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bonezuv Towe (BI), koo E75.2, aeasemca naubonee uacmoil (hopmoil HAcAeOCMEeHHbIX hepmeHmonamuil, 006e0UHEHHbIX 8 epYnny
AUZ0COMHBIX 00Ae3Hel HAKONACHUS C AYMOCOMHO-PEUEeCCUBHBIM MUNOM Hacredosanus. Bosnuknosenue BT o6ycaosaeno mymauueii eena,
omeemcmeeHHo20 3a cunmes gepmenma f-enrokoyepedbpozudasvl (Kucaas [-en0Ko3uoasa), KoOmopulii yuacmeyem 6 u0posumueckKom
pacuenienuu AKo3UAYepamudd (CoCmagHoil Yacmu KAemouHvlx Memopan) Ha eatoko3y u uepamud. Hedocmamounas akmuerocms
(unu HedocmamouHoe Koauvecmao) f-earokouepedbpo3udassl npUeoOUm K HaKONAEHUIO 2AI0K03UAUEPaMUOa GHYMPU KAeMOK PemUKy109H-
00MeAUuanbHoil CucmeMbl, Komopbvle npeepamarmes makum oopasom 6 kaemku lowe. Kiunuuecku smo vipasicaemcs NOAUCUCTIEMHBIM
3a601e8anUeM ¢ npoepeccupyroueil 2enamocnieHome2anued, eeMamosoeUecKUMy HapyueHUsMU U nopajicerHuem Kocmeil ckeaema, 4mo
npUBOOUM K BbIPANCEHHOMY 001€60MY CUHOPOMY, NOBbIUIEHHOU AOMKOCMU KOCmell U, KaKk ciedcmeue, — K MANCeA0U UHBANUOU3AUUU.
«3or0moim cmandapmom» nevenus BT 6 Hacmosuee epems seasemcs gpepmenmozamecmumensras mepanus. /s nogviuieHus 00CmMynHo-
CMU AeKapcmeeHHoi mepanuy U ORMUMU3AyUU n00xo008 K aeuenuro demeli ¢ BT nposodsmes nouck u pazpabomka Ho8bIX NeKapCmEeHHbIX
npenapamos.
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Gaucher disease (GD), code E75.2, is the most common form of hereditary enzymopathies united in the group of lysosomal diseases with
autosomal recessive type of inheritance. The occurrence of GD is caused by a mutation of the gene responsible for the synthesis of the
enzyme [-glucocerebrosidase (acid [3-glucosidase), which is involved in the hydrolytic cleavage of glucosylceramide (a component of cell
membranes) into glucose and ceramide. Insufficient activity (or insufficient amount) of f-glucocerebrosidase leads to the accumulation of
glucosylceramide inside the cells of the reticuloendothelial system, which are thus converted into Gaucher cells. Clinically, this is expressed by
a polysystemic disease with progressive hepatosplenomegaly, hematological disorders and lesions of the bones of the skeleton, which leads to
severe pain syndrome, increased bone fragility and as a consequence — to severe disability. The “gold standard” of GD treatment is currently
enzyme replacement therapy. 1o increase the availability of drug therapy and optimize approaches to the treatment of children with GD the
search and development of new drugs is carried out.
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bonesns Towe (BI'), kon E75.2, aBasierca Haubosee
yacTol (opMOI HaCIeACTBEHHbIX (epMeHTOINaTui,
00BEAMHEHHBIX B TPYMITYy JU30COMHBIX 0OJIE3HEN HaKO-
wieHus. B ocHoBe 3a00/1€BaHNUS JIEXUT HACIEICTBEHHbBII
JNeUIUT aKTUBHOCTU JIM30COMHOTO (DepMeHTa KHUCIIOoi
B-rmoko3uaassl  (B-mIroKoLepedpo3uaasbl), y4acTBYIO-
IIET0 B JeTpafaliiyi MPOAYKTOB KJIETOYHOTO METabo M3
Ma, (DepMEHTAaTHBHOM BHYTPUJIM30COMHOM pacIlerie-
HUU TIMKOC(HUHTOIUITUIOB, BaXKHEUIINX CTPYKTYPHBIX
5JIEMEHTOB KJIETOUHBIX MEMOpaH. DTOT (hepMEHT KaTasu-
3UpYeT peaklnio TUAPOJIM3a TIIoKo3wiIlepaMuaa (Tio-
KoliepeObpo3naa), KJIOUYeBOro KOMIMOHEHTa JIMITUIHON
CTPYKTYPBI KJIETOUHBIX MEMOpaH, 0 TJIIOKO3bI U liepa-
muaa [1-3]. HemoctaTouHOCTh B-I0KOLIEpeOpO3UIa3bl
MPUBOAUT K HAKOTUIEHUIO TIIOKO3WIIEpaMUuIa BHYTPU
MakpodaroB, KOTOpbIe MPEeBPAIIAIOTCSI TaKUM 00pa3oM
B kietku Tome. KitmHnyeckast KapTuHa XapakTepu3yeTcst
TMOJTUCUCTEMHBIMU TIPOSIBIEHUSIMUA C TIPOTPECCUPYIOIEH
CIJIEHO- W TeraToMeTajneil, reMaToJorM4ecKuMU aHO-
MaJiMsIMU U TIOPaXXeHUEM KOCTel cKejlera — TJIaBHOM
MPUYUHBL TSOKEIOW WHBATUAM3ALMU. Y HEOOIBIIIOro
yyciaa TAlMEeHTOB BCTpEYaeTcsl TOpakeHWe JIETKUX
C BOBJIEUEHUEM MHTEPCTULIMS JIETOYHOM TKAHU U TIPU3HA-
KaMu JIETOYHOI rurepreHsuu [4, 5].

BriepBrie 3abosieBaHMe omucan MoJionoi (paHILy3-
ckmit Bpau @umurm Yapne3z Opuect Tome (Gaucher)
B 1882 . B cBoeit nokTopckoit aucceprauuu loiie npusen
OIMCaHue ayTOTICUU KEHIIIUHBI, KOTOPAsi C IETCKOTO BO3-
pacTa umeJsia BRIpakeHHYIO CIJIEHOMETaJINIo, U B TeUEHUE
BCeif )KMU3HU CcTpajaia OT TSKEJbIX KPOBOTEUSHUIA 1 aHe-
MMH, a TAKKE OT pa3JINnYHbIX MHOeKLMI [6].

Bpwib, KOTOpBIN TIEPBBIM Ha3Baj 3TO 3a0oJieBaHUE
«0one3Hblo Touie», 0OHaApYyXu1 ayTOTOCOMHBINA THUIT €ro
HacJIe[IOBaHUSI U CHeJIal MepBoe MPYKU3HEHHOE OIuca-
HUe KIMHUYecKoil kapTuHbl bI'y 6oabHOTO B 1905 T [7].
U tonbko criiyetst 60 et bpeitnn ¢ KonneraMu BbISICHWIN

naToreHe3 3aboJjieBaHUS W IMOKa3ajiu, 4YTo B ocHoBe bI'
JIEXUT HENOCTATOYHOCTh (KauyeCTBEHHasi WU KOJIUYe-
CTBEHHas1) (pepMeHTa IIoKoLepedpo3raassl [§].

BI' BcTpevaetcs ¢ yactoToit ot 1:40 000 mo 1:60 000
y MpeCTaBUTENEN BCEX STHUYECKUX TPYII, HO B MOMYJIsI-
1IMU eBpeeB AIIKeHa3u 4acToTa 3a00JeBaHUS TOCTUTAET
1:450 — 1:1000 [9, 10]. B ®denepanbHblii poccUicCKUit
peructp nauueHToB ¢ bI' Bxonut npumepHo 350 yeno-
Bek [11]. B merckom peructpe ¢ 2006 mo 2016 1. GblIM
3aperucTpupoBaHbl 115 neteil, 4TO CBUIETETBCTBYET
O SIBHOW T'MIIOAMArHOCTUKE 3a00JIeBaHUS B PSijie PEerro-
HOoB Poccuiickoit ®enepaunu (PD) [12]. BI' Haciaemyercs
MO ayTOCOMHO-PELECCUBHOMY MEXaHU3MYy, B €¢ OCHOBE
JiexxaT MyTalliy FeHa DII0KoLepedpo3naasbl, JOKaIU3y0-
erocst B peruoHe q21 Ha 1-it xpomocome. ITpucyrcteue
2 MyTaHTHBIX ajijiesniel reHa (TOMO3UTOTHOE HacjeqoBa-
HUE) aCCOLMUPYETCS CO CHUKEHUEM (WA OTCYTCTBUEM)
KaTaJuTUYECKOI aKTUBHOCTHU [TIOKOLIepeOpO3uaas3bl, UTO
MPUBOJUT K HAKOTJIEHUIO HEYTUJIM3UPOBAHHBIX JIUTTUIOB
B LUTOIUIa3Me MakpodaroB (Tak Ha3bIBa€Mble KJIETKU
Tomie), ayTOKpUMHHOW CTUMYISILIMM MOHOLIMTONO33a
U YBEJIMYEHUIO aOCOJIOTHOTO YMcia MaKkpodharoB ¢ Hapy-
meHueM ux ¢usnonornveckux Gyukumii [5]. Knetku
Tome umeroT psim 0COOEHHOCTEN: OHU HMMEIT Topasao
06IbIIYI0 TTPOIOIKUTEIBHOCTD KU3HU, B HECKOJIBKO pa3
KpyIiHee HOPMaJIbHBIX KJIETOK, YTO TMPUBOIUT K MeXa-
HUYECKOMY YBEJIMYEHUIO TJIABHBIM 00pa3oM CeJie3€HKU
U MeYeHU, U, KPOMEe TOTO, OHU METa0OIUYECKU aKTUBHBI,
YTO MPOSIBISIETCS CTUMYJISLUEH BBICBOOOXIEHUS MPO-
BOCITAJIUTENIbHBIX IIUTOKWHOB M BBI3BIBAET BTOPUYHbBIE
MOBPEXIEHUS TKaHel 1 opraHos [ 13, 14]. B 3aBucumoctu
OT KJIMHUYECKOTO TEYEHUs BBIACHSIOT 3 Tuma 3adoJie-
Banus (I, IT u III), KoTopble OTAMYaAIOTCS APYr OT Apyra
BpeMeHeM MaHudecTalunu, BOBJIEUYEHUEM LEHTPATbHOMN
HepBHOUl cuctembl (LIHC) u npogo/KUTenbHOCTBIO
XKU3HU. Takke ¢ y4eToM HAJIMYUSI MOPAXKEHUsI HEPBHOM
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cuctembl bl moapasaenseTcss Ha HEHeTPOHOIIATUYECKYIO0
¢dopmy (tun 1) u HelipoHonaTuyeckue (GOpMbI — OCTPYIO
(tumn 1) 1 momoctpyto (tum 11I) 2, 3, 15].

CaMbIM YacThIM siBJisieTcsl TUIT | (HeHelipoHomaTuye-
CKMUi1), MPpU KOTOPOM HeT Ipu3HakoB BopieueHus: [IHC
[10, 16, 17]. DTOT BapraHT XPOHUYECKOIO TeYeHUsI 3a00-
JIEBAaHMSI XapaKTepU3yeTCsl CIUICHO- W TremaToMeraauei,
reMaTOJIOTUYECKUMM  PacCTPOMCTBAMU, IOPaKeHUEM
KOCTHOI CUCTEMBI pa3IMUHOM CTeNeHM TskecTh. KinnHu-
yeckue cuMmntoMbl BT [ Tuma MoryT mpossBUThLCSI B 11000M
BO3pacTe — OT paHHero jaerctBa g0 60—70 jeT, omHaKo
HauboJiee yacTo 00JIe3Hb 1e0I0THPYET B IeTCTBe. M3BecT-
HO, YTO 4YeM paHbllIe TOSIBWINCL cuMnToMbl bI, Tem
TsKesiee OyaeT mpoTekaTh 3a0osieBaHe. OCHOBHBIMHU €TO
CUMIITOMaM# SIBJISIIOTCSI TIOBBIIICHHASI YTOMJISIEMOCTb,
YBEIMYCHHUE Pa3MEpPOB XKMBOTA M3-3a TIelaTOCIICHOME-
TaJIMU, Pa3IMYHON CTENEeHU BBIPAXKEHHOCTU IeMoppa-
TUYECKUN CUHAPOM U OOJIM B KOCTSIX — OT YMEPEHHBIX
OCCaITMii O TSKENBIX KOCTHBIX KPU30B, KIMHUYECKU
HEOTJIUYHUMBIX OT OCTPOIO OCTEOMMENUTa. Y HeTeid, Kak
MMPaBUJI0, OTMEYAETCsI OTCTaBaHUE B (PU3UIECKOM U TTOJIO-
BoM pa3Butuu [18].

W3-3a HecreundUYHOCTU KIMHUYECKON KapTUHBI
TakMe IMallMeHThl HaIpaBIsSIOTCS B IreMaTojoruyeckue/
OHKOJIOTUYECKME CTAllMOHAPHI, I1Ie¢ UM OIINOOYHO MOTYT
IMOCTaBUTh OWArHO3 JielKo3a WM HapylIIeHUS] CBEPThI-
Balolllell CUCTeMBbl KpOBM. BolbHBIE ¢ KOCTHBIMU MPO-
SIBICHUSIMU MOTYT UMETh OIIMOOYHBIN TUarHo3 00JIe3HU
KanbsBe—Ilepreca wiu apyrux AeCTpyKTUBHBIX MOpaxe-
HUli ckenera. B peakux ciydyasx KOCTHBIE MOpPaKeHUS
MOTYT JOMUHUPOBAThb IPU 0YEHb YMEPEHHBIX BUCIIEPAJIb-
HBIX ¥ TeMaTOJIOTMYECKUX HapylIeHusx [19].

Octpeiit HelipoHonatuyeckuii tun BIT (tunm II) —
camblii TsKenblit BuA bBI, KoOTOphlii XapakTepusyeTcs
OCTpPBIM HayaJIOM B MIEPBbIC MECSIIBI JKU3HU: CUMIITOMaMU
Tsikesoro nopaxkenus: LIIHC ¢ Oynp0apHBIMU paccTpoii-
CTBaMU, CyIoporamu, OBICTPO IpPOrpecCUpyIolleii rema-
TOCIIJICHOMeranueil u Kaxekcueil. ITockolbKy B HacTo-
dlee BpeMs IMaTOTeHETUUEeCKON Tepanmuu 3Toi (OpMBbI
BI' He cymiecTByeT, HECMOTPSI Ha CUMITOMATHUYECKOE
JIeYeHUE, TIPOIOKUTEIHBHOCTD XKM3HU TaKMX MallMEHTOB
cocTaBJisieT He bosiee 1—2 jeT.

IMonocTpwiit HelipoHonatuyeckuii Tunn bI' (tum 111)
TOXE HaUMHAETCS B IETCKOM BO3pacTe, HO MO3IHEee, YeM
OCTPBIi, U OTIMYAETCS MEIJIEHHBIM IPOrPECCUBHBIM
TeueHueM. BucliepaibHble 1 KOCTHBIC ITPOSBICHUS MOTYT
OBITh TAKMMM K€, KaK IPpU HEHEHPOHOMAaTUIECKOM THUIIC
3a00J1eBaHUsI, OMHAKO CO BPEMEHEM IPOUCXOIUT BOBJIC-
yeHue LIHC ¢ pa3BuTtuem pas3auuHbIX HEBPOJIOTUYECKUX
CUMIITOMOB U MHTEJUIEKTYaJbHBIX HApYILICHU (0T HEe3Ha-
YUTEIbHOU 3aIepPKKU YMCTBEHHOIO Pa3BUTHUS IO TSLKE-
Joii gemeHIuM). IlepBeIMU TIpHU3HAKaMM HauyMHAIOIIIE-
rocsl BOBJICUCHMSI HEPBHOM CUCTEMBI SIBIISIIOTCS Ta3HBIC
cuMnToMsbl [20].

Haubojiee wyacTbiMU kKajjo0aMM, I1O3BOJISIOIIUMU
3aron03puTh bI, gBasiioTcsa cienyolne: HeoObsICHUMAas
MMOBBIIIEHHASI YTOMJIIEMOCTD, JierkKasi KPOBOTOYMBOCTH
JIeCeH TIpU YUCTKE 3y00B, OOMJIbHBIE MEHCTPYaIluK, HAUM-
Hasl ¢ MEHapxe, KOCTHbIe 001, MbIlIeYyHasl cjaboCThb,

YBEJIMYECHUE pa3MepoB XKUBOTAa, OOJIM B BEPXHEU MOJIO-
BUHE XXMBOTa U B OOKY IIPM BBIMIOJHEHUM (DU3MYECKUX
yOpaXXHEHUI, Ouapes, a Takxke OTCTaBaHUE B (hu3Mye-
CKOM Pa3BUTHUU.

Jis moATBepKAeHUs AUarHo3a MPOBOASATCS Jabopa-
TOPHOE M MHCTpYMeHTaJlbHOe obcienoBaHus. OCcHOBOI
nuarHocTuku BI' siBnsieTcss OMoxuMmuueckoe McciaenoBa-
HUE aKTUBHOCTU B-TJIIOKOIepeOpOo3uIa3bl B JIEHKOLUTAX
KpOBH (B CBIBOPOTKE KPOBU (hepPMEHT OTCYTCTBYET!) METO-
JIOM UMMYHOMJTYOPECIIEHTHOTO aHaJIN3a WX B CYXUX TISIT-
HaxX KpPOBU METOIOM TaHIEMHON MacC-CIEKTPOMETPUM.
ITpu BBIsSIBIEHUN YPOBHSI aKTUBHOCTH B-IJIIOKOIIEpeOpO-
3una3bl MeHee 30 % ot HopMbl (4,7—19 HM/Mr/4 B Jeii-
koumuTax KpoBu win 1,50—25,00 MKMONIb/1/4 B CyXuMX
MSITHAX KpOBM) ycTaHaBnuBaercs nuardos3 b [21].

JOMOTHUTEIbHBIM METOIOM IHATHOCTUKHU CIYXKUT
MOJIEKYJISIPHO-TEHETUYECKOEe  MCCAeNOBaHME, I103BO-
JISIIOIEe BBISIBUTH IIEPBOMPUYUHY Pa3BUTHUS JIIOOOTO
HacJenCcTBeHHOro 3abojieBaHus. B Hactosiiee Bpems
orucanbl 6osiee 400 MyTaluii B TeHe ITIOKOLIEpeOpOo3n-
na3el. Mytamusa N370S (p.Asn409Ser) B reTepo3UroTHOM
COCTOSIHMHU 4Yallle BBISIBJIICTCS y MAlIMEHTOB ¢ I TUIoM
BI. Myrtamusa 1444P (p.Leu483Pro) B roMo3uroTHoM
COCTOSIHMHU 3a4acTyl0 KOPPEIUpYyeT C TSKEJIbIM TeUeHU-
eMm BI, cuurasicb caMoit yacToii MyTamyeil st 60JIbHBIX
BI" III Tuma. Myrauuu H255Q (p.His294GlIn) u D409H
(p.Asp448His) BTOMO3UTOTHOM COCTOSTHUM Yallle aCCOLM-
uposanbl co Il Turtom BI. Myrauun IVS2+1G>A n 84GG
(p.Leu29Alafs*18) cuurtarorcss Hauboiee TSKEIbIMU
¥ BBISIBJISIIOTCS 3a4aCTYIO B ClTyyae MepuHAaTaaIbHO JIeTab-
HoIi (popMbI 3a00seBanus [22, 23].

11 TOYHO# TMAarHOCTUKU COCTOSTHMSI KOCTHOM TKa-
HU, KoTopasi mopaxkaetcs y 75 % nauueHToB ¢ bI' u 6onee
[24], wucnonb3yloTcsl cTaHgapTHasE peHTreHorpadus,
MarHUTHO-pe3oHaHcHas1 Tomorpadus (MPT) u nencuro-
meTpus. J1y1st paHHeTro oOHapyKeHUsT BOBJIEYEHUST KOCTE
BO3MOXXHOCTU pPEHTreHOrpacuu OrpaHUYeHbl, OIHAKO
IUIS1 BBISIBJICHUSI nehopMalinii, IepeioMOB, UICTOHYCHUS
HAJKOCTHUIIBI TIPOBENCHUE peHTreHorpaduu BMOJ-
He ompaBmaHHO. JIY4IIUM METOAOM [Jis BBISIBICHUS
VHOUIBTPAIlMY KOCTHOTO MO3ra, HEKpPO30B U MHbap-
KTOB Kocreit sapnsiercst MPT. OgHako B cuiy TOro, 4To
y IeTeil B OTJAWYME OT B3POCIBIX TOMUHUPYET KPaCHBIMN
KOCTHBIN MO3T, uHTeprnperanuss MPT-kapTuHsl mMoxeT
ObITh 3aTpynHeHa. JIeHCUTOMETpUsI MpUMEHSIeTCS IS
BBISIBJICHUST TIPM3HAKOB TeHEPaIN30BaHHONW OCTEOIEHUM
U OCTEONOopo3a C KOJMYECTBEHHOW OLIEHKOW CTEIeHU
nopaxeHus ckeneta npu bI.

VinwrpasBykoBoe uccienoanue (Y3M) u MPT neuenun
U CEJIe3eHKH MO3BOJISIIOT BBISIBUTh UX OYaroBbIe MOpake-
HUS ¥ OTIIPEeIeIUTh UCXOMHBIN 00BEM OPTaHOB, YTO HEOO-
XOIUMO ISl TIOCTEAYIONIETO0 KOHTPOJISI 3(POEKTUBHOCTH
3aMeCTUTENIbHOM (hepMeHTHOM Tepanuu [2, 3].

buoxumnueckum mapkepom BIT gBisercs depmeHT
xutoTpro3uaasa (XT) — aH3UM, CEeKpeTUPYEeMbIil Harpy-
JKeHHBIMM JIMNIHIaMu Makpodaramu (kierkamu lorie),
TMO3TOMY y TaIlMEHTOB ¢ KIMHUYECKUMU TPOSBICHUSIMU
3a00JIeBaHUSI €€ YPOBEHb Ype3BbIYaiiHO BBICOK [25]. T1pn
HOpMaJIbHBIX 3HaueHusx 5,0—190 HM/mMr/4 ypoBeHb XT
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y MalLMEHTOB MOXKET YBEJIMYMBATLCS B Thicauu pa3. [1pu
MPOBEICHUU IAaTOTEHETUYECKOrO JICYCHUS] OH 3aKOHO-
MEPHO CHIKAETCS, M 9TOT IOKa3aTellb CIIYKUT IIpUeMJIe-
MBIM MapKepOM JIJISI MOHUTOPUHIA TeUeHMsI 3a00JIe BaHMS
U aIeKBAaTHOCTH IPOBOAMMOTO JICUSHMSI.

C HegaBHeEro BpeMeHU HanboJiee crieinuIHbIM 010~
mapkepoM BI' cuuraercs rmoKo3uiICcUHIO3MH, YPOBEHb
KOTOPOI0 3HAYMTEIbHO MOBBIIIEH ¥ XOPOILIO KOPPEIUpy-
et ¢ ypoBHeM XT y nanmenros ¢ BI' [26].

OdranbMonaorM4YecKoe o0CIeqoBaHUE HEOOXOAUMO
JUIS BBISIBJICHMsI TOPM3OHTAJbHOIO Iape3a B30pa, Kak
MPaBUJIO, IIEPBOTO CUMIITOMA, XapaKTePU3YIOILEro mopa-
xenue HHC y naumenTos c I1I turmom BI' [27].

BI' — nepBoe B ucTopuy MeAUIIMHBI 3a00JIeBaHUE, TIPU
KOTOPOM Hayara YycIellHasi (pepMeHTO3aMeCTUTEIbHAs
teparus (P3T). 3T saBisieTcst HaTOreHETUYECKUM JIeYEHH -
€M, 1IeJIblI0 KOTOPOIo SIBJISIIOTCS IPeAO0TBpalleHre HeoOpa-
TUMBIX T1aTOJIOTMYECKMX U3MEHEHMI, 0COOEHHO B KOCTHOI
cucTeMe, HopMau3alusl (OYHKIUI MOpaXXeHHbIX OPraHoB,
ay JieTeil elle ¥ ONTUMU3ALIMs IIPOLIECCOB POCTA M PA3BUTHSI.

B Hacrosee Bpemst umerorcs npernapatbl ®3T Toib-
ko mig [ u 111 tumoB BI': mmMurmonepasa, Benariolepasa
U TaJuIIonepas3a anbda — O0eaKU ¢ OOJBIIUM MOJIEKY-
JIIPHBIM BECOM, YTO HE MO3BOJIIET UM IIPOHUKATh Yepe3
reMatosHIedaTnIecKnii bapbep AJIs JIe4eOHOTO BO3Ieii-
crBug nipu bBI' 11 Tuna.

«30m0TbIM cTaHgapToM» JiedeHuss bI' I u 11l tumo
¢ 1994 r. apasiercst ®3T umuronepasoil B BUAE BHYTPU-
BEHHBIX MH(DY3Mi1 B CTaHIapTHOM pexuMme 1 pa3 B 2 Hex.
[o3upoBKku mpenapara MHAMBUIYaJbHbI, HO B AeOIOTE
3a00J1eBaHUs OOJKHBI cocTaBiusaTh He MeHee 30 EJI/xr
Beca pebeHKa, a pu nmopaxeHuu kocreit — 60 EJI/xr 1 pa3
B 2 Hen. CBoeBpeMEHHOE Havyaslo JeYeHUsI TTOTHOLIEHHBI-
MM J103aMU HEOOXOIMMO JIJIsI IETei B IIEPUOJ CO3PEBAHMS
cKeleTa, Jaxe 0e3 MmopaxeHust KOCTel, IJIsi TOrO, YTOObI
JaTh MM BO3MOXKHOCTb IOCTUYb HOPMAaJIbHOM MaccChl
U CTPYKTYpPhl KOCTHOI TKaHM K II€PUOIY B3POCIOCTH.
JeTtn — cubnuHru mauueHToB ¢ bI, y KOTopbIX py cKpU-
HUHTe OUarHocTupoBaHa OeccummToMHass BI, momkHbI
PEryJIsipHO OOCJIEIOBATLCSI M IIPU IIOSBJICHUU IEPBBIX
CUMIOTOMOB 3a0oJjieBaHusl HO/DKHA ObITh Havata DO3T
[27]. OHa mpUBOAUT K YIYYILICHUIO OOIIErO COCTOSIHUS
0OJIbHBIX, BOCCTAHOBJICHMIO TIeMaTOJOTMYECKMX ITOKa-
3arejieil, YMEHbIIECHUIO pa3MepOB CEJIE36HKU U IeYeHU
U IIPeIOTBPAILAeT pa3BUTUE HEOOPATHUMOIO IOPaKEeHMS
KOCTHO-CYCTaBHOI cucTeMsl [25, 29, 30].

MOHMTOPUHT TepaIruu JOJKEeH BKIIoJaTh [27]:

* (pu3MKaIbHOE 00C/Ieq0BaHME — KaX/Ible 6 MeC;

* KIIMHUYECKUU M OMOXMMUYECKMI aHalIu3bl KPOBU
(Bxumouast aktuBHOCTL XT) — Kaxnaple 3 mec (Ipu BO3-
MOXHOCTH — YPOBEHb ITIOKO3UJIC(UHIO31HA);

* Y3 OprolIHoi MOJOCTH — KaxIbie 6 Mec;

* aHanmu3 cocrosgHus ckenera (MPT, neHcutromer-
puUsl) — eXETroaHO;

* CIleLIMaJIbHbIC METOIABI UCCIICIOBAHMS: HEBPOJIOTMYE-
CKUI OCMOTP U UCCIIEAOBAHUE IBMKEHUSA T1a3HBIX 10JI0K —
Kaxnble 3—6 Mec, IIpoBepKa OCTPOTHI CIIyXa U JIEKTPO-
(GU3UOJOTUYECKHME METOIbI MCCIeIOBaHNS TTOTCHIIMATIOB
TOJIOBHOTO MO3Ta — €XKETOIHO.

Wmurmonepasa sBisieTcss MOIU(PUIIMPOBAHHOMN Gop-
MO KUCJION B-IIIOKO3MIa3bl YET0BEKA, IPOLYLIUPYEMOI
KJIETKaMU SIMYHUKOB KUTAMCKUX XOMSIYKOB C ITOMOIIBIO
pekomOuHaHTHOM JIHK-TexHonmornu, ¢ MaHHO3HOII
MonucduKaeil 11 HalpaBAeHHOTO B3aUMOICUCTBUS
¢ makpodaramu. [lon aeiicTBUEM MMUTITIONEPA3bl TIPO-
WCXOIUT TMAPOIN3 MIMKOJUIMIA TIIOKOIepeOpo3naa 10
IJIFOKO3bI U liepaMHUaa MO OOBIYHOMY ITyTH METa0OJIM3-
Ma MeMOpaHHBIX JUNUAOB. {okazaHa 3(deKTUBHOCTD
VMUTIIOLEpa3bl B OTHOILIGHUWM YMEHBIIEHUS 4YacTOTHI
KOCTHBIX KpPHU30B, KOCTHBIX 00Jeif, OCTEOHEKPO3OB,
MOBBIIIECHUS MUHEPAJIbHOM IVIOTHOCTU KOCTEM XU HOpMa-
Ju3aiuy pocrtay nereid. [Ipemapat xopolio mepeHoCuTcs,
He MMeEET BhIpaXKEHHBIX IMOOOYHBIX 3(P(PEKTOB, MOKa3aH
st tepanuu 1 u 111 TumoB BI' 1 He uMeeT BO3pacTHBIX
orpanmyeHwuii [3, 27, 29].

B pamkax rocymapCTBeHHOI IporpaMMbl pa3BUTHS
dapMalieBTUYECKOM npoMbinuieHHocTH P®d B coorBer-
ctBuM co crpareruein «®apma-2020» poccuiickoit 61o-
TexHosornyeckoii komnanueit AO «'EHEPUYM» Ob11
paspaboraH rperapar [ypasuM®, ABISIOIMIACS IEPBBIM
O0MOaHAJIOTOM OPMTMHAJIBHOIO IIperapaTta UMULIIoLepa-
3bl [31]. B 2019 . 6uoanamornuHblii mpernapar [iypasum®
ObL1 3apeructprpoBaH B PD mociie mpoBeaeHMsT MOJTHOTO
KOMILIEKCa TOKIMHUIECKUX U KIMHUYECKUX UCCIIeI0Ba-
HUU B COOTBETCTBUU C MEXAYHAPOAHBIMU U POCCUMCKU-
MU pekoMmeHganusaMu [32—34]. [TonyyeHHbIe pe3yabTaThbl
MOATBEPAUIN €ro OMOoIoaodre OpUrMHaJIbLHOMY IIpera-
paty Mo mokasaTessiM KadyecTBa, 3 (GeKTUBHOCTU U 0e3-
omacHoctH [31, 35, 36].

Takum oOpa3oMm, B HacToglilee BpeMs I10Ipo0-
HO u3yuyeH MexaHu3M pa3Butus bI, oOycnoBieHHBII
HaCJeACTBEHHBIM Je(MUIIUTOM aKTUBHOCTU JIM30COM-
Horo depMeHTa KUCIOi [-Tiaoko3unasbl (B-TiIoKo-
nepedbpo3unaspl). KiamHuuyeckass mumarHoctuka bIr
3aTpydHEeHa, MOCKOJIbKY TaHHOE 3a00JIeBaHUE SIBJISICTCS
XPOHUYECKUM, IMPOTPECCUPYIOIIUM U MYJIbTUCUCTEM-
HBIM, C Ype3BbIYailHO BapHaOCIbHBIM TEYECHUEM: OT
MOYTH OECCUMITOMHOTO M0 TSXKEJIOW WHBAIMAU3AIUN
CO CMEPTEJIbHBIM UCXOIOM.

Huarno3 BI' yctaHaBnuBaeTcss OMOXMMUUYECKUM aHa-
JIM30M aKTUBHOCTM (pepMeHTa TIIIIOKOLIepeOpo3uIa3bl
B CYXMX IIITHAX KPOBU WIM JIEUKOIIUTAX.

BI' 0OblYHO MaHUGECTUPYET B JIETCKOM BO3pacTe,
B CBSI3U C YeM JUISI IPEIOTBPAIICHUS PA3BUTHS TSIKEIbIX
HEOoOpaTUMBIX OCJIOXHEHUM HETU C JIIOOBIMU CHUMIITO-
mamu BI' gomxubel monydars @3T B agekBaTHBIX J03aX
Ha oHEe PEeryJIsipHOTO MOHUTOPUHIA UX KIMHUYECKOTO
COCTOSIHUS U JTaOOPaTOPHBIX TaHHBIX.
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S WINVIONIZY] nonnucka na myphan ana cmpan CHT

o

VYBaxkaeMble KOJUICTH, TIOSIBUJIAaCh  BO3MOXKHOCTH
obopmuts IJIATHYIO mnoanucky Ha «Poccuiickuit
XKypHaJl AeTCKOI reMatojoruy u oHkojaorum» (P2KJ1I10)
TS cTpaH OnvkHero 3apyoesxns 1 CHI!

Bbl MokeTe BOCIOJB30BaThCSI JIHOOBIM  YIOOHBIM
pecypcoM sl OHAaltH-0(OPMIEHMS TaHHOM YCITyTH:

* www.pressa-rf.ru — oUuIIMaIbHbBIN CANT O0BETUHEH-
Horo Karajyiora «IIpecca Poccum»;

* www.press-med.ru — MHTCPHET-MarasmH MCIMUIIMH-

CKHMX KHUT 1 HpO(I)CCCHOHaHbHOfI TMEPUOAUKU [IJIS1 Bpaueit;

* https://www.akc.ru — areHTCTBO TIO pacIpoCTpaHe-

HMIO 3apyOeXXHBIX U3TaHU.

Wnu mpuiitu B mo6oe otaenenue [loutsr Poccuu

1 oopMUTH MOANMUCKY 1o Katamory «[Ipecca Poccum».
Wunexc nsganmsa — 93505.




