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BoneaHb [Mowe — pefkoe ayTOCOMHO-PELLECCUMBHOE NIM30COMHOE 3a601EBaHME HAKOMEHNS 13-3a CHUKEHNS
aKTUBHOCTU MOKOLLEPe6PO3Maasbl, pY KOTOPOM MPEUMYLLECTBEHHO NMOPaXarTCs KOCTHbIN MO3T, CENe3éHKa,
neyeHb, KOCTH, a npu Tunax 2n3 — HepBHada cuctemMa. KntoueBble 3ajaun —noaTeepanTb ANarHo3 q)epMeHTHbIM 7
reHeTn4eCknMM MeTolaMu, onpenerimtb TUMn n TAXeCTb 60ﬂe3HVI, CBOEBPEMEHHO Ha4aTb q)epMeHTHy}O
3aMeCTUTENbHYIO TePanuio U MPOBOANTL PEryNAPHbIA MOHUTOPUHT.

FnaBHOe

* BbloensaioT Tpu KIIMHUYECKUX TUNa: 1- — HEHeNPOHOMNAaTUYECKUI, 2-1 — OCTPbIN MHPAHTUNbHbIN
HEeNpoHONaTUYECKUI, 3-1N — XPOHUYECKMI UNIN NOLOCTPbIV HEMPOHOMATUYECKUIA. TUMbl 2 1 3 CONPOBOXAAOTCH
NopaxeHneM HEPBHOW CUCTEMBI.

O 6onesnu lowe cnenyet aymMatb npu HEOOBLACHMMOM YBENMNYEHUN CENEe3EHKU U NeYeHn, UMTONEeHUN n nopaxeHun
KOCTEWN; Hanmnune HEeBPO1I0rnM4eCknx CMMNToMOB OCOBEHHO BaXHO Ans NoAO3PEHNA Ha TUMbI 2un3.

[rarHo3 noaTBePXAatoT CHUXEHWEM aKTUBHOCTH 3-D-rnioko3naasbl B KPOBW U BbISBIEHUEM NAaTOr €HHbIX
BapWaHTOoB reHa GBA; koHLeHTpaumio Lyso-Gb1 ncnonb3yoT Npy AMarHOCTUKE U ANS KOHTPOMA 3a601eBaHNS.

Moxwn3HeHHaa @3T noka3aHa naumMeHTaM C NoATBEPXKAEHHBIM TUMOM 1 6e3 NopaxeHNs HEPBHOW CUCTEMBI U
naumeHTam C TUMoM 3 MpU KIMHUYECKM 3HAUMMBbIX FeMaTONOrYeCcKMX, BUCLLEPanbHbIX UM KOCTHbBIX NMPOSIBNEHUSIX;
npu Tune 2 ®3T He peKkOMeHOyeTCH U3-3a OTCYTCTBUSA ahdeKTa.

OB aHanM3 KPoBKM KOHTPONMPYIOT He pexe 1 pa3a B 3-6 MecsaLues; Lyso-Gb1 — fo neveHuns 1 3ateMm 1pa3Brog, a
Takxe Npu n3MeHeHnn 0o3bl nnv cMeHe npenapata O3T. Pa3mepbl neveHn 1 ceneséHku oueHmaaioT Y3 n/vnv MPT
B CpedHeM Kaxble 6-12 MecsLeB.

CrineHakToMMIO NpKY 601e3HK [oLLe He NPOBOAAT, MOCKOMbKY NOCNe yAaneHus cenes3éHku KneTku rowe
NPerMyLLECTBEHHO HaKanNMBaIOTCH B MEYEHW, KOCTHAX U NErKUX; NPn HE0BPAaTUMbIX KOCTHBIX MOPaXeHUsX
3HAOMNPOTE3NPOBaHWE BO3MOXHO Nocne cTabunuaaumm CocTodHna Ha GoHe O3T.

OunarHocTuka

1. CobepuTe CeMenHbIi aHaMHe3, YTOUYHUTE 3a4epXKy GU3NYeCKOro 1 NonoBoro pa3suTms, CnabocTb,
KPOBOTOUMBOCTb, YBEMNYEHNE XMBOTA, KOCTHbIE HOMM U NEPENOMBI, NEPEHECEHHYIO CNNIEHIKTOMUIO, @ TaKXe
HEeBPONOrMyeckKne CUMMNTOMbl — OKY/TOMOTOPHYIO anpaKkCuio, KOCOra3ne, atakCuio 1 Cyaoporu.

2.Tpy 0OCMOTpPE M3MepbTe POCT U Maccy Tena, OLLeHUTEe KOCTHO-CYCTaBHYIO CUCTEMY U NMPU3HaKN reMopparnyeckoro
CWHOPOMa, NPONanbnUpynTe 1 NePKyTUPYMTE NeYeHb U ceneséHky, NPoBEANTE HEBPOMOrMYECKUA OCMOTP.

3. BbiNONHWUTE Pa3BEPHYTHIN OBLLMIA aHaNN3 KPOBW A/15 BbIABNEHWA aHEMWUW, TPOMBOLIUTONEHUN 1 NIENKOMNEHWN;
[OMNOSMHUTENBHO OLLEHUTE BUOXMMUYECKMNE MOKa3aTeNn, ObMeH xenesa 1 koarynorpammy, onpegenvre
napaTMpeonaHbI FOPMOH 1 OCTEOKAarbLMH, a Mo Noka3aHusaM — BUTamuH B12, ponmeyto kucnoty n 25-OH
BUTaMuH D.

4. [Ind BepudmrKaLmm AnarHo3a onpenenvTe akTMBHOCTb 3-D-rnoko3naasbl B KPOBU; CHUXEHWE aKTUBHOCTU
ABNAETCH BUOXMMUYECKUM KpuTepmem 6onesqn Moue. Y aetert Mopponormyeckoe nccneaosaHe KOCTHOro Mo3ra
He UCMNOMb3YOT Kak METOA NEPBOM NTUHWUM N3-3a MHBA3UBHOCTU M PUCKA NTOXHOOTPULLATENBHOMO pe3ynbTaTa.

5. [pu CHUXEHHOW aKTUBHOCTU GEPMEHTa NPOBEANTE MONEKYNAPHO-FrEHETUYECKOe nccnefoBaHne reHa GBA anq
NoATBEepPXOEeHUS AMarHo3a 1 yTOUHEHUA Tu1na 6onesHu.

6. OnpepenuTe KoHLeHTpaumio Lyso-Gb1 Ha aTane anarHoCcTnkW. [ns OLLEeHKM MopaxeHns OpraHoB BbinonHuTe Y3U
BpPIOLLIHONM NONOCTK, MO NokasdaHnaM MPT neueHn n cene3éHku, peHTreHorpaduio KOCTem 1
PEeHTreHOAEHCUTOMETPUIO; NPW HEBPOIOr NYECKMX NPU3HaKax AobaBbTe NpodunbHbIe MCCneaoBaHuUs.

INeueHue

» HazHavanTe noxunaHeHHyo @3T npy NOATBEPXAEHHOM TUNe 1 6e3 NnopaxeHUa HepBHOM CUCTEMbI U NPK TUMNe 3 C
KIIMHWYECKM 3HaUYUMbBIMU HEHEBPONOrMYECK1MU NPOSIBNEHNAMN. [103y noadupatoT MHANBUOYaNbHO MO TAXECTH
601€3HM U OCTUXEHWMIO KITMHUYECKUX, TabOopPaTOPHbIX U MHCTPYMEHTAsbHbBIX LLeNnewn.
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 [Ana umurniouepassl y AeTen HavanbHasa 4o3a npu Tune 16e3 nopaxkeHuns TpybyaTbix KocTen coctasnaet 15-30 EA/
Kr 1pa3 B 2 Heenu; Npu KOCTHbIX KpM3aX, MaToNorMyeckmx nepenomMax, MMTnMYeckmx odarax unm acenTtmyeckom
HeKpo3e ronoBok 6eApeHHbIX kocTen — 60 EL/kr 1 pa3 B 2 Hepenu; npu tune 3 — 60 E[l/kr 1 pa3 B 2 Hepenu.

Benarnouepasy anbda Aetam ¢ TMnoM 1 NpuMeHsIoT € poxaeHnd B 4o3e 30-60 E[N/kr 1 pa3 B 2 Hepenu; 0o3bl Bbllle
60 EL/Kr He n3yyeHsl. Mpu Tvne 3 ykalaHa fo3a 60 E[/kr 3a 0AHO BBeAEHWE; NpenapaT MOXET OKa3blBaTb
BO3[ENCTBME Ha BUCLIEPaSIbHbIE NMPOSABIEHUS, HO HE U3MEHAET HEBPOMOrMYECKUIA UCXOA.

Tanurnouepasa anbda nokasaHa getam 2-18 net ¢ TMNoM 11 BUcLLepasbHbIMU UM FeMaToNorMyecKnmm
nposiBNeHnsaMu; pekoMmeHayemas nosa — 30-60 EA/kr 1 pa3 B 2 Hepenu. ®3T npu TUNe 2 He pekoMeHayeTcs U3-3a
OTCYTCTBUA 3PdeKTa.

[na npo®unakT1kK 1 NeYeHna oCTeoneHmn UM oCTeonoposa NPUMEHsIoT BUTamunH D 1 ero aHanoru n npenapatsbl
KanbLms COrnacHoO pekoMeHaaLmsaM no 0CTeornoposy 1 octeoneHnn. Y aeTen AONONHUTENbHO MPUMEHAIOT ANETY,
0oboratléHHyo KanbumeM. MNpu KOCTHbIX 60MAX NCNOSMb3YIOT MECTHbIE Uk nepoparnbHble HIBIM, Ho npwu
TpomboumTax MeHee 50 x 10%/n HIMNBI He Ha3Hay4atoT U3-3a pUCKa KPOBOTEYEHUS.

CucTEMHbIE KOPTUKOCTEPOUABI At KOPPEKLLUM LIUTOMEHUM 1 NpenapaTbl Xenesa npy paseépHyTomn kKapTuHe
60ne3Hu [oLle He Ha3HauatloT: NepBble HeaddEKTUBHBI M OKa3bIBalOT HEraTUBHOE BO3AENCTBME Ha KOCTHYIO TKaHb,
a aHeMusl B 3TUX CMNyYasix UMEeT XapaKTep aHEMUK BOCManeHus.

Mpy HeOBPATUMbIX KOCTHBIX MOPaXEHUSAX BO3MOXHO 3HAO0MNPOTE3NPOBaHWe CyCTaBOB NOCe CTabunmaauum
COCTOSIHMA Ha oHe O3T; BO BpeEMS KOCTHOMO Kpu3a Nepe Xmpypruyeckmm BMeLLaTeibCTBOM HEO6X0ANMO
NCKMIOYNTL OCTEOMUENNT.

Korpa HanpaBuTb M Kak Ha6nopaTb

« MNnaHoBag rocnuUTann3aLmns Hy>XHa Ans AnarHOCTUKM U NeYeHNS, TPEBYIOLLMX ANUTENbHOro HabMoAEeHNA U
KOHTPONS KIIMHMKO-NabopaTopHbIX MoKasaTenew, noadopa npoTUBOCYAOPOXHOM Tepanin, XMpypruyeckom
KOppeKLMM CKeneTHbIX AepopMaLmi, KOHTPONA 3PPeKTUBHOCTM PI3T 1nn NpoBeaeHNs NeYeHns, HeJOCTYMHOro
ambynaTopHo.

» OKCTPEHHO UM HEOTNOXHO FOCANTANU3NPYIOT NPY OCTPLIX COCTOSHNUSAX, YFPOXAIOLLNX XMU3HWN UK Pa3BUTUIO
OCNOXHEHWN 1 TPEBYIOLLMX MHTEHCUBHOW TEpanuu, KPYrnocyTOYHOro HabmoaeH!s U cneLmanbHbIX 06cneoBaHNM
WU NIeYEHNS.

