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Onucamnvl KIUHUYECKask Kapmuia, Kiaccuguxayust u ouachocmuxa 6onesuu ITowe (BI). OCHOBHOU npuduHOt cMoKou uH-
sanuouzayuu npu bI” muna 1 aensemcs nopasicenue ckenema. Ilpeocmasneno kaunuyeckoe naomooenue bl ¢ kocmuvimu
nposGIenusIMU Y pedenKa 3 iem, y KOmopo2o He6epHO YCMAaHOBIEHHbII OUACHO3 SUCIUOYUMO3A U HA3HAYEHUe HeddeKEamHouU
mepanuu npueeny K npocpeccuposaniiio 3a001e6anus ¢ pazgumuem namonocuieckux nepeiomos. Ilokasano, umo eouHcmeen-
HbIM dhpexmusnbiM Memooom nevenust BI” saensemcs namoeenemuyeckas ghepmeHmo3amecmumentHas mepanusl.

KnwoueBnie cnoBa: ()emu; bonesnn FOWE,' ,B-D-Z/ZIOKOI)’Z/IO(L')’G,' umuenryepasa, namoaocudecKue nepeiomsl, Kocn-
Hble KPpU3bl, aecmpykuu}z KOCMHOU MKAHU, KCAHMOMHbLE KJIemKU, CUCMUOYUMO3, 2enamocnieHome2aiusl.
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GAUCHER DISEASE TYPE 1 WITH BONE MANIFESTATIONS IN A CHILD OF 3 YEARS

Scientific Centre of Child Healthcare, 2, building 1, Lomonosov avenue, Moscow, Russian Federation, 119991

There is described the clinical picture, the classification and diagnosis of Gaucher disease (GD). The main cause of
persistent disability at GD type 1 is skeleton damage. There is presented the clinical observation of Gaucher disease with
bone manifestations in a child of 3 years, in whom the incorrectly made diagnosis of histiocytosis and the appointment
of inadequate therapy led to the progression of the disease with the development of pathological fractures. The only
effective treatment for Gaucher disease was shown to be the pathogenetic enzyme replacement therapy.

Key words: children; Gaucher disease; p-D-glucosidase; imiglucerase; pathological fractures, bone crises;

destruction of bone tissue; xanthome cells, histiocytosis; hepatosplenomegaly.

onesns [ome (BI') — ayTocoMHO-periecCHBHO HaclTe-

Jyemasi pacrpoCTpaHeHHas JTM30COMHast OOJe3Hb

HaKOTIJICHHUS], BOHUKAIOIIAsT B pPe3yJbTare CHIDKE-
Hust QyHkiun ¢epmenta -D-mmoko3unasel, BeaeacTBrue
MyTaluii B TeHe TTokonepedpo3uaasel, GBA1, pacmoo-
JKEHHOM B XpoMmocoMme 1q21. B HacTos1ee Bpems onrucaHo
oonee 300 MyTaHTHBIX aJUIeliei, KOTOPbIC YaCTUYHO WU
MIOJTHOCTBIO  OJIOKUPYIOT KATAJTUTUYECKYH) aKTUBHOCTh
B-D-mmroko3uaasel. JlepUImT akTHBHOCTH (hepMeHTA MPH-
BOJIUT K HAKOTUICHUIO CyOCTpara, CII0YKHOTO TTHKOIHTIIIA
DITIOKOTIEpeOpO3na B TKAHEBBIX Makpodarax ImedeHH, ce-
JIe3E€HKU 1 KOCTHOTO Mo3ra [1, 2].

Yacrora bI' B oOmieit momymsunu coctaBnser 1 Ha
40 000-75 000 nacenmenus. Cpenu eBpeeB-alllkeHa3u
(BeIxOmIIEB M3 BocTounoit EBpornbl) yactora 3Toro 3a00-
neBaHusl HanOonee Bhicoka: | Ha 450 venoBek. BriepBbie
9TO 3a00JeBaHNe OBLIO OMMCAHO (PPaHITy3CKUM JIepMaro-
norom @.Y. I'omre (Ph. Ch. E. Gaucher) B 1882 1.

