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HecoBeplueHHbIN ocTeoreHe3 — rpyrnna PeAKMX HaceACTBEHHbIX 3a60/1eBaHNi COeAUHUTE/IbHOM TKaHM, B OCHOBE KOTOPbIX
NIEXUT AEPEKT KoJsilareHoobpa3oBaHus. [NaBHbIM HarnpaB/ieHUEM MeAMKaMEHTO3HOM Tepanuu HeCOBEPLIEHHOro OCTEO-
reHesa sIB/ISeTCs LUMKINYEeCKoe NMpUMeHeHne bucoocpoHaToB (MamMmuapoHOBOH KMUCOTbI). B cTaThe npeacTtaBieH MnopsigoK
opraHu3aumnn MeanLMHCKOM MOMOLLM 1 JIEKapCTBEHHOIo obecriedyeHus geTen ¢ gaHHbIM 3abo/ieBaHMeEM, BK/IKOYas paspa-
60TKY HOpMaTMBHO-PaBoBoO 6a3bl.
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AKTYAJIbBHOCTb MW KOCTEMN, KOTOPble MOTyT MPOUCXOAUTb BHYTPUYTPOOHO
HecoBepleHHbIX oOcCTeoreHes — rpynna peaKkux unu nocne poxaenus [1]. K apyrum nposiBneHnsm 3abo-
HacneacTBEeHHbIX 3aboneBaHU COEAUHUTENIbHOM TKaHM, NeBaHUsA OTHOCATCS 3ajeprKa pocTa, ronybble CKepsl,
B OCHOBE KOTOPbIX NEXUT AedeKT KonnareHoob6pa3oBa- HapyLleHWs ciyxa W OeHTUHOreHesa, cepeyHO-NeroyHble
Husa. laTonornsa xapakTepu3dyeTcs 4YacTbiMU Mepenoma- W HeBposornyeckue pacctponctBa [2—4]. KnnuHuyecKkun
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Osteogenesis imperfecta is a group of rare hereditary diseases of connective tissue, which are based on a defective collagen formation.
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nonumopdmam 3abosieBaHUs onpeaensaeTcs rnaBHbIM
06pa30M reHeTM4ecCKMMn pakTopamu (B HacToslLee BpeMS
naeHtTuonumposaHo 6onee 800 MyTauum B reHax al nau
a2 uenu (reHbl COL1A1 n COL1A2 cooTBeTCTBEHHO) [5, 6].
Mo AaHHbIM MHTEpPHeT-nopTana Ang peakux 3aboneBaHumn
1 opdaHHbIX NpenapaTos, pacnpocTpaHeHHOCTb HECOBEpP-
LEeHHOro ocTeoreHesa coctaBnset 1 cnyyan Ha 10-20 Tbic.
yenosek [7].

OnTumanbHag opraHusaumMsa MeauLMHCKOM MNoMOoLm
JaHHbIM NauuMeHTam TpebyeT MeXAMCUMNIMHAPHOro noj-
X04a C yyacTMeM neavatpoB, PEBMATONOrOB, dHAOKPUHO-
NIOroB, XMPYpProB-opTONeaoB, CTOMaTtofnoros, peabunuTo-
NIOrOB, FEHETUKOB, NCUXONOr0B M CoLManbHbIX PAGOTHUKOB
[8]. «30n0TbIM cTaHAapTOM» MeAWKaMEHTO3HOW Tepanuu
HECOBEPLIEHHOr0 OCTeoreHesda $ABASETCH MNPUMEHEHMWE
6ucdocdoHaTtoB (B TOM 4ucne nNamMUMapOHOBOW KWUCOThI),
KOTOpble YMEeHbLatoT 60711 B KOCTSX, YNydlWatoT MblLUEYHbIN
TOHYC W ABUraTenbHYlD aKTMBHOCTb, CHW}KaOT PUCK nepe-
nomos [8-10].

B Poccuiickon ®enepalimmn HeCOBEPLUEHHbIA OCTEOreHe3
OTHOCHUTCS K rpynne peakux (opdpaHHbIX) 3aboneBaHun, pac-
NPOCTPaHEHHOCTb KOTOPbIX cocTaBaseT He 6onee 10 cnyya-
eB Ha 100 Tbic. HaceneHus. MeanUMHCKaa MOMOLb 3TUM
nauuMeHTam pernameHtTupyetca dPepepanbHbiM 3aKOHOM
N2 323-93 ot 21 Hos6pst 2011 1. «O6 oCcHOBax OXxpaHbl 3/10-
poBbs rpaxaaH B Poccuickon depepaumm» [11]. B cTpaHe
dopmupyetcs dPepepanbHbli PErUMCTP NUL, CTpaatowmnx
KUBHEYIrPOXKALWMMKU U XPOHUYECKMMM MPOrPECCUPYIOLLM-
MW peakumu (opdaHHbIMK) 3aboneBaHUSIMU, NPUBOASLLUMHU
K COKpaLLEHUIO MPOAOIKUTENBHOCTU KU3HU UKW UHBaNUA-
HOCTH, C Lenblo o6ecrneyeHns rparkaaH leKapCTBEHHbIMM
npenapatamu [12]. B uioHe 2015 r. B HEM 6blnl 3apernucTpu-
poBaH 421 pebeHOK C HECOBEPLUEHHbIM OCcTeoreHesom [13],
M3 HUX 14 — n3 Pecny6avku balKopTocTaH.

OPrAHU3ALIUA MOMOLLU BOJIbHbLIM

HECOBEPLUEHHbIM OCTEOTEHE30M

B PECNMYBJ/IMKE BALUKOPTOCTAH

B Pecnybnuke bawKopTocTaH MeaMLMHCKas NoMOoLllb
B3POC/bIM 1 AeTAM € opdpaHHbIMU 3a60n1eBaHUAMKN OKa3bl-
BaeTCs B COOTBETCTBMM C NOCTaHOBNEeHWeM [paBuTenbCTBa
Pecnybnukn BawkopTtoctaH N2 218 ot 28 mag 2013 r.
«O nNpenocTaBfieHUN Mep couManbHOM NOAAEPHKKK OTAENb-
HbIM rpynnamMm HaceneHuss B obecnevyeHnn neKapCTBEH-
HbIMW MpenapataMy U U3LeNUAMU MEeAULMHCKOro HasHa-

YEeHUs NpU OKalaHMM amMOBynaTOPHO-MNONMKIUHUYECKON
nomouwmn» [14] n npukasoMm MuHUCTEpCTBa 34paBoOXpa-
HeHua Pecnybnmkn bawkKopTtocTaH oT 2 ceHTaopsa 2015 r.
Ne 2694-[ «06 opraHM3auuMn MeAWUMHCKOM MOMOLLK
rpaxaaHam Poccuiickon Pegepauunu, NPoOXuWBalOWMM B
Pecnybnuke bawkKopTtocTaH, cTpajalowum 3aboneBaHu-
MW, BKJIOYEHHbIMU B [lepeyeHb XUIHEYrpoXKalowmnx M
XPOHUYECKNX MPOrPeECCUPYIOLLNX PeaKMX (OpdaHHbIX) 3a60-
nesaHu» [15]. Kpome Toro, gaHHbiM lNMpuKkasom onpeae-
neH lMNMopsgok oKasaHUs MEeAULMHCKOM NoMoLM 60/bHbIM
opdaHHbIMK 3ab6oneBaHnUsa MK (pUc.).

Mpy NOAO3pPEHUM Ha Hanuyve y nauumeHta opdaHHOro
3ab051eBaHUs Bpay n1e4ebHOoro y4ypexaeHus o6s3aH B Teve-
HMe 5 paboynx AHEW HanpaBUTb €ro Ha KOHCyNbTaluio
K rnaBHOMY BHewTaTHOMY cneuwnanucty MuH3gpaBa Pb
COOTBETCTBYIOWEro nNpoduna ¢ Lenbko BbIMOJHEHUS HEOO6-
XOAUMbIX NabopPaTOPHO-UHCTPYMEHTANbHbIX MCCNefOoBaHWUM
M MNOATBEPKAEHUA/OMNPOBEPKEHUA aAnarHosza. Meguko-
reHeTMYyecKas KOHcynbTalus BCEM NauueHTam ¢ noaospe-
HMEM Ha HeCOBEPLUEHHbIN OCTeoreHe3 NPOBOAWUTCH B rocy-
JAPCTBEHHOM GIOAKETHOM YYpEXAEHUN 34paBOOXPaHEHUS
«PecnybMKaHCKUIM nepuHaTanbHbli LeHTp». MNpy noaTBEpPK-
[eHUN anarHosa nHbopmMaumsa o 601bHOM nepeaaeTcs rnas-
HOMY BHewWwTaTHOMY cneuumanucty MuHsgpasa PB ansa opra-
HMU3aUMKU NeYebHbIX U peabunnTaLMOHHbIX MEPONPUATUN.
Ecnn gmarHo3 opdaHHoro 3aboneBaHus Gbll YCTaHOBJEH
3a npegenamun pecnybanKuK, NaumeHT HanpaBaseTcs K ras-
HOMYy BHewTaTHOMY peBmaTonory MunHsgpaBa Pb Ha nep-
BUYHYIO KOHCYNbTaLMIO U MOCTAHOBKY Ha y4yeT. [locne npose-
AEHMS KOMMEKCHOro 06CNe0BaHUs rMaBHbIM BHEWTATHbIM
cneunanuctom Munsgpasa PE opopmnseTca u HanpasnseT-
€A B nevyebHOE yuypexaeHne 3aKk1to4eHne ¢ yka3aHMeM 0co-
6EeHHOCTEN OMCNAHCEPHOro HabnaeHUss M HeobXoAnMbIX
Nle4ebHbIX M peabunmTaLMOHHbIX MEPOMPUATHN.

Mpu NoATBEPKAEHMM AMArHo3a HECOBEPLIEHHOIO OCTED-
reHesa MeaMUMHCKME OpraHu3auuu, B KOTOPbIX Habnto-
[JaloTCs TaKMe NauMeHTbl, HanpaBAsflOT O HUX CBEAEeHUS
B OYMa)HOM W 3MeKTPOHHOM Buae B MuH3gpas Pb [16].
MUHUCTEPCTBO 34paBOOXpPaHEHUs obecrneymMBaeT BefeHue
perMoHanbHoro cermeHta degepanbHOro peructpa, npu
3TOM YYWUTbIBAETCA TaKXe U BpayebHOEe KOHCYy/bTaTMBHOE
3aK/loYeHMe MaBHOrO BHELWTATHOro crneuunanncrta o Heob-
XOAMMOCTU MEAMKAMEHTO3HOI O IeYeHMS.

[MaBHbIM BHeWTATHbIK [OETCKUM peBmMaTonor MuH-
3apaBa Pb npu o6pauieHnn pebeHKa ¢ HanpaBfieHUEM

Puc. Cxema opraHv3saunm MeaMLMHCKOM NOMOLLM AETAM C HECOBEPLUEHHbIM 0CTeoreHe3om B Pecny6nnke balkopTocTaH
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OT Bpayva-crneumanucrta nobon MeanLmMHCKON opraHnusaunm
pecnybnnKn, y4acTBYIOLLEN B OKa3aHUM NEPBUYHON Meau-
KO-CaHUTapHOW MOMOLLW, OpraHn3yeT nposegeHne obcene-
[OBaHUS B roCyLapCTBEHHOM OHOAKETHOM Yy4pexaeHun
3[paBoOOXpaHeHuns «PecnybiMKaHCcKasa AeTcKas KiuHW4e-
cKasl 6onbHuuar» (PAKB).

Y4nTbiBas, Y4TO OCHOBHbIM KAMHWMYECKUM CHUHAPOMOM
3ab6oneBaHna ABNSETCH BTOPUYHbIM OCTEONOPO3, FOCMMUTaNN-
3auMs AeTen OCyLLeCTBNSETCS B KapAMOPEBMATONOrMYeCKoe
OTAENEHME C OMbITOM BEAEHNS AeTeN ¢ pas3MyHbiMK dopma-
MK ocTeonopo3a. B otgeneHnn BbINOAHAETCS KOMMNEKCHOE
nabopaTopHO-UHCTPYMEHTaNbHOe o6cneaoBaHue: aHanus
KPOBM Ha MapKepbl OCTEOMNOop03a; 3EKTPO- U 3IXOKapAMO-
rpadusi, ynbTpa3ByKOBOE UCCNeAoBaHWe BHYTPEHHWX opra-
HOB, PEHTrEeHOBCKas AEHCUTOMETPHUS, a TaKKe KOHCyNbTa-
UMK cTomaTonora, opronefa, SHAOKPWHOMOra, Cypaonora,
ncuxonora. o peaynsrataMm o6c¢nefoBaHus obopmaseTcs
BpayebHOe KOHCY/NbTaTUBHOE 3aK/toYeHne ¢ 0653aTe/lbHbIM
yKazaHnem 060CHOBaHMSA AuarHosa, ero OC/l10XKHEHUKH, 06y-
CNOBNIEHHbIX UMW QYHKLMOHANbHbIX HAPYLWEHUI U PEKOMEH-
[aLni No NeYeHuto.

Mpy HaAMYUKU MEeONUMHCKMX NOKa3aHUM 60/IbHbIM Ha3Ha-
YyaeTca NaMMAPOHOBAs KUCNOTa B COOTBETCTBMM C MPOTOKO-
nowm, npeanoxeHHoim C. F. Glorieux u coaBT. [17], npeaycma-
TpMBaOWKUM LUMKIMYecKkoe (Mo 3 MHPY3NKU Kaxable 2—4 mec
B 3aBMCMMOCTHM OT BO3pacTa) BBeAEHWe npenapaTa.

[JaHHbIM NPOTOKON Obll pas3pelleH K MPUMEHEHUIO
9tnyeckum Komutetom PAKB (npoTtokon N2 4 ot 23 gHBa-
ps 2009 r.).

OpraHn3aLnOHHbIE BONPOCHI 1IEKAapPCTBEHHOro obecne-
YeHus MNauueHToB npenapataMu NaMUAPOHOBOW KWUCMO-
Tbl B COOTBETCTBMM C [IpMKa3oM pelarTcs KOMUCCUEN
MwuHsgpaBa Pb no opraHusauuMn MeauLMHCKOW MOMO-
Wy rpaxaaHam Poccuiickon deaepauunum, NnpoxKMBatoWUM
B Pecnyb6nunke balKkopTocTaH, cTpajatowum 3aboneBa-
HUSMM, BKIIOYEHHBIMWM B [lepeyeHb XUIHEYrporKatowmx
M XPOHUYECKMX MNpOrpeccupyrolmnx peagkux (opdaHHbIX)
3aboneBaHui. lpu ycTaHOBNEHUW [MarHo3a HecoBep-
LWEHHOrO OCTeOoreHesa rMaBHbIA BHELWTATHbIM cneumManmcT
MwuH3gpaBa Pb HanpaBnseTr BpayebHOe KOHCYNbTaTuBHOE
3aK/l0YEeHNEe CeKpeTaptd KOMWCCUM M Ha OCHOBaHWU ee
pelweHns He pexe 2 pas B rog popMUpyeT 3asiBKy Ha 3aKyn-
Ky NleKapCTBEHHbIX NpenapaToB, B TOM Yyucie NaMmnapoHo-
BOW KUCNOTbl. [1na npoBeAeHNs N1aHOBOr0O N€4YEHUS C BHY-
TPMBEHHbLIM BBEAEHWEM NAMUAPOHOBOM KUCNOTbl pe6EeHOK
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rocnuTanna3npyeTcs B KapaMopeBMaTonorMyeckoe otaene-
Hue POKB.

Mpy OKasaHWK NepBUYHON MEAUKO-CaHUTAPHON NMOMOLLM
aucnaHcepHoe HabntoaeHne eTen ¢ HeCOBEPLLEHHbBIM OCTEO-
reHe30M OCYLEeCTBASETCA Bpayamu neguvaTpamuv M OpTo-
negamu-TpaBMatonoramMu. KoHTponb KayecTBa OKal3aHus
MEeAMLIMHCKOWM MOMOLM AETAM C HECOBEPLUEHHbIM OcTeore-
HE30M OCYLLECTBNSETCSH MMaBHbIM BHELWTATHbIM cheuuanu-
ctom MuH3gpaBa Pb He pexe 1 pa3a B 3 Mec, KaK npaBuo,
BO Bpems o4yepenHon rocnutannsaumm pebenka B PAKB.

B HacTosillee BpemMsi Ha yyeTe B MEAMKO-reHETUYECKON
KOHCyNbTaumm PecnybiMKaHCKOro nepuHatanbHOro LeHTpa
cocTouT 38 peten (23 manbymMka M 15 OeBO4YEK) C Heco-
BEpPLWEHHbIM OCTEOreHe30M B Bo3pacTe Ao 17 neT BKItO-
YUTENbHO, U3 HUX 26 aeTen (14 manbyuMKoB M 12 aeBOYEK)
nosy4atoT fie4eHne namMmmapoHOBOW KMUCNOTOM B COYETaAHUM
C npenapatamu Kanbuua u ButamuHa D. Y 5 peten aua-
FHO3 MOATBEPXKAEH C MOMOLLbIO MONEKYISPHO-reHeTnye-
cKkoro uccnegoBaHus. Ha 20.10.2016 r. B ®enepanbHbIi
peecTp nuu, cTpajalowmx peakumn (opdaHHbIMKU) KU3HE-
yrpoxkatoummm 3abosieBaHUAMM, BKIIIOYEHO 29 feTen € Heco-
BEPLWEHHbIM OCTEOreHe3oM, MNpPOLWeAWNX KOMMIEeKCHoe
o6cnepoBaHue B PAKB. MNpoBoantcs ganbHenwwas niaHosas
paboTa Mo HanpaBfEHWUIO OCTalbHbIX 60MbHbIX B PAKB ans
KOMM/JIEKCHOIO 06CNeA0BaHMs U NOCNEAYIOLLEro BKIOYEHHUS
B denepanbHbIii peectp.

3AK/TIOYEHUE

B Pecny6nuke balwkopTtoctaH chopmMupoBaHa cuctema
OKa3aHWs MeAMLMHCKON NOMOLLM AETAM C HECOBEPLLEHHbIM
0CTeoreHe3oM, B OCHOBE KOTOPOW JIEXUT B3auMoencTeme
Pas3NnYHbIX MEAMUMHCKUX OpraHuM3auui, OKa3blBatowmx
NEPBUYHYIO MEAMKO-CaHUTaAPHYD W CheLuann3mpoBaHHYto
NMOMOLLb, 4YTO MO3BOSET CBOEBPEMEHHO BbISBASATL AaHHYIO
naTonoruio 1 oNpeaensTb AanbHENLWYO TaKTUKY BeAeHus.
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