« [eTeit c 6onesHbto [oLwe HabnhaT MyNbTUANCLMINIMHAPHO; B CPEAHEM EXErOAHO U NMPW U3MEHEHMM 003bl UMK
CcMeHe npenapata O3T 1x HanpPaBAT B KIMHUKY, CMEeLMani3npyoLLyoca Ha neveHnn 6onesHu lowue.

YacTble BOMNPOChHI

Kakne npusHaku 4omKHbI 3aCTaBUTb 3anofo03puTb 60nesHb Mowe?

Havbonee BaxHOe codeTaHne — HeOBbACHUMOE YBENUUYEHUE NEeYeHN 1 CENE3EHKM, LIMTOMNEHUSA U NOPaxXeHNe KOCTEN.
KpoBOTOUMBOCTb, 3aepXKKa POCTa, KOCTHbIE KPU3bl M CEMENHBIM aHaMHE3 YCUNMBAKOT MOA03PEHME; HEBPONOrMYECKne
NPOSABNEHNS YKa3blBaOT Ha BO3MOXHbIV TUM 2 U 3.

Kak nogreepxpatoT aguarHos 6onesHu lowe?
CHauvana onpenenstoT akTMBHOCTb B-D-rmoko3naasbl B KpOBU. [Npr €€ CHUXEHUM NPOBOAAT MONEKYNAPHO-

reHeTnyeckoe nccnegosaHve reHa GBA; Lyso-Gb1ncnonb3ytoT Kak AMarHOCTUYECKUI  MOHUTOPUHIOBbIN
6romMapkep.

KoMy nokasaHa ¢epMeHTHas 3aMecTuTeNnbHas Tepanua?
MoxunaHeHHyo O3T Ha3HayaloT Npu TUne 16e3 NopaxeHUs HEPBHOW CUCTEMbI U MPU TUNe 3 C KITUHUYECKN 3HAUMMbIMU

remMaTonorMyeckumMu, BUCLLepasbHbIMU UM KOCTHbIMK NposBieHnamMu. MNpu tune 2 ®3T He pekoMeHayeTcs U3-3a
OTCyTCTBUA 3PdeKTa.

Kakue no3sbl ®3T ykasaHbl B pekoMeHaaumnm?
Onaumurniouepassl y aeten: 15-30 EL/Kr kaxadble 2 Hefenu npu tune 16e3 KoCTHOro nopaxexus 1 60 EL/Kr kaxable

2 He[ienv npu KOCTHOM nopaxeHun nnu tune 3. [ina senarniouepasbl ansda npy tune 1— 30-60 EO/Kr kaxapble 2
Hepenw, ang TanuriioLepassl ansda y aeten 2-18 net ¢ tunom 1 — 30-60 ELl/kr kaxadble 2 Henenu.

KakvacTo KOHTPONMpOBaTb NauneHTa Ha TepanMM?
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06w aHanu3 KpoBM NPOBOASAT He pexe 1 pa3a B 3-6 MecsueB, Lyso-Gb1 — o Hauana neueHuns 1 1 pa3 B rof, a Takxe
npw U3MeHeHnn 03bl MV cMeHe npenapata. Y3W u/unn MPT neyeHn 1 cene3éHkum BLINMONHAKT B CpeHeM Kaxable 6-
12 MecsLEB; PeHTreHOAEHCUTOMETPUIO — 0BbIYHO 1 pa3 B rof A0 CTabunmnaaumm COCTOAHUS.

BbIXv1MKa caenaHa no TEKCTY pekoMeHAauUmmn 1 He 3aMeHsieT ero. MonHbIi oduLmanbHbIi TEKCT, KanbKynsaTopbl 1 COKpaLLEHHasa BEpCHs:

https://lukonaceveHoBa.pd/cr/24-drugie-sfingolipidozy-bolezn-goshe. OduLmanbHbIM UICTOYHKMK: https://cr.minzdrav.gov.ru/preview-cr/
24_2
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