Knunmuecknit nedror BI' BrirowaeT remarocriieHo-
METaJHMI0, TeMaTOJIOTHYecKue W3MEeHeHus (TpomOonu-
TOIIEHUs], aHEMHs, JIEMKOMEHHs), KOCTHBIE MOpPaKEHUs
(XpoHnueckasi KOCTHast 00JIb, KOCTHBIE KPH3bI, CHHXKE-
HUE MUHEPAJILHOW IJIOTHOCTH KOCTHOW TKaHU, HH(papK-

Jlost koppecnonienuu (correspondence to): I ynooouna Onvea Cma-
HUCIA608HA, KAH]I. MEJl. HAYK, 3aB. OT/-HUEM BOCCTAHOBUTEIILHOTO JIeUe-
HUs JieTeil ¢ 00JIe3HAMH OpraHoB mHieBapuTeiabHoi cucrembl GI'BHY
«HayuHblii eHTp 310pOBbs eTei», e-mail: gundobina@nczd.ru

THI TPyOYaThIX KOCTEH, OCTEOHEKPO3, OCTEONN3 U TaTo-
JIOTHYECKUE TIEPEJIOMBI), HAPYIICHUS pOCTa U CHIKEHNE
kadecTBa xku3HU [2]. TpagumuonHas xnaccuduxamnus bI°
BBIJIENISIET TPHU KIMHUYECKH pa3nuyaromuecs (opMBbl.
Tun 1 (He-HeilpoHOMaTHYECKU) XapaKTepU3yercs OT-
CYTCTBHMEM HEBPOJIOTHYECKON CHUMIITOMATHKH, BCTpEUa-
ercs vame apyrux (6onee 90% Bcex ciyuyaeB bI'). [lBa
Ipyrux tina bI' accouuupyroTest ¢ BOBJICUEHUEM B MPO-
necc IHHC: tum 2 (ocTphIif HEHPOHOTATHIESCKUI) U THIT
3 (XpoHHUECKHI HelipoHonaTnueckmii) [1].

B cooTrBeTcTBHM € MEXIyHApOAHBIMH KPUTEPUSIMHU
B Hacrosiniee Bpemsi AuarHoctuka bl ckianeiBaercs
U3 psia MOCIEeNOBaTeIbHBIX JTamoB: 1) oOHapykeHue
XapaKTepHbIX KIMHUYECKUX TPU3HAKOB 3a00JICBaHUS;
2) u3MepeHne akTUBHOCTH [-D-mimoko3uasbl B JIEHKO-
UTax; 3) MOJIEKYJISIpHO-TeHeTHYeCKui aHanmu3. OCHOB-
HBIM KpPUTEpPHEM IIOCTaHOBKM aumarHoza bl sBisercs
CHIDKEHHE aKTUBHOCTH (epMmeHTa [3-D-rimroxo3umassl
meHee 30% oT HOPMBI.

OCHOBHOM NMPUYUHOMN CTOMKOM MHBaJIMIU3AIMH TIPH
BbI' Tuna 1 sBisercs nopaxeHue ckenera. TsxecTs mo-
paKEHUH B 3aBUCUMOCTH OT MOMEHTA TIOCTAHOBKH JHa-
THO3a ¥ Hauyaja JICYCHHs PA3InyHasi — OT KIACCUYECKUX
nedopmanuii MeTau30B TPyOUATHIX KOCTEH IO TsKe-
JIBIX TTaTOJIOTUYECKHUX TIEPEIOMOB, OYaroB JIUTHYECKOH
JNECTPYKIIMM ¥ ACENTHYECKHX HEKPO30B TOJOBOK Oe-
JIpEHHBIX KocTed. VI3MeHeHUs B KOCTHOM TKaHW — Clea-
CTBHE 3aMEIEHHs] HOPMAIbHBIX 3JIEMEHTOB KOCTHOTO
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Mo3ra MHQpMIBTpaTaMu KieTok [ome. Y OonbmiMHCTBA
nanueHToB ¢ BI' cHmkaeTcss MUHEpallbHAsl IIOTHOCTh
KOCTHOM TKaHH, IPOUCXOAUT OTEPsi KOCTHOM Macchl. Ha
pEeHTreHorpamme KocTHble u3mMeHenust npu bI' nposiss-
FOTCSl NCTOHYEHUEM HaJIKOCTHHIIBI, YHIOCTAIFHON 3y0-
YaTOCTHIO M TOHIKEHHON TPaOeKyIsIpPHOCTHIO KOCTHOM
TKanu. JlucranbHbie MeTadu3sl Oepa B3AyBalOTCS B BH-
ne «OymaBbD» WM «KOJIOBI», OHH TaKXKE U3BECTHHI B JIU-
Teparype Kak «Kolobl Dprnenmeiiepay. JleHcutomeTpus,
IpUMeHsieMas y JeTel ¢ 5-IeTHEro Bo3pacTa, BBIABISCT
CHIDKEHUE MHUHEpaJIbHOU IUIOTHOCTU KOCTHOM TKaHU U
HCIIOJIb3YETCSl KaK AJIsl PAHHEW JUarHOCTUKU CUCTEMHOM
OCTEOTIEHUH, TaK U JUIsl MOHUTOPUPOBaHHUS JiedeHus [3].

Haxorienne kietok [ome B KOCTHOM MO3Te MIPHBO-
T K OTEKY, YBEITMUCHUIO BHYTPUKOCTHOTO JIABJICHUS U
OCTPBIM OOJISIM, KOTOPBIE N3BECTHBI KAK KOCTHBIC KPH3HI.
KnHnveckas kKapTHHA KOCTHOTO KpH3a Moj100Ha KapTHHE
OCTEOMUENNTA, HO MPH KOCTHBIX KPHU3aX MOCEBBI KPOBU
Ha OakTepuaibHyO (QJopy orpunareibHsl. [Iporpeccu-
pytoriast nHGWIETpanus KieTkaMmu [orre KocTHOro Mo3ra
MOYKET TIPUBOIUTH K CYXXCHHIO COCYIOB, MX OKKITIO3HH,
TPOMOO3yY, UTO BBI3BIBACT PA3BUTHE MATOIOTHICCKUX OYa-
TOB OCTEOHEKPO3a U CKIEPO3MPOBAHUE KOCTHOU TKaHH.
OcTteoHekpo3 00BIYHO MOpaXkaeT rOJIOBKH OEAPEHHBIX KO-
CTeH, HO Y HEKOTOPBIX OOJILHBIX ATOMY MPEAIIECTBYET BO-
BJICYEHHE B TIATOJIOTHUYECKHIA TIPOLIECC MEWKH OePEHHON
kocTH [4]. be3 cBoeBpeMeHHOr0 JIeUeHHsI aHATOMUYECKUE,
(yHKIIMOHAJBHBIE W TPOQHUYECKHe HapyIIeHHs B TOpa-
YKCHHOM TOJIOBKE OSIPEHHOU KOCTH MPUBOISIT K TSHKEITBIM
BTOPHYHBIM U3MEHEHUSIM CTPYKTYP CyCTaBa C Pa3BUTHEM
KOKcapTpo3a. B psnme ciaydaeB 310 TpeOyeT MpoBEACHUS
XUPYPTUYECKOT0 JCUCHUS — SHAONPOTE3UPOBAHUS Ta300e-
JPEHHOI0 CYCTaBa, YTO MO3BOJISIET BOCCTAHOBUTH OMOPHO-
JIBUTATENIbHYIO (QYHKIIMIO HHKHEH KOHEUHOCTH [5].

