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AHHOTAIMA

bonesns ['ome — 310 mu3ocomHast 60Ie3Hp HAKOIUICHUSI ¢ 2y TOCOMHO-PELIECCUBHBIM THIIOM HacienoBaHus. K
pazBuTHIO 3a00JI€BaHMs NPHBOIAT MYTAallMM TeHA TIFOKOIEepeOpo3uaasbl, YTO MPOSBISETCS KyMYISIe B
LUTOIIa3Me Makpo(aroB JHMINIOB W MOSBICHHIO «KJIETOK [lome». HakoruieHue HepacIienaeHHbIX
NPOAYKTOB OOMEHa BEILIECTB B LUTOIUIA3ME Makpo(daroB crnocoOCTBYET MPOAYKLUUH IIPOBOCHATIUTENBHBIX
UTOKUHOB, ayTOKPHHHOW CTHMYJISAIMEH MOHOILIMTOIOA3a M YBEIMYCHUIO YMcia MakpogaroB B ceJie3eHKe,
MICYEHH, JIETKUX, KOCTHOM MO3re. JTO MPHUBOAMT K HAPYIICHUIO MHOXKECTBEHHBIX (DYHKIMH 3THX KJIETOK, a
TaKKe PacCTPOWCTBAM PETrYISILMU TeMOIN033a U OOMEHa BEIIECTB KOCTHOW TKAaHH, YTO JIGKUT B OCHOBE
IIUTOTIEHUIECKOTO CHHJIPOMA U TIOpakKE€HHsI KOCTHO-CYCTaBHOM CHCTeMbl. PacCMOTpeH KIMHUYECKUH cirydait
BeIsiBIICHUsT Oosesnn [ome | Tuma y ONM3KHMX pOICTBEHHHKOB — POJHBIX CECTep HA OCHOBAaHHUH
renaToCcIIeHOMET K, UIMMYHHOH IIUTOIIEHNH, CHIEHU(PUUECKOTO TOPaKEHHUsI KOCTHO-CYCTaBHOM CUCTEMBI U
pe3yabTaTtoB sH3UMonMarHoctuku. Ha done mpoBomumoii 3amecturensHoi epmentHoit Tepammu (3DT)
HMUTTIIOLEPa3oil oTMeuaeTcsi CTabmIbHOE TeueHHe 3a0oseBaHus Oe3 mpusHakoB mporpeccuu. IIpumenenue
pexomOunanTHOU 1B st 3T xapakTepusyercst Xopoliel mepeHOCHMOCTBIO M OTCYTCTBUEM TOKCUYHOCTH.

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 of toxicity.

KiaroueBblie cioBa: 00JIe3HD FOH_IC, (l)epMeHTOHaTI/I}I, rmoKouepe6po3I/ma3a, 3aMCCTUTCIIbHAaA
(l)epMeHTHaﬂ TCparus, CIuICHOMCTalIuA.

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

bonesns [Nome (BI') — 910 HacneacTBeHHast pepMEHTONATUS U3 TPYIIIBI JTU30COMHBIX 00-
ne3Hel HakorieHus. K pa3BuThio 3a001eBaHus MPUBOJUT HACIEACTBEHHBIN JEQHUINT aKTHBHO-
CTH KHUCJION B-Timroko3uassl (riokonepedposunassl (I'1lb)) — nuzocomHoro dhepmenTa, ydact-
BYIOIIECTO B pacraje MpOoAYKTOB KIETOYHOro oOMeHa BemecTB [Bopoones, 2005; KpacHomob-
ckas, 2005].

3aboneBanue ObuTO BrHepBbie omucaHo B 1882 romy d¢panmy3ckum BpadoMm Philippe
C.E. Gaucher, BbIACTHBIINM NAaTOTHOMOHHYHBIC JJISl JAHHOW MATOJOTMU KIETKH — Makpodarw,
HaKaIJIMBAIOLIUE JTUIUIbI, KOTOPbIE MMO3IHEE MOMYYHIIN Ha3BaHue «kieTku ['ome». [lanHoe 3a-
OosieBaHUE MMEET HACIIEICTBEHHBIH XapaKTep MPOMCXOXKACHUS C ayTOCOMHO-PELIECCUBHBIM TH-
oM HacienoBaHus. B ocHoBe 3a0o0sieBaHMs — MyTallud Te€Ha TIIIOKOIEpeOpo3u1a3bl, KOTOPBIN
Haxoautcs B peruone 21 ma 1 xpomocome. K Hacrosmemy BpeMeHH pacrio3HaHo Ooiee
200 mytanmii, u3 kotopbix 4 (N370S, L444P, 1448C, 1226G) — nHanbosee 4acTo BCTpEUAOIIHE-
csi U cocrapistomue npuMmepHo 90 % Bcex myrauuii B nomyisiuu 6onbHeIx Bl [Jlykuna u ap.,
2013]. CymecTBoBaHME ABYX MYTaIlMOHHBIX a/UIeH reHa (rOMO3UTOTHOE HACJICIOBAHKE) CBSI3aHO
CO CHIKEHHEM (OTCYTCTBUEM) KaTtainuTuueckoil aktuBHocTy ['Llb. DTO npuBOAUT K KyMYJISILIUU
B IIUTOIJIa3Me KJIETOK HEYTHJIM3UPOBAHHBIX JMMUAOB. MHOrIa HepocTaTok QyHKIUU QepMeHTa
BBI3BaH MYTAIMCH HE T'eHa TIIFOKOIepeOpo3nIa3bl, a TeHa, KOTOPBIM aKTHBUPYET JAHHBIN (ep-
MEHT — cano3uHa C.

Hakomnenne B nuromiazme MakpodaroB HepaclleIUIeHHBIX MPOAYKTOB 0OMeHa croco0-
CTBYET MPOIYKIMH MPOBOCIATUTENbHBIX IUTOKMHOB (MHTEpICHKUH-1 3, MHTepiIeKkuH-6, hakTop
HEKpO3a OIYXOJIU 0), & TAKXKE IPYTUX MapKepOB aKTUBUPOBaHHBIX Makpodaros (CD14, M-CSF,
XUTOTPUO3U/Ia3a), ayTOKPUHHOW CTUMYJISIIMM MOHOILIMTOMO33a M YBEIMUYEHHUIO YHCIa MaKpo-
(daroB B cene3eHKe, MeUeHH, JISTKUX, KOCTHOM Mo3re [JIykuna, 2014].

HaunbGosee vacroii kamHudeckod ¢opmoit Oone3nu ['ome sBisercs Taum I, KOTOPBIA
BCTPEYAETCs KaK y AeTeH, Tak W B3pociubix. CpeaHuid Bo3pacT OOJbHBIX B MOMEHT MaHHU(ecTa-
uuu 3aboneBanus BappupyeT oT 30 mo 40 ner. bone3ns ['omie | THna umeer MIMPOKUNA CIIEKTP
KIIMHAYECKUX MPOSBICHUI: OT OECCUMIITOMHOTO TEYSHHS JO MACCHBHOM Irenaro- M CIijieHOMera-
JUY, TSOKENBIX nedopmanuii ckenera, 3HAUUTEIbHOW aHEMHH W TPOMOOIMTONEHHH, Pa3BUTHUS
TsDKeNbIX ocnokHenuid [ComoBbeBa u ap., 2019]. [TopaxkeHne KOCTHO-CYCTaBHOM CHUCTEMBI SIBJIS-
eTcs O/IHUM U3 OCHOBHBIX NMpOsABICHUN 3a00aeBanus u Habmogaercss y 70—100 % Gonbubix. [To-
paxxeHue kocteil mpu 6osie3Hu ['omre MokeT HOCUTh 0OpaTUMBIM U HeoOpaTuMbIi xapaktep [Co-
JoBbeBa U Ap., 2019]. Haubonee uyBCTBUTENBHBIM METOJIOM AMArHOCTHKH OOPATUMBIX M3MEHE-
HHU KOCTHOM cucTteMbl Ipu bI', OLIEHKE CTENEeHW TIMKECTU MOPAKEHUS SBISECTCS MArHUTHO-
pe3onancHast tomorpadus (MPT) [Katzetal., 2010; Lukinaetal., 2014].

OcHoBoli oaTBepskaeHus Oosie3Hu ['omie gBiseTcs SH3UMOIMATHOCTHKA C ONPEIEIICHU-
€M aKTUBHOCTH KHCIIOH P-TirokoriepeOpo3uasel B JeiikouuTtax KpoBu [Jlykuna u np., 2014].
JlonoHUTENbHBIM OMOXMMUYECKUM MapKepoM, XapakTepHbIM i BI', ciyxut cymiecrBeHHoe
MOBBIIIEHUE aKTUBHOCTU CHIBOPOTOYHON XHUTOTPHUO3UAA3BI — THIPOIUTHUECKOTO (hepMEeHTa, KO-
TOPBII CUHTE3UPYETCS aKTUBUPOBAHHBIMU Makpodaramu. HeobxonuMo yduteiBaTh TO, 4TO 6 %0
o01ieit MomyJIALUU-HOCUTEIN TOMO3UIOTHOW MYTallMU FeHa XUTOTPUO3UAa3bl, U 3TO BBIpaXkKaeT-
Csl B OTCYTCTBMH aKTUBHOCTH (pepMeHTa B chiBOpoTKe KpoBH [ Lukinaetal., 2014].

Heapb uccjienoBanus — MNPeACTaBUTh KIMHUYECKUN ciydyail BeisiBIeHHs Oone3nu [omre [
TUMA y OJIU3KUX POJICTBEHHUKOB U OLIEHUTH dPPEKTUBHOCTh 3aMECTUTEIbHONU (DEPMEHTHOH Te-
parmuu (3OT).

3agaun UcclenOBaHu:

1. BeisBUTH 0COOCHHOCTH KIIMHUYECKUX MPOSBICHUH 3a00/1€BaHMs Y MAI[IEHTOB.

2. Ilpoananu3upoBaTh XapakTepHbIE J1a0OpaTOPHO-UHCTPYMEHTANIbHbBIE MTOKA3aTeNu Mpu
auarHocTuke 6onesnu ["omre.

3. OuenuTtb 3P PeKTUBHOCTD 3aMECTUTENBHON (PEPMEHTHOM TepanuH.
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MaTepna.m,l H METOAbI UCCJICI0BAHUA

Marepuasnbl UCCIIEIOBAaHUS: TPOBOIMIICS PETPOCHEKTHUBHBIN aHATN3 aMOyJIaTOPHBIX KapT
MAIMEHTOK — POJHBIX CECTep, Y KOTOPHIX MOJTBEpkIeH auarno3 oonesnu ['ome | tuma. Pac-
CMOTPEHBI OCOOEHHOCTH KIMHHYECKOTO TEUeHHsI 3a00JeBaHUs, METOJbl JIabOpaTOpHO-
MHCTPYMEHTAJILHOM TUAarHOCTUKHU U PE3yNbTaThl 3aMECTUTEIbHONU (DEPMEHTHOMN Tepanuu.

Pe3yJ’IBTaTLI H UX oﬁcymelme

[Ton HabnroeHHeM reMaroyiora HaXOAATCs JIBE JKEHIIUHBI — poaHble cecTpbl 70 JeT u
59 net, y KoTOphIX ObUT TOATBEpkIeH nuarao3 bomesnu [Nome | tuma B 2008 r., mocne yero
Ha3Ha4eHa 3amMecTuTeNnbHas ¢pepmenTHas tepanus (3DT).

Kinnnueckoe nadaonenue 1. bonsnas P., 1949 rona poxaenus (70 ner). C 1987 r. ot-
MEYaJTUCh >KaJTo0bI Ha 00JIM U TSHKECTh B IIPaBOM IMopedepbe, 00 B JIEBOM Hopedephe, TUCTICT-
CUYECKHE TIPOSBICHHUS, YMEPEHHAsE HHTOKCHUKAIUSA (C1a00CTh, TIOBHIIMICHHAS] TIOTIIMBOCTD, YTOMIIS-
emocth). Ilpu oObekTuBHOM OOCIeOBaHUM BbIsBIEHA remaromeranus (medeHp +8,0 cM u3-mon
Kpast pebepHOl AyrH), cruieHoMeranus (cene3enka +6,0 cM u3-moj Kkpast pedepHoi ayTu); KOCTHO-
cycTaBHasi cucreMa 0e3 BUAMMOM MaToiorud. beut AHarHOCTHPOBaH XPOHUYECKUN BHUPYCHBIH Te-
natut C, MUHUMaJIbHAS CTENICHh aKTUBHOCTH, IO MOBOY KOTOPOTO OHA IMOJTydasia KOHCEPBATHB-
Hyt0 cuMmnromarnyeckyro tepanuio. C 2007 r.: mpu3HaKu LUMppo3a MEYEHH, MOPTAJIBHOU Turep-
tenszuu |-l ct., neuenounas nenocrarounocts -1l cr., HapacTana umMMyHHast TUTONIEHUS.

O6umii anamm3 kposu ot 30.10.2007 r.: He — 110r/1, 3p — 3,0x10%%/11, neiix — 3,2x10%m,
TpoM6 — 50x10%1, COD — 51 MM/u.

Cranm oTMeyarhCsl MPOSBICHUS CIIEU(PUUECKOTO MOPAKEHHsI KOCTHO-CYCTaBHOM CHCTEMBI
(CTpyKTypHasi TIEpecTpoiiKa B BHJE OCTEONOpo3a MeTahU3apHBIX OTAEIOB OeIpEeHHBIX, OOIbIIeOep-
IIOBBIX KOCTEH; TUCTAIbHBIC OT/IENIbI MeTahU30B OCIPEHHBIX KOCTEH YMEPEHHO PACIIUPEHBI).

Mopdornornueckoe UCCIeI0BaHHE KOCTHOTO MO3Ta IMO3BOJIWIO BBISIBUTH KJIETKH [ ore

(puc. 1).

s &
~_ \ 3 2
¥ 2%

s

s gt

Puc. 1. [Iynktat kocTHOro Mo3ra ¢ kiaetkamu ['ome
Fig. 1. Bone marrow point with Gaucher cells
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JlnarHo3 oKOHYATeIhbHO TOATBEPIKICH IO Pe3ysibTaTaM YH3UMOJHArHOCTHKH B (eBpae
2008 r. Lurorenernueckue mapkepsl (ITL[P-aHanu3): B reHe HACIE€ACTBEHHOTO reMOXpPOMaTO3a
(HFE) BbisiBIieHa MyTanusi, MPUBOIAIIAS K aMHHOKHCIOTHOHM 3amene H63D, B oaHOM aiiene
(reTepo3uroTHoe HacienoBaHue). MyTaruil, NpUBOAAIINX K aMUHOKHCIOTHON 3ameHe C282Y u
S65C, we BoIsIBIIeHO. Mapkepsl TpomOodmmmn ([TL[P-ananmu3): B reHax ¢akrTopa V, METHUICHTET-
paruapodonaTpeyKTa3bl ¥ IPOTPOMONHA MYTAIlHil HE BBISBIICHO.

Hata nauana 3OT nmurmonepasoii 30 EJl/kr/BBenenune — centsaops 2008 r. (2000 E*2
pasza B mecs), ¢ 2012 r. — 3200 E/I/mecs, ¢ 2013r. — 1600 EJl/mecsi, ¢ 2014r. u o HacTosiee
Bpems 103a coctasiusieT 800 EJl/BBenenue.

Kaunnuyeckoe Hadmonenue 2. [Tanuentka H., 1960 r. (59 ner). Y mnanimeit cectpsl BO
BpeMsi OepeMeHHOCTH B 1985 romy Obla BrepBbIC BBIABICHA TEMATOCIIICHOMETanus (IeYeHb
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+2,0-3,0 cM u3-mox kpasi pebepHO Ayru, cene3eHka +4,0 cM u3-mox Kpasi peOepHO ayrn),
MHOKapJIUT, KOTOPHIE PAaCcIICHEHBI KaK KapTUHA CUCTeMHOU kpacHoU Boimyanku (CKB), ceponera-
TUBHOU (hopMbl. JIBUraTenbHas akTUBHOCTh — 0e3 orpaHuueHuil. B teyenue 1,5 net momyuana
JIeYeHUE MPEAHU30I0HOM 60 MI/CYT ¢ MOCTENEeHHBIM CHIDKeHHEM 103bl. B 1987 roay nuarnos
CKB 06b11 cHSAT, TOTIa K€ TMEPEHEecIa OCTPBIN IremaTuT A, COMPOBOXKAABIINICS CUILHBIMHU OOJIS-
MU B KOCTAX ¢ HedpdekTuBHOCTHIO MpuMenenuss HIIBC. C aToro BpemeHnu Habito1amacey ¢ 1ua-
THO30M XpOHHYECKOoro remarurta, ¢ 2007 roma — ucxoj B muppo3 nedeHu. B ¢espane 2008 . B
CBSI3H C BBISIBIICHUEM y POJIHOM CECTPhI MAIIMEHTKU OoJie3HH [ olie mpoBeIeH MepecMOTp Ma3KOB
KOCTHOT'O MO3ra — OOHapy>KeHbI KJIeTKH [ ore.

Juarno3 6onesnu [omre ObUT BepuGUIIMPOBAH € MOMOIILI0 SH3UMOuarnocTuku u [111P-
aHaJiM3a: B TeHe HacieacTBeHHOro remoxpomaro3a (HFE) BoisiBaeHa myrauus, mpuBozsias K
aMUHOKHUCIIOTHON 3ameHe H63D, B oqHoM amiene (TeTepo3uroTHoe HaclieqoBaHue). Myraiui,
MPUBOAIINX K aMUHOKUCIOTHON 3ameHe C282Y u S65C, He BwIsABIeHO. Mapkepsl TpoMOohu-
muu (IT1P-ananu3): B renax Qakropa V, MeTHiIeHTeTparuaApodoIaTpeIyKTa3bl U MPOTPOMONHA
MyTalii He BIsABICHO. ['eTeposurorHast myrtarus reda PAI-1(4G/5G).

Hara wnawama 3®T — suBaps 2009 1. (2000 EJx 2 pa3za B mecsn), ¢ 2012r. —
3200 EJI/ mec., ¢ 2013 r. — 1600 E/l/mec., ¢ 2014 r. u mo HacrosIee BpeMs 103a COCTaBJIsAET
800 E/l/BBencHue.

Ha ¢one npoBogumoii 30T y obenx MmanueHTOK OTMEYaeTCs yNydllleHHe MoKa3aTesen
remorpamMel. [lokazarenu KpacHOU KPOBH BOCCTAaHOBWIIMCH Y 0OEUX MAI[UEHTOK, U B HACTOSAIIEE
BpeMsI IPOSIBJICHUI aHEMUYECKOT0 CUHIpOMa He oTMeuaeTcs (puc. 2, 3).
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Puc. 2. Jlunamuka nokasareneit sputpouutos Ha pone nposoaumoii 3T y nanueHTok
Fig. 2. Dynamics of indicators of red blood cells during ERT in patients
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Puc. 3. lunamuka ypoBHs remornoouna Ha (one nposoaumoit 30T y nanueHToK
Fig. 3. Dynamics of hemoglobin level during ERT in patients
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YpoBeHb TPOMOOIIMTOB YBEIMUYWICS JO HOPMaJbHBIX MOKa3aTeiel B CPEAHEM depe3
8 neT oT Hauana Tepanuu, TPOSBICHUI reMOPParndeckoro CHHIAPOMA HE OTMEUanoch (puc. 4).
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Puc. 4. lunamuka nokasareneit pomoonuToB Ha Gone npoBoaumoii 3OT y manueHTok
Fig. 4. Dynamics of platelet indices during ERT in patients

