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B cTaTbe npeacrapieHo KIMHNYECKOe HAOM0IeHHe 32 pe0eHKOM ¢ epuHaTabHoii hopmoii 601e3un Humanna—ITuka tun C. Beny-
IMMH B KJIMHUYECKOi KapTHHe 3200/IeBaHMs CTAJIM CHHIPOM X0JIecTa3a, UTOJIM3a, TenaToCIUIeHOMEraits, a TakKe 3a/epxKKa
ncuxoMoToproro passutus. [lposoannace quddepeHIMATBHAS JHATHOCTHKA C TOKCHYECKUM, IIMTOMEraa0BHPYCHBIM, BUPYCHBIMH
renaTuTaMu, Aeuuutom ajbha-1-aHTUTPUIICMHA, AYTOMMMYHHBIMH 3200JIeBAHMSMH ME€YEHH, AMUHOANUIONATUSMU, CHHAPOMOM
Anaxuuia. [Tocsie npoBeieHNs reHeTHYECKOr0 TeCTHPOBAHMUS HA MaHeNb «X0J1ecTa3bl» BbisiBjaeHa MyTauus B rede NPC1. Buoxumu-
YyecKast JMArHOCTUKA MOKA32/1a yBeInYeHue KOHIEHTpauu Ju3ochunromuenna-509 u noBbIlIeHHYI0 AKTUBHOCTb XUTOTPHO3UAA3bI
B cyxux maTHax Kposu. [Ipu cekBennpoBanum rena NPCI no Cenrepy oOHapyxkeHa HyKieoTuaHas 3amena chr18:21131617G>A
Y peGeHKa B rOMO3HIOTHOM cOCTOSIHUH. [10 KN3HEHHBIM MOKA3AHUAM NALUEHTY HA3HAYEHA CYOCTPAT-peylMpYIOIIAs Tepanus npe-
napatom Muriycrar. KynupoBanue cunpoMa xoJjiectasa, MUHUMAJbHBINA CHHAPOM IUTOJIM3A NOCJIE PHeMa NpenapaTa B TedeHue
1 Mec MOTYT CBH/IETEILCTBOBATH O XOPOIIEeii epeHOCUMOCTH ¥ 3()(heKTUBHOCTH Tepanuu.
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The article presents a clinical case of a child with a perinatal form of Niemann—Pick disease type C. The clinical manifestations were
cholestasis syndrome, cytolysis, hepatosplenomegaly, muscle hypotension. Differential diagnostics was performed with toxic, cyto-
megalovirus, viral hepatitis, alpha-1-antitrypsin deficiency, autoimmune liver diseases, aminoacidopathies, Alajille syndrome. After
Cholestasis panel genetic testing, a mutation in the NPC1 gene was detected. Biochemical diagnostics showed an increase in the con-
centration of lysosphingomyelin-509 and increased activity of chitotriosidase in dry blood spots. According to the Sanger sequencing
of the NPC1 gene, a nucleotide substitution of chr18:21131617G>A was detected in a child in a homozygous state. According to vital
indications (“off-label use”), the patient was prescribed substrate-reducing therapy with Miglustat. Relief of cholestasis syndrome,
minimal cytolysis syndrome after administering the drug for 1 month may indicate good tolerability and effectiveness of therapy.
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Humanna—Iluka — penkoe (opdaH-

I ;O)’IeBHB XapaKTepuU3yrueecsa OTIOXECHUEM JIMIIMOOB B pa3jny-
HOG) HaCJICACTBEHHOC 33.60JTCBaHI/Ie, OTHOCAIIC-

HbIX opraHax M TKaHsax [1]. bonresns Humanna—ITuka

€Cd K TIpynne JM30COMHBIX Oosie3Heit HaKOIUJICHUA,

tun C obycnosieHa mytauusamu B reHax NPCI1 u NPC2,
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KOTOpBbIe TIPUBOIAT K HapYIIEHWIO CTPYKTYphl OelKa,
VYACTBYIOIIETO B TPaAHCIIOPTe 3K30TEHHOTO XOJecTe-
puHa. [Tpy 9TOM TPOMCXOIUT HAKOTJIEHHWE XOJIeCTEPUHA,
cuHrOMUENMHA, COUHTO3MHA Y TIIMKOC(HUHTOJIUITUIOB
B pa3JIMYHbIX OpraHax u TKaHsX [2, 3].

Kiaccudpukamnus 00J1e3HN Hwumanna—ITnka
miin C OCHOBBIBAeTCS Ha CpoKax MaHudecTaunu 3a00-
JeBaHUsA. B Hacrosiiee BpeMsl TIPUHSTO BBHIAEIATD Clie-
nytomne (opMbl: MeprHaATalbHasT TIpU 1eOI0Te B BO3-
pacte MeHee 3 Mec, paHHSS MJlaJeHUYecKass — OT 3 MecC
JI0 2 JIeT; TIO3MHSIST MiTafieHYecKast — OT 2 1o 6 JieT; 10Be-
HWIBHasT — OT 6 10 15 JIeT 1 MoApoCTKOBasi/B3pocias —
crapuie 15 ner. Knmanyecku 6one3ns Humanna—ITuka
tun C XapakTepu3yeTcsl BUCLIepaTbHbIMU, HEBPOJIOTHUYE-
CKMMU Y TICUXUYECKUMU HapyliieHusimu [1, 4—7].

CHIOXXHOCTb YCTAHOBJICHUST MUArHO3a TepUHATATbHOM
(opMbI 3TOTO 3a00JIEBAaHMS 3aKITIOYAETCS B HEOOXOTUMO-
CTH TIpOBeIeHUST (D GhEepeHIINATBHOTO TTOMCKa ¢ GOTHIIM
KOJIMYECTBOM COCTOSTHHIA, TIPOSIBIISIIOIIMXCS CHUHIPOMOM
xoJjiecTasa [5, 8]. Bropoii HepellleHHOI 3amaueii B BeIeHUN
TaKMUX OOJTbHBIX SIBJISIETCS MHUIMALIWS CYOCTpaT-peayupy-
Io11Ieli Teparnuu y IeTeil paHHero Bo3pacra [1].

Knunnyeckuii ciayyail. Manbuuk 3 Mec TOCTYITWI
Ha obOcyiefoBaHUe U JieUeHHUE B TeAUaTPUUYECKOE OTIe-
nenne JleTckoil  pecryOJMKAHCKOW — KIIMHUYECKON
OOJILHUIIBI.

M3 anHamMHe30B XU3HU U 3a00JieBaHUSI M3BECTHO,
YTO pebEHOK OT KPOBHOPOACTBEHHOTO Opaka, 1-i1 Gepe-
MEHHOCTH, MpOoTeKaBIlleii Ha (hoHe aHEMUM W TecTall-
OHHOTO caxapHOro nuabeTa, CaMOCTOSITENIBHBIX POJIOB
Ha cpoke 37 Hen. PaHHee M3IMTHE OKOJIOTUIOIHBIX
Box. Ilpm poxnmenum macca 2400 r, poct 48 cM, olleHKa
o mKasie Arnirap 7/8 6annoB. C 1-X CyTOK XU3HU OTMeYa-
JINCh UKTEPUYHOCTDH KOXXHBIX TTIOKPOBOB, OOMIBHOE THOM-
HOe OTaesisieMoe U3 TJa3a. B aHanmn3ax KpoBU BBISIBIIEHA
ruriepounupyonHemMus (251 MKMOIb/JT) 3a CUeT Herpsi-
Moit ppakimu (232 MKMOJIb/JT), YTO paclieHeHO KakK Mpo-
SIBJICHUE KOHBIOTALIMOHHOM KEJITYXU Y HEe3peJIoro HOBO-
poxneHHoro. Ha 4-e cyTku XuU3HUM peOEHOK TepeBe/ieH
B OTJeJIEHUE MATOJOTUH HOBOPOKAECHHBIX C TIPU3HAKAMU
THOMHOTO KOHBIOHKTMBUTA, HapacTaHUEM WKTepUd-
HOCTU KOXHBIX TTOKpOBOB. IlamueHTy Oblla Ha3HaueHa
aHTuOaKTepuaabHasi Teparnusl (aMIMUUIWIIAH/CYIb0aK-
tam). Ha 10-e cyTku xu3HM Ha (hOHE CHMKEHUSI YPOBHS
obmero OwmpyowHa (160 MKMOMB/J) OTMEYasoch
TTOBBIIIIEHWE aKTMBHOCTHU aclapTaTaMUHOTpaHCcdepassl
(AcAT) mo 66 em/n, yTo OBUTO PAacIIEHEHO KaK ITPOSIBIIe-
HHUE TOKCUYECKOTO TermaTuTa Ha (hoHe aHTHOaKTeprab-
HOIi Tepaniy B COUETAHUM C KOHBIOTAIMOHHOMN XKeNTy-
xoii. [TaureHT GBI BBHITTUCAH JOMOM JUTSI IUCITAaHCEPHOTO
HaOJIoeHUs 6e3 najabHeuero oocae10BaHusI.

Jloma MaMa oTMevaJia HeTOCTaTOUHYIO TPUOABKY MaCChI
TeNla, BSUIOCTb, COXPAHSIOIIYIOCST JKEITYIIHOCTh KOXH
¥ B3AyTHE XKUBOTA. B ¢BsI3M ¢ 3TMM Ha 18-e CyTKM XXU3HU
peOEeHOK TTOBTOPHO TOCITUTAIM3UPOBAH B OTIEJIEHHE 1aTo-
JIOTUM HOBOPOXIEHHBIX. OOBEKTUBHO: Ae(PUIIAT MacChl
Tella, CHYUDKEHNE MBIIIEYHOTO TOHYCa, UKTEPUYHOCTDH KOX-

KJINMHUYECKUE CJTYHAU

HBIX TIOKpOBOB U cKJjep. JlabopaTopHO: CHHIPOM XoJIe-
craza — runepomwmpyouHeMust 10 391 MKMOJIb/J 3a CUeT
npsmoit ppakimn (207 MKMob/), 1eaouHas docdarasza
no 2532 e/na, cuHApoM LMToNM3a (aTaHMHAMUHOTPAHC-
depaza — AnAT 43 en/n, AcAT 124 en/n), moBbIllIeHNUE
ypoBHs C-peakTuBHOTO 6enka (17,6 Mr/m).

C mnomo3peHrWeM Ha BHYTPUYTPOOHYIO WH(EKIINIO
OB TIepeBeIeH Ha TPETUI YPOBEHb OKa3aHUST MEIUIIMH-
CKOIT TTOMOIIIM B OTAEJICHNE TTaTOJIOTMU HOBOPOXKIEHHBIX
JleTckoii pecnyO0IMKAaHCKONH KIMHUYECKON OOTBLHUIIE.
Bbuto mipoBeneHo JeueHne: aMOKCUIIMJUTMH + KJlaByJia-
HoBasl KucjaoTa, (uykoHasos, 10%-it pacTBOp ITIOKO3bI
BHYTPMBEHHO, Ha (hOHE KOTOPOTO OTMEUAJIOCh CHIKEHHE
BOCITAJIUTETbHON aKTUBHOCTH KPOBH, OJHAKO CUHIPOMBI
XoJiecTa3a M LMTOJM3a COXPaHSUIUCh (00U OMInpy-
6uH 336 MKMOJIB/JT, TIPSIMOM OMITUPYOUH 173 MKMOJIB/II,
menoyHass ¢docdataza 694 en/n, AnAT — 42 en/m,
AcAT — 137 en/n).

B Bospacte 1 mec mist najnbHei1ero oociaenoBaHus
M Je4eHUs peOeHOK OB MepeBeleH B MeauaTpruIecKoe
otneneHue. OTMevanrch 3aaepkKa (pU3NIeCKOro pa3Bu-
THSI, UKTEPUIHOCTb KOXHBIX TTOKPOBOB C 3€JICHOBATHIM
OTTEHKOM, MBIIIIEYHAsI TUCTOHMS, TUTTOPe(IEKCHST, B3Iy~
THe XKWBOTA, TernaTocIiecHoMeTanus. B aHanmn3ax KpoBu
BBISIBJIEHBI  JISMKOLIMTO3, TPOMOOLIUTOIIEHUSI, TTOBBI-
meHne ypoBHS C-peakTUBHOTO OejlKa, CHHAPOM XOJie-
craza M LUTONM3a (C OTpULIATENIbHOW ITMHAMUKOIA):
o6t OuMupyouH 244 MKMOJIb/JI, TIPSIMOIT OMIIMPYOUH
206 Mxmonb/n, menodHas ¢ocdaraza 383 en/m, AnAT
146 en/n, AcAT 338 en/n. [To naHHBIM YIbTPa3BYKOBOTO
HCCIIEIOBAHUS TEMaTOOMIIMAPHOM CUCTEMbI BBISIBIIEHA
renaTocIyieHOMEraausi: pa3Mepbl MpaBoi MOJM 75 MM,
nieBoit nosn 45 MM, ceneseHku 83%37 mM. Ha hone cumri-
TOMATUYECKOTO JIEYCHUSI YPCOAE30KCUXOJIEBOM KHUC-
JIOTOM OTMeuajach HEKOTopas TOJIOXKHUTENIbHas IUHa-
MUKa U cHIDKeHne aktuBHocTH ANAT no 2,5 pasa BhIlIe
HopMBI, ACAT — 110 6 pa3 BbIllIe HOPMBI.

B Bospacte 1,5 Mec pebeHOK TToyJalr ouepesHoi Kypc
aHTMOaKTepUabHOM Tepanuu (1edoTakcuM/Ccyap0aKkTaM)
B CBSI3M C HapacTaHWEM BOCHAJIUTEbHON aKTUBHOCTU
KPOBH, THIIEpTEpPMUEHA, TTOSIBJICHUEM CJ1a00CTH, BSUTOCTH
n yxymmeHus armetuta. C menbio auddepeHINaIbHON
JIUATHOCTUKKM ObIT TMpOBeleHa ToJMMepa3Hast LermHast
peakius (ITL[P) Ha nuTomMeranoBupycHy MH(MEKINI0 —
TECT TOJIOKUTENbHBIN. Pe6eHOK ObLT POKOHCYIBTUPOBAH
nHpexkmonucroM. Ha ¢doHe Tepanuu (raHauMKIOBUD,
1eoTakcuM/Cysib0akTaM, HOPMaJIbHBIIT MMMYHOTJIOOY-
JIMH 4YeJoBeKa, JEeKCaMETa30H) COCTOSTHME He YITyJIlM-
J10och. JlaHHBIE Ta0OPATOPHBIX MCCAEHOBAHUI yKa3bIBaIN
Ha Te4eHHe TOKCMUYECKOTO TeraTuTa (yBeJIMYeHNEe YPOBHS
TtpaHchepas: ATAT B 4 pasa Bbiiie Hopmbl, ACAT B 7 pasza
BBIIIIE HOPMBI), TIPX TIOBTOPHOM YJIBTPa3BYKOBOM HCCIIE-
JOBaHUW OPraHOB OPIOIIHO TOJIOCTH BBISIBIIEHA CBOOOI-
Hasl KUJKOCTb. ACHIUTHUYECKHUIT CUHIPOM KOHCEPBATUBHO
He KyIupoBayics, ObLT MpOBeIeH JlarapolieHTe3. B quHa-
MHKEe OTMeYaJloch JalbHelIee MporpecCupoBaHre CHH-
npoma mutonusza (AnAT B 17 pa3 Bbiie HOpMbl, AcAT
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Paxmaesa P.®. u coasm. TepuHaranbHas popma 6one3nr Humanna—ITnka tun C Ha oHe cyOcTpaT-peayunpyomieil Tepanmm

B 14 pa3 BbIllie HOPMbI). BbIIM OTMEHEHBI BCE TenaTOTOK-
CUYHBIC TIperaparbl, Ha3HAYeH KOHTPOJIb B IMHAMUKE
32 OMOXMMUYECKMMM TTOKa3aTeISIMU KPOBHU, TTPOJIOJIKAJICS
MpUeM BHYTPb YpPCONIE30KCHUXOJIEBON KHCIOTHI B JTO3U-
poBke 30 Mr/kr/cyt. bblia npoBeaeHa TeaeMenuIIMHCKast
koHcynbTarmst ¢ MeaepanbabiM ieHTpoM HMUAII tpanc-
rtaHronoruy uM. akagemuka B.U. lllymakoBa — mmre-
pPaTMBHBIX TTOKa3aTeei K TpaHCTUTAHTAIIMU He BBISIBIICHO,
PEKOMEHIOBaHO TMHAMUUYECKOe HaOIoIeHHE.

Bo Bpewmst mpeObiBaHUST peOeHKa B MeAMaTPUIECKOM
OTHCJCHUN TIpoBoamIach auddepeHIagbHas Iuar-
HOCTMKa CO CJIeAYIIUMU 3a00J1eBaHUSIMU: JeDULIUT
anbda-1-anturpuncuna (o -aHTuTpUncuH 1,6 /1),
ayTOMMMYHHbIE 3a00JieBaHUS TIeYeHU (aHTUHYKJIeapblii
daktop — AH® < 160), amuHOaMaONaTUN (110 PE3yIhb-
TaTaM MCCJIe0OBaHUSI KPOBU METOJOM TaHAEMHOI Macc-
CTIEKTPOMETPUU, HE BBISBICHO), BUPYCHBIC TEIaTUThI
(HBV-DNA, HCV-RNA He oOHapyXeHbl), CUHIPOM
Anaxwus (mepenHue cpebl ria3a Mpo3padyHbie, peHTre-
HOJIOTMYECKUIT CUMIITOM «0ab0UYKM» He BhIsIBIeH). Pebe-
HOK OCMOTPEH HEBPOJIOTOM, BBISIBJIEHA 3a/Iep>KKa ICUXO0-
MOTOPHOTO pa3BUTHUS (TOJIOBY HE YIEPXKUBAET, HE TYJIUT),
MbIIlIEYHas TUIMOTOHUs. [azomBuUraTeibHBIE Hapylle-
HUsI HE OOHAPYKEHBI.

3arspKHas KeJTyxa 3a CYeT IpSIMOro OuampyOmHa,
OTCYTCTBME Yy peOeHKa axoJIuu CTyja, 3HAYUTEIbHOTO YBe-
JIMYEHUSI aKTMBHOCTU TaMMa-TJIyTaMUJITPaHCIIENTHAa3bI
U1 HOpMaJibHasl BU3yaJu3alysl XKEeTUHOTO Ty3bIpsl PU YiTb-
TPa3BYKOBOM MCCJIEIOBAHUM TENaTOOMIMAPHON CUCTEMBI
MO3BOJIMJIA TMATHOCTUPOBATh BHYTPUIIEUEHOYHBIN XOJIe-
cra3. Ero komMmOuHaluio co cruieHoMeraiauei, rermnarome-
rajiieii 1 HEeBPOJOTMYECKUMU HApYIIEHUSIMU TPOAUK-
TOBaJIM HEOOXOMMMOCTh pacueTa WHIEKCa BEPOSITHOCTU
nurarHosa 6oie3nn Humanna—IIuka tun C, Mo KoTtopomy
MpY pe3yibTaTe 6 6aI0B 1 60J1ee HY>KHO MTPOBOAMTD AUAar-
HOCTHUKY, YTOUHSIIOIIIYIO 3TO 3abosneBaHue (puc. 1) [1, 8].
Pesynbrar y Hatero namueHTta coctaBui 10 6amioB.

Jna  nuddepeHMaibHOR AMATHOCTUKUA  MMEIOIIE-
rocsi y pebeHka CHMHIpoOMa XoJjiecTasa ObLJIO BBIMOJTHEHO
TeHETUYECKOe UCClIeoBaHNEe 52 TEHOB — MaHe b «XO0JIeC-
Ta3bl». BBISIBIEHB M3MEHEHUS] HYKJICOTUIHOW TMOCIENO0-
BaTesbHOCTH B 3K30He 10 rena NPCI. IlnarHo3 0oje3Hb
Humanna—ITnka C BoicokoBepositeH. s Bepuduka-
LIMM TMarHo3a TpoBe/ieHa OMoXMMUYecKasl JUarHOCTUKa
oonesnn Humanna—ITuka tun C — omnpeneneHue KOH-
LIEHTpallMM  JIN30C(UHTOJUIIUIOB, KOTOPOE T0Ka3ajo
YBEJIMUEHUE KOHIIEHTpaluu Jn3ochuHromuenrHa-509
(15,58 MOM mnpu nHopme 0,15-3,7 MOM). Kpome
TOTO, BBISIBJIEHA BBICOKAsi aKTMBHOCTb XWTOTPUO3UIa3bI
B CyxuX TsITHaX KpoBu — 191 Hmonb/u/Ma (Hopma 2,5—
100 umonb/4/mi) [9]. Ha ocHOBaHMM KJIMHUYECKON Kap-
TUHBI, JTJA0OPATOPHBIX, B TOM YUCJI€ MOJIEKYISIpPHO-TEHE-
TUYECKUX, UCCIETOBAaHUI ObLI BBICTABICH KIMHUYECKUIA
nuarHo3: oosiesHb Humanna—ITuka C, mepuHatanbHast
dopma, mytarus B reHe NPCI. XonectaTn4ecKnii rema-
TUT BBICOKOW CTENeHU aKTUBHOCTU. benkoBo-3Hepre-
TUYECKasl HETOCTATOYHOCTh TSDKEJION CTETIeHM CMelllaH-

Hoii atmonornu. [lo MaHHBIM CEKBEHUPOBAHUSI TeHa
NPCI no Cenrepy oOHapyXeHa HYKJICOTHIHasT 3aMeHa
chr18:21131617G>Ay ponuteneit pebeHKa B FeTepO3UTOT-
HOM COCTOSTHUU, ¥ peOeHKa B TOMO3UTOTHOM COCTOSTHUU,
nuarHos3 6ose3nn Humanna—ITuka Tun C moarBepkieH.

B cBsI3M ¢ OTCYTCTBMEM TPOTPECCUPOBAHMSI CHH-
JpOMa XOJIecTasa, TeraToCIyieHOMeTalliK, KyITMpOBaHUEM
aciura peOeHOK OB BBINMMCAH JIOMOW mom HaOJoe-
HUe TIeraTpa Mo MeCTY SKUTEJbCTBA ¢ peKOMEHIAITUSIMUA
O TIPOBEIEHUU TEHETUYECKOTo aHajm3a peOeHKyY, OTIY
n Matepu — cekBeHupoBaHmsl reHa NPCI o CeHrepy,
a TakKe pellieHUsI BOITpoca O Ha3HAUYECHUM CyOCTpaT-pey-
nupytouieit repanuu npernaparom Murnycrat («off-label»,
no peeHuro BpaueoHoit komuccun PIIKB ®I'BAOY BO
PHUMY um. H.W. TTuporosa Munsnpasa Poccun). beiia
MpoBeJicHA HeMpsIMasi 3J1aCTOMETPUST TIEUeHU, TI0 Pe3yJib-
TaTaM KOTOPOM WM3MEHEHMsI JJIaCTUYHOCTU TTeYeHU
He BbIsIBIeHO — FO mo MertaBup (10CTOBEPHOCTh COCTa-
BuiIa 65% c¢ yueToM GecriokoiicTBa pebeHka). Ha ocHo-
BaHWU peIIeHUs BpayeOHONW KOMUCCUU O Ha3HAuYeHUM
JIEKapCTBEHHOTO CPEJICTBA IO MOKA3aHUSIM, He YITOMSHY-
TBIM B UHCTPYKIIMU 10 TIpUMeHeHu1o (off-label), maueHTy
OBIJIO pa3peleHO MPUMEHEHNEe JIEKApCTBEHHOTO CPeaCcTBa
Murnyctar B 1o3e 50 Mr/CyT IJIUTENTBHO.

Tlarment Havaynm moay4yaTh Tipernapar  Muriy-
craT ¢ Bo3pacta 9 Mec. B Bo3pacte 10 mec moctymuir
B TleAMaTpuueckKoe otaesieHre JleTcKoi pecryGimmKaH-
CKOM KJIMHUYECKON OOJBHUIIBI B TIJIAHOBOM ITOPSIIKE
IIJIsT KOHTPOJIBHOTO oOciiemoBaHus. 2KajoObsl HA MOMEHT
MOCTYIJICHUSI: 3aiep’kKa MOTOPHOTO Pa3BUTHS, TUTOXast
npubaBKa MaccChl Teja, yBeJIMUeHHe oObeMa >KUBOTA.
OOBEKTMBHO BBISIBJIEHA TrermaToMeraauss +5 cM HILKe
npaBoii pebepHO# Iyru, cruieHoMmeranusi +7 cMm, Oes-
KOBO-2HEpreTUUecKass HeJIOCTaTOYHOCTb  YMEPEHHOM
CTETNeHW, HU3KOPOCIOCTh: UIMHA Tela 66 ¢cM — Z-SC
JUTMHBI Teia K Bo3pacty (—3,18), macca tema 6,6 kr —
Z-SC Macchl Tejla K Bo3pacty (—2,97). HeBponornuecku
orpenessaiaach 3aIepKKa TICUXOMOTOPHOTO Pa3BUTUS —
peOGeHOK CaMOCTOSITENIbHO He CUAWT, He BCTaeT, Iepe-
JBUTAETCS MepeKaTaMu, pyKaMU TIPeaIMEThI YIePXKUBAET,
MepeKIaabiBacT U3 PyK B PYKH, IITUTIKOBOTO 3aXBaTa HET;
yneibaeTcs, muddepeHInpyeT CBOMX M UyXKUX, Jopede-
Boe pas3BuTHe — JiereT ¢ 10 Mec; yKa3aTeJbHOTO XecTa
HeT. CO CTOPOHBI YepemHbIX HEPBOB 03 TMATOJOTUH.
MpelleyHasi TUTIOTOHUSI YMEpeHHasi, oropa KpaTKo-
BpeMeHHas ¢ ucrouieHueM. 1o JaHHBIM JTaGOPaTOPHBIX
HCCIIeIOBaHUIA OTMEYAIOCh N30JIMPOBAHHOE TTOBBILIIEHHE
ypoBHS AcAT 1o 64 En/n. TTo naHHBIM yIbTPa3ByKOBOTO
WCCIIeIOBaHUS: TeraTOMETaIusI — yBeJWYeHUe TPaBoii
nonu 10 90 MM, J1eBo¥ 1011 10 49 MM; CTUIeHOMeranus —
115%58 MM; 110 MpaBOMYy OOKOBOMY KaHaly BU3YyaJIM3U-
poBajiach CBOOOIHAS KUIAKOCTh cjioeM 3,0 MM, B 001acTH
Majoro taza oovemoM 2,0 cm®. Ilpm MarHuUTHO-pe3o-
HaHCHOW TOMOTpa(uy TOJIOBHOTO MO3Ta BBISIBIEHBI TIPHU-
3HAKW HapylIeHUs MUETWHU3AIMU Oeoro BellecTBa
MOJyIIapuii TOJIOBHOTO MO3Ta, MOAO03peHNe Ha KOPKO-
BYIO aTpO(MUIO MOJYIIapUii TOJJOBHOTO MO3Ta ¢ 3aMeCTH -
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Puc. 1. Pacuer nnaekca BEPOATHOCTH IUArHO3a oose3nn Humanna—ITuka Y nanueHTa B COOTBETCTBUU € AJITOPUTMOM KJIMHUYECKUX

pekomeHpanuii mo 6o0Je3nn Humanna—Iuka C.

Fig. 1. Calculation of the probability index of Niemann—Pick disease diagnosis in a patient according to the algorithm of clinical rec-

ommendations for Niemann—Pick disease C.

TEeJIbHOW HapyXKHOU ruapoliedanueil, armia3us BaaudKa
MO30JIMCTOTO Tefia (puc. 2).

IIpu snexkTposHuedanorpadpun snuienTudopmHast
aKTUBHOCTb He 3apeructpupoBaHa. [lanueHT BbIMCaH
IOMOI ¢ PEeKOMEHJALUSIMU TIPOJOIKUTH TIpUeM CyO0-
cTpaT-peayluMpyollei Tepanuu npenapatom Muriycrar
eXeHeBHO B no3e 50 Mr/cyT, rpremMa BHYTPb M30Kajlo-
puitHOI 1eyeOHO cMecH, a TaKXkKe CHUMITTOMaTUYeCKOM
Teparnuu: YPCONE30KCUXOJIEBOW KHUCIOTHI, XOJeKab-
mudepoiia, Tokodeposa; JIeBOKApHUTUHA, yOumeKape-
HOHa — KypcaMM.

0OO6cyxaeHue

IlpencraBieHHbI KIMHUYECKUI ClIydyail JIeMOH-
CTPUpYeT CJIOXHBIM TyTh TIOCTAHOBKM JMAarHo3a
oosnesun Humanna—Iluka tnna C npu ero maHude-
crallud B TPyIHOM Bo3pacre. Tak, ManueHTy MpOBO-
nuiicst nuddepeHIManbHblii AMarHo3 € TOKCUYECKUM
JIGKApCTBEHHBIM TernaTUTOM, WH(MEKIIMOHHBIM Trera-

TUTOM, OOYCJIOBJIEHHBIM BHYTPUYTPOOHOW IIMTOME-
raJIoOBUpPYCHON  uHekuuen, aeduiutom anbda-1-
AHTUTPUIICUHA, AYTOUMMYHHBIMU  3a00JIeBaHUSIMMU,

aMMHOAIMAONATUSIMKA, BUPYCHBIMU TeIaTUTAMM, CHH-
IpoMoM Anaxuinsg. B nurepatype umMeeTcs omnmca-
HUE KJIMHUYECKOTO HaOIIomeHUsT pedeHKa ¢ 00JIe3HbBIO
Humanna—ITuka tunm C u BpOXIEHHOW IIUTOMErajio-
BupycHoil uHekuuenr [10]. CnoxHocTs auddepeH-
LIMAJIBHOTO JWAarHo3a 3TUX 3a00JIeBaHU 3aKJTFOUaeTCst
B CXOKMX OpTaHaX-MHUIIEHSX, TP 3TOM COUETaHHUEe IBYX
3a0o0eBaHMil y pebeHKa He uckiodaeTcs. KimoueBbIM
JMMarHOCTUYECKUM MCCIeTOBAaHUEM CTaJl TeHETUYEeCKUI

Puc. 2. MarHUTHO-Pe30HAHCHAS] TOMOTPAMMA IOJIOBHOTO MO3Ta
namuenTa 10 mec ¢ 6ose3nbio Humanna—ITuka C.

Fig. 2. MRI of the brain of a 10-month-old patient with Nie-
mann—Pick type C.

aHaju3 Ha naHenb «XoJjecraswsl» [11]. buoxumuyeckast
MUATHOCTUKA C OIpeAesieHueM KOHIEHTpPAIMKU JIM30
C(OUHTOJIUTIUIOB TIO3BOJIIIA OTPEACIUTh TUIT OOJIE3HU
Humanna—Iluka, a cexkBeHupoBaHue reHa NPCI
o CeHrepy — OINpeAeaUTb TUTT MyTallid 1 €r0 TOMO3M-
TOTHOE COCTOSTHME B reHOTUIIe y nauueHTa. Heodbxommumo
OTMETHUTh, YTO UIMTEILHOCTh HAOIIONEHUST TAllMeHTOB
0 yCTaHOBJIEHMsT AuarHo3a Ooje3num Humanna—Iluka
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Paxmaesa P.®. u coasm. TepuHaranbHas popma 6one3nr Humanna—ITnka tun C Ha oHe cyOcTpaT-peayunpyomieil Tepanmm

tun C MOXeT OBbITh pa3HOW B 3aBUCHMOCTU OT TI€pU-
ona MaHu@decTalu 1, 1O JaHHBIM JIUTePATyPhl, MOXET
COCTaBIISITh OT 4—7 JIeT B IETCKOM BO3pacTe M0 JIeCSTKOB
JIET TIpu MaHUbeCcTalMyi BO B3pOCJIOM Bo3pacTe [6].

IIpu nebiooTe B mepuHATAIBLHOM IEPUOJIE, COTIACHO
JNAHHBIM JINTEPATyphl, XapaKTepHO TpeBaJIMpOBaHUE
BUCIEPAIbHOM CHUMIITOMATUKU HaJ HEBPOJOTUYECKOI,
YTO YyKa3blBaeT Ha HEOOXOJAMMOCTb CBOEBPEMEHHOTO
U THIaTeJbHOTO IuddepeHIInaTbHO-TMarHOCTUYECKOTO
MoucKa cpenu 3abosieBaHU, COTTPOBOXIAIOIIMXCS CUH-
npoMoM xosiectaza. OmHAKO y MpeacTaBIeHHOrO0 HaMu
MalyeHTa OTMEYaJMCh W HEBPOJOTUYECKHME Hapyle-
HUSI, a UMEHHO 3ajiepkKa TICUXOMOTOPHOTO Pa3BUTHSI,
MBIIIIEYHAsT TUMOTOHMS. [Ip¥ MarHUTHO-pEe30HAHCHOM
TOMOTpau TOJOBHOTO MO3ra ObUTM BBISIBJIEHBI Xapak-
TepHbIe MPU3HAKKU HeWpoaereHepaTUBHOTO 3aboJieBa-
Hus — Oone3nm Humanna—Iluka tunm C. Pemrennem
BpayeOHOM KOMMCCUU TIO JKMU3HEHHBIM TTOKa3aHUSIM
MalMeHTy ObUIO Ha3HAYEHO TMaTOTeHETUYECKOe JICUeHHe.
ITo maHHBIM TOCTYITHOM JUTEPATYPhI, OMTMCAHBI eIMHIY-
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Kongpauxm unmepecos:

Asmopbt danHoll cmambu h0OmMeepoUlU OMcymcmeue KoH-
(aukma unmepecos u PUHaAHCOB0I NOAOEPIHCKU, O KOMOPbIX
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