BI' Tuna 1 — nepBas nM30coMHas NaToJIOrHsl, IPU KOTO-
poli ycrienTHo OblIa MpuMeHeHa (hepMeHT3aMECTHTETbHAS
teparmst (P3T). IlepBoHayaapHO B KauecTBe Ipemnapara
Jutst JiedueHus bl mpuMeHsiiach ianeHTapHo MOy IeHHAS
nmoxonepedposnaasa (anermorepasa), ¢ 1994 r. B repannu
UCIIONIB3YeTCs. PEKOMOMHAHTHAs TIIOKOIepeOpo3uia3a
(umunroniepasza). murimronepasa mo3BossieT KyIupoBaTh
OCHOBHBIC KIIMHMYECKHE TPOSBIICHUS 3a00IeBaHMs, CIIO-
COOCTBYET IIMMHHAIIMN KOCTHBIX KPH30B, CTA0HIIH3aIIUH
MUHEPATBHOHN IIOTHOCTH KOCTEH, 0OpaTHOMY pPa3BUTHIO
MHQWIBTPAIIIA KOCTHOTO MO3Ta, KOMITCHCAINA 3aIePK-
Ku pocta. Takue BhIpaKEHHBIC KOCTHBIE HAPYIICHUS, KaK
OCTEOHEKPO3, OCTEONIN3 HEOOPAaTUMEBI, TEM HE MEHEE paH-
Hee Hayaso JICUCHUS] CHUYKACT PUCK TOKEIBIX MOPAXKCHUN
KOCTHOMU CUCTeMBI [6].

Knunuyveckuii npumep

bBoasuoit ®., 2002 roga poxaeHus, HaOmoAaeT-
Csl B OT/ICJIEHUHM BOCCTAaHOBUTEIBHOIO JICUCHMS JieTeH C
0O0JIe3HSIMHU OpPraHOB MUIlleBapUTeNbHON cucteMbl HU
NpOQUIAKTHUECKON MenaTpun U BOCCTAHOBUTEIBHOTO
neuennss ®I'BHY HII3/l ¢ auarno3zom «bonesns lorie
trma 1» ¢ nekadps 2012 r.

W3 anamHe3a M3BECTHO, UYTO PeOCHOK OOJeH ¢ 3 JeT,
KOT7Ia BIEPBBIE MOSBMIIMCH OOMM B KOJIEHHBIX CyCTaBax
C TIOBBIIIEHHEM TeMIlepaTypsl Teja (MaKCHMAaJbHO JI0
38,5°C). IlemmarpoM 1m0 MECTy KHTEIBCTBA CHMITTOMBI

Puc. 1. KomnbotepHas Tomorpamma Ta300eJpeHHBIX CYCTaBOB (sH-
Bapp 2012 1)

ObUTH pacIieHeHbI Kak TeueHne apTpuTa. B nedennn momy-
yan HypodeH, aHTHOaKTepHaIbHYIO Teparuio 6e3 BbIpa-
sxenHoro 3¢ dekra. B Bozpacte 5 et (2007 r.) poaurenu
oOparuiyu BHUMaHUE Ha TO, 4TO pebeHOK xpomaerT. [Ipu
00CIeIOBaHNK Ha PEHTIeHOrpaMMe Ta300€IpPEHHBIX CY-
CTaBOB BBIABJICH 0Yar JECTPYKIMU KOCTHOM TKaHU B IIEH-
Ke TIpaBoil OenmpenHol koctu. [lo pesymsratam OuOIICHH
KOCTH M3 OYara nopa)xeHus! BBISIBIICH TUCTHOITUTO3 U3 KITe-
Tok Jlanrepranca. Bpagsamu mo MecTy KHUTEIbCTBA OBLIO
IPEUIOKEHO MIPOBEACHUE JIyUEBOM Teparuu, 0T KOTOPOi
ponuTesnu peOCHKa 0TKa3aIMCh. B anbHelieM B TeueHne
5 Jer ManpuuK HaOIFOIAIICs OPTONEOM H XHPYPrOM IO
MECTY JKUTEJIbCTBA. JIeueHue He MPOBOIUIOCH.

C oktsa6pst 2011 T. OTMEYEHO CHI)KEHUE TBUTATEIh-
HOW aKTUBHOCTH, MOSBUJINCH 00K B 00acTu Oeiep, Jiu-
xopazaka j1o 37,5°C. Tlonyvan HeCTEpOUIHbIE MPOTUBO-
BOCTIAJIUTEIILHBIE TIPernaparsl BHYTPh U MECTHO C Kpart-
KOBPEMEHHBIM 3D (DEKTOM.

