LUMAPFAJIKA MO KITMHUYECKOW PEKOMEHOALIWM - LLKOMA CEYEHOBA

HapyweHue o6MeHa pocdopa (FTMnodpocoaTtasua)

KnuHnueckune pekomeHdaumn MnHsapasa Poccuu - B3pocnble, AeTH - pefakums 2023 ., ctaTyc «[pumensieTcs» Ha 04.11.2026 - MKB-10:
E83.3 - Cotos neanaTtpos Poccun, Accoumaums MeanLmMHCKUX reHeTUKOB, HaumoHanbHas accoumaums 4eTCKUX peabunmtonoros

'MnogocaTtasnsg — nporpeccupytoLiee HacneACTBEHHOe 3aboneBaHme, CBA3aHHOe C MyTaumsamu ALPL n
LeDULNTOM TKaHeHeCneLndn4eckon WwenoyHon docdaTasbl; OHO HapyLWaeT MUHEePanmn3aLmio KOCTEN U MOXET
nopaxartb Nerkue, NoYku, HepPBHYI CUCTEMY 1 3yObl. PEKOMEHOaLIMA ONUChIBAET MOATBEPXAEHNE AMarHo3a,
OLLEHKY OCMNOXHEHUI, PEPMEHTHYIO 3aMECTUTENbHYIO TePanuio U ANUTENbHOE MyNbTUANCLMNIMHAPHOE
HabnogeHue.

FnaBHOe

- GopMy onpenenstoT No BO3pacTy AebtoTa: NepuHaTanbHas — BHYTPUYTPOBHO UMW MPpY pOXOEHUN, MHPAHTUNbHAS
— [10 6 MecsLeB, eTckasd — OT 6 MecsdLeB 10 18 neT, B3pocnasa — cTtaplue 18 neT; oTAeNbHO BblAENSF0T
ofdoHTormnogpochaTasnio C U30IMPOBAHHBIM MOPaXxeHnem 3y60oB.

KnioueBow nabopaTopHbIN MPU3HaK — CTOMKO CHUXEHHAaA aKTUBHOCTb LLIENOYHOM pocdaTtasbl C y4eToM BO3PacTa,
nona v pedepeHCcoB KOHKPETHOW NabopaTopuu; nepen NoATBEPXAEHNEM HYXHO UCKTIOUUTL ApYyrie NpudmrHbl
CHUXEHWNS aKTUBHOCTU PepMeHTa.

Hawnbonee Tspkenslie NposiBAeHNs BKNIOYAIOT MMNOMUHEPaNU3aLLmMIo 1 AedopMaLLMm CKeneTa, rMnonnasvio Nerkux ¢
[bIXaTeNbHOW HEJOCTAaTOYHOCTBIO, CYAOPOrU, MMNepKanbLLMEMUIO, TMNepKanbLLMypuio 1 HeGPOKanbLLMHO3;
npexaeBpeMeHHoe BbinaeHue 3y60B 6e3 KpOBOTEUEHNS MOXET BbITb €AMHCTBEHHbIM NMPOSIBIIEHWEM.

Cynoporu npu FOO® 06bI4HO 3aBUCAT OT BUTaMmHa B6; nx Hannune ykasbiBaeT Ha bonee TAXenoe TeueHne 1
BbICOKYIO BEPOATHOCTb /TeTaNbHOro MCXOAa.

MepwHaTanbHas Gopma 6e3 CBOeBpPEMEHHOW MOMOLLM NPAKTUYECKW BCEraa netansHa; npu nHGaHTUNIbHON K
LeTcKon hopMax MporHo3 onpeaenseTcs NopaxeHnemM KoCTen, Cyaoporamu, rmnoniasuemn nerkix 1
NOTPEBHOCTbLIO B KUCNOPOAHOW NOAAEPXKKE.

BeneHue npoBoAAT MybTUANCUMMNMHAPHO: COCTaB KOMaHAbl NoA6UPatloT MO NOPaXeHHbLIM OpraHaMm 1 CUCTeMam,
BK/IOYasA FreHeTUKa, HEBPOOra, HEMPOXMPYpra, S3HOOKPUHOSIOra, OpTorneaa, CToMaTosora, Hegporsora,
nynbMOHO/Ora 1 creuuan1cTos no peadbunutauