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AHHOTaUuA

BonesHb MoLwe - 3T0 IM30COMHAs 60/1E3Hb HAKOM/IEHUS C a8y TOCOMHO-PELLECCUMBHBIM TUMOM HacnefoBaHus. K
pasBuTMIO 3ab0/1eBaHMA MPUBOAAT MyTaLMn reHa roKoLepebposnaasbl, YTO NPOSBASETCH KyMynsumein B
uMTonnasmMe MakpoaroB SMMUA0B W MOSBNEHWIO «KETOK [owwe». HakonieHwe HepacLensieHHbIX
NpPoAyKTOB OOMeHa BELLEeCTB B LMTONMa3Me MakpoaroB Croco6CcTBYeT MPOAYKUMM MPOBOCMAUTENbHBIX
LIMTOKMHOB, ayTOKPUHHOM CTUMYNSILMEA MOHOLMTOMO33a M YBE/IMYEHNIO YMCNa MakpoaroB B CeNe3eHKe,
MeYeHn, Nerknx, KOCTHOM Mo3sre. 3TO NPUBOAUT K HapYLLEHUKO MHOXECTBEHHbIX (PYHKLMIA 3TUX KNETOK, a
TaKKe paccTpoicTBam Perynsaupum reMornossa M 06MeHa BeLeCTB KOCTHOM TKaHW, YTO NIeKWUT B OCHOBE
LIMTOMNEHNYECKOrO CUHAPOMA M NMOPaXKEHMS KOCTHO-CYCTaBHOM CUCTEMbI. PacCMOTPeH KIMHUYECKWIA Cyyait
BbIsiBNEHNA 6GonesHW lowe | Trna y O6AM3KUX POACTBEHHWKOB - POAHBIX CECTep Ha OCHOBaHW
renarocrjieHoMerasimm, UMMYHHOW LIMTONEHWN, CNELMPUYECKOrO NOPaXKeHNst KOCTHO-CYCTaBHOM CUCTEMbI U
pe3ynbTaToB 3H3MMOAMArHOCTUKW. Ha (hoHe MpPOBOAWMMON 3aMeCTUTENbHON (epmeHTHON Tepanun (3PT)
WUMUTIIOLIEPA30il OTMEYaeTCs CTabunbHOe TeveHWe 3a60M1eBaHNst 6e3 NPU3HAKOB Mnporpeccun. MpumeHeHKe
pekomonHaHTHOM MLIB ans 3T xapaKTepnayeTcs XOpOLLEel NePeHOCMOCTbIO 1 OTCYTCTBYEM TOKCUYHOCTM.

Abstract

Gaucher disease is a lysosomal disease of accumulation with an autosomal recessive type of inheritance.
Mutations of the glucocerebrosidase gene lead to the development of the disease, which is manifested by
the cumulative in the cytoplasm of macrophages of lipids and the appearance of «Gaucher cells».
Accumulation of non-cleaved metabolic products in the cytoplasm of macrophages, contributes the
production of these cells pro-inflammatory cytokines, autocrin stimulation of monocytopoesis and
increase the number of macrophages in the spleen, liver, lungs, bone marrow. This leads to the violation
of multiple functions of these cells, as well as disorders of the regulation of hemopoesis and metabolism
of bone tissue, which is the basis of cytopenic syndrome and damage to the bone-joint system.

A clinical case of Gaucher disease type | detection in close relatives - sisters on the basis of
hepatosplenomegaly, immune cytopenia, specific damage to the bone-joint system and results of enzyme
diagnosis is considered. Against the background of enzyme replacement therapy (ERT) with imiglucerase
there is a stable course of the disease without signs of progression. The use of recombinant drugs for ERT
is characterized by good tolerability and lack oftoxicity.

KntoueBble cnoBa: 6onesHb [owe, epmeHTONaTWs, [NOKOLEpebpo3naasa, 3amMecTUTeNbHas
(hepMeHTHas Tepanus, CreHOMerams.

Keywords: GaucherDisease, enzymopathy, glucocerebrosidase, enzyme replacement therapy,
splenomegaly.
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BBegeHune

bonesHb Nowe (BIN) - 3T0 HacnefCcTBEHHAA (DepMEHTONATUA U3 TPYNMbl IM30COMHbIX 60-
nesHel HakonneHus. K passutuio 3a6onesaHuns NpUBOAUT HaCNeACTBEHHbIN AeULUT aKTUBHO-
CTU Kucnow P-rntokosmpassl (rnokouepedposmgassl (FLB)) - nM3ocomMHOro gepmeHTa, yyacT-
BYIOLLEro B pacnaje NpoAyKTOB K/eTOYHOro obmeHa Belwiects [Bopobbes, 2005; KpacHonosb-
ckas, 2005].

3aboneBaHne 6bIN0 BNepBbie onucaHo B 1882 rogy ¢paHuysckum Bpavyom Philippe
C.E. Gaucher, BblfenMBLIMM NAaTOTHOMOHWUYHbIE AN AaHHOW NaTONOrMW KNeTKU - Makpodarwu,
HakannusawLue NUNUAbI, KOTOPble NO34Hee MONYYUIU Ha3BaHWE «KneTku [owe». [laHHOe 3a-
6oneBaHMe MMeeT Hac/NeACTBEHHbIN XapakTep NMPOUCXOXAEHUS C ayTOCOMHO-PeLeCcCUBHbIM TU-
noM HacfefoBaHus. B ocHoBe 3a60neBaHUs - MyTauuu reHa rawkouepebpo3ngasbl, KOTOPbIi
HaxoauTca B pernoHe g21 Ha 1 xpomocome. K HacTosilieMy BPEMEHM pacrno3HaHO 6onee
200 myTaumin, n3 kotopbix 4 (N370S, L444P, 1448C, 1226G) - Hambo/iee 4acTo BCTpeyvaroLue-
ca 1 cocTasnawowme npumepHo 90 % Bcex myTauuidi B nonynsauumm 60nbHbIX BT [JlyknHa u gp.,
2013]. CyuwiecTBoBaHMe ABYX MYTaLNOHHbIX anfei reHa (roMO3MroTHOE Hacnef0BaHue) CBA3aHO
CO CHVKeHMeM (OTCYTCTBMEM) KaTaMTUYECKOW aKTUBHOCTM LUE. OTO NpMBOANUT K KyMynauum
B LMTOM/Ia3Me KNETOK HeyTWUIM3UPOBAHHbLIX NMMNUA0B. MHOrAa HeL0CTAaTOK PYHKUUN (hepMeHTa
BbI3BaH MyTaLMell He reHa rnkouepebpo3ngasbl, a reHa, KOTOpbI aKTUBUPYeT AaHHbIA (ep-
MeHT - cano3suHa C.

HakonneHune B LuMTOMNNa3Me MakpogaroB HepacLien/ieHHbIX MPOAYKTOB 06MeHa crnocob-
CTBYET NPOAYKLUN NPOBOCMANNTENbHbIX LLUTOKUHOB (MHTepPNEeKNH-1B, UHTEPNENKNH-6, (hakTop
HeKpo3a OMyxo/n a), a TakxKe LPYrMx MapKepoB akTUBMPOBaHHbIX Makpogaros (CD14, M-CSF,
XUTOTPUO3MAasa), ayTOKPUHHOW CTUMYNALUMM MOHOLMTOMNO33a W YBE/IMYEHUIO 4Yucna Makpo-
(haroB B Cefie3eHKe, MeYeHun, Nerkmx, KOCTHOM Mo3sre [JlykuHa, 2014].

Hanbonee 4actoli KAMHWYecKol opmoii 6onesHn owe sBnsetcs Tun |, KOTOPbIW
BCTpeYaeTcs Kak y [eTeil, Tak 1 B3poc/biX. CpefHWIA BO3pacT 60/bHbIX B MOMEHT MaHudecTa-
uuu 3abonesaHus Bapbupyet oT 30 fo 40 net. bonesHb lowe | TMNa MMeET WMPOKUIA CNeKTp
K/IMHNYECKUX NPOSBNEHWNIA: 0T 6ECCMMMTOMHOIO TeYeHUs 40 MACCUBHOW renato- U CrnjieHoMera-
NN, TSXeNbIX fethopmauunin ckeneta, 3HaYMTENIbHOW aHEMUM U TPOMOGOLUTOMEHUU, Pa3BUTUSA
TSXKeNbIX 0CNoXHeHu [ConoBbeBa u Ap., 2019]. MopaxeHne KOCTHO-CYCTaBHOW CUCTEMbI AB/IA-
eTCA O[HWM M3 OCHOBHbIX NPOsABeHUi 3a60neBaHns 1 Habnogaetca 'y 70-100 % 60nbHbIX. M0o-
paXKeHune KocTei npu 60ne3Hn Fowe MOXeT HOCUTbL 06paTUMbI M HeobpaTUMbIn XapakTep [Co-
nosbesa n ap., 2019]. Hanbonee 4yBCTBUTE/IbHLIM METOAOM AMArHOCTUKUA 06PATUMbIX U3MEHE-
HUA KOCTHOW cucTembl Npu BIC, OLEHKe CTEMeHW TAXECTU MNOpaxeHUs ABNAETCA MarHWUTHO-
pe3oHaHcHas Tomorpausa (MPT) [Katzetal., 2010; Lukinaetal., 2014].

OcHoBoli noaTBepXaeHnsA 60ne3HN Mowe ABAAETCA IH3MMOANATHOCTUKA C OMpejesneHn-
eM aKTMBHOCTW KWUC/ION B-rnioKouepebpo3njasbl B nenkoumTtax Kposu [J/lykuHa w gp., 2014].
[JonoNHNTENbHBIM BGMOXUMUYECKUM MApPKEPOM, XapakKTepHbIM Ans B, CnyXuWT CyLliecTBEHHOe
NOBbILIEHWE aKTUBHOCTW CbIBOPOTOYHON XMTOTPMO3UAA3bI - TUAPOANTUYECKOTO (DepMeHTa, KO-
TOPbI CUHTE3UPYeTCA aKTUBUPOBAHHLIMU Makpoaramn. Heo6XoAnMMo yuynTbiBaTb TO, YTO 6 %
06LLeil MoNyNALUN-HOCUTENIN TOMO3UTOTHON MyTauuu reHa XUTOTPMo3unaasbl, U 3TO BbipaxaeT-
CA B OTCYTCTBUWN aKTUBHOCTM pepmMeHTa B CbiBOPOTKe KpoBu [Lukinaetal., 2014].

Lienb nccnegoBaHusa - NPefCTaBUTb KAVHUYECKUWA Cnyyain BbisBieHUs 60ne3Hun Mowe |
TUna y 6/M3KUX POACTBEHHUKOB U OLEHUTb 3((PEeKTUBHOCTb 3aMeCTUTE/IbHOW (hepMeHTHOW Te-
panuu (3®T).

3afgaum uccnefoBaHus:

1 BbIfBUTb 0COGEHHOCTU KAUHUYECKUX MPOABIEHNIA 3a601€BaHNA Y NaLMeHTOB.

2. MpoaHanu3nmpoBaTb XapakTepHble N1abopaTopHO-MHCTPYMEHTA/bHbIE MoKa3aTe/n npu
AnarHocTmke 6onesHu lowe.

3. OueHNTb 3 (heKTUBHOCTL 3aMeCTUTENIbHOW PepMeHTHON Tepanuu.
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MaTepuanbl 1 MeTOAbl UCCNefOBAHUSA

Martepuanbl nccnefoBaHUa: NPOBOAUICSA PETPOCMEKTUBHBIN aHann3 aMbynaTopHbIX KapT
nauueHTOK - POLHbIX CECTep, Y KOTOPbIX MOATBepXAeH AuarHo3 6onesHu MNowe | tuna. Pac-
CMOTPEHbl OCOOGEHHOCTM K/IMHWYECKOro TeyeHuss 3aboneBaHus, MeTOAbl N1abopaTOpHO-
WHCTPYMEHTANIbHOW AMArHOCTUKMN 1 pe3y/ibTaTbl 3aMeCTUTE/IbHOW (hepMeHTHON Tepanuu.

Pe3ynbTaTbl U UX 06CYXaeHUE

Mog HabnogeHUeM remartosiora HaxoAAaTCcs ABE XXEeHUIMHbl - pPoAHble cecTpbl 70 neT u
59 net, y KOTOPbIX Obl NOATBEPX/AEH AnarHo3 bonesHm [owe | Tuna B 2008 r., nocne 4yero
Ha3HayeHa 3aMecTuUTeNlbHasa PepMeHTHasa Tepanusa (3DT).

KnunHunueckoe HabnoaeHue 1. bonbHaa P., 1949 roga poxaeHusa (70 net). C 1987 r. oT-
Meyanunch Xanobbl Ha 6011 1 TAXECTb B NpaBoOM nogpebepbe, 6011 B 1eBOM nogpebepbe, gucnen-
CUYECKMNe MPOoSAB/EHNS, YMepPeHHas MHTOKCMKaumus (cnabocTb, NOBbILWEHHAA NOTANBOCTb, YTOMAA-
eMocCTb). pu 06bLEKTUBHOM 06CNefoBaHUN BbisSiBNeHa renatoMmeranuns (nevyeHb +8,0 cm u3-nog
Kpasi pebepHoit ayru), cnneHoMmeranms (ceneseHka +6,0 CM U3-noj Kpasi pe6epHoit ayrn); KOCTHO-
cycTaBHaa cuctema 6e3 BUAUMMON NaTtonornn. bbin guarHoCTMPOBaH XPOHWUYECKUIA BUPYCHBINA re-
natut C, MUHMMasIbHasA CTerneHb aKTMBHOCTM, MO NMOBOAY KOTOPOro OHa noJjiyyana KOHCcepBaTWB-
HYl0 cumnToMaTuyeckyto Tepanuto. C 2007 r.. Npu3HaKM LMppOo3a NeYeHn, NopTanbHO runep-
TeH3un I1-111 cT., neyeHouHas HegoctatouHocTb I1-111 cT., HapacTana UMMYHHas LUTONEHUS.

O6uwuii aHann3 kposun oT 30.10.2007 r.: He - 110r/n, ap - 3,0*1012/n, neitk - 3,2*109/n,
Tpomb6 - 50*109n, CO3 - 51 mMm/u.

CTtann oTMeyaTbCa NPOSBNEHUS CMeunpnyeckoro nopaxeHns KOCTHO-CYCTaBHOM CUCTEMbI
(CTpyKTypHas nepecTpolika B BMAe OCTEONopo3a MeTadu3apHbIX 0TAeN0B 6efipeHHbIX, 60/bLuebep-
LLOBbIX KOCTEN; AuCTaNbHble 0TAeNbl MeTam30B 6eApeHHbIX KOCTe YMEPEHHO PacLUMpPeHbI).

Mopdonornyeckoe uccnefoBaHMe KOCTHOrO MO3ra Mo3BOSINO BbIABUTH KNeTKW [owwe

(puc. 1).

Puc. 1 MNyHKTaT KOCTHOr0 Mo3ra ¢ Knetkamu lrowe
Fig. 1 Bone marrow point with Gaucher cells

[rarHo3 okoH4YaTeNbHO NOATBEPXKAEH MO pe3ysibTaTaM 3H3UMOLUArHOCTUKW B (heBpasne
2008 r. LutoreHeTnyeckme mapkepbl (MLIP-aHanu3): B reHe HacnefCTBEHHOro reMoxpomarosa
(HFE) BbisiBNeHa myTaums, npuogawias K aMUHOKUCNOTHOW 3aMeHe H63D, B ofHOM annene
(reTepo3nroTHoe HacnegoBaHue). MyTauunii, NPMBOAALLNX K aMWHOKMCIOTHOM 3aMeHe C282Y u
S65C, He BbIsiBNeHo. Mapkepbl TpoMmbodunmn (MLP-aHanu3): B reHax taktopa V, MeTUNEHTET-
parmgpogonaTpefykrasbl U NPOTPOMOMHA MyTaLWii He BbISBNEHO.

[ata Hayana 3T umurnouepasor 30 EA/kr/BBefeHne - ceHTa6pb 2008 1. (2000 EA*2
pa3a B Mecsl), ¢ 2012 r. - 3200 EA/mecsu, ¢ 2013r. - 1600 EA/mecsu, ¢ 2014r. 1 no HacTosiLee
Bpems fo3a coctasnset 800 E/[l/BBefeHuMe.

KnuHuueckoe Ha6nwoaeHne 2. MauneHtka H., 1960 r. (59 neT). Y mnafLiei cecTpbl BO Bpe-
Ms 6epeMeHHOCTM B 1985 roay Gblna BrepBble BbisiBAeHa renatocniaeHoMeranms (nedexb +2,0-3,0 cm
n3-nog Kpas pebepHoi ayrun, ceneseHka +4,0 cM KU3-nog Kpas pebepHoin ayru), MMOKapauT, KOTopble
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pacueHeHbl KaK KapTuHa CUCTEMHOM KpacHoi BonyaHku (CKB), cepoHeraTMBHOI (opmbl. [ABura-
TeflbHas aKTUBHOCTb - 6e3 orpaHuyeHuwii. B TeueHue 1,5 neT nonydvana neyeHue MnpesHU30/10HOM
60 mr/cyT ¢ MoCTeneHHbIM CHUXeHuem [o3bl. B 1987 rogy avarHo3 CKB 6bin1 CHAT, TOrga e nepe-
Hecna OCTPbIA renatuT A, CONPOBOXAABLUMIACA CU/IbHBIMU 60NIAMU B KOCTAX C HEI(NEKTUBHOCTLIO
npumeHeHns HMBC. C aToro BpemeHn Haboganach ¢ AMarHo30M XpOHMYECKOro renatuTa, ¢ 2007 ro-
[a - UCXOA B LUMppo3 nedeHn. B thespane 2008 I. B CBA3W C BbIAB/IEHNEM Y POLHONM CECTPbI NALUEHTKM
60ne3HK " oLe NpoBefeH NEepecMOTP MA3KOB KOCTHOIO MO3ra - 06HapyXeHbl KneTku I owwue.

[unarHos 6one3Hun Mrowe 6b171 BEPUDOULMPOBAH C MOMOLLLK 3H3MMOANATHOCTUKKN U TLLP-
aHanmsa: B reHe HacnejcTtBeHHoro remoxpomartosa (HFE) BbisiBfieHa MyTauus, npuBogswas K
aMWUHOKUCNOTHOI 3ameHe H63D, B ogHOM annene (reTepo3nroTHoe HacnegoBaHue). MyTauuid,
NPMBOAALLNX K aMUHOKUCNOTHOM 3ameHe C282Y un S65C, He BbisBeHO. Mapkepbl TpomMbogu-
nmn (MUP-aHanu3): B reHax akTtopa V, MeTuneHTeTparmgpodonarpeaykrassl 1 NnpoTpomMounHa
MyTaLuil He BblfiBNeHO. eTepo3nroTHas mytaumus reHa PAI-1(4G/5G).

Jata Hauana 3®T - auBapb 2009 r. (2000 EO* 2 pas3a B MecAad), ¢ 2012r. -
3200 EO/ mec., ¢ 2013 1. - 1600 EfA/mec., ¢ 2014 r. 1 NOo HacToALlee BpeMs [03a COCTaBnseT
800 E/fl/BBEEHME.

Ha cdoHe nposogumoi 3PT y 06enx nayMeHTOK OTMeYaeTcs ynydylleHue nokasartenein
remorpammsl. lMokasatenn KpacHOW KPOBW BOCCTAHOBU/INCL Y 06enX NauMeHTOK, 1 B HacToALLee
BPeMS MPOSAB/IEHUI aHEMUYECKOrO CUHAPOMa He oTMeyvaeTcs (puc. 2, 3).

Puc. 2. InHaMmnKa nokasatenein sputpoUmToB Ha (hoHe NpoBoauMON 3D T y NauneHToK
Fig. 2. Dynamics of indicators of red blood cells during ERT in patients

Puc. 3. InHamuKa ypoBHS remoriobmHa Ha hoHe nposogumoii 3P T y naumeHToK
Fig. 3. Dynamics of hemoglobin level during ERT in patients
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YpoBeHb TPOMOGOLMTOB YBENMYMACA [0 HOPMalibHbIX MOKasaTefeil B cpefHEM uepes
8 NeT OT Hayana Tepanuu, NPOSBJEHNI reMopparnyeckoro CUHAPOMa He oTMevanock (puc. 4).
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Puc. 4. iInHaMunKa nokasatenein TpoMooLmMToB Ha (hoHe npoBogumMoli 3P T y naumeHToK
Fig. 4. Dynamics of platelet indices during ERT in patients

Y nepBoii nauneHTKN B Ae6toTe Oblna 60nee BbipaXXeHHas NeiKoNneHWs, U ypoBeHb Jieit-
KOLMTOB BOCCTaHaBAMBaNCAa MeAneHHo (TonbKo yepe3 10 net oT Hayana 3PT), ay BTOpOit cecT-
Pbl 3TU MOKasaTenu LOCTUIIN HOPMabHbIX LUpP paHblue (yepe3 7 neT oT Havana 3PT), npu-
4eM MHPEKLUMOHHBIX OCMIOXHEHU Ha (POHEe NPOBOAUMOMN Cneungruyeckoin Tepanum y HUX He OT-
meyanoch (puc. 5).
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Puc. 5. luHamunka nokasarteneii NenkouuToB Ha qoHe npoBoaumoin 3dT y naumeHTOK
Fig. 5. Dynamics of leukocytes indices during ERT in patients

CoxpaHseTtcst ymepeHHoe noBbiweHne CO3 (B npegenax 20-30 mMm/4), 4TO, BO3MOXHO,
CBA3aHO C Ha/JM4MeM CONyTCTBYHLWEW NaTtonorMm co CTOPOHbI MEYEeHW WU ABYCTOPOHHEro ro-
HapTpo3a C npu3Hakamu o6ocTpeHnsa y obenx cectep (puc. 6).
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Puc. 6. uHamnka nokasatenein CO3 Ha doHe nposogumoi 3P T y 06enx naumeHToK
Fig. 6. Dynamics of indicators of ESR during ERT in patients

Mo pesynbTatam Y 3W opraHoB OPHOLIHOA MONOCTM B AMHAMWUKE OTMeEYaeTcsi COXpaHeHue
renatomerasmm NPeMmyLLeCTBEHHO 3a CYeT MpaBoil f0/IN neveHn (BePOSTHO, 00YCNOBNEHO Nopaxe-
HVEM MeYeHn Ha (POHe XPOHUYECKOro renaruta) 6e3 TeHLEHUUN K YBENIMYEHUIO; pa3Mepbl NeBON
[ONW MeYeHn y BTOPOM NaLMeHTKN COKPaTUINCh B 2 pasa Ha hoHe nposogumoi 3T (puc. 7).
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Puc. 7. Pa3vepbl neveHn B AyHaMUKe Ha (hoHe npoBoauMon 3T y naumeHToK
Fig. 7. Dynamics of liver size during ERT in patients

