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K/IMHUYECKHE OCOBEHHOCTH U 110OAX0Abl K IEYEHHUIO
FOJIE3HU I'OIIE Y JIETEX
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Canumesna A. P., Yepeaunuenko E. A., InamkyH K. H.
Hay4Hnbiii pykoBoauTesb: KasbMuHa lO. C., accucTeHT kKadepbl

byHJaMeHTa/IbHOU MeJJUIIUHbI U OMOJIOTUU

B danHoll pabome paccmampusaromcest KAUHUYeckue ocobeHHocmu 6os1e3Hu I'owe
y demetl, a makaice coepeMeHHble N00X00dbl K ee iedeHuto. 06cyicdaromcs 0CHO8Hble
cumMnmombl, Memodbl OUAZHOCMUKU U 8dpUuaHmMbl mMepanuu, B8KA4as
¢epmeHmo3zamecmumeibHy0 mepanuro.

Kamwuesswlie caoea: 6ose3ub I'owe, demu, KAUHUYECKUE OCOGEHHOCMU, JeYeHUe,
pepmeHmo3zamecmumebHAS MEPANUSL.

This paper discusses the clinical features of Gaucher's disease in children and
modern approaches to its treatment. The main symptoms, diagnostic methods, and
therapy options, including enzyme replacement therapy, are discussed.

Keywords: Gaucher's disease, children, clinical features, treatment, enzyme

replacement therapy.

AKTya/IbHOCTb TeMbl O0OyCJOBJIEHA peJKOCTbI0 3ab0JieBaHUSI U €ro
MHOr000pa3HbIMHU KJIWHUYECKMMHM MposiBAeHUssMU. bosiesaubp [ome - 3To
Hac/JeJCTBeHHOe 3abo0JieBaHMWe, CBsI3aHHOE C HapylleHueM MeTaboJrM3Ma
TJIIOKO3UJILlEpaMU/JIOB. B leTckoM Bo3pacTe 3abosieBaHUE MOKET MPOSABASATHCS
pPas/IMYHbIMU KJIMHHUYECKMMH CUMITOMaMH, 4YTO TpebyeT BHUMATEJbHOTO
10/IX0/la K IMATHOCTUKE U JIEUEHHIO.

Lleab: aHa/iU3 KJIMHHUYECKHUX O0COOeHHOcTel OoJie3HU [lomie y jetedt U
OIleHKA COBPEMEHHBIX METO/I0B JIeUeHHUs.

3ajauu:

1. U3y4uThb KJIMHHUYECKUE POsiBJIeHUS 3a60/1eBaHUS.

2. HpoaHaJII/ISI/IpOBaTb MeTOoAbl AUAT'HOCTHUKMU.
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3. OueHuTb 3pPEKTUBHOCTD TepaneBTUIECKUX TOLXO0/0B.

MaTepuajibl 1 METObI

AHanv3 IMTepaTypHbIX UCTOYHUKOB U3 PubMed, a Takke oTeyeCTBEHHBIX U
3apyOexXHbIX MyOJIMKALUH.

Pe3ysibTaThl

KiiMHu4Yeckyve npuU3HAaKXM U CUMIOTOMbI BKJKYAKOT HEBPOJOTruyecKue
HapyuleHUsl, UHQAPKThl U MOPOKU Pa3BUTUS KOCTEH, renaToCIJIeHOMErajuio 1
TUIEPCIJIEHU3M, IPUBOAALIME K aHEMUHM, HEUTPONIEHUHU U TPOMOOIIUTONIEHUH
[1]. B 3aBUCMMOCTH OT KJIMHHUYECKOTO TeYeHHUs BblAessaT Tpu Tumna bl yTo
OCHOBAHO Ha HAJIMYUU UJIA OTCYTCTBUU CUMIITOMOB IOPAXeHUA LIeHTPaJIbHOU
HEPBHOM CUCTEMBI.

Bosie3sHs 'owie 1 TUna xapakTepusyeTcs NPOrpecCUpyroliuM yBeJndyeHueM
NapeHXUMaTO3HbIX OPraHoB (MeYyeHU U cesie3eHKHU) [4]. [lepBbIMU CUMIITOMaMH
Bosiesnu Nowte 2 TUIla 4aCTO CTAHOBATCA HapylLUIeHUe IJI0OTaHU4, I0llepXUBaHue,
OCJIOXKHAK LU EeCS acnMpayuoHHOM IIHEBMOHHUEMN. Camas# paHHAA
HeBpoOJIoruyeckKas CUMIITOMAaTHKA NPOSABJIAETCA OKYJIOMOTOPHBIMU
paccTpoMCTBaMH, BKJOYas CyNpaopOUTaNbHY0 OQPTaJbMOIIETUIO, TJIAaBHBIM
HEBpPOJIOTUYECKUM  MapKepoM  ABJAITCA  MHOKJIOHHUYECKHEe  CyLOpOru
KOPTUKaJIbHOW NPUPOAHI [2].

O6csieoBaHMe MaleHTa C MOA03peHreM Ha 060Jie3Hb ['ollle BbINMOJIHAETCS
BpayaMHU-3H/JOKPUHOJIOTAaMU U HEBPOJIOTAMHU, a TaKKe MOTYT ObIThb Ha3HAY€eHbI
KOHCYJIbTALlMM TeHeTHKa, reMaToJs0ra, 0pTajbMoJI0ra, neguaTpa u ncuxuarTpa.
B aHaMHe3e BaKHO OTMETUTb Ha/inuue 60Jie3HU ['ole y poAcTBEHHUKOB. [Ipu
OCMOTpE BBISBJISIIOTCS XapaKTePHbIe IPU3HAKU 3a00/1€BaHMs, TAKHME KaK HU3KUH
POCT, NaTOJIOTUU KOCTEW, HEBPOJIOTUYECKUE CUMITTOMBI (HalpuMep, KOCOTJIa3ue,
aTaKCHUs ¥ apaJinyg), reMopparuiecKui CHHZpOM U runepnurMeHTanus Koxxu. B
HEKOTOPbIX CJy4yasx MOJl03peHUue Ha 00Jie3Hb MOXET BO3HUKHYTb MOC/e
C/Ily4allHOTO OOHapy)KeHUsl YBeJUYeHHOU cese3eHKHW Ha Y3U WU yrHeTeHUs
KPOBETBOPHOM CHCTeMbl IO pe3yJbTaTaM OOLIero aHajJu3a KpoBU. [us
NOATBEPXKAEHUSAA JUAarHo3a W HWCK/IYEHUA [PYyrUX MeTabOoJhYeCKUX

HacJeICTBEHHbIX 3a00JieBAaHUW NPOBOAUTCA clenupuyeckass AUArHOCTHKA:
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KJIMHUYECKOe, OMOXMMHUYECKOE HCCAe0BAaHHWE KPOBU; (QpepMEHTHBbIM aHa/u3
KJIETOK; MOJIEKYJAPHO-TEHETUYECKUe UCCIe[J0BaHUA; MOpP(QPOJIOTHYECKOe
M3ydyeHue KOCTHOro Mosra. Crenuasu3upoBaHHad I[OMOLLb IMallMeHTaM C
IepBbIM U TPETbUM THUNAaMHU 6oJie3HU [olle OpHeHTUpOBaHA Ha yCTpaHeHUe
CMMIITOMOB U KOMIIEHCALlMI0 TEPBUYHOTO TeHETHUYEeCKOro JAedekTa, 4TO
JIOCTUTaeTCsl 3a CYeT YBeJW4YeHHWsl YPOBHS HEAOCTAaTOYHOro ¢epMeHTa U
yCUJIeHUSA KaTabosvM3Ma TJIMKOCQUHTOJUNUAOB. B ciydae BTOporo Ttuna
00/1e3HU TepaneBTHUYECKHE Mepbl OKa3blBalOTCS MeHee 3QPEeKTUBHBIMHM, M
YCUJIUS Bpadyel CcOoCpefOoTOYeHbl Ha 00JierYeHUU KJIMHUYECKUX NPOsSBJIEHUH,
TaKUX KakK OO0JiM, Cy[OpOrd W JAbIxaTesbHble paccTporicTBa. O6mias cxema
JledeHUs] BKJIIOYAET HEeCKOJIbKO HalpaBJjieHUH: (pepMeHTO03aMeCTUTEbHYIO
Tepanu, CyocTpaT-peAyUUpYIOILYI0 TepPanul, CAMITOMAaTUYECKYI) TEPAIUI0
[3].

IPPeKTUBHOCTb TepaneBTUYECKUX MOAXOJ0B K JiedeHHUI0 0oJie3HH [omie
3aBUCUT OT TUIA 3a00JieBaHUSA U WHJUBU/yaJbHbIX OCOOEHHOCTE!N MalUeHTa.
3amecTtuTesibHass  ¢epMeHTHasd Tepanusa (3PT) ¢ wucnosb3oBaHUEM
pPEKOMOMHAHTHOTrO [JIIOKOLlepeOpo3u/ia NoKasasa 3HauyuTeJIbHOe yJydlleHhe
KJIMHUYECKUX CUMIITOMOB y NauyeHTOB ¢ TUnamu I u Ill, Bkitoyada yBesnnyenuve
YPOBHSI TEMOIJIOOMHA M YMeHblIeHUWe pa3MepoB IMeYeHU U CesIe3eHKHU.
CybctpatHas penaykuuoHHas Tepanusi (CPT), npumeHsieMas il CHUKEHUS
CMHTe3a T[JIMKOCQUHTOJIMIIUAOB, TaKXe MpPOJeMOHCTPUpPOBaJia  CBOIO
3(pPEKTUBHOCTD, 0COOEHHO y MAUEHTOB C TUIIOM |, KOTOpbIE HE MOTYT MOJY4aTh
3OT. IlloppepxuBarliasg Tepanus IOMOraeT yNIpaBJasATb CUMITOMAaMH U
yJiy4dlllaeT Ka4yeCTBO »KU3HU, XOTHd He BJIWAET Ha OCHOBHOM MeXaHU3M
3aboJieBaHus. [eHeTHYecKas Tepanusi HAXOAUTCA HA CTaZWU UCCIeJOBaHUN, HO
VMeeT MOTeHIHaJa JJis 60Jiee pafiMKaJbHOTO pelleHUs1 npobsembl. B 1nenom
COBpEMEHHbIe TepaneBTUYeCKHEe TMOAXOAbl K JiedeHUI0 6oJsie3aHu [omie
JIEMOHCTPUPYIOT BbICOKYI 3(P(EKTUBHOCTb U 0€30MaCHOCTb, OJJHAKO BaXKHO
VH/IMBU/yaJIM3UPOBATh JIeYeHUE B 3aBUCUMOCTH OT KOHKPETHBIX 0COOEHHOCTEHN

MmanreHTa.
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BbIBO/IbI

Bonesur Tome - 3TO peakoe HacjeJCTBEHHOe 3aboJieBaHHUE,
XapaKTepu3ywleec HAKOIJIEHUEM T[JIMKOCQUHTOJUNMNAOB B KJETKaX, 4TO
OPUBOJUT K pPa3HOOOpPA3HbIM KJWHUYECKHMM MPOSIBJIEHUSIM, BKJKOYas
HEBPOJIOTUYECKHE HapylLleHUs], NAaTOJIOTUU KOCTeH, yBeJUYeHHhe Ie4YeHU U
ceJie3eHKM, a TaKXe aHEMMI0, HEUTPONEHUID W TPOMOOLMTONEHUIO.
JluarHocTvka 3abo/ieBaHUSA TpebOyeT KOMILJIEKCHOIO MOJAX0/a, BKJ/IOYAIOLLEro
KOHCYJIbTAllMM CIEeLUaJIUCTOB Pa3JIMYHbIX 00JIacTed MeJULUHBI, a TaKXe
JlabopaTopHbIe, MOJIEKYJIAPHO-TeHeTU4YeCKHue 151 MopdoJIoTUYECKHE
MCCJIeJOBaHUS.

CoBpeMeHHble METO/bl JieueHHUs, TaKhe KakK (pepMeHTO03aMeCTUTeJbHas
Tepanus (3PT) u cybcTpaT-peaynupytromas tepanus (CPT), noka3anu BbICOKYIO
3(QPEKTUBHOCTD B yJIyYlIeHUN KJIMHUYECKUX CUMIITOMOB, YBEJIUYEHUN YPOBHS
reMorJiobMHa U yMeHbIIIEHUU Pa3MeEPOB NMeyeHU U cesie3eHKU. OJJHAaKO BbIOOP
TepaneBTUYECKOr0 TMOAX0AAa [JAOJHKEH OCyUleCTBJAATbCA HUHAWBUAYAJBHO,
Y4YUTbIBas TUI 3200/1€BaHUS U 0COOEHHOCTH OpraHu3Ma narueHTa.

HecMoTpss Ha [OCTUTHYTBbIE yCIleXU B JIEYEHUU, T€HETHUYECKasd Tepanus,
HaxoJdllasicsi Ha CTaJdy WUCCJIEeJOBAaHWM, OTKPbIBAET MEpPCHEKTUBBI IS
paJuKaJIbHOTO peuieHus npo6JieMBI. JlanbHelee pa3BUTHE
NepCOHAJIU3UPOBAHHBIX MOAXO0/I0B K AUAarHOCTUKE U JieYeHUI0 OoJie3Hu [oie
MO3BOJIUT CYLECTBEHHO YJIYUIIXUTh MIPOTrHO3 U KAa4€CTBO KU3HU NMaljMEHTOB.
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