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Pe3ome. B cTaThe mpuBOASTCS COBpEMEHHBIC JaHHBIE O PEAKOM HACICACTBCHHOM 3a00JICBAHUHU
Humanna-ITuka tiun C, oTHOCSIIEMCS K JIM30COMHBIM 0O0JI€3HsIM HakoIUIeHHs. Paccka3siBaeTcst 00
OCHOBHBIX KJIIMHHYECKUX MPOSBIICHUAX Pa3HbIX BO3pacTHBIX (hopm 3aboneBanus. Uadopmanus ui-
JIOCTPUPYETCS KJIMHUYECKUM TPUMEPOM BO3HUKHOBeHUs Ooje3nu Humanna-Iluka B cembe, rIe
YacTh JIETEH ABIISAIOTCS HOCUTEJIIMH I1aTOJIOTMYECKOrO reHa, 4acTh OOJILHEI.
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Summary. The article provides up-to-date data on the rare hereditary Niemann-Pick disease type C,
which is related to lysosomal accumulation diseases. It describes the main clinical manifestations of
different age-related forms of the disease. The information is illustrated by a clinical example of the
occurrence of Niemann-Pick disease in a family where some children are carriers of the pathological
gene, some are sick.
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B XXI Beke neauarpbl Bce yallle CTaJIKUBAIOTCA [eBouka 6 neT B MEPUOJE HOBOPOKICHHOCTH

C pa3HBIMHM BapHaHTaMH HACIIEICTBEHHOH MaTojo-
ruu. TimarensHbI aHAIU3 CEMENHOIO aHaMHE3a He-
PEIKO IIOMOIaeT B YCTaHOBJICHUM auarHosa. B o6-
JIACTHYIO JIETCKYIO KJIMHUYECKYylo OonmbHHUIY T. TBe-
pu oOparuiach ceMbsl ¢ IETbMHU Pa3HOTO BO3pPACTa.

Ponutenun HaxonmsaTcs B OIM3KOPOACTBEHHOM
Opake. B cembe poawmiiock 5 nerei, 1Boe U3 HUX B
Bo3pacte 5 u 16 ner 3p0poBsl. IlepBbiil ManbunK
ymep B 2001 . B 2 Mecsilia OT HEJUAarHOCTHPOBAH-
HOTro 3a00JI€BaHMsI, MIPOSBIISIBILIEIOCS I'€aTOCILIe-
HOMETaJIueH, JKeITyX0H, reMopparuyeckuM CHH-
JPOMOM.

MIEPEHECIIA JKENTYXY, PACLICHEHHYIO KaK FeéMOJIUTH-
yeckasi 00J€3Hb HOBOPOXKIECHHBIX 10 pe3yc-
(hakTOpy, THIIOKCHYECKU-UIIEMUYECKOE IMOpaxe-
Hue [ITHC ¢ cunnpoMom yraerenus, napes JIULEBO-
ro HepBa cmpaBa. C 2 Mecd1eB AMarHOCTHPOBaHA
IBYXCTOPOHHSI CEHCOHEBpaJibHasi TYroyxXocTb 4
crenienu. C 3 mecsineB Ha JKI' y sToro ke pedbenka
BbISIBJIEH IIEPBUYHBIA CHHAPOM YIUIMHEHHOIO HH-
teppana QT  (cungpom  [Ixapsena-Jlanre-
Hunscona), mo moBoay KOTOpOTo B 5 JIET MpoBejie-
Ha CEJIeKTHBHAsl JIEBOCTOPOHHS CHMIIAT3KTOMHUSI.
[lepeHecna HECKONBKO pa3 IMHEBMOHUIO, CYJOPOXK-
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HbII cuHApoM. [ocnuranu3upoBana B 6 JeT 0o mo-
BOAY TSDKEIION JBYCTOPOHHEN ITHEBMOHUU, IIOTEPU
CO3HaHMS, TOHUKO-KJIOHUYECKUX CYIOPOT HEyTOY-
HeHHoro rexeza. Haxomunace B PAO na UBII 5
nHelt. OOBEKTHBHO TIYyXOTa, 3alepiKKa pPEUeBOTO
paszButusi, He roBoputr. OTcraer B (U3NYECKOM
passButuu: Bec 16,5 kr (2 xopumop), poct 102 cm
(1 xopumop). OxoKI': HETOCTaTOYHOCTH MUTPAITB-
HOTO KiamaHa 2—3 CTENeHH, AWIATALMS JEBOTO
JKemymodka u jeBoro mpencepaus. DKI': ymaume-
nue untepBaia QT +0,18 cex, cHmkeHue mpoiec-
COB pemosigpu3anuu B MHuokapae. [locne Bbi3mo-
POBIIEHUSI TOCTOSHHO IIOJIy4aeT KOHKOp[, (UH-
nencuH. [Ipeanoxkena koxjaeapHas UMIUIAHTALINA.
HeBouka 5 mecsueB oT 5-X poJioB, B 36 Helelb
MIpOU3BEeHa POJOCTUMYIISIUSA B CBA3U C PE3KUM
POCTOM aHTHPE3yCHBIX AHTUTEN (TpyImna KpoBU
mambl | (0) Rh-orpunarensnas, nesouku [ (0)
Rh-nonoxurenphas). Macca Tmpu  pOXICHUH
2470 1, nnuHa Tema 47 cM, OIleHKa Io mKajiae ATll-
rap 7/8 6amnoB. C poxKAeHHUS KEATyXa, OUINpY-
Ooun 128 MKOJIB/T 3a cyeT HempsaMoi ¢pakuu 98
MKMOJIb/J. JIMarHOCTUpOBaHA TI'eMOJUTHYECKAS
00JIe3Hb HOBOPOXKJICHHBIX 110 pe3yc-(hakTopy, me-
punaranbHoe nopaxenue IIHC, cunmpom Mbl-
meunoi runotonuu, BIIC (JAMIKII mbimieynsi,
IeJIeBUIHEIN). JleBoUKa Ha pa3HBIX dTamax Haxo-
JIUJIach Ha CTAIlMOHAPHOM JIeUCHUHU. 3a mepBbie 3
MecsIa KU3HU JKeNTyxa Hapocia, ypoBeHb 001e-
ro Omnupybuna cocraBun 350-406 MkMoub/m,
npsiMoit 118 MKMOJIB/JI, TOBBICHJIMCH IIEJIOYHAS
tdocdaraza, AcT, causmica obuuit 6enok no 46
r/n. PebeHok u Marh oOcleq0oBaHbl HA IeMaTUTHI,
[IUTOMETAJIOBUPYCHYIO  HWH(EKIHio,  Teprec-
BHpYCHI, Tokcoruazmo3, BUY, RW — pesynsrar
oTpuuareibHblil. VckiloueHa Xxupypruyeckas mna-
Tonorus, 6one3Hu kpoBu. B 3 mec. guarHoctupo-
BaHbl CHHJIpPOM XoJlecTaza C HM3KOW TraMma-
rIyTaMuHTpancdeppasoil, MUPpo3 TEUeHU, Mop-
TanbHas TUTIEPTEH3US, aCIINT, CUHJPOM
MEYEHOYHO-KJIETOYHOW HEIOCTaTOYHOCTH, BTO-
PUYHBIN CUHAPOM yuIMHEeHHOro unrepsana QT. B
10 Bpems neBouka Becwna 4050 1, cocTosHHE
pacueHuBanoch Kak Tskenoe, YIJ[ 56 B muH,
YUCC 116 B MuH, HOJTOKUTEIbHBIA cuMOTOM [pe-
¢e. Vmenuce BbIpakeHHAs HKTEPUIHOCTH KOXK-
HBIX TOKPOBOB C 3€JIEHOBaTbIM OTTEHKOM, BEHO3-
Has CeThb Ha XUBOTE, KUBOT YBEJIMYEH B 00BEME,
nmeyeHb +5 cM, IJIOTHas, OyrpucTas, celie3eHKa
MaJbIUpOBaJach B MajJoM Ta3y. 3aIo/l03peHo Ha-
CIIE/ICTBEHHOE HapylleHne oOMEeHa BeIeCTB, B
TOM YHUCJIE MUTOXOHJApHUAIbHAS MATOJNOTHUS U He-
JIOCTaTOYHOCTHh KAPHUTHUHA, B CBSI3U C YEM B3SITHI
aHaIM3bl KPOBU Ha AepunuT anbda-l-aHturpun-
cuna, Oome3sun Hwumanna-Iluka tin C, anamus
MOYHY Ha KEITYHbIe KUCIOTHI, TPOBEICHO TeHETH-

YECKOe HCCIEOBaHNE Ha COOTBETCTBYIOIIUE MY-
taumu. Ilo pesynpratam o06cienoBaHUS JAMArHO-
ctupoBaHa Oone3ns Humanna-ITuka tun C, mepu-
HaTajbHas GopMma.

B macrosmmee Bpemst peOCHKY 5 MecsIeB, y Hee
LUPPO3 TEUEHH C BBIPAKECHHOH OMOXMMUYECKOU
AKTHUBHOCTBIO, JICKOMIICHCUPOBAHHBIN, KOarysormna-
TS, aCIUT, TOPTaJbHas TUIIEPTEH3HsI, IEICHOYHAS
HEIOCTaTOYHOCTh, THIIEPAMMOHUEMHUSI, CHHIPOM
TUNEpPCIUICHN3Ma, TPOMOOIMTONICHHSI, aHEeMUs 2
CTENEHH, OEJIKOBO-PHEPreTHYEeCcKasi HEAO0CTaToy-
HOCTh 3 CTETeHH, 3aJiep’KKa IICHXOMOTOPHOTO pa3-
Butus. [lomydaer JiedeHne mMpeaHU30II0H, JA3UKC,
BEPOUINUPOH, acmapkam, ypcodanbk, HH(Y3HOH-
HYyIO TEpaInio, BKIIFOYAIONIYI0 MUTO(IABUH, TOp-
JIOKC, TelapyH, aMMHOBEH, 3JICKTPOJHTHI, APYTHE
cpencTBa. PexoMeHIOBAaHO TPOMOIIKHUTH CTaIHO-
HapHOE JICYCHHE, OT KOTOPOTO MaTh OTKA3aJach.

Bone3nr Humanna-ITuka (anri. Niemann-Pick
disease) — »9T0 HacleACTBEHHOE 3a00JeBaHUE,
BBI3BAaHHOE HapylICeHWEM OOMEHa XHPOB, OTHO-
CUTCS K TU30COMHBIM OOJIE3HSIM HaKOTUICHHS. THI
HacJIeZIOBaHUsl ayTOCOMHO-pellecCUuBHbBIN. Pa3nu-
4JaloT TpU BapwaHTa 3abosieBaHus: TUTHI A, B u
C. Ilpn tune C uMeeT MecTO MyTalHs B TIeHE
NPC1 (B 95% ciydaeB, pa3MeImeH B XpOMOCOME
18) unu B rene NPC2 (okono 5% cnyuaes, pa3me-
HIeH B XpoMocoMme 14), 4yTo BeAeT K HapyIICHHIO
perynsuuu  BHYTPHKJIETOYHOTO  TpaHCIIOpTa
(trafficking) nunumoOB, HAKOIJICHUIO XOJIECTEPHHA
W TIIMKOC(HUHTOJHUITHIOB B Pa3HBIX TKAHAX Opra-
Hu3Mma. [laTonornveckoe HakoruieHHe cpuHTOMMUE-
JIMHA TMPOUCXOAMT B JHM30COMAax KJIETOK IMEYEHH,
CeJIe3€HKH, JIEFKUX, KOCTHOTO M IOJIOBHOIO MO3ra
(1,2, 3].

Knuandeckn 3aboneBaHWe TPOSBISAETCS CH-
CTEeMHBIMH, HEBPOJOTHUYECKHUMU W TICUXUYCCKUMHU
CHUMIITOMaMH. YKa3aHHbIE CHMITOMBI MOTYT BO3-
HUKaTh B Pa3HOM BO3pacTe, HO 9YaIlle BCETO B JET-
CKOM. B 3aBHCHMOCTH OT CpPOKOB MOSIBIEHMS Tep-
BBIX JKaJI00 BBIACISIIOT (hOPMEI 3a00JIEBAHUS: TTEPH-
HaTaJbHYIO, PAaHHIOI M TO3HIOI MIIaJICHUYECKHUE,
IOHOIIIECKYI0 M B3pociyio. CHUCTeMHbIE MpOsBiIe-
HUS BKIIIOYAIOT TeMaTOCIDICHOMETAIHNI0, [HPPO3
MIEYCHH U CBSI3aHHBIC C 3TUM CHUMIITOMBI, PE¥kKe T0-
pakeHHue JIerKuX.

[Iporpeccupyromue  HeilponereHepaTuBHbIE
W3MEHEHUS TPOSIBIISIOTCS MBIIIEYHOW THUIIOTOHU-
eH, SMUIECNTUYCCKUMHU CYTOPONKHBIMUA MPHUCTYyMA-
MH, OTCTAaBaHHUEM B HEPBHO-TIICUXMUYECKOM Pa3BU-
THH, OKYJIOMOTOPHBIMHU HapylieHusMu, mp. Hapy-
LICHHE IBUKCHUH ITIa3HBIX 00K B BEPTUKAIBHOM
HaIpaBICHNH — MMaTOTHOMOHWYHBIA TIPU3HAK 00-
ne3nu Humanna-Iluka tun C [4, 5, 6]. Pacopo-
CTpaHEHHBIM CHMIITOMOM, IOPa)KaroIUM KOHEY-
HOCTH W MHMHYECKYK) MYCKYJIarypy, SBISETCS
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JUCTOHHSA, JOBOJBHO YacTO COYETAIoMascs ¢
aTakCUel M XapaKTepU3ylomlascs MOCTENEeHHbIM
nporpeccupoBanneM. IIpucoenunenue arakcude-
CKMX HapylUIeHWH, KaK MpaBUiIO, MPOUCXOAUT IO-
Clle TIOSIBIIGHHWA JWCTOHUH. ATaKCUS SBISIETCS
CJIEJICTBHEM IOBPEXKACHNS HEHPOHOB MO3KEUKa U
COTIPOBOKJACTCS  3aMEIJIEHHOCTBIO JIBH)KEHUH.
CeHcoHeBpaabHas TyTOyXOCTh YaCTO BCTPEYAETCS
Ha MPaKTHKE, HO OMyOIMKOBaHHBIE COOOIIEHUS O
CBSI3U JAHHOTO HOpa)keHus ¢ 6one3Hbro HumanHa-
[Inka HEMHOTOYHCIIEHHBI.

KornutuBHbIE HapylleHUs] MAHU(DECTUPYIOT Y
JeTell 3aAepKKOW HOpPMaJIbHOTO YMCTBEHHOIO
pa3BUTHS MM YMCTBEHHOH petapnanueil. Kaxk
MIPaBUJIO, JOCTUTas OMPENECNEHHON CTaauu, pas-
BUTHE peOEHKAa OCTAHABIMBACTCS M HAUYMHAETCS
nporpeccupyomas aerpaganus. K 3amenneHuto
KOTHUTHBHON JI€ATEIBbHOCTH MOMKET INPUBOJIUTH
M3MEHeHHe Oeoro BelIeCTBa, BBI3BIBAIOIIEE Ha-
pylIieHne J00HO-NOAKOPKOBBIX cBsizel. Ilcuxo3bl
MpeaCcTaBlIeHbl  OpeaoM,  J1e30pHEHTUPOBAHHO-
CTBIO, TAJUIIONMHALNMSIMH, PACCTPONCTBAMH MBIII-
nenwust. [lcuxndyeckue nposiBneHust 0ObIYHO BO3HU-
KalOT y TOAPOCTKOB WJIM B3POCIBIX, 9aCTO OCTa-
IOTCSl PE3UCTEHTHBI K Tepanuu [7].

YuuTsiBasg JaHHBIE O TPOSIBICHUAX O0JIE3HU
Humanna-ITuka tam C, MOXHO TpOaHATH3HPO-
BaTh CUTYalUIO B o0cienoBanHoON cembe. CriexyeT
OTMETHTB, YTO BCEM cuOcaMm OBLIO CIEeJIaHO I'eHe-
THYeCcKoe uccienoBanue. Okazanock, YTO BCE OHU
SIBJISTFOTCS] HOCUTeNAMH MyTauuu B rene NPCl.

[lepBbIii pebeHOK, IO BCEW BUIUMOCTH, UMET
nepuHaraibayo Gopmy O6onesnn Humanna-Iluka
tunn C, OT KoTopoi m ymep. MmeBmuecss y HETo
CHUMIITOMBI OBIJIM MPOSIBIICHHEM CPOpPMHUPOBABIIIE-
rocst IUppo3a MeYeHH, MeUYEHOYHOW HEJ0CTaTod-
HOCTH. Mama He ynoMmMuHana NpU3HAKU MOpake-
uust [THC, HO, cKOpee Bcero, OHU TOKE UMEIIHCH.

JleBouka 6 1eT — HOCHTENb MyTallUiu B IeHE
NPC1, cuuraercs 3m0poBoii o 6osie3nn Humanna-
ITuka. Tem HEe MeHee, Mbl BUJUM Y HE€ MOTEHIIH-
albHbIe CUMIITOMBI JAaHHOTO 3a00JICBAaHUS: PELU-
JUBHUPYIOUIUI CYAOPOXKHBI CHUHIPOM, CEHCO-
HEBPAJIbHYIO TyTOyXOCTb 4 CTENEHH, OTCTaBaHUE B
(u3NYeCKOM U HEPBHO-TICUXMUYECKOM pa3BUTHH,
MTopakeHHne epUPEPUICCKON HEPBHOW CUCTEMBI U
pPEe3KO BBIpaXKEHHBIE HaApYyIIEHHs NPOBOAUMOCTHU
cepaua. Bosmoxno, He Bce 01, UMEIOIINE MaTo-
JIOTHYECKUH TeH, SIBISIOTCS] O€CCUMIITOMHBIMU HO-
CUTEIIIMHU, U JTaHHbIE KIINHUYECKHUE CUMIITOMBI SIB-
JISIOTCS TPOSIBICHHEM KaKHX-TO YaCTHUYHBIX MM
Manbix (GopM 3a00eBaHMS.

JleBouka 5 wmecdAmneB HMeeT KJIaCCHYECKYIo
¢dopmy 6ose3nn Humanna-Iluka tun C ¢ paHHEM
BO3HMKHOBEHHUEM XKEJITYyXH, TOPAKEHUEM TEUEHH,
CeJIe3eHKH, HEPBHOW CHCTeMbl. 3aboeBaHue MOI-

TBEPXKJACHO TCHETUYECKH HAIMYUEM MYyTallud B
reie NPCI. K coxanenuro, B JaHHOM cIydae
MPOTHO3 pa3BUTHUS 3a00JeBaHUS HEOIArompusiT-
Hbli. [IpoBOAMTCS NMATOreHETUYECKOE U CHUMIITO-
Marnuyeckoe JiedeHue. [lokazaHuil misg HazHage-
HUS CyOCTpaT-penyupyoueii Tepanui B HaCTOs-
mee BpeMsl HET, T.K. Ha TIEpPBOM IUIaHe y peOeHKa
BHCIIEpaJbHBIE CHUMITOMBI, Ha KOTOpBIE JaHHAs
Tepanust He JaeicrByer. lIpemapar Murmycrar
(N-butyldeoxynojirimycin), BBIITyCKaeMbId IO
KOMMEpYEeCKUM Ha3BaHUeM «3aBecka» (Actelion
Pharmaceuticals Ltd., IlIBe#inapus), sBiseTcs
N-anKkuiupoBaHHBIM UMHUHOCAXapoOM, KOHKYPEHT-
HO HWHTHOMPYIOIIMM TIIIOKO3UIIIIEPAMHUICUHTA3Y,
KaTaJU3UPYIOIIYI0 TEpPBbIH ATam CUHTE3a OO0Ib-
IIMHCTBA TJIMKOC(QUHTOIMIKIOB, yMEHBIIAs HUX
aKKyMyJsiuio B kietke. [lpuém murmycrara oxa-
3bIBA€T MOJIOKUTEIBHOE BIUSHUE Ha IVIa30/IBUTa-
TeJIbHbIE HAPYIICHUS, yIy4lIaeT (GyHKIHIO IIoTa-
HUs, BEAET K perpeccy ABUTATEIbHBIX Hapylle-
HUH, yBEITMYHUBAs KAUECTBO U MPOJOKUTEIBHOCTh
YKU3HU TTallHeHTOB.

Kputepuun mnocraHoBKM jAuMarHoza 0oJe3HU
Humanna-ITuka tun C 6pmu chopMyaupoBaHbl B
1997 r. M. T. Vanier. [Ipusnaxu, HacTOpaxxuBaro-
€ B OTHOILIEHWHW NAHHOHN JIM30COMAILHON 00-
JIE3HW HAKOTUICHHS, MPEJICTABICHBI COYETAHWEM
HEBPOJIOTHYECKHX, ICUXUYECKHX, a TaKkKe BUCLE-
paJBHBIX PACCTPOICTB, @ UMEHHO HEOHATAIbHOE
MOpaKEHUE [EYEHU, BOASHKA IUIONA, JIETOYHBIE
WHQWIBTPATHL; THITIOTOHHS MBIIII] Y HOBOPOXKJIEH-
HBIX; KOMOMHAIMS BEPTHKAIHHOTO HAJIBAIEPHOTO
napajuya B3opa ¢ IU3apTpUei, AUCTOHUEH, aTaK-
CHeH, DMIICITUYECKUMH TIPUCTYTIAMH, TeacTh-
YeCcKOM KaTalleKched M IMCHUXWYeCKMMM pac-
crpoiictBamu. [Ipu BBISIBIEHUU XOTS OBl YaCTH U3
ATUX CHMIITOMOB, TPH OTSTOIIEHHOM CEMEHHOM
aHaMHe3€e TenaTpbl, HEeBPOJIOTH U JIPYTHE CHEIH-
AIHCTHI JIOJDKHBI 00s3aTeNbHO TpoBecTH aAudde-
peHIMANbHYI0O  OUArHOCTHKY C  OOJIE3HBIO
Humanna-ITuka tum C, opraHm3oBaB TeHETHUE-
CKO€ HCCIIeZIOBaHNE, KOHCYJIbTAIlUN Y3KUX CIIELHU-
AJMCTOB C TPUBJIEYEHHWEM IO BO3MOXKHOCTH CO-
TpyaHUKOB DeepanbHbIX IEHTPOB.
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