Pasmepbl cene3eHKM Ha (oHe 3T y nepBoii MaLUeHTKN cokpaTUAnch B 1,5 pasa, 0fHaKo
COXpaHseTCA YMepeHHas crieHoMmeranus 6e3 npu3HaKoB rMnepcrnieHn3Ma, y BTOPOW YKEHLWHbI
ceneseHKa cokpaTuniach B 4 pasa M B HaCTOSLLEE BPEMS MMEET HOpMaribHble pasmepbl (puc. 8).
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Puc. 8. Pa3mepbl ceneseHkn (ANMHHKK) B AMHaMUKe Ha hoHe nposoauMoii 3T y naLneHToK
Fig. 8. Dynamics of spleen size during ERT in patients
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Mo pe3ynbTatam peHTreHorpaguu n MPT BbiiBNeHa KapTUHA MHOXECTBEHHbIX KOCTHO-
JIeCTPYKTMBHbIX 04YaroBbiX W3MEHEHWII 6eApeHHON, 60/blLUebepLOBO, ManobepLOBO KOCTEN,
YMEPEHHO BblpaXeHHble 6YN10BOBUAHbIE AethopMaunmn AUCTanbHbIX OTAEN0B 06emx 6efpeHHbIX
KocTen (puc. 9), y4aCTKMN paspexxeHUss KOCTHOW TKaHW C YMepPeHHbIM pacliupeHneM KOCTHOMO3-
roBOro KaHana Ha 3TOM YPOBHE; MPU3HaKn LeOpMUPYHOLLEro 0CTeoapTpo3a KOMEeHHbIX CycTa-
BOB C SIB/IEHUAMMW XOHAPOMANALUKN, AereHepaTUBHbIX N3MEHEHUI MEHUCKOB, YMEPEHHOrO BbIMO-
Ta B cycTaBe. bonee BblpaXeHHble M3MEHEHUA CO CTOPOHbI KOCTHOW CUCTEMblI OTMeYanuch y
BTOPOI MauMeHTKW, BEPOATHO, BBUAY paHHEro aebtota 3a6oneBaHmsa (C 25-neTHero BospacTa).

Puc. 9. PeHTreHorpaMmma 6efjpeHHbIX KOCTell B NpsAMOi NpoeKumn. bynasosuaHas fedopmays
AVCTa/bHbIX MeTa(um30B befjpeHHbIX KOCTel C pacLuMpeHneM KOCTHOMO3IOBbIX KaHa/10B
Fig. 9. R-graph of femoral bones in direct projection. Mace-like deformity ofthe distal metaphyses
ofthe femur with expansion of the bone marrow channels

Ha oHe npoBogumoin 3P T cTpyKTypa BellecTBa KOCTHOrO MO3ra 4acTMYHO BOCCTaHaB-
NnvBanacb, HO Npeo6nagannm HeobpaTMMble N3MEHEHMS KOCTHO-CYCTaBHOM cucTembl (puc. 10).

Puc. 10. MPT 6efpeHHbIX KOCTel C MHUbTPaLMeil KOCTHOO Mo3ra KieTKaMmu MoLle Ao neyveHuns (a)
nyepes 7 net 3PT (6)
Fig. 10. MRI ofthe femur with bone marrow infiltration by Gaucher cells before treatment (a)
and after 7 years of ERT (b)

BbiBOAbI

OTmMeyanncb onpefefieHHble TPYAHOCTM NPU PaHHEM BbifiBNIeHUN 3a60/1eBaHMA Y 06enx
nauMeHTOK, TaK Kak B feb6loTe 60/1e3HM [owe OTMeyanucb Hecneuudpuueckne KAMHUYECKUE
NPOAB/EHNS B BUAE renatomMerainun u CrnjaeHoOMerainu ¢ NposBAeHUAMU LuuToneHun. Moateep-
X[EHO reTepo3nroTHoe HacnefoBaHue 3abonieBaHusA. I3MEHEHUA KOCTHO-CYCTaBHOM CUCTEMbI
UMenu NpenMyLLecTBEHHO HeobpaTUMbIn xapakTep (6yn0BOBUAHbIE AehopMaunmn AUCTaNbHbIX
0TAenoB 6efpeHHbIX KOCTeW, HEOAHOPOAHOCTb KOCTHOW CTPYKTYPbl C YMEPEHHbIM paclunpeHu-
eM KOCTHOMO3roBOro KaHana). HasHayeHWe 3aMeCTUTENbHOW (hepMEHTHOW Tepanuu
CNoco6CTBYeT COKpaLLeHWUI0 pa3MepoB Ce/le3eHKW, HopMmanusauuu nokasateneli remorpammbl,
CTabuNbHOMY TeYeHU0 3a60/1eBaHNSA, OTCYTCTBUIO NMPOrPECCUU N OCIOXKHEHNIA.
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