpeaHMin BO3pacT yCTAHOBIEHNS ANarHo-
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[onn nauneHToB ¢ ynydleHnem/ctabunmsaumelit CocTosHUS
npv 06cnegoBaHnmM Ha BU3NTE AYHAMUYECKOrO HAONIOAEHNS Ha
doHe HenpepbIBHOW Tepanuu murycTtaTtom (ro [1]). MNMpoaon-
XUTENBHOCTb Nepuofa HabnoaeHus y NauvMeHToB passvya-
Nack; AaHHble NpeacTaBaeHbl Mo rpynnam, ChopM1pPOBaHHbIM
Ha OCHOBaHWK BO3pacTa HeBposorumyeckoro aebrota BHIM-C:
PM - paHHas mnageHyeckas rpynna, MMM — no3aHsas MnageH-
yeckas rpynna, kOB — toBeHunbHas rpynna, M/B3 — nogpocTko-
Basi/B3pocnas rpynna.

O nauneHToB, %
L ,

(n = 26)

3a coctasun 13,7 £ 10,9 roga (ot 0,1 oo 44,7 roga). ¥ 2 na-
LMEHTOB C [eBI0TOM yKkasaHHbIX CMMMNTOMOB B BO3pacTe 2 U
6 neT, y KOTOPbIX OTMEYANNCh NOBbILLEHHAS AHEBHAS COHU-
BOCTb, HEJIOBKOCTb MPU ABUXEHUSX U HAPYLUEHWSI KOOpAMHa-
LMK, AnarHo3 Obl ycTaHoBEH ToNbko nocne 20 net. B uenom
cpenHuin obwmii 6ann nHeBanuamsaumm (composite disability
score) npu BkoyeHun B Peructp coctasun 0,37 £ 0,23 ¢
pasbpocom oT 0 (HeT HapyweHui) 0o 1 (MakcumanbHas Bbi-
PaXeHHOCTb HapyLleHwit). Hanbonee yacTbiMM HEBPOIOrMye-
CKUMW HapyLLUeHUaMU, HabnoaaBLUMMUCS Y NAUMEHTOB, Oblan
artakcusa (70% cnyyaes), nape3 BepTuKasbHOro B3opa (68%),
ansaptpus (63%), KOrHUTUBHBIE HapyLweHus (56%), aucdarus
(44%), pmucTtoHus (43%), anunenTtunyeckne npuctynsl (33%) un
katannekcus (24%). U3 BucLepanbHbix CUMNTOMOB Yy 58% na-
LIMEHTOB B aHAMHE3€ 0TMeYanach XeNnTyxa HOBOPOXAEHHbIX, Y
35% - renatomeranus uy 51% — cnneHomeranusi B MnaagH4e-
CKOM BO3pacTe.

M3 92 naumenToB 82 (89%) nonyyanu neveHne Murnycra-
TOM [0 BKoYeHns B Pernctp, 9 (10%) — Havanu Tepanuio npu
BKJIlOYEHUM B PerncTp, a 1 naumeHT Hayan NnpuHUMaTh MUry-
cTaT BCKOpe nocne BkoyeHus B Pernctp. CpefHas nponon-
XUTENbHOCTb NIEYEHWUST MUMYCTAaTOM OT Hayana Tepanuu [0
NoCNeaHero B13UTa AYHaMUYeCcKoro HabniogeHns cocTaBuna
3,9 + 1,9 roga (3a Ha4ano NPUMEHeHUst MUraycTaTa NpuHMMa-
JIN HA4ano caMoro NocneaHero Nepuoaa HeNpPePLIBHOrO Npue-
Ma MUrnycTaTa, NpeALecTBOBaBLUEro BKIOUEHMIO B PerncTp).
CpepnHsisti  MPOAOMKMTENbHOCTb NIEYEHNUS MWIYCTaToM  [10
BKkJtoueHns B PerncTp coctasuna 1,9 = 1,8 rona, Bapbupysi oT
0 po 7,6 roga. CpefHas npoaomKMTENBHOCTb TEpanum MUry-
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CTaToOM B TeyeHue nepvoga HabnoaeHus (T.e. 0T BKIOYEHUS
[10 NMOCNeHero B1u3nTa AMHaMmn4eckoro HabnaeHns) cocra-
Buna 2 + 0,7 ropa. CpeaHss NPOLOMKUTENBHOCTb JIEYEHNS B
nepuopa HabMoAEHNS 1 CPEHSAS NPOLOMKUTENBHOCTb IeYeHUs
[10 BKJIIOYEHWS B PerncTtp Gbinv conocTaBrMbl Cpeay noarpynn
NavLneHTOB C HEBPOJOrNYeCKM AeBI0TOM 3a60NeBaHMS.

[na kateropuanbHOro aHanusa nporpeccrpoBaHvs 3a-
6oneBaHns Mo BO3pacTy Hesposiornyeckoro nebiota Obina
[ocTynHa nHdopmaums o 86 naumeHtax. B 75, 71, 77 n 74%
cny4yaeB Obl10 OTMEYEHO YNYULLEHNWE (T.€. CHUXEHWE Banna no
COOTBETCTBYIOLLYMM LUKanam) GyHKLUM NepeaBuxeHust, BbINOS-
HEHUS! Pa3INYHBIX MaHUNYNSLUMIA, 0BLLEHNS (Peyb) U MoTaHUs
COOTBETCTBEHHO. B Lienom ynyulieHve/ctabunmsaums coctos -
HUS (T.e. YMEHBLUEHVE UM HEM3MEHHOCTL Hanna no Tpem u3
YeTblpeX AOMEHOB MHBANNAN3ALMN MEXAY BKIIOYEHEM B Pe-
rMCTP W NOCNEAHUM BM3WUTOM AMHAMUYECKOTO HabnAEHNs)
BbifiBEHbl Y 2/3 mauueHToB (n = 59; 69%). MNpwu aToM gons
BONbHbIX C yNyyLleHneM/cTabunmaaumeii COCTosHNUS Hblna 60-
flee BbICOKOW B rpynnax ¢ Hesponornyeckum aediotom BHM-C:
B paHHel mnageHyeckon rpynne — 33%, B N03OHEN MiafeHye-
ckoit rpynne — 50%, B 10BEHUNbHON rpynne — 79%, B N0ApOCT-
KOBOW/B3pocnol rpynne — 94% (PUCYHOK).

3a nepuop HabntoaeHUs He ObIIO BbISIBIEHO HUKAKMX He-
npeBUOEHHbIX HeXenaTesbHbIX sBneHuid. B uenom B npo-
aHaNM3MPOBaHHONM NOMYNALWMN OTMEYaNUCh Takune CBA3aHHbIE
C NPUMEHEHWEM MUTAyCTaTa SBNEHNS, KaK XPOHUYeCcKas ama-
pesi, TPOMOOLMTONEHUS U SNUNENTUYECKUE MPUCTYNbI. Xpo-
Huyeckas (T.e. mpopomkatowascs 6onee 3 mMec) ovapes 3a-
perncTtpuposaHa y 11% naumeHToB B nepuog, HabnoaeHns 1
y 2% - [0 Havana neveHus. TpoMOOUMUTONEHNS OTMEYanach y
43 naumneHToB (54%) B nepuog HabnoaeHns 1y 18 naumeHToB
(20%) po Hayana TepanuMu MmurycTaToMm, npy aTom B 98% cny-
4yaeB TPOMOOLMTONEHMS Bblna NErkoin UNn yMepeHHol ctene-
HU TSXKECTW. dnNunenTuyeckme NpucTynbl 40 Havana Tepanuu
MUIIYCTaTOM OTMEYanmch B LenoM y 21 naumeHta (23%); no
[LOCTYMHBIM [@aHHbIM O MauMEeHTax B Nepuof HabniogeHus, y
13 6GonbHbIX (33%) ObiNM 3aperMcTpPUMpPoBaHbl BNEPBLIE BO3-
HYIKLIME NPUCTYNbI. TPEMOP A0 Hayana Tepanum MUrycTaTom
nmen MecTo y 23 60MbHbIX (25%), 1y 2 NALMEHTOB OH NOSIBUA-
cs B nepuof HabntoaeHus. Y 4 naumeHToB (4%) 0o Havana ne-
YyeHus Gbina AMarHoCTUpoBaHa nonuHesponatus, ny 1 60Mb-
HOro OHa pasBwiack B nepuop HabnoaeHus. TeM He MeHee,
yuuThIBasi NporpeccupytoLmin xapakrep BHIM-C, pa3rpaHnynTb
HexXenaTesibHble SBEHWs1 BCIEACTBUE IEYEHUST MUMTYCTaTOM
N HexenaTesibHble IBNeHWsi, 00YCNOBNEHHbIE €CTECTBEHHLIM
TeyeHnem 3ab60neBaHnst, LOBOJIbHO CIOXHO.

