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Pesrome

ITenp. O3HAKOMUTD MELUIMHCKYIO OOIIIECTBEHHOCTD C IMTEPATYPHBIMM JAHHBIMM M 0COOEHHOCTHIO KIMHIYECKOTO
cnydas 6onesuy HumanHa-IInka y pe6enka 14 net. B cTaTbe npefcTaBieH KpaTKMil TUTepaTyPHBIN 0630, ITOCBA-
IeHHBII Ipo6/IeMe JUarHOCTUKY, KIVHUKH U fedeHns 6onesnyu Humanna-IInka y geTeit, HpuBeneHo CO6CTBEHHOE
HabmofeHne cny4das 6onesnn Humanua-Ilnka tun Cy feBoukn 14 net, 0cO6€HHOCTHIO KOTOPOTO ABIAETCA COUYETaHME
XapaKTepHbBIX AJ1A 3a60/eBaHNA CUMIITOMOB C HMU3KMM YPOBHEM IIePy/IOI/Ia3MIHa B CBIBOPOTKE KPOBM.

KnroueBsie croBa: 6one3np Humanna-Ilnka, getn

IKCcIepyMeHTaNbHAS U KIMHIYECKasl racTposHTeposnorus 2014; 108 (8):101-105

Summary

The aim is to acquaint medical society with literature data and specific details of clinical incidents of Niemann-Pick
disease among 14 year old children.The article gives a brief review of literature on the problem of diagnostics, symptoms
and treatment of Niemann-Pick disease in children. A clinical case of a forteen-year-old girl with type C Niemann-Pick
disease is presented, the peculiarity of which is a combination of symptoms typical of the disease with a low level of
ceruloplasmin in serum.

Keywords: Niemann-Pick disease, children.
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bonesnp Humanna-Iluxa (HIT) BXoauT B rpynmy pep-
KUX, «opdaHHBIX» (OT aHIIMIICKOTO cnoBa orphan,
«cupora») 3aboneBaHmit. PegkumMy c4uTaAOTCA IIpen-
MYILeCTBEHHO TeHeTHYeCK! 00yCIOBIeHHbIE 00/Ie3HM,
KOTOpbI€ BCTpEYaloTCA He yanle 5 cinyvaes Ha 10000 Ha-
cenenus. Ha cerogHsALIIHMII feHb 9KCIIEPThI HACYUTHI-
BatoT 10 8 000 Tak1X 60/IE3HEIT B MUPE, OTHAKO TONBKO
250 13 HUX 3aperuCTpUPOBAaHbl B MexXyHapOoJHOM
knaccudukarope 6onesneit [1]. JuarHoctuka u je-
4yeHMe opdaHHbIX 3a00/IeBaHNUII AB/IACTCS OONBIION
po6eMoit Bo BceM Mupe. [IpyunHaMy JaHHOM CUTY-
aLVM ABIAIOTCA KaK HeJOCTAaTOYHBII OIIBIT Bpayeil, TaK
M OTCYTCTBHE B 6O/IBIIMHCTBE CTy4aeB BO3MOXHOCTe!
IOVIATHOCTUKY U JIeYeHN s TaKUX MMalMeHToB [1].

Bonesupr Humanna — ITuka (anrn. Niemann-Pick
disease) Hac/ecTBEHHOE 3a60/1eBaHMe, BbI3BAHHOE Ha-
PYlLIeHMEM ININHOTO MeTaboM1M3Ma M HaKOIIEHUEeM
MUNKAoB (IpenMylnecTBeHHO Gocdonmnununos) B mu-
30COMax MeveHu, cene3éHke, TErknx, KOCTHOM MO3-
re 1 Mosre. 3abojieBaHMe OTHOCUTCSA K IM30COMHBIM
00J1e3HAM HaKOIJIEHMsI C @y TOCOMHO-PeL[eCCUBHBIM
TUIIOM HacefoBaHMs1. BriepBoie onncano Anbbeprom
HumanuoMm B 1914 1. 1 607ee mogpo6Ho JTrogBrrom
IIuxom B 1922 rony. Beigensitor Tpu tuima 6ome3nn HIL
Knuundeckass KapTMHa Ka>k/JOTO U3 HUX 3aBUCUT OT
CKOPOCTY HaKOIUICHV A INIIUOB B OpraHaX-MUIIEH X,
a TaK>Ke OT KO/IMYeCTBA BOB/IEYEHHBIX B ITATOIOTMYe-
CKMIT IIPOIIeCC OPTaHOB [2].