VY nepBo#i manueHTKu B 1e0roTe Obuta OoJiee BBIpaKEHHAs JICHKOIIEHHS, M YPOBEHD JICH-
KOIIUTOB BOCCTaHABJIMBAJICA MeAJIEHHO (Tosbko yepe3 10 ner ot Havana 3dT), a y BTOpOii cect-
PBI OTH TIOKA3aTe N JOCTUTIN HOpMAIbHBIX mudp panbme (depe3 7 et ot Havana 3DT), npu-
YyeM MH(EKLMOHHBIX OCJIOXKHEHUH Ha (OHE MPOBOAMMOI crienupUIecKoi Teparuu y HUX He OT-

Meqanock (puc. 5).
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Puc. 5. Jlunamuka nokasarteseit geiikonutor Ha ¢pone nmpooaumMoit 3OT y manueHToK
Fig. 5. Dynamics of leukocytes indices during ERT in patients

Coxpansiercsi ymepennoe noBbimenne COD (B npenenax 20-30 MM/49), 9TO, BO3MOXKHO,
CBSI3aHO C HAJIMYHEM COMYTCTBYIOIIEH MAaTOJIOTMU CO CTOPOHBI MEYEHH U JBYCTOPOHHETO TO-

HapTpo3a ¢ MpU3HAKaMu 000CTpeHus y 00enx cectep (puc. 6).
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Puc. 6. Iunamuka nokazareneit COD Ha pone npoBoaumoii 3OT y obenx nanueHTox
Fig. 6. Dynamics of indicators of ESR during ERT in patients

[To pesymbraram Y3U opraHoB OprOIIHON MOJIOCTH B JWHAMUKE OTMEYACTCS] COXPaHECHUE
rernaroMerajiiy IpeuMyIecTBEHHO 3a CUeT IPaBOi JOJIU Me4eHH (BEPOSITHO, 00YCIIOBICHO MOpaxe-
HHUEM TIe4eHH Ha (JOHE XPOHWYECKOro TrermaTuTa) 0e3 TeHICHIMU K YBEIMYCHHIO; pa3sMephl JICBOM
JI0JIY [ICYEHHU Y BTOPO MAIlMEHTKU COKpaTWIUCh B 2 pa3a Ha (one mposoxumoit 30T (puc. 7).
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Puc. 7. Pazmepsr nneuenn B iuHamuke Ha Gone npoBoaumoii 3T y nanueHToK
Fig. 7. Dynamics of liver size during ERT in patients