TakumM 06pa3om, onuncaHHas koropta naupeHTos ¢ BHM-C,
nony4aBLUVX Tepanuio MArIyCTaToOM B TEHEHNE NPOLONXUTENb-
HOro nepuoga, SBNSeTCs Penpe3eHTaTMBHON B CBOEM POAE U
OTPaXaeT XxapakTepHbIe BapMaHTbl HEBPONIOrMyeckoro aebiota
3aboneBaHns. Y GOMbLUMHCTBA NaLMEHTOB OTMEYanuChb CTa-
6unM3aumns UnM yMeHbLUEHUE BbIPAXEHHOCTU YHKLMOHAMb-
HbIX HapYLUEHWIA, BKMOYas CMOCOOHOCTb K MEepefBUXEHMIO,
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OueHka adpdekTnBHOCTM murnyctaTa npy BHIM-C no pesynstatam aHanuaa oTaeNbHbIX KIIMHUYECKMX ClyYaeB UM MX Cepuii (aaanTpoBaHO
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XapaktepucTuka
naumneHToB ¢ BHIM-C
Ha MOMEHT Hayana
neyeHuns

rnycTaTay gerei

6 NaLmMeHToB B BO3pacTe
2-13 net

3-N1eTHUIA NALMEHT C TSXENOM
MiafeH4Yeckor GopmMoi

5 nauveHToB B BO3pacTe
9-14 net ¢ MnageH4eckomn
WM IOHOLLECKOV POPMOiA

4 nauveHTa B BO3pacTe
0,9-12 net ¢ Taxenomn
MaaeH4Yeckon, No3aHen
MaafeH4Yeckom nnm
IOHOLLIECKOW (POPMOiA

2 nauueHTa B BO3pacTe
12-18 net ¢ MnageH4eckon
VAW IOHOLLECKOM hOpMOi

4 nauneHTa B BO3pacTe
1-5 net ¢ MmnageH4eckom
$opmon

20 nauMeHTOB B BO3pacTe
oT 2 Mec fo 14 netc
HeoHaTanbHOW, PaHHEN

1 NO3AHEN MnafeHYeCKom
VIV IOHOLLECKOV POPMOiA

16 nauveHToB B BO3pacTe
oT 8 Mec 0 22 neT c
HeoHaTanbHON, PaHHEN

1 NO34HEeNn MNageH4Yeckom
WM IOHOLLECKOV POPMOiA

3 naupeHTa ¢ IoHOLIEeCKOM
dopmoit; BO3pACT HE yKasaH

3-NeTHWI NaumeHT

etal. [15]

C HeoHaTanbHoN HopMOoi

Mpoponxn-
TeNIbHOCTb
Tepanuun

6-22 mec

1rog

4-6 net

3-4ropa

17 n4 mec

He ykasaHa

Ot 2 mec
0o 5 ner

6-26 mec

He ykasaHa

1rog

BnusiHme murnycrtara Ha HeBpOJIOrM4ecKue NPosBeHUS
U UHbI€ CUMNTOMBI

OTBET Ha Tepanuto Obl PasnyHbIN: y 2 NALXEHTOB OTMeYanach
CTabunm3auus HeBPONOrnyeckoro aeduunTa, ay 4 — ero HapactaHue;
Habntoganack TeHAeHUMs K cTabunmsaummn 3abonesaHns y nauyeHToB
Ha paHHUX ero cTaansx

Crabunmsaumns CMMNTOMOB B NepBble 6 Mec Ie4eHns C NoCeayoLwmmM
nporpeccrpoBaHnem 3abonesaHus

O6Luee ynyylleHe GYHKLUUM roTaHus (OLeHMBanach ¢ MOMOLLBIO
BPCUT) B nepBble 6 Mec neveHns ¢ nocnenyioLlen ctabunmsaumen;
KOTHUTMBHBI CTATyC OCTaBasics CTabuibHbIM; CIOCOOHOCTb

K NepefBUXEHNI0 0CcTaBanach CTabubHON B TeYeHune 2 neT

C MOCNeAyIoLWwen TEHAEHUMEN K YXYALLIEHMIO

Tpw naupeHTa ¢ gucdarmen Npyu NCX0AHOM OCMOTPE: 0TMEYaNoCh
paHHee ynyylieHne GyHKLMM rMoTaHns (OLEeHBaNach C NOMOLLbIO
BPCUTI) 1 ypexeHue anvM3of0B acnmpaumm; OnMcaHHoe KIMHNYecKoe
yAy4LIEHNE COXPaHAN0Ch Ha NPOTSXKEHUM 4 NIET NIEYEHUS MUTYCTaTOM.
OauH naumeHT 6e3 HapyLeHWI roTaHus NPY UCXOAHOM OCMOTPE:
YHKLMS FoTaHMs ocTaBanach ctabunbHon B TeyeHune 40 mec Tepanum
MUIYCTaTOM.

YnydweHne GyHKUMM FOTaHns CONPOBOXAAN0Ch YMEHbLUEHNEM
BbIPaXEHHOCTU UK CTabunmnsaumein HEBPOIOrMYecKoro aepuumuta

Y 060X NaLMEHTOB HEBPOIOrMYECKMIA AeDULMT CTaBUAM3MPOBascs

Y 2 naumeHTOB OTMEYeHbl CTabuAN3aLms iam yMeHbLLEHNE
BbIPQXEHHOCTWN HEBPONOrMYECKOro AeduumTa; y 1 naumeHTa nevyeHme
ObI/10 MPEKPALLEHO B CBSA3M C HEYKPOTUMOM Anapeent; ansd 1 naumeHTta
pes3ynbTaThl 1eYeHVs He NPeaCcTaBAEHbI

HeoHaTanbHas BucLepanbHas Gopma: OLEHNTb Te4eHne 3a60neBaHns
HEBO3MOXHO, TaK Kak NauyeHT ymep B BO3pacTe 4 Mec.

PaHHs5 MnageHyeckas hopma: HeBPOJIOrnyeckmne HapyLeHus
nporpeccvpoBany y 6 naumeHToB; y 1 607bHOr0 — NEPBOHAYaNLHO
YMEHBLLUWIINCh, HO MOTOM YBENMHYUANCS; eLle y 1 naumeHTa —
CTabuM3NpPOBaNNCh.

Mo3pHss MnageHyeckas dopmMa: HeBPONOrMYeCKNA aeduumt
YBENMYUICS Y 2 NALUMEHTOB; Y 2 60SIbHbIX — TPAH3UTOPHO YCUNIICS,

HO MOTOM YMEHbBLUMIICS; Y 2 NALMEHTOB — CTabMNU3NPOBACS;

eLle y 2 — yMeHbLUnCS.

lOHoweckas dpopma: HeBponormyeckmin aeduumnty 1 naumeHTa
yBenmyuncs; y 1 60AbHOMO — yCUnuncs, a 3aTeM yMeHbLIUICS;

eule y 1 naumeHTa — yMeHbLUWIICS C NOCNeaytoLLen ctabunmaaumen.
Mpu MPC He 6b110 BbISIBIEHO M3MEHEHWIA, KOTOPbIE KOPPENNPOBANY Obl
C OTBETOM Ha NPOBOAVIMOE JleHeHne

HeoHaTanbHas popma: yMeHbLUEeHUE BbIPaXEHHOCTN HEBPOIOTNYECKMX
HapyLleHuin y 1 naumeHTa.

PaHHss MnageHyeckas dopmMa: yMEeHbLLEHVE BbIPaXEHHOCTY
HEBPOIOrMYECKNX HApyLLUEHW Y 1 naumneHTa n nx crtabunmnsaums —
Takke y 1 naupeHTa.

Mo3pHss MnageHyYeckas GopmMa: yMEHbLLEHVE BbIPAKEHHOCTH
HEBPOJIOrMYECKNX HAPYLLEHWIA Y 2 NALMEHTOB 1 CTAOMUIN3aLMs
HEBPOIOrMyeckoro geduumra y 3 naunmeHToB.

OHoLWeckas dpopma: HeBponiornyeckuin feduumT cTabmnravpoBancs
y 6 nauneHToB; 2 60NbHbIX C TSKENLIMU HEBPONOTMYECKMMM
HapyLUEeHUSAMY CKOHYa/IMCb BCIEACTBUE acnnpaLyioHHON MHEBMOHUN
CNycTsi NPUMEPHO 2 Mec

Crabununsaums HEBPOIOrMyeckoro Aeduumta; y 1 naumneHTa passutne
OCTPOro NCMXOTUHECKOr0 3aNn304a Ha GOHE NeYeHNs NOCYXUI0
NMPUYNHOM NPEKPALLEHNS JIeHEeHUS

HecMoTps Ha neveHne, 0TMEYaNoCh NPOrPeccUPoBaHe AeMeHLMM
1 ABUraTesbHbIX HAPYLIEHUI

Hepsublie osne3nun 42016
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XapaktepucTuka
nauueHToB ¢ BHM-C
Ha MOMEHT Ha4yana
nevyeHus
3 nauyeHTa B BO3pacTe
1-14 net ¢ paHHen
1 NO3AHEN MNIaleHYECKON
WJIN IOHOLLECKOW hOPMON

16 nauveHToB B BO3pacTe
1-15 neT ¢ paHHen

1 NO34HEN MNaleH4eCKOoNM
WM IOHOLLECKOW (OPMOIA

10-neTHWIN NaupeHT

4-neTHU NAUMEHT C NO3AHeN
mMnageH4yeckor Gopmoit

1 YaCTbIMV SNUNENTUYECKUMMI
npucTynamu

5-MeCsAYHbI NauUneHT

C paHHeln MaageH4Yeckon
dopmoi

10-neTHWIN NaupeHT

C pedpakTepHbIM
3MNUCUHAPOMOM

9-neTHWIA NauneHT
C KaTaniekcuen

Mpopomxn-
TEeJIbHOCTb
Tepanumn

2-4ropa

0,5-4 ropa

1roa

4ropa

4ropa

3 mec

16 mec

BnusiHne MurnycTaTta Ha HeBpoJiornyeckue nposiBIeHUsa
U UHbI€ CUMNTOMbI

PaHHee Hayano neyeHns Npy NOSIBNIEHUN NEPBbLIX HEBPOJIOMNYECKMNX
CYMMNTOMOB MPUBENO K 3aMeAJIEHNIO MPOrPeCCMPOBAHUS
HEBPOOrM4eckoro aeduumTa, B TO BpEMS Kak Tepanusi C Ha4anom
Ha CTaaun Pa3BepPHYTLIX HEBPOMOMMYECKUX HAPYLLEHWI Bbina MeHee
3 bEKTUBHON

[pu paHHen 1 no3gHen mnageH4yeckon Gopme 0TMeYaoch
HapacTaHWe HEBPOJIOTMYECKNX Y KOTHUTVBHBIX HAPYLLEHWI U CTENEHN
NHBaNMaM3aLmm.

[Mpw toHOLWecKon hopmMe HEBPONOTMYECKNI AeDULLIT, CTENEHD
WNHBaNMaM3aLUMmn 1 KOrHUTUBHbIE GYHKLMN OCTaBaIMCh OTHOCUTESTbHO
CTabWIbHBIMK.

Y nauneHToB C paHHen 1 NO3OHEN MNaaeHYeckori pOPMO 0TMEYANOCh
NMPOrpeccupyIoLLEe CHUXEHVE MeTabonmM3ma ronoBHOro Mo3ara (no
[aHHbIM MO3UTPOHHO-3MUCCHMOHHOM TOMOrpadum), B TO BPEMS Kak NMpu
loHOLLEeCcKkol hopmMe ypoBeHb MeTabon3Ma 0CTaBasiCt OTHOCUTESIbHO
cTabunbHbIM

YMEHbLLEHVE BbIPAXEHHOCTU HEBPOIOMMYECKNX HAPYLUEHWIA, CTENEHM
WNHBANNAM3aLMN, KOTHATVBHbBIX HAPYLLEHWIA, AEMNPECCUM, a TAKXKE
HapyLLEHW BHUMAHWS 1 AMOLMOHaNbHOM cdepbl B TeyeHme 1 roga