B suBape 2012 . npu oOciieoBaHUM TUArHOCTHPO-
BaH IaTOJIOTMYECKHIA IEPEJIOM IISHKH PaBoi OeIpeHHOMH
koctH (puc. 1). B kimnuHMYeckoM aHann3e KpOBU BIEPBBIE
BeLsiBIIeHBL: aHemust (Hb 110 1/m) u TpoMOOIHUTOIIEHUS 10
96-10°/n1. BhINoiHEH MeTaIOCTEOCHHTES (pHC. 2), Tpo-
BeJleHa TIOBTOPHAs! OMOTICHS KOCTH. J{MarHo3 rucTorurosa
u3 knerok Jlanrepranca nonreepskaeH. C gespans 2012 1
MIOSIBIJTUCH )KaJlo0bl Ha caboCTh, yTOMIIAEMOCTb, TTOBBI-
IIEHHYIO [TOTJIMBOCTD, MOSIBJICHUE CIIOHTAHHBIX TEMaToM,
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Puc. 2. PentreHorpamma npaBoii 6eipeHHOI KOCTH TOCIIe IIPOBe/ie-
HUS OTIepanuy MeTauiocteocunTesa (pespans 2012 1)

PELMINBUPYIONINX HOCOBBIX KPOBOTEUEHHH, B CBSI3U C
YeM TOCTYNHJ Ha 00CJIEIOBaHHWE B T'eMaTOJIOTHYECKOe
OT/IENIEHHE TI0 MECTY JKHUTeNbCTBa. B mporecce ocmorpa
BIICPBBIC BBISIBIICHA TEMATOCIICHOMET AU, TPH KOMITBIO-
tepHo# Tomorpaduu (KT) — ouaru nepecTpoiiku KOCTHOM
TKaHH B KOCTSIX Ta3a U mielike yieBoro Oenpa. [Iposene-
Ha MyHKIUS TIPaBOM M JIEBOM IMOAB3IOUIHBIX KOCTEH, I10
JTaHHBIM MueIorpamMmbl oT 20.02.2012: GacTHBIC KISTKA
2,3-2,7%, runepruia3us 3pUTPOUIHOTO POCTKA, OOIBIIOE
KOJTMYECTBO KCAHTOMHBIX KIIETOK. JlaHHBIE mabopatop-
HBIX MCCJICIOBAHUI: B KIIMHUYECKOM aHanm3e kposu Hb
1091/m, TpomboItuTe! 146-10%/11; GHOXMMITYECKUIT aHATH3
KpOBH 0€3 MaTOJIOTUK; MapKePhl BUPYCHBIX TeNaTuToB B u
C — orpunarensueie. COCTOSHUE PACLIEHEHO KaK Mporpec-
CHpOBaHHE OCHOBHOTO 3a0osieBaHus. PeOeHKy mpoBeneHo
2 kypca xumuoTepanuu 1o nporokony LCH 3, uarencu-
(ukarus 1 (BUHOJNACTHH, MPETHU30JI0H); TOIOKUATEIh-
HOW quHAMHKH He Obut0. 1o pesymnbratam obcienoBanus
B Mae 2012 r. remaTocIuieHOMETausi B IPEKHEM 00beME.
B urone 2012 1. B cBs3u ¢ HEIPHEKTUBHOCTHIO MPOBO-
TUMOM Tepanuu MPOBECH MEPECMOTP TUCTOIOTUYECCKIX
npenapatoB B DenepaibHOM Hay4YHO-KIMHHYECKOM IICH-
Tpe JIETCKOW IeMaToJjOTHUH, OHKOJIOTMA M MMMYHOJIOTHH
uM. J[. PoraueBa. 3axirtoueHne: TaHHBIX, CBUICTEIHCTBY-
FOIIIUX O TUCTHOITUTO3€E, HET, KAPTHHA COOTBETCTBYET 00-
JIe3HN HaKoIuleHWA. [laHHbIe KIMHUYECKOH KapTHHBI (Te-
MATOCTUICHOMET AN, aHEMUSI, TPOMOOIIUTOIICHHS, KOCT-
HBIC KPHU3Bl U TMATOJIOTUYECKHUE TICPEIIOMEI), Pe3yiIbTaThl
THUCTOJIOTHYECKOTO 3aKIIOYCHHUS Jal0T OCHOBAHUS Tpe-
MIOJIOXKUTh Hanmure Oomne3Hu [ore.

B wutone 2012 . B MenUKO-TeHETUUECKOM Hay4YHOM
[EHTPE IPOBEACHO HCCIIEJIOBAaHHE AKTHBHOCTH JIH30-
COMHBIX (PEpPMEHTOB: BBISBIICHO CHIDKEHHE aKTHBHOCTH
mTrokotriepedpo3uaassl 10 0,3 HMOJIB/MT/Y U TIOBEIICHNE
AKTUBHOCTH XHUTOTpuo3ugasbl 1o 13 710 HMomb/Mr/4.
Juarnos 6omie3up [ o11e moaTBepKacH.

B okts0pe 2012 . B pe3ynbsrare He3HAYUTENBLHON TpaB-
MBI peOSHOK TTOTY YT 3aKPBITHIH ATOJIOT MUECKHH ITEPEIoM

HIDKHEW TpeTH JIeBOI OeIpeHHOM KOCTH CO cMelleHreM. B
CTaIIOHApE TI0 MECTY KUTEIbCTBA MIPOBE/ICHBI CKEJIETHOE
BBITSDKCHHUE, OCTEOCHHTE3 JIEBOTO Oepa IUIaCTHHOM.

J1st manpHelero oodciaenoBanus U HazHadeHus D3T
B nekabpe 2012 1. pebeHOK OBUT TOCTIUTATM3UPOBAH B OT-
JieTIeHNe BOCCTAHOBUTEIBLHOTO JICYEHHS JIeTel ¢ O0one3Hs-
MH OpraHoB nuiieBaputensHoi cuctemsl @I'BHY HII3/L.
IIpu noctymnennu: coctosiHue peOeHKa CpeHel TSHKeCTH
M0 OCHOBHOMY 3a0o0JeBaHHIO. JKanoObl: KOCTHBIE KPU3bI
B OCAPCHHBIX KOCTAX (TMOCHemHuid 3mu3on B uioHe 2012
I.), HOCOBBIE KPOBOTEUCHHs, CIa0OCTh, YTOMIISEMOCTb.
[Tepensuraercst ¢ onopoit Ha KocThlTH. Macca Tena 31 kr,
poct 135 cM. KoxkHble TOKpoBBI OneTHbIe, TepHopOnTah-
HBII [[MaHO3, HAa TOJNEHSIX — MHOXXECTBEHHBIE dKXHMO3BI.
JKuBor yBenmmueH B oObeme, InedeHb Ha 2,3—3 cM HIDKE
pebepHoit TyTH, MIOTHON KOHCHCTEHIIMH, CENe3eHKA BbI-
CTyMaeT M3-Tof Kpasi peOepHO# ayru 10 7 cM, IUIOTHOH
xoHcucTeHIMH. [lo manueiM Y3 opraHoB OproIIHOM 1mo-
JIOCTH: IIeYeHb yBenudeHa (JieBast qosst 70 MM, IpaBast 20515
140 mm, 1-ii cermeHT 23 MM), TapeHXUMa HEOTHOPOIHAS,
MOBBIILICHHOW AXOTEHHOCTH, BOPOTHAs! BeHa 12 MM; cene-
3eHKa yBemmdeHa: 171-100 mm, mapeHxuma HEOTHOPOTHAS,
TIOBBIIIEHHON 3XOT€HHOCTH, CEIe3eHOYHAs BEHa pacIIipe-
Ha 110 13 mM. B ximHnveckom ananmse kposu: Hb 1131/,
Tp. 108-10°/1. Pentrenorpadust HIXKHHX KOHEYHOCTEH: CO-
CTOSIHHE TTOCJIE TIeperioMa HI)KHEN TPeTH J1eBoi OeIpeHHOM
KOCTH ¢ (ukcaiyei miacTuHod. OCh KOCTH IPaBUIIBHASL
ITapaoccanphas KocTHast MO30i1b copmupoBaHa. Koctable
OTIIOMKH YIOBIETBOPUTENBHBIE. [Ipo3padHOCTE KOCTHBIX
CTPYKTYp TIOBBIIIEHA, C y4aCTKaMH pa3psuKeHUsI B MeTadu-
3ax OeqpeHHOI kocTh. OTMedaeTcsl monepedHas nucuepye-
HOCThH B MeTaauaduzax 0ombIeoepoBex kKocTei. Kopko-
BBl cioii uctonueH (puc. 3). KT ta300eApeHHBIX CYyCTaBOB:
COCTOSIHHME TI0CJI€ ONEPaTUBHOIO JIEUEHUS: KapTHHA coXa
vara crpaBa, pOTAILlIOHHAs JUCIUIa3Hs CIIEBA, BEPOSATHO,

Puc. 3. Pentrenorpamma sieBoit 6expennoit koctu. Ocreocunres Jie-
Boro Oezpa racTuHOH (aexkadps 2012 1).
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3a CYeT METAUIOKOHCTPYKLUH B HIDKHEW TpeTu auadusa.
CBeXHX TpELMH U TIEPEIOMOB He BBIABJIEHO. Pexomeno-
Bano nipoenienne 3T npenaparom Llepesum (nmurmrore-
paza) B mo3e 60 EJI/kr (1800 EJI) 1 pa3 B 14 mHeli, KoTOpyIo
peOeHOK Hagal monydarsk ¢ geBpanst 2013 T, T. e. uepe3 7
neT or Manugecranyy 3aboneBanus. [10009HBIX peakIwit
Ha BBEJICHHE Tpenapara He OTMEUYEHO.

3a MEeXTroCIUTAJBHBIA TEpHOA yAaJeHa MeTallo-
KOHCTPYKLUSI ¢ IpaBoro 6ezpa, ¢ mapra 2013 1. pebeHok
nepenBuraeTcs 06e3 KOCThUICH, OTMEUEHO YIOBIECTBOPU-
TEJIBHOE CPacTaHHE MEPesIoMa.

Ha ¢one nmposenenus @3T B Teuenue 1,5 roga Majb-
YUK TIpruOaBmI B Macce 4 KT, BeIpoc Ha 10 cM; HOCOBBIE
KPOBOTEUYEHHS CTAIN PekKe; HOPMATU30BAIUCH pa3Mephl
TIEUEHH, CEJIe3€HKH; YPOBEHb T'e€MOINIOOMHA M KOJINYe-
CTBO TPOMOOITNTOB B KJIMHHYECKOM aHajM3€ KPOBU B
npejieax HOPMBI; KOCTHBIX KPH30B, MaTOJOTHYECKHX
MIEPEIOMOB HET.

OO6cyxnaenue. B mnpeacraBieHHOM KIMHHYECKOM
cirydae rokasas ne0rot bI” Tuma 1¢ kocTHOTO CHHIpOMa, KO-
TOPBIN HE THITUYEH ISl pAHHHUX TIPOSIBIICHUH 3a00JIeBaHNS
y aereil. Kak ormeueHo Bbiitie, bl tuna 1 npenMyiecTseH-
HO MaHU(ECTUPYET N3MEHEHNSAMH B KIIMHUYIECKOM aHAJIN3e
KpOBU (aHEMUSI, TPOMOOITUTOTICHHSI) M T€MaTOCIUIEHOMETa-
seil. KocTHble HapylleHus MOSBISIOTCS B TTOJPOCTKOBOM
TIEPHO/IC TP IPOTPECCUPOBAHUHU OOJIE3HH, a TAKKeE Y TeX,
KoMy ObLTa TipoBesieHa cruieHskToMus [7, 8]. Criemyer ot-
METHUTb, YTO KOCTHBI CHHIPOM y HAIero OONBEHOTO OBLT
MIPE/ICTaBIeH KOCTHBIMHA KpW3aMH M TATOJIOTHYECKUMHU
TiepesioMaMH, IIPY 3TOM HENPaBUIIEHO MTOCTAaBIEHHbINA THa-
THO3 TIpUBEJ K Ha3HAYEHUIO HEOOOCHOBAHHOM Teparuy U
3HAYUTETBHOMY YXYALIEHHIO COCTOSTHUS MallUeHTa.

[Tpu ne6rore BI' ¢ kocTHBIX nposiBieHnit quddepen-
[IMABHYIO JTMAaTHOCTHKY CIIEAYeT MPOBOJUTH C 3a0oIie-
BaHUSIMH, COIPOBOXKIAIOIIUMUCS OCTPBHIMH OOJISIMH B
KOCTSX (PEeBMATOUIHBINA apTPUT, OCTEOMHEIHT, TYOCPKY-
€3, TACTHOINTO3) [8].

OnmHOW W3 TPUYMH HECBOCBPEMEHHOH ITOCTAHOBKU
JIMarHo3a B JaHHOM CIIydae SBMJIach HEBepHas TPAKTOBKa
TMCTOJIOTOM KCaHTOMHBIX KJIETOK B MHEJIOTrpaMMe, KOTO-
pble OBUIN paclieHeHbI KakK KIIeTKH JlaHrepraHca, mo3romy
OBLT yCTAaHOBJIEH IMAarHO3 TUCTHOINTO3. B moceyromem
OTCyTCTBHE d(PQeKTa OT Ha3HAUCHHBIX KypCOB XUMHOTE-
parmy ¥ MporpeccCHpOBaHNe TeMaToJIOTHIECKOTO M Tera-
TOJMEHAILHOTO CHHJIPOMOB, TO3BOJIMIIN TPE/IOIOKHUTH
00sIe3Hb HAKOIUICHHUS, NMPOBECTH 3H3WMOANArHOCTHKY |
YCTAHOBUTH OKOHYATENNbHBIN TuarHo3 — bl tuna 1.

HeoGxonumMo OTMETUTb, YTO MPOTPECCHpPOBAHUE
KOCTHBIX M3MEHEHUH OrpaHUYMBAECT HOPMAJIBHYIO TBU-
raTeNbHYI0 M COIMAIbHYI0 aKTHBHOCTh peOeHka. B cBs-
3 € 3TUM PAaHHEE CBOEBPEMEHHOE Hauyajlo TEPANUU MO-
3BOJIAET KyNHPOBATh MPOSIBIEHUS KOCTHOTO CHHApPOMA U
MIpeIoTBpaIacT MHBATUAN3AINIO TTarieHTa [9].

Ocob6ennoctpio @3T npu bI' Tuna 1 ¢ KOCTHEIMU Ha-
PYLICHUSIMU SIBIIsSI€TCS] Ha3HaUeHHe Oosee BBICOKOM 03Bl
npenapara — 60 EJI/kr BHyTpuBeHHO KamenbHo | pa3 B
2 Hen [8].

B 3akmioueHue cienyer OTMETUTb, YTO, HECMOTPS Ha
npeoOaaHie TeMaToJOTHYeCKUX U OPTaHHBIX ITPOSB-
nexuit B gedrore bl Trma 1, Hamuare KOCTHOTO CHHAPO-
Ma, He XapakTepHOTO I MaHU(ECTAITUHN 3a00JIeBaHNUS B
paHHEM JETCKOM BO3pacTe, He NCKIIIYaeT JaHHOTO JHa-

rHO3a Ha dTanax AuddepeHnnanbHO-1MarHoCTHYECKOTO
novcka. [IpaBUIBHO M CBOEBPEMEHHO yCTaHOBIICHHBIN
JIMArHO3 TTO3BOJISIET HA3HAYUTh aJCKBAaTHYIO TEPAITHIO
HOJIy9HTh XOPOIINIT OTBET Ha JICUEHHE B BUJIE KyITHPOBa-
HHS KOCTHBIX, OPTaHHBIX ¥ T€MaTOJIOTMYECKHX MPOsIBIIE-
Hui 3a00eBanus [9,10].
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