Pasmeps! cenesenku Ha pone 3OT y nepBoil manmeHTKH COKpATIIIACH B 1,5 pas3a, 01HaKO
COXpaHseTcs yMepeHHas CIJIeHoMeranus 0e3 MPU3HAKOB TMIIEPCIUIEHN3Ma, Y BTOPOH JKEHIMHBI
cesie3eHKa COKpaTUiIach B 4 pa3a M B HACTOSIIEE BpEMs UMEET HOpMaJIbHBIE pa3Mephl (puc. 8).
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Puc. 8. Pa3mepsl cene3eHky (ATMHHUK) B JUHaMUKe Ha QoHe npoBoauMoit 3OT y manueHTok
Fig. 8. Dynamics of spleen size during ERT in patients
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ITo pe3ynbraram pentreHorpaduu u MPT BbIsiBIeHa KapTHHA MHOKECTBEHHBIX KOCTHO-
JIECTPYKTUBHBIX OYaroBbIX M3MEHEHUH OeApeHHOH, OonblieOepiioBoii, Mago0epIioBoOil KOCTeH,
YMEPEHHO BBIpaKEHHbIE OyJIOBOBUAHBIE JeOpMallMK AUCTAIBHBIX OTAEIOB 00enx OeApeHHbIX
KocTel (puc. 9), ydacTku pa3pexeHHsi KOCTHOW TKaHW C YMEPEHHBIM PacIIMPEHUEM KOCTHOMO3-
rOBOT0O KaHajla Ha 3TOM YPOBHE; MPU3HAKU Ae(POpPMUPYIOIIEro 0CTe0apTpo3a KOJEHHBIX CYCTa-
BOB C SIBJICHUSIMU XOHJIPOMAJISILIM, I€T€HEPATUBHBIX N3MEHEHUN MEHUCKOB, YMEPEHHOI'O BBIIO-
Ta B cycraBe. bojee BbIpaKCHHbIE M3MEHEHHsI CO CTOPOHBI KOCTHOM CHCTEMBI OTMEUANIUCh Y
BTOPOH NaIMEHTKH, BEPOSATHO, BBUAY PaHHETO e0ioTa 3a00neBanus (C 25-1€THETO BO3pacTa).

Puc. 9. PentreHorpaMmma OepeHHBIX KOCTEH B MPpsAMOii TpoeKnu. bynaBoBugHas nedopmarus
JMUCTATFHBIX MeTa(hn30B OEIPEHHBIX KOCTEH C pacCIIMPEHHEM KOCTHOMO3TOBBIX KaHAJIOB
Fig. 9. R-graph of femoral bones in direct projection. Mace-like deformity of the distal metaphyses
of the femur with expansion of the bone marrow channels

Ha ¢one npoBogumoii 3OT cTpykTypa BemecTBa KOCTHOIO MO3Tra YaCTHYHO BOCCTaHAB-
JMBajach, HO Mpeobasanyu HeoOpaTUMbIe H3MEHEHHsI KOCTHO-CYCTaBHOM cuctemsl (puc. 10).

Puc. 10. MPT GeapennbIx KocTel ¢ WHGMIBTpaeld KOCTHOTO MO3ra KiieTkaMu | ome 1o neyenus (a)
u uepe3 7 net 3T (0)
Fig. 10. MRI of the femur with bone marrow infiltration by Gaucher cells before treatment ()
and after 7 years of ERT (b)

BriBoabI

OTMmeuanuch ornpeaesaeHHble TPYAHOCTH MPHU paHHEM BBISBICHUM 3a00J€BaHUs y 00enx
NalMeHTOK, TaK Kak B jae0roTe Oone3nu [omie oTMedanuch Hecnenu@uueckue KIMHUYECKHE
MPOSIBJICHUS B BUJIE T'eMaTOMETaIud U CIUICHOMETajJuu C MposiBiIeHusIMU 1uToneHuu. [loarsep-
KJIEHO T'eTepPO3UIOTHOE HacieloBaHMe 3a0oseBaHUs. MI3MEHEHUsT KOCTHO-CYCTaBHOW CHCTEMBI
UMeNH MPEeUMYIECTBEHHO HeoOpaTuMbIil Xxapakrep (Oyl0BOBHAHBIE JedOpMalluU TUCTATbHBIX
OTJeNIOB OeIPeHHBIX KOCTEH, HEOJHOPOAHOCTh KOCTHOM CTPYKTYpPBI C YMEPEHHBIM PACHIMPEHU-
€M KOCTHOMO3roBoro kaHaia). Ha3nauenue 3amecTutenbHOM (EepMEHTHOM Tepanuu
CIOCOOCTBYET COKPAILEHHIO Pa3MEpOB CEJIe3€HKH, HOPMAJIHU3alMK IOKa3aTele reMorpamMmsl,
CTaOMIIBHOMY TE€YEHHUIO 3a00JI€BAHNUS, OTCYTCTBHIO IPOIPECCUH U OCIIOKHEHUI.
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