Oxmaaemoe HapacTaHue HEBPOIOrMyeckoro aeduumta 6610
OTCPOYEHO; COCTOSIHME NaLMeHTa Bbl10 OTHOCUTESNIbHO CTaBUIbHBIM,

C yny4lleHnem KkayecTBa XU3HU Kak CaMOoro nauneHTa, Tak 1 4ieHOB ero
CEeMbW; MaLWEHT CKOHYancs B Bo3pacTe 8 sieT (BO3MOXHO, BCIEACTBIE
BHE3aMHOM 0CTAHOBKM CepaLa)

PaHHee Hayano neyeHms cnocoOCTBOBAIO CTAOUNN3ALIMN COCTOAHUA
naumeHTa; 0TMeYeHO MeaJIeEHHOE YMEHbLLIEHNE BblIPaXEHHOCTU
HEBPOJIOrMYECKIX HapYLLEHWIA

AnunenTnyeckune NPUCTYNbI NPEKPATUINCL, PEFPECCMPOBAN
HapyLIeHUs rMoTaHUs; OCTaslbHble HEBPOJIOrMYECKNE HapyLLeHUs
cTabununsnpoBanmcb

MpucTynbl KAaTaMIEKCHUN PErPECCHPOBAIN YePe3 6 MEC Ne4EHNS;
0CTasIbHbIE HEBPOJIOTMYECKME HAPYLLIEHWS CTAOWUIN3NMPOBANNCH
(C HEBONBLUMM YAYYLIEHNEM HEKOTOPBIX U3 HIX)

anMeHeHVIe Murnyctarta y B3pOCJibiX, B CMEeLUaHHbIX MO BO3PacCTy rpynnax v B rpynnax ¢ Hen3peCTHbiM BO3pPacToOM NauueHTOB
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2 nauveHTa; BO3pacT
naLmeHToB 1 Bo3pacT aebiota
He yKasaHbl

22 naumeHTa B BO3pacTe
0,6-44 ropa

3 nauyeHTa B BO3pacTe
21-38 neT ¢ 1oHOLLECKOIA
1M B3pocion dopmon

10 nauveHToB B BO3pacTe
4-31 rop c paHHew

1 NO3OHEN MIaieHYECKON
WV OHOLLECKOM hopMOoi

11 naumeHTOB B BO3pacTe
7-29 net

21-NeTHUn NnaumneHT
C aTakCuen ¢ N034HUM
Havyanom

33-NeTHUI NauUneHT

¢ Le6OTOM BO B3POCISIOM
BO3pacTe

12 nauneHToB; BO3pacT

nauueHToB 1 Bo3pacT aebiota
He yKasaHbl
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He ykasana

0,5-3,5ropa

3roga

B cpegHem
4 ropa

2-7 net

He ykasaHa

He yka3aHa

1rog

Crabunnsaums 3a601eBaHNS N YMEHbLLEHUE BbIPXXEHHOCTU
HEBPO/OrNYeCKMX CUMNTOMOB

Y 60/bLIMHCTBA NALMEHTOB OTMEYEHbI YMEHbLLIEHNE BbIDAKEHHOCTU U
cTabunm3aums HeBPOIOTNYECKMX HAPYLLIEHNI

HebobLLIOe YMEHbLUEHWE BbIPAXEHHOCTY UV CTabunmsaums
HapYLUEHWUI MOTaHWs, AN3apTPUKN, KOTHUTUBHbBIX HAPYLLEHWI

1 (MAK) OrPaHNYEHNI NEPEABUXEHNS.

YnydiweHnve B TeyeHne 12—18 mec ¢ nocneaytolLen nx ctabunusauyei
nokasarenei gucdyHkLymn 6en0ro BELLECTBA FOIOBHOrO MO3ra
(HOpManu3aums NMKOB X0JIMHA)

3amepaneHne ckopoCTy MPOrPeCCPOBaHNS HEBPOIOTUYECKIX
HapyLLEeHUI N0 CPaBHEHMIO C eCTECTBEHHbBIM TeueHremM BHI-C; oteTt
Ha NIeYeHNEe MUMTYCTATOM bl TyyLLE Y NALMEHTOB C IOHOLIECKOM
GOpMON, HEXENN C MIALEHYECKON

