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OnTuMmu3auua noaxoaoB K AUArHOCTUKe
U nedyeHuto runodocdharasuu

21 anpens 2015 r. B MOCKBe COCTOS/10Cb 3acefaHue
OKCNepTHOro CoBeTa MO ONTUMU3aLUMKM MOAXOAOB K Auar-
HOCTMKe M neveHuto runodocdata3nm — pefroro Hacnes-
CTBEHHOro 3a60fieBaHUs, KOTOPOE COMPOBOXAAETCH U3Me-
HEHUSIMU KOCTHOW CUCTEMBI, 3y60B W MONUOPTraHHbIMU
NPOSIBEHUSAMU, UMEWUMN B psage crnydyaeB daTaNbHbIv
XapakKrep.

3acefiaHune 6b110 NOCBALLEHO NpobieMamM abbeKTUBHOM
AMarHOCTMKK runodocdartasunn, NMOWUCKY NyTer ynyyweHus
BbISIBNSIEMOCTM TaKMX NaLMeHToB B Poccuu, a TakKe 06Cy-
[JEHUIO BO3MOXHbIX NMyTel OKa3aHWs§ UM CBOEBPEMEHHOM
MOMOLLM.

B cBfI3n ¢ BaXXHOCTbIO MYNBTUAUCLMMIMHAPHOIO MOAXO-
[a ANs YCMEewWHOro pelleHuns CTosawmnx 3ajad B KCNepTHOM
COBETE MPUHANM ydyacTue BeayliMe crneluanuncTbl pasnuy-
HbIX Npodunen: AeTCKne IHLOKPUHONOIM, FTEHETUKM, CreLm-
anucTbl NaGopaToOpPHOM AMArHOCTUKK, opToneabl U AeTCKue
Hedponoru.

YyacTHUKM 06Cyaunu anuaemMuonoruio runodpocdarta-
3UM, OTYACTU OTPaAXKAIoWY HEeJOCTATOYHbIA YPOBEHb ee
OMarHOCTMKM B pa3HbIX CTpaHax, pacCcMOTpenu nocnefHue
Hay4YHble AaHHble O MPUMEHSIEMbIX AWArHOCTUYECKMX aNro-
pPUTMax M HOBbIX BO3MOXHOCTSIX MATOreHeTMYECKON Tepanuu,
06MEeHANNCb COGCTBEHHLIM OMbITOM BEAEHWS MNaLWEeHTOB
C JaHHOW NaToNoruen.

Pa6ota JKcnepTHOro coBeTa 3aBeplunach NPUHATUEM
pe30oLMHn.

PE30J/1IOL|UAl SKCNEPTHOIO COBETA

Llenb. YnyyweHve OWArHOCTUKM WM KayecTBa MeOWLMH-
CKOM nomoLln 6onbHbIM runodocdartasnen B Poccunckom
defepaunn, CHUKEHUE MOKasaTeNel CMepTHOCTU U MHBa-
MAn3aunu, ynydlleHue KayecTBa XU3HU NaLMeHTOB C rmno-
docodartasmen. PaspaboTka mep paHHero goctyna K natore-
HETUYECKON Tepanuu NaLMeHTOB, HYXKAAIOWMXCS B eYeHUn
MO YXMU3HEHHbIM MOKa3aHWAM.

OnpepgeneHnune. Mnodpocdatasns npeacraBnsgeTr cobon
nporpeccupylollee HacneactseHHoe MeTabonnyeckoe 3a6o-
neBaHue, obycnoBneHHoe aedpuuUMTOM LienovyHon dpocdata-
3bl, KOTOPbIM BO3HWKaET U3-3a MyTaLuu B reHe ALPL, Kogupy-
owem HecrneundbUYecKnin TKaHeBOM M30DEPMEHT LLENOYHOM
dpocodartasbl. edmunT aKTMBHOCTM LWenovHon docdaTtassbl
BeAEeT K TMNOMUHEpanu3auun, HapyleHUsM CO CTOPOHbI
KOCTEW cKeneTa v NoanopraHHbIM OCITOXKHEHHUSM.

Havano 3aboneBaHWs BO3MOXHO B N1l060OM BO3pacTe,
Ha4ynMHas C BHYTPUYTPOOHOro nepuoga. CteneHb BbipameH-
HOCTU CMMMNTOMOB 3ab0neBaHUA BapbUpyeT OT YMEPEHHbIX
(hobpokavecTBeHHas dopma) Lo Taxenblx $GopM, MpPUBO-
[OAWKUX K UHBaNMAHOCTM BO B3POCIOM COCTOSAHWUU. Hanbonee
TAXKenoe TeyeHue HabnwjaeTcs Npu BOSHUKHOBEHUKU 3a60-
NIeBaHUS y Nnofa M B M/IafeHYecTBe: B TaKWUX CUTyaLUsIX
cMepTHOCTb MOoXeT gocturatb 90-100%.

Knaccudukaumsa runopocdarasnn ocHoBaHa Ha Bpe-
MEHMW MOSIBNEHUS NEePBbIX CUMNTOMOB 3a6oneBaHus. Bbige-
NeHbl cneayoue GopMbl:

° nepuHaTanbHas (pasBUTUE CUMMMTOMOB BHYTPUYTPOGHO

WK MPU POXKAEHUN);

° MnafeH4yecKasa (Mnagwe 6 Mec);

e peTckas (6 mec — 18 ner);
e B3pocnas (ctapwe 18 neT).

OTaenbHo BblAeNatoT ogoHTornnodochaTasuio, Npu KOTo-
pov HabMoAATCH U30/IMPOBaHHbLIE NOPaXeHUs 3y60B.

KnuHuyeckue npoasneHua runopocparasum

MepuHatanbHas n MaageH4Yeckas @OpMbl OTNIUYalOTCH
BbIP@XEHHON TUNOMUHEpanu3aunen u paxuTonogo6HOM
nedopmaumen ckeneta, pasBUTUEM NIEFOYHOW HeaoCTaTou-
HOCTW W BUTaMUH-Bg-3aBUCUMBIX cyaopor. B panbHenwem
y TaKMX MaLMEeHTOB OTMEYAalOTCH CHUMEHHbIA TOHYC MbILUL,
BA/I0€ COCaHWe, 3afieprKa pocTa, nioxas npubaBKa macchbl
Tena, paxut, HedpPOKanbLUHOS.

[Ans petckon @GopMbl XapaKTepHbl MOpayKeHue cKene-
Ta, HW3KWUK POCT, Nepenombl, 60U B KOCTAX W MblWLAX,
Henporpeccupylowas Muonatus, CKOBaHHOCTb CYCTaBOB,
3a/leprKKa Havana xo4bObl U yTUHAsA NOXOAKa, PaHHAS noTeps
MOJIOYHbIX 3y60B.

Mpu B3pocnos ¢Gopme HabNOLATCA MHOIMOKpPaTHblE
MI0X0 3akMBalolMe nepenombl KOCTeN, Hepeako Tpebyto-
lMe XMpypruyeckoro BMellaTenbcTBa. [penMyllecTBEHHO
nopaatlTcs HUXKHUE KOHEYHOCTH, BO3HMKAET YKOpOoYeHUe
U UCKPUBNEHWUE L/IMHHBIX TPyGYaTbIX KOCTEN, NOXOAKa 60Nb-
HbIX HapylleHa, pPoCT CHWXeH. Hepeako o6HapyxKuBaloTcs
XOHAPOKanbLUKWHO3, ncesgonojarpa v aptponatuu, conpo-
BOXJaeMble CWIbHOW 60/blo, MPUBOASALLME K HaPYLUEHWUIO
TPYAOCNOCOBHOCTH.

[AunarHoctuKa. [lnarHo3 runodocdarasnn MoxeT ObiTb
3anofo3peH y I060ro naLueHTa Npu BbISBIEHUN CHUKEHHO-
ro ypoBH$ Weno4yHon pocdaTasbl B KPOBU Ha GOHE KIIMHKUYe-
CKOM KapTWHbI paxuTonofo6Horo 3a6onesaHus. KnoyeBbiMu
anbdepeHumMpyoWrMU NpU3Hakamu 3aboneBaHna SBASIOT-
CSl HU3Kasi aKTUMBHOCTb LlenoyHon docdatasdbl U BbICOKUM
ypoBeHb nupuaokcanbdocdarta (aktuBHOM Gopmbl BUTAMU-
Ha Bg) B KpOBK. [10CKONIbKY HOpMasibHble 3HaYEHUS YPOBHS
enoyHon docdartasbl 3aBUCAT TakKe OT Nnosia M Bo3pacTa,
npu WHTEpNpeTauun pesynsbTatoB BaXXHO Y4uTbiBaTb 3TH
nokasaTenu.

AnddepeHumanbHbii gUuarHo3s. HecmoTps Ha uveT-
KWE [MarHOCTUYECKUE KPUTEPWMW, CKENETHblE MOParKEHUN
npu runodocdartasnn HanomMuHalOT Apyrue 3aboneBaHus,
npoTeKalolmne ¢ paxutoM U/Uan octeomansluen, B CBA3M
C 4eM TaKUM naLMeHTam HepeaKo CTaBUTCH OLWMOOYHbIN Ana-
rHo3. Bo nsbexaHne nNofgo6HbIX OWKWBOK, NPU NOLO3PEHUM
Ha runodocdareMnYecKUn paxuT, BUTaAMUH-D-gedULUTHBIN
paxuT, NOYEYHYID OCTEeoAUCTPODUIO, HepPenHO-KIIOYUYHYIO
AWCNNasuio U MaMoNaTUHEeCKU KOBEHUNIbHBIM OCTEOMNOPO3
Heo6X0AMMO MPOBOAUTL AnddepeHLmanbHblii AnarHo3 ¢
runodocodarasven.

JleyueHue. Ha cerogHsWHNIA NeHb €AUHCTBEHHOW MaTo-
reHeTM4ecKkon Tepanuen runodocdatasun sasngerca dep-
MeHTO3aMelleHne acdoTaszon anbda — cneymduyHom
pekoMOuHaHTHOM Wweno4yHon dpocdaTtazon. B page mexay-
HapOAHbIX KIMHUYECKUX WCCNEefOoBaHWA NPOAEMOHCTPU-
poBaHbl HOpManu3auus ypoBHEW CcybCcTpaToB LWEe0YHOM
docdaTasbl, 3HAYUTENBHOE yNydlleHUe ONOpPHO-ABUraTesb-
HON (QYHKLUMKU C MONOXUTENbHOW AMHAMWKOW PEHTrEHONO-
FMYECKUX U3MEHEHUN U MUHepanusauuu Kocten. Ha paH-
HbIh MOMEHT acdoTasa anbda elle He 3aperucTpupoBaHa



Ha TeppuTopUKn PP, NoaToMy AOCTYN POCCUNCKUX NALMEHTOB

K npenapary orpaHuyeH.

Mepbl NO ynyylleHUIO KavyecTBa Me[ULUHCKOM
nomowu. C y4eToM BbILENINOKEHHOIO IKCNEPTbl CYUTAIOT
Heob6xoAMMbIM PEKOMEHAOBATb cheaylolwmne Mepbl, Hanpas-
NIEHHbIE Ha ynyylleHWe KayecTBa MeAMLMHCKOM MOMOLLM,
CHW)KEHWEe MoKalaTenen CMEepTHOCTU M WMHBaNMAM3aLMK,
NOBbIWEHME KayecTBa XM3HU OO0NbHbIX rMnodocdaTasven
B Poccuitickon depepaumu.

1. [ns nNoBbllWEHUS OCBEAOMIEHHOCTU Bpayen pasimvyHbIX
cneunanbHOCTEN M yNyYlEHUs BbISBASEMOCTM MNaLu-
€eHTOB C runodocdarasnen HeobxoaumMo paspaboTtaTb
obpasoBaTefibHyl0 MporpamMmmy [Anas Bpayen no Teme
«CucTeMHble 3a60/1eBaHUA CKeNeTa, CBSA3aHHble C Hapy-
LWEHNAMU Kanbumn-dochopHOro obMeHar.

2. PeKkomeHaoBaTb [flaBHbIM creunanuctam no npoowu-
NFM «opToneaus», «<HeOHaTONOMUS», «IHOAOKPUHOMOIUS»,
«neguaTpusi» BHECTM B CTaHAAPTbl AMArHOCTUKMU U OKa3a-
HUS MEeOULIMHCKOM MOMOLLM 06a3aTenbHoe onpeaeneHme
YPOBHS LeNoYHoM dpocdaTtasbl BCEM NaumeHTam ¢ 3ab0o-
NeBaHWAMM, BKIIKOYAOLWMMKU CUCTEMHOE NOParKeHNe cKe-
neTa (CKeneTHble aedopmauunu, 3ageprka pocTa, npe-
XOEBPEMeHHOe BbiNageHne 3y60B). B HeoHaTanbHbIN
nepvoa Heo6xoAMMO MPOBOAMTbL MCCNEeAOBaHME LenoY-
Hon docdaTasbl B Clydae pasBUTUSA KIIMHUYECKOW KapTu-
Hbl, BKIOYalOLWEN reHepann3oBaHHble Cyaoporu B coye-
TaHWK C AblXaTenbHON HEAOCTATOYHOCTbIO U CUCTEMHbLIMM
CKENEeTHbIMU U3MEHEHUAMM.

3. B cnyyae coyeTaHus KIMHUYECKMX MPOSIBNEHUN paxu-
TONOLOGHOro 3abofieBaHUA M CHUXXEHWS NoKasaTtens
Lieno4yHomn pocodarasbl HEO6XO0ANMMO NPOBOANTbL UCCEeno-
BaHWS N0 ONpeaeneHunto:

° ypOBHS NMpuAoKcanb-5-pocdara;

e MyTaumu B reHe ALPL;
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MpeactaBneHbl HOBEWIIWE AaHHblE MO OCHOBHbLIM pa3-
Jenam npodunakTMyecKkon negmatpum: no GopMMpoBaHUIO U
oXpaHe 3[10pPOBbsi HEPOXKAEHHOro pebGeHKa (nnoaa) u HoBO-
POXAEHHOr0, 310POBbSA NOAPACTAIOLLIErO NMOKONEHMUS; MO CO3-
[AHWUIO OMTUMaNbHbIX YCNOBWMI AN GOPMUPOBAHWUS 3[0PO-
Bbsl, GU3NYECKNUX U MHTENNEKTYaNbHbIX BO3MOXHOCTEN AETEW;
Mo OpraHu3aLmmM MeauLIMHCKOro 06CNyXMBaHUS AETEN, OLIEH-
Ke (M3MYECKOro, HEPBHO-MCUXMYECKOrO Pa3BUTUS, AMCMAH-
CEPHOMY HabMIOEHMIO 3[10POBbLIX AETEN, OpraHU3aLUKn rpya-
HOro BCKapMJIMBaHWS, yXxo/a; Mo OpraHn3aLuy 030P0OBEHUS
YyacTto 6onetowmx aeten 1 ne4ebHo-NpodUNaKTMHECKON NOMOo-
LM B IOLIKO/bHbIX 06pa30BaTENbHbIX YHPEKAEHNUAX U LLKOJAX.

KHura npegHa3HavyeHa ans Bpayen AETCKMX NONUKINHUK,
neanMaTpoB, HEOHATOJNIOrOB W IPYrUX CrNEeLMannCToB, paboTa-
IOLLMX C AETBMU, COTPYAHUKOB 06Pa30BaTEIbHbIX U HAY4YHbIX
YYPEKAEHUN, OPraHM3aToOPOB 3APaBOOXPAHEHUS, Bpayen
o6Lwen NpakTuKK, ctyaeHToB VI Kypca MeauLMHCKMX BY30B,
WHTEPHOB U OPAMHATOPOB.

° ypoBHA ¢docdhoaTaHONaMMHA B MOYe — MO BO3-
MOHOCTH.

4. [Ons yHubuUKauumn HTepnpeTtauumn pesynstatoB AMarHocTu-
YECKMX UccneaoBaHUM aKTMBHOCTH LeoYHon docdaTasbl
HeobxoaMMo paspaboTaTb KIMHWYECKME peKoMeHAaLmu
no nabopaTtopHOM AMarHOCTUKe runodocdatasunn ¢ ycrta-
HOBJIEHWEM pedepeHCHbIX 3Ha4YeHum WwenovyHon pocodara-
3bl B 3aBUCMMOCTM OT M0Sia 1 Bo3pacTa nauueHTa.

5. TIpv HANUYUU }KUBHEHHbIX MOKa3aHWM y NALMUEHTOB C KIn-
HUYECKMMK 1 NabopaTOPHbIMKU NPOSBAEHUAMK rMnodoc-
daTtasznn ¢ Lenblo CHUKEHUS CMEPTHOCTU U NpefoTBpa-
LWEHNS PasBUTUS TSXKENbIX OCNOXHEHMI AOMKHA OblTb
paccMoTpeHa BO3MOXHOCTb MPOBeAEeHUS UM PepPMEHTO-
3aMecTUTeNbHOM Tepanuu npenapatomMm acdoTtasa anbda
B paMKax CyLLeCTBYIOLMX NporpamM paHHero AocTtyna
K npenapary.

6. [na obecneyvyeHuss KOOpPAMHALMOHHOM, METOAMYECKOM
n obpasoBaTeNlbHON AeATeNbHOCTM B 06nacTu auar-
HOCTUKM, anddepeHunanbHON ANArHOCTUKU U fledeHus
runodocdaTadumn npeaiaraeTcs PacCMoOTPETb BO3MOXK-
HOCTb CO3[aHuNsa U PEerynsapHon paboTbl yNONHOMOYEHHO-
ro 9KcnepTHOro coseTa.

PesonioLusi, NPUHATas y4aCTHUKAMM COBETa 3KCMepToB,
6GyaeT ony6/MKoBaHa B CMELManM3MpOBaHHbIX JKypHanax,
Ha MEeOMLMHCKMX caiTax W HanpaB/ieHa B pervoHasibHble
opraHbl 31paBOOXPaHEHUS 1 MPOGUIbHBIM CNieLUanmMcTam.

lpeacegatenn: Cepren MBaHoBu4 Kyues, BaneHTuHa
AnekcaHapoBHa lNeTepKoBa.

OkcnepToi: H.A. Benosa, H.C. JemukoBa, E.HO. 3axa-
poBa, H.H0. KanuH4yeHko, A.T. KoueTtos, [1.B. HoBUKOB,
E.E. NeTpsankuHa, H.J. NeyatHnkosa, C.C. PoaguoHoBa,
C. 0. Pa6bix, B.C. Cyxopykos, A.H. Tionbnakos, A. H. LibIrnH.
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