Tun A (knaccudeckas nHbaHTUIbHASA GOpMa) BO3-
HMKaeT y fleTeil MMelounx myTanuio resa SMPDI,
KOTOPBIIT KORUpyeT chuHroMuenuHasy. Jeduunut
chuHTOMUENMHA3P IPUBOAUT K aKKYMYIALUL
cUHTOMMENNHA U APYTUX TUIULO0B B IM30COMAX
60PIINHCTBA KIIETOK OpraHn3Ma, 0COOeHHO B Ma-
kpodarax/MoHounTax [2]. Bcrpedaerca y 0,5-1 Ha
10 mH. Hacenenus. Cpenu eBpeeB AnikeHasu 3a60-
JIeBaHlMe BCTpedaeTcs ¢ yacTtoTon 1 Ha 40 ThIC. Hace-
JIEHU ST,  HOCUTEJIEM IIATO/IOTMYECKOTO reHa ABIAETCS
Kaxnbiit 80-11 eBpeit AurkeHasu [3]. 3aboneBanue
qale Ae60TUPYeT C 3-X MeCAIIeB KM3HM, HOAB/IAITCS
TPYAHOCTM BCKapM/IMBaHU A, PBOTA, Pa3BUBAETCH IU-
OTpOds, MBIIlIeYHAsI TUIIOTOH A, OCTaHAB/INBACTCS
MOTOpHOE pa3BUTHe pebeHKa, yTPaunBaIOTCA yxKe
puoOpeTeHHble HABBIKI, YBEINYNBAETCSA B 00beMe
JKMBOT 32 CUET TeraToMeraauiu U CIJIeHOMEraann,
qaiie 6e3 HapymeHus QyHkuuy nedenn [4]. Koxa
npuobperaeT KOPMYHEBATO-KENTYIO OKPACKY 3a CUET
MMIIpeTHalluy KAeTOK nunupamu. IIporpeccupyer
MaTo/IoTMYecKass HeBPOIOTMYeCKasd CUMIITOMATUKA
(yrHeTarTCs CyXOXKUIbHBIE PeIeKChl, OTCYTCTBYET
peakiusa Ha oKpyxKampinee). YacTo y Takux pereit
IMAarHOCTUPYIOT ITYXOTY U CIIETIOTY, Y Ka)XX/J0TO BTO-
poro pe6eHKa BbIABIIETCS BULIHEBO-KPACHOE IIATHO
B 00/1aCTH )Ke/ITOTO MATHA CETYATKY (CUMIITOM «BUIII-
HEBOII KOCTOUKIN»). BObHBIE 6T YMMUPAIOT OOBITHO
Ha 3-5 roxy xusHu [3,4].

Tun B (BucuepanbHas ¢popma) BCTpedaeTcs ¢ ya-
cToTOI 1 Ha 5 M/TH. HaceleHUs. TOT TUT HOTe3HM
Yalle JMarHOCTUPYIOT y apabos, xxureneit Typrun,
CesepHolt AQpuKM 1 4yTb pexke cpefyu eBpeeB All-
kenasu [5]. [IpuumHOlt FaHHOTO 3a60/IeBaHMSI TAaKKe
sABnAerca MyTauusa rena SMPD1, ogHako mpy faHHOM
tune 6onesun HII B oTinume ot Tuma A oTCyTCTBY-
eT CUMIITOMAaTHKa IOPaXeHNsI HEPBHOI CUCTEMBI,
a B HEKOTOPBIX CIy4YasAX Hake ONMCAHbI BLICOKNE

KUHUYecKkue HabmiopeHna | clinical case

MHTeJIeKTya/IbHbIe CIOCOOHOCT OObHBIX fieTeil [6].
OCHOBHBIM K/IMHMYECKUM IIPU3HAKOM JaHHOTO 3a60-
JIeBaHUA SABAETCA MOABJIEHNE MPAKTUIeCKN ¥ BCeX
6OTBHBIX IeMaTOCIITIEHOMETAJINY C 2-X — 6-TI JIETHETO
Bo3pacra [6,7]. Kpome aToro y feTeii 4acTo 6bIBAIOT
KpOBOTEeYEeH I, TO[KO>KHbIe KPOBOM3/IMSHNA B CBA3K
C pasBUTHEM TPOMOOLUTOLIEHN M, HOMM B CYCTaBaX,
qacThble pecHypaTopHble MH(EKL NN, 3aep)KKa pocTa
B IIOJIPOCTKOBOM Bo3pacte [4,6]. Omnycansl ciydan
pasBUTKA QYIbMMHAHTHOI IEYEHOYHOI HEOCTATOY-
HOCTH, a Takxe pubpo3a u uMpposa IedeHn y fereit
M B3POCTIBIX Tpy faHHOM TiIIe 60nesun HII [7,8]. Hacto
y AeTell ¥ B3pOC/IBIX BBIABIAIOT IPOrpeccupyloliee
3aboeBaHue IETKUX C HapyIleHneM QYHKIMHU [bIXa-
HUS U CHVDKEHVEM TOJIEPAHTHOCTH K (PM3MIeCKUM Ha-
rpyskam [9,10,11]. ITpu ierkom TedeHnu 3aboieBaHNUA
MIPOFO/KUTENBHOCTD XXM3HY MOXKET He OT/INIAThCS OT
cpefHell B IOMy/TAL N,

Ina puarHoctuky TunosB A u B 6onesan HIT uc-
[IO/Tb3YETCSl METOJ, OIIPefie/IeHNsI aKTUBHOCTY CUH-
TOMUeTHA3bl B KPOBMY, MOJIEKY/IIPHO-TeHeTUYeCKOe
uccnenoBanye (BblsABIeHMe MyTaluu B reie SMPDI),
[MCTOMATOIOTYECKOE MCCIIEeOBAHNIE TIEYeH N, KOCTHO-
ro mMo3ra (06Hapy>KeHue «IIeHUCTBIX» KITeTOK — KIIeT-
ku Humanna-Iluka, «rony6b1x» TUCTUOLATOB).

C 2006 ropa npoBOAATCA KIMHUYECKNE VICCTIeNl0-
BaHUs Ipenaparos s nedenus 6onesun HIT Tuma
A u B (pepmenrtsamecTurenpHas repanus). Ha cerop-
HAIIHMI TeHb 60/NbHbIE NOJTyYaloT CUMIITOMATHYe-
CKYIO Tepalyio, HEKOTOPBIM IIPOBOJAT TPaHCIIAHTA-
LIMI0 KOCTHOTO Mo3ra [2, 12,13].

Tun C (ueitpoBrucuepanbHas ¢popma) 6onesnu HIT
BCTpedaeTcsi Hanbosee 4acTo — 1: 120 ThIc. HaCe/IeHN .
ITpu4nHOI JaHHOTO 3a60/IeBaHUA ABIAETCA My TALMA
B reHax NPCI mnmm NPC2 xopupyromue 6e1ku, oTBe-
Jaloliye 3a TPAHCIIOPT XOJleCTepyHa U3 SHAOLUTOB,
B CBA3U C 9TUM BBIIENSIOT 2 TIOATUIIA JAHHOTO 3260-
nesanus (Cl u C2). B pe3ynprare faHHOM MyTaluu
munupsl (xonectepuH, poconunuast, chuHroMu-
€JIVIH, TIIUKOJINIIIBI) MHTEHCUBHO HAKATIIMBAKOTCSA
B IM30COMaXx IPENMYIeCTBEHHO PETUKYIO-9H/IOTe-
JIa/IbHOJ CUCTeMBI, B HEPBHBIX 1 [TIMA/IbHBIX K/IETKaX
[14-16]. B o61mest momysanuu 1 yenosex u3 400 ABms-
ercst HocuteneM myTauuu resa NPC1. Tun C 6ones-
Hu HIT Han6onee nogpo6HO OmMcaH B MeJUIIMHCKOI
nuTeparype, B oTinune oT tuna A u B. [Ipucranproe
BHIUMaHMe Bpauell K flaHHOMY Tuiy 6onesnu HII o6y-
CJIOBJIEHO TeM, UTO IIPU CBOEBPEMEHHOII ;UaTHOCTUKE
9TOJ 60/1e3HM ¥ paHHEM Ha3HAYEH MU TEPATIII MOXXHO
OCTaHOBUTH NIPOrpeccHpoBaHie 3a60eBaHNsA U TeM
CaMBIM yIYYIINTDb Ka4eCTBO M NPOJO/IKUTETIbHOCTD
>KU3HU 6071bHBIX [17,18].

O6muM KIMHNYeCKUM ITpu3HakoM 6onesnn HII
T C ABAETCS CIITIEHOMETA/IN A Y B MEHbIIIEI CTeTIeHN
remnaToMerans, KOTOpble BBISB/IAIOT C 1-2-X JIETHETO
Bo3pacTa. Tak)xe OXHUM U3 OOLIX IPU3HAKOB XapaK-
TepPHbIX AJI51 JAHHOTO 3a00/IeBaHS SIB/IACTCS HAMNYI1e
CYIpaHyK/IeapHOTO BEepTUKA/TbHOTO Mapannya B3opa
[19,20,21]. B 3aBucumocCTH OT Iepuopja geboTa He-
BPOJIOTMYECKOI CUMITOMATUKY BBIAENAIOT 4 GOPMBI
3aboneBanns [22]:

o pauHsAs nHQaHTUIbHASA GOpPMa XapaKTepPU3YeTCs

MOsAB/IeHNEM HeBPOJIOTMYECKON CUMITOMAaTUKI

C 2-X MeCSIYHOTO BO3PAcTa B BU/ie 3a€PIKKI JBI-

raTebHOTO Pa3BUTUs, MBIIIEYHOI TUIIOTOHNU,
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IpOrpeccupyer AUCTOHMS, opodapuHreanbHast
nucoarus. Tetu npu takoit popme saboneBaHms
Horu6aoT B 3-5 IeTHEM BO3pacTe OT aCHMPAIIMOH-
HOIT THEBMOHIM, peXe SIB/IEHIT [Ie9eHOTHOI HeJo-
cTaTo4HOCTH [16,19,22,23]. CnegyeT OTMETUTD, YTO
HaJIM41ie HeBPOJIOTMYeCKO CUMIITOMATUKY B HEO-
HATaIbHOM IIePUOJie C HarOOIblIIell BEPOSTHOCTDIO
yKasbIBaeT Ha Ha/lu4ue gpyroro sabonesanus [16]:

o mo3pHsAs MHGaHTUIbHAS popMa 1eOI0TUPYeT ¢ 2-X
JleTHero Bo3pacTta. Y pebeHKa BO3HMKAeT Hapy-
IIeHVe TIOXOAKM, HEYKIIIOKeCTh, 3a/jep)KKa pedn,
IPUCTYIbI KATAIIEKCUM, CYJOPOTH, [U3APTPU,
nucoarus. IIpu mporpeccupyolieM Te4eHUN 3a-
607eBaHUA feTU YMUPAIOT 10 10 TeTHETro Bo3pacTa,
B OOJIBIIMHCTBE CTy4aeB IPIYNHON CMEPTH TAKKe
SBJISIETCS ACIMPAL[MOHHAS THEBMOH [23].

e OBeHMIbHasA GopMa 3aboneBaHuA febOTUPYeET
C 6-TI JIETHETO BO3pAcTa I XapaKTepPU3yeTCs HO-
ABIEHNEM aTaKCUM, TPeMOpa, YXyALIeHeM IaMs-
TH, IUCbMA, CHIDKAIOTCS YCIIeBaeMOCTb B LIKOJIE
U MHTE/JIEKTyaJIbHbIe CIIOCOOHOCTY, BO3MOXHBI
IPICTYIIBI KATAIIEKCU, CYOPOTH, IPOrPeCCUpyeT
pusaprpus, gucdarvst. IIpu oTCyTCTBUM TedeHNs
6opHbIe TOrN6aIOT O 15 TeTHETO BO3pacTa B pe-
3yJIbTaTe IPOTPeCcCUPYIOLell HeBPOIOTNIeCKOIl
cuMmaTomaTuku [23].

« B3pocnas popma (c 15 1eT) XapaKTepusyeTcs ICUXNU-
aTpUYeCKUMI IPOOIeMaMu, IPOTPecCUpyeT eMeH-
s, arakeus. ONMCaHbL CIyYay NUPpPo3a MeYeHn
y B3pocCibIX 60nmbHbIX [24]. CregyeT OTMETUTD, YTO
B CBS3MU C YCOBEPIIEHCTBOBAaHMEM METOMIOB [ua-
rHoctuku 6onesnap HII tun C cTanu 4aiie guarHo-
CTUPOBATH y B3POC/IBIX, MMEIOLINMX KPUIITOTEHHOE
3aboreBaHIIe IIeYeHN WIN claboyMite.
IMopaxxenue medenu npu 6omesnu HII tun

C MOXXeT BBISB/IATHCS B Bufie (eTaqbHOrO acluTa,

ITpuBogMM COOGCTBEHHOE HAOTIOEHNIE.
Pe6enox C., seBouka 14 et B okTs16pe 2011 roga mocry-
IIMJIa B OTAe/NeHMe 3a00/IeBaHMIl IIeYeH ) Y ITMIIleBape-
HyA TV VIHCTUTYT NeAuaTpui, akyepcTBa ¥ TMHEKO-
norun HAMH Ykpaunbl» ¢ )xano6amu Ha yBe/nueHue
B pa3dMepax Ce/le3eHKH, IedeHM), CKITIOHHOCTD K 06pa-
30BAHUIO «CUHAKOB», HEYK/IIOXKME NBUKEHNA, Hapy-
LIeHVE TIOXOIKM, USMEHEHNE TIOYEPKA, YXyJLUIEHIE
naMATU (He MOXET BBIYYUTh CTUX), YCIIEBAEMOCTHI
B IIKOJIE, TIEPMOAMIECKOe 3aIIPOKI/IbIBAHIE TOTOBBI
Hasajl, HapyIlleHye CHa, CHOXOX/|eHJie, CHOTOBOPEHNE.

Anamue3 Hu3Hu: [eBOIKa POLMUIACh OT 2 6epeMeH-
HoCTH, 1 pofioB B cpok (1 M/abopT), Ha MPOTSKEHUU
Bcelt 6epeMeHHOCTY y MaTepy OblIa ICUXOTPaBMa.
Macca rena npu poxxgenun 3450 1, pocT 52 cM, TpyfHOE
BCKapM/mBaHue 9 Mecsnes. IIcuxomoTopHOE pasBuTue
Ha [I€PBOM TO/ly )KM3HM COOTBETCTBOBAJIO BO3PACTYy.
IIpodunakTudeckye NPUBUBKY IO KajleHAapio. V3
HeTCKUX MHPEKINII IepeHec/Ia KPACHYXY M BETPAHYIO
ocmy. IInieBo’i, 1eKapCTBEHHO a/I/IepTUM HET.

Cemetinoiii anamues. Matp pebenka, 34 roga, npo-
JaTc MuTpanbHoro knanaHa. Oren — 35 net, ¢ 30-Tu
JIeTHETO BO3pacTa HaO/MIoaeTCs 1 IeYNTCA 10 HOBOLY
TUIEPTOHMYECKON 60/e3Hn. Y 6abyLUIKN MO TMHUK
MaMbl — paK MaTKM.

Anamnes 6onesHu. Y TeBOYKU IIPU OCMOTPe Iefya-
TPOM B 3-X JIeTHEM BO3pacTe BbIABIEHA CIJIEHOMETa-
JIV A, TIO0 IOBOAY KOTOPOJI HEOIHOKPATHO 00C/IejoBaHa

UAMONATNYeCKOTO HEOHATaIbHOTO TeMaTUTa C TUTaH-
TOKJIETOYHOT TpaHCPOpMalyielt Ie4eHOYHBIX KJIETOK
M/MY XOTIECTa30M C TOC/IEAYIOIMM Pa3BUTHEM OVITH-
apHoOIT aTpesun. YIuTsiBasi 3710, 60ne3up HIT gomxHa
OBITH 3aI107]03P€HA BO BCEX CITYYaAX UAMONATIYECKOTO
HeOHaTaabHOro remaruTa [19,25,26,27,28].

Ha ceropHAmHMI geHb quarHoctuka 6onesan HIT
tun C ABsAeTCsA TOPOroCTOsAILIel M MaTOZOCTYIIHOIL.
Tonpko B KPyIHBIX TeIIaTOTOTNYECKMX LIEHTPaX MOX-
HO ITPOBECTM MOJTHBIN KOMIIIEKC IMaTHOCTUIeCKIUX
MepONPUATHIL: UCCIeloBaHNEe AKTUBHOCTH JTM30CO-
MaJbHBIX pepPMEHTOB (XMTOTPMO3afasa), MMMYHOTU-
CTOXMMMYECKOe UccaenoBanme Gpubépo6IacToB KOXM
(filipin test) Ha mpeaMeT OOHAPY)KEHM s CKOIITIEHMIT
HeaCTepupNULMPOBAHHOTIO XO/IECTEPIHA B TM30COMaX;
OOHapyXeHMe «IIEHNCTBIX» KJIETOK ¥ «TONMyOBIX» TU-
CTUOLIMTOB B IIYHKTaTe KOCTHOTO MO3Ta; 0OHapyKeHIe
B Makpoarax rnedeHu CKOIJIEHNIT HeacTepuduumpo-
BaHHOTO X0J/IeCTEPIHA, COUHTOMUENNHA, ITIMKOMUIIN-
TOB IpY ITOMOIM 3/IeKTPOHHON MUKpOcKonuu. s
MOATBEPK/EeHNA [MarHo3a IIPOBOAAT MONEKYIAp-
HO-TeHeTM4YeCKoe VICCTeloBaHMe — MOVCK MYTaIMii
B resax NPC1, NPC2 [19,25].

B YkpauHe He 3aperncTpupoBaHbl IEKapCTBEHHbIE
npenaparsl s nedenus 6onesuu Humanna-Ilnka.
B Mupe Takue 60/1bHBIE TIOMYYAIOT IpeIapaT «MUIIY-
CTaT» — MHTUOUTOP IITIOKO3MILIEPAMUT, CUHTETA3bI.
SToT npenapar 6611 0f06peH B uone 2003 1. A1 ede-
HUS B3POC/IBIX MTAI[MEHTOB C JIETKOM M CPe/IHeTAXKENOo
¢dopmoit 60mesnu lomre I, KOTOPBIM IPOTUBOIOKA3aHA
dbepmeHTO3aMeCTUTENbHAS Tepanus. [I/1s1 nedeHus
NIPOTPEeCCUPYIOMINX HEBPOIOTMYECKUX POSIBIICHNI
6onesuu HII tun C y B3pOC/BIX U JieTeil HAa Teppu-
topuu EC B sauBape 2009 rojga, 651710 paspelieHo
JCIIONb30BaHMe MEAVIIMHCKOTO IIpernapaTa Zavesca
(Miglustat) [17,18,29,30].

10 MeCTY XUTenbcTBa. C 3-X IETHETO BO3PAcTa B CBA3K
CO CI/IEHOMeTanueil Habmoanach y feTCKOro Xupypra
10 MECTY JKUTENbCTBA C JMArHO30M: CUHIPOM IIOp-
TaJIbHON I'MIIEPTEH3UN cMellaHHasa ¢popma. Hapymre-
HUA GYHKIVOHATBHOTO COCTOSHMS MIeYeHN 3a TOMBI
HabmofeHns He oTMedanoch. C 10-7eTHero Bo3pacra
MaThb OTMETHJIA, YTO y pebeHKa CHU3MU/IACh yCIleBa-
€MOCTHM B LIKOJIe, YXYAIIM/IACh MAMATh, CHU)KEHME
KOHIIeHTpaL[ !y BHUMaHMA, ¢ 11 et pogurenu obpa-
THU/IV BHIMAaHIe Ha HEK/IIKeCTh pebeHKa (Bce poHs-
€T, 4acTO IajiaeT), IOCTENeHHO MI3MEHM/IACh ITOXO0MKa,
IIOSIBU/IOCH 3aIIPOKM/bIBaHNE TOMOBbI Hasaf, becIlo-
KoWIa roIoBHas 6071b. C BO3PAacTOM 3TV HapyLIeHNUs
MIOCTENEHHO IPOorpeccupoBanu u K 13 rogam, co cioB
MaMBbl, Y IeBOYKM ObITV IIPOAB/IEHN A YMEPEHHBIX KOT-
HUTUBHBIX PACCTPONCTB, aTaKCUA, ABIEHUS JU3ap-
Tpuu, nonepxusanue. Ilo moBoy HEBPOIOTrMYECKOA
CHMIITOMaTUKH JAeBOYKa HaOII0fanach NeTCKUMMU
HEBPOJIOraMy MO MECTY XXUTENbCTBA C JUATHO30M:
IMedanrus; HeCTaOUIBHOCTD LICTHOTO OT/e/Ia I03BO-
HOYHNKA; CKOMNMO3 IPYIHOTO OT/ie/Ia IIO3BOHOYHMKA
1 crenenu. IIpuHuMana — KOrUTyM, HOOeH, rome-
omaTMYecKue Ipemaparsl. B dusuueckoM pasButun
TeBOYKa OT CBEPCTHUKOB He OTCTaBana. MeHcTpyanusa
¢ 12- neTHero BospacTa, UMKJI HEYCTOINYMBDIN. B uH-
CTUTYT peGeHOK ObIT HaIIpaBJIeH K IeTCKOMY XUPYPTY
npoduibHOTO OTHeNneHn I. Kuesa 15 yrouHeHus

niemann-pick disease — a rare disease in children’s hepatology
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IMarHo3a, B CBA3M C OTCYTCTBYEM JJaHHBIX 32 JjoIede-
HOYHY0 OpMY HOPTANbHON IUIIEPTEH3UN.

Ob6vexmusnoiii cmamyc: Oblee COCTOSAHME YOB-
JIETBOPUTEIBHOE, KOXKHBIE IOKPOBBI 6/1€fHO-PO30BHIE,
Ha rojeHsnx 4-5 9KXMMO30B, IpaBast KO/ [IeYeHN Ha
2 cM HIDKe pebpa, IeBasi He yBeIIeHa, HYDKHIIT ITOII0C
cere3eHKU Ha 6 cM HIDKe pebpa. CKiIepbl YMCTbIE, Iie-
pudepnyeckne numMdpoysbl He yBenndeHbsl. MyHpanu-
HBI runepTpodupoBaHbl, YnucThle. HeBponormyeckuit
CTaTyC: CKaHJMPOBaHHAS pPedb, THYCABOCTH I0/I0Ca,
I1apes IM1[eBOTO HepBa C/IeBa IO LIeHTPaJIbHOMY TUILY,
MBIILIEYHDII TOHYC AMCTOHNYHBDII, CYXOXIIbHbIE ped-
nexcol d = s, KOOPAMHATOPHBIE TIPOOBI HOPMaIbHBIE.

IIpedsapumenvuuiii duazno3: bonesup Bunbco-
Ha-KoHoBanoBa, cMenranHas popma. Llnppos neuenn?

Hannvie nabopamopHvix uccnedosanuti: TpoMOOLN-
ronenus (135 x 10° /1), cHUXXeHUe Liepy/IoIIa3MuHa
B chIBOpOTKe KpoBu (14 mr/pm) (Hopma 20-60 Mr/pn),
yBeNIM4YeHNe KOMMYeCcTBa IIMHKA B CBIBOPOTKE KPOBU
(2,18 mr/n), (Hopma 0,65-1,20 MI/), CHU)KEHIE Mefu
B cbIBOpoTKe KpoBu (0,44 mr/n) (Hopma 0,83-1,52 Mr/m).
Meps B cyTouHOI Moue — 0,002 mr/cyT (0,018-0,12 mr/
cyT). ITokasaTenu neyeHOYHBIX P00, TMITUOTPAMMBI,
IIPOTEMHOrPAMMBI, KOary/10rpaMMBbl, MMMYHOI'PaMMbI,
o6111ero aHanmM3a KPOBY 32 UCK/TIOYEHMEM KOTTMYeCTBa
TPpOMOOLMTOB Y pebeHKa ObUIN B IIpefeiax HOPMBL.
Mapxeps! Bupycos renatura B, C, EBV, CMV He 06-
HapyXeHBI.

Pesynvmamut uHCmMpymeHmanvHozo 06c1e008aHUA:
Y3W OBII: pnddysHoe 3aboneBanne ne4eHy, HOpTalb-
Has runeprensusn? CrjieHoMeranus. JIeBOCTOpOHHSAA
nuenoskTasus. MPT romoBHOro Mo3ra: maTonornu He
BbIsAB/IEHO. DOI': yMepeHHOe CHIDKeHMe BO30yAMMOCT
MOTOPHOI KOPBI, IPU3HAKY IIPOBOLHNKOBOI HEZOCTA-
touHocTu. OI'IIC: oTeyHas racTpomaTns, JyomeHora-
cTpanbHblil pediokc. IKI: yMepeHHBIe 0OMEHHbIE
M3MeHEHUsI B MUOKapze.

Mopddonorugeckoe ucciegoBanme 6yonrara me-
YeH!U — XOJIaHTMOIATN A, Be3UKY/IspHAs RUCTPOPUs
renaTonuToB. Metabonuyeckasd (InuMKoreHoBas?)
remaronatusa MArkon cremenu (40 %). Magekc ru-
cronornyeckon aktusHoctu o Knodell — 0 6anos,
TYCTONOTMYeCKNIT MHAEKC cKaepo3a 1o METAVIR —
F3 (puc.1,2)

Pe6eHok 06cnemoBal B MeMKO-TEHETUYECKOM
LEHTpe, T/ie IPOBeNeHbl MCCIEOBAHNS AKTUBHOCTI
JIM30COMAbHBIX (PePMEHTOB JIEIKOLMTOB ¥ IJIa3Mbl
kpoBu: rekcosamnuupasza A (bomesup Tes-Caxca) —
26 HMonb/4/mr (HopMa); p — rmoko3upasa (6onesHb
Tonre) — 13 HMonb/4/MT (HOpMa); XUTOTPUO3Ka3a
(mnsocomanpHble 60e3HN) — 265 HMONIB/4/MT (HOP-
Ma 0-159); cdunrommennuasa (Humanna-ITnka tun
A, B) — 2,7 aMonb/4/Mr (HOpMa), LepyIoIIa3MIH
(6onesus Bunbcona-Konosanosa) — 0,127 r/n (Hopma
0,2-0,9 /). 3aKka04eHne: MTM30COManbHas 60NIe3Hb?
bonesnb Bunbcona-Konosanosa?

JleBo4YKa KOHCY/IbTUPOBAaHA PYTUMMU CIIeLIVaIN-
CTaMU: HEBPOJIOT: HelipoMeTaboM1yecKoe HapyLuieH1e
C HOpa’keHNeM [TapeHXMMAaTO3HbIX OPIaHOB C HEMIEH-
TUGULMPOBAHHON TeHHOII maronorueit. ONMBONIOH-
ToLepebeIApHbIe lereHepaliuit; OKYIMCT: MUOTINS
cn1aboii cTerneHy 060MX I71a3, KOJIbLO Kaitsepa-®mneriim-
Hepa He 0OHapy>KeHO; JeTCKUII TMHeKoora: nybep-
TaTHas OJIMTOMEHOPEs; ICUXOJIOT: SMOLMIOHAIBHOE
HanpsoxeHue; JIOP: — xpoHUYecKuil TOH3UJIINT,
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KOMIIeHCHpOBaHHas1 GopMa; ZepMaTOIor: KCepofaep-
M, GONINKYIAPHBI ITUIIEPKEPATO3.

Y4auThIBasA CHYIKEHHBIi yPOBEHbD Iepy/IoIIa3sMIHa
B CBIBOPOTKe KPOBY IIPY HOPMa/TbHOM YPOBHE 9KCKpe-
LMY MeJJY C MOYOJi, KIMHIYECKYI0 KapTUHY 3a00/IeBa-
HUA (HeBpO/IOrMyecKas CYUMITOMATHKA, CIIJIEHOMeTa-
nus, npoaBuHyThIt Guopos (F3 mo METAVIR) ans
yTO4HeHMs fuarnosa 6onesuy Bunbcona-KoHosanosa
3a py6e>XxOM IIPOBeJIEHO IIOJTHOE MOJIEKYIAPHO-TeHETH -
4yeckoe nccnefgoBanne myTanuit rena ATP7B. 3akmro-
yeHne: MyTanuu B reHe ATP7B He BbIsABIEHBI.

Ucknrouenne 6ome3sun Bunbcona-KoxHoBamosa 1o
pe3y/nbTaTaM MOJIEKYIAPHO-TeHeTUYeCKOTO UCCe-
[OBaHNA, a TAK)Ke OTCYTCTBUE JAHHBIX 3a 60Ie3Hb
Humanna-IInka tuna A u B (HopmanbHble IOKasaTenu
chuUHrOMueNMHa3bI), HOBbIIIEHHAA aKTUHBOCTD X1-
TOTPMA3N/A3bI, YTO CBUAETENILCTBYET O HATMINI JTN-
30COMaJIbHOTO 3a00/IeBaHNA, IPOrpecCcupoBaHe He-
BPOJIOTMYECKO CUMIITOMATHKY, KaK JJOMUHVPYIOIIEro
K/IMHMYECKOT0 CUH/IPOMa, OIIPe/ie/INIIO HallpaBJieH e
IIOC/Ie/lyIOIIero AMarHOCTUYECKOTO MONCKA. YUUThI-
Bas TOT (PaKT, YTO [UATHOCTUYECKIE BOSMOXKHOCTHI
IJIA yTOYHEHM JuartHosay pebeHka B YkpauHe Obin
MCYepIIaHbl, pebeHOK ObII HAIIPaB/IeH Ha 00CIefoBa-
HIe B MeIMKO-TeHeTUYeCKMIt HayuHblit eHTp PAMH
I. MocKBa, I'fie IPOBeleHO reHeTH4ecKoe 06ceoBa-
Hue — nonHbii aHanus reda NPC1, o pesynbraTam
UCCIe[oBaHMs y pebeHKa OBl BbIAB/IEH MOIMMOP-
¢dubl BapuaHT Mytauuyu resa NPC1 B romo3uror-
HOM coctossHuy ¢.387T>C, c.644>G, c.1757+60G>A,
c.1926C>G, ¢.2572A>G, ¢.2793C>T, ¢.2911+28T>C,
4TO CBMAETEIbCTBOBAJIO B II0O/Ib3Y AMATHO3a — 60/Ie3Hb
Humanna-IInka tun C.

Takum 06pa3oM, Ha OCHOBAaHUY IPOBELEHHOTO
00creoBaHNA y IeBOYKY JUATHOCTUPOBAHA 60/1€3HD
Humanna-Iuxa, mun CI, woeenunvras gopma. Crox-
HOCTb TaHHOTO CITy4as 3aK/TI09aeTCsA He TOJIbKO B TOM,
4TO y pebeHKa UMeeT MeCTO pefKoe 3aboeBaHue,
AMArHOCTMKA KOTOPOTO BO3MOKHA TO/IBKO B CIIEIIN-
aNM3VPOBAHHBIX LEHTPaX MPY YCIOBUN MYIbTHU-
BVICHVIIIMHAPHOTO TOAX0Ma, a B HAIMYNM Y JAHHOM
60/IbHOI TPYK/bI MOATBEPXAEHHBIX HU3KUX HO-
KasaTejell Ilepy/loNaa3MiHa B CBIBOPOTKe KPOBH,
4TO U OTIPeJIe/INIIO IIEPBUYHBII AMaTHO3 M a/ITOPUTM
o6cmenoBaHuA. MBI HALIM OT/eIbHbIE COOOIEHM
BIUTEpaType O TOM, 4To Ipu 6onesuu Humanna-ITn-
Ka, Tunn C MOXeT OTMe4YaThbCsA CHUKEHNE B KPOBMU
YPOBHSA CHIBOPOTOYHOTO IIePYy/IONIAa3MIUHA U TTOBBI-
meHue cBO6oHOI Menu. CyllecTByeT IUIIOTe3a, YTO
red NPC1 Mo>xeT UTrpaTh onpefie/IeHHYI0 po/ib B Me-
Tabonusme meau [31].

Takum 06pasoM, [MarHOCTUYECKUIT MMOUCK 3a-
HsAJ 60IbliIe TOfa C MOMEHTA MOCTYIIeHNA pebeHKa
B KJIMHUKY U 11 71€T ¢ MOMEHTa MOABAEHNA IEPBbIX
CHMITOMOB 3a6oneBaHys. Iloce ycTaHOBIEHN S Aua-
THO3a JIeBOYKa Hayasla [o/1yyaTh IIperapaT MUITyCTaT
(3aBecka) — 600 Mr/cyTKM, Ha GOHE MPUEMa KOTOPOTO
MPOTPeCcCUPOBAHNA HEBPOTOTMYECKON CUMIITOMATH-
KJ B TeUeHWM IOCTIeAHNX 6 MecsAlleB He OTMedYaeTcs.

B 3aK/II0YeHNM XOTEIOCh ObI OTMETUTH, YTO AU-
argos Humanna-Iluka Tun C He BbI3bIBaeT 3aTPY/i-
HEHUII, eC/IM O HeM 3HaTb U IIOMHMTD. 3ab0/eBaHue
ClIefyeT 3allOf03PUTD, €C/IN Y OONTBHOTO BBIABIICHBI
TaKMe CUMIITOMBI KaK CIIJIEHOMETanus, aTaKCU s
U CympaHyK/eapHblit mapannd B3opa. OCHOBHBIMH



AMaTHOCTUMYeCKVMU 9TallaMM JaHHOTO 3a00/IeBaHUs
ABJIAIOTCA ONpefie/ieHNe AKTUBHOCTH JIM30COMAIbHBIX
$bepMeHTOB JeIKOIMTOB U MIa3Mbl KpOBU (IIOBBI-
IICHHBII YPOBEHb XUTOTPUO3MAA3bI), OMOIICHA KOXMI

HMMaHHa-NKa — pefkoe 3abonesaHvie B AeTCKOM renatonorvn | niemann-pick disease — a rare disease in children’s hepatology
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K cratbe

Humanna-Iluka - pedxoe 3abonesarue 6 demckoii eenamonoeuu (knunudeckuii cayyaii) (cmp. 101-105).

Pucynox 1.

Bonpuas C., 14 net. [TopTanbHblil TPAKT C ABIEHUAMYU XONAHT Y-
omarun. Okpacka nukpodykcuHoM o Ban-I'nsony. Yeenmudye-
Hue — 200.

Pucynok 2.
Bonbhas C. 14 net. IlosutusHas PAS —peakuus B Makpodaranb-
HBIX K/IeTKaX nedeHu. Yeenndenne — 100.