MepBOHavanbHas cTabunmaaums NPorpeccMpoBaHns 3aboneBaHns

C NOCNenyoLWnM KIIMHUYECKUM YXYALLEHNEM

DnyKTyMpytoLLmMe yayyLleHns KOOpAMHALMN ABUXEHUIA, XO460bI,
rMOTaHUS, PeYU U HOPMaNM3aums HACTPOEHNS; Ha HOHe NleyeHns
pa3Bwics napes B3opa

YMeHbLUEHNE THKECTUN MHBANMAN3ALMN; OTCYTCTBUE BAUSHUS HA
Cakkagnyeckune aBumXxXeHns rnas

Y 1 nauneHTa 0TMEYEeHO YMEeHbLUEHNE BbIPaXXEHHOCTN KOTHUTUBHbIX
HapyLueHuit, y 9 — nx ctabunmaaumns ny 2 — ux ganbHelillee HapacTaHue
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Ta6nuua. OkoHYaHne

XapaktepucTuka

Mpoponxu-
UcTouHumk TEITISTEN © il1HE TeNbHOCTb
Ha MOMEHT Hayana
Tepanuu
nevyeHus
Sedel F. et al. [31] |13 naumeHTOB; BO3pacT 0,5-1rop,

nauueHToB 1 Bo3pacT aebiota
He yKasaHbl

BnusiHne Murnycrtata Ha HeBpoJiormyeckue nposBJeHUs

U UHbI€ CUMNTOMBbI

YnydiwieHne nokasarens OTHOLIEHMS XonnHa kK N-auetunacnaprary
(ymeHblueHne) B 6ENOM BeLLECTBE rofioBHOro Mo3ra 'y 11 naumeHToB
B NepBble 6—12 MeC NeYeHns MUryCTaTOM; KIMHUYECKOE YITyHLIEHNE
OTMEYEHO Y HECKOJIbKIX NaumeHToB cnycts 1 rog; y 1 naumeHTa

C NONOXUTENBHOM AMHaMuKon nokasatenet MPC otmMeyeHo
KJIMHNYECKOE YXYALLIEHWE.

YxynueHve nokasaTens OTHOLLEHNS xonrHa kK N-auetunacnaprarty
(noBbILLEeHWE) B 6€10M BELLECTBE r0JIOBHOIO MO3ra Yy 2 nauueHToB

B NepBble 6 Mec nevyeHuns; nHdopmMaums no Ux ganbHenLemy
HabNIOLEHMIO HELOCTYMHA

MpumeyaHre. Murnyctat HazHavancs nocne AedtoTa HEBPOIOrMYECKUX CUMITOMOB.
0603HaueHus: BPCUI - B1aeopeHTreHoCKONMYeckoe nccnepoBaxue akra rmortanus, MPC — MarHiTHO-pe3oHaHCHas CNeKTPOCKONMMS.

rMOTaHUIO M Np. 3TO COrnacyeTcs € AaHHbIMU MPeablayLLMX
ony6MKOBaHHbIX MCCNefoBaHW No muraycTaty. Tak, no pe-
3ynbTaTaM PEeTPOCNEKTUBHOrO KOrOPTHOrO MCCef0BaHus,
BK/toYaBLlero 66 naumeHtoB ¢ BHIM-C, ctabunusauma mnnm
YMEHbLUEHNE BbIPKEHHOCTU HEBPONOrMYECKUX MPOSBAEHUN
3ab0neBaHunsi, OLEHMBAEMbIX MO TEM Xe Lkanam, Habnopa-
nuck 6onee yem y 3/4 naumeHToB Ha GpOHe Tepanun MUrnycTa-
Tom B TeyeHne 0,05-4,51 roga [2]. Ewe B 0gHOM paHaoMu-
3MPOBAHHOM KOHTPOANPYEMOM 12-MECSYHOM  KIMHUYECKOM
NCCNefoBaHNN MO MPUMEHEHWMIO MUMycTaTa y MauMeHToB C
BHM-C Takxe 6blM NPOAEMOHCTPUPOBaHbI CTAbMAM3aLMs 1IN
yayyweHne OYHKUMIA NepPeaBuKeHNs 1 rOTaHNa Kak B No4-
rpynne B3pocbix 60MbHbIX (29 YenoBek), Tak 1y AeTeli B BO3-
pacte 4-12 net (10 naupenTos) [3].

YuutbiBas HeOO/bLIOE YMCNO NauueHToB B Pernctpe, He
NONyYaBLUMX Tepanuio MUIYCTaTOM, aHanu3d BAUSHWS MO-
CNefHero Ha CKopocTb nporpeccupoBaHus BHIM-C nposo-
OAT C UCMONb30BaHWEM [AHHbIX O €CTECTBEHHOM TEYEHUM
3TOro 3aboneBaHus, NOYYEHHbIX B ABYX PETPOCMNEKTUBHbIX
KOrOpTHbIX MccnenosaHusix [2, 4]. CornacHo aTuM paboTam,
noBbilleHNe cpepHero nokasdatens (95% [oBepUTENbHbIN
nHTepsan (4M)) ecTecTBEHHOr0 MPOrpPeccMpoBaHnsa cocTa-
suno 0,11 (0,04; 0,18) n 0,12 (0,09; 0,15) 6anna B rom, cooT-
BETCTBEHHO. B TO Xe Bpems y npoaHanM3vMpoBaHHbIX MaLu-
eHToB Pernctpa, nonyyasLumx muraycrart, cpegHss (95% [N)
BE/INYMHA NPOrpPeccupoBaHnst Obina MeHbLle M COCTaBuia
0,038 (0,018; 0,059) 6anna B roA.

B 1abnuue npueeneHsl cooblueHns o6 abPeKTMBHOCTM
npuUMeHeHns muraycrata nocne nebrota HeBPOSOrMYeckon
CYMMTOMATUKUN B OTAENbHbIX KIMHUYECKUX CIy4asx Uam cepu-
fx HabnogeHuii. B 6onbLUMHCTBE 3TVX COOOBLLEHWIA OTMEYa-
€TCS KIMHMYECKOE YNYHLIEHNE NMPU HAa3HAYeHUW MuraycTaTa y
NauMeHTOB C TEM WU MHLIM HEBPOJIOMMYECKUM AePULUTOM.
BmecTe ¢ TeM 13 NPeACcTaBNEHHbIX AAHHBIX BUAHO, YTO Npu-
MeHsiemasi cyocTpaTpeayuympyoLwas Tepanms b 3aMenns-
eT TeyeHne BHIM-C, HO He NpenoTBpaLlaeT ee AasibHeLero
nporpeccupoBanms. MNpu aTOM nyylIne KIMHUYECKUE pPesysb-
TaTbl (0COOEHHO YMEHBLLEHWE BbIPAXEHHOCTW Ancdarim) Ha-

6MoJannch NPU HA3HAYEHUN MUMTYCTaTa HA PaHHKX CTaausX
3aboneBaHus.

Takum 06pa3om, Ha CErOAHSLLHWIA AeHb MUTyCTaT SBNS-
€TCS eAVMHCTBEHHbIM NPEenapaToM, 3aperncTPUPOBaHHLIM NO-
Ka3aHMeM K NpuMeHeHwuIo koToporo ciyxut BHIM-C. B otcyTeT-
BME WHbIX anbTEPHATUB ONs cneunduyeckon Tepanum 3Toro
3ab0neBaHNsI MUIMyCTaT SIBNSIETCS NpenapaTtoM, Mo3BOJSHO-
LM 3ameannTb nporpeccupoanne BHIM-C kak y aetei, Tak
1y B3POC/IbIX MALMEHTOB.
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A Review of Miglustat Efficacy in Treatment of Niemann—Pick Disease Type C
Yu.A. Seliverstov

Niemann-Pick disease type C (NP-C) is a rare progressive lysosomal storage disorder which affects primarily central nervous
system and organs of the reticuloendothelial system. NP-C is one of the few hereditary neurometabolic disorders for which
disease-specific treatment with miglustat is available. Miglustat reduces accumulation of glycosphingolipids in the brain and
delay progression of neurological symptoms. Comprehensive review of the available data on miglustat efficacy in patients with
NP-C is presented. Remarkably, the majority of patients treated with miglustat improved in terms of their neurological deficit.
Current data suggest that miglustat allows to reduce the progression of clinically relevant neurological symptoms both in pae-

diatric and adult patients with NP-C.

Key words: lysosomal storage disorders, neurodegeneration, Niemann-Pick disease type C, glycosphingolipids, miglustat,

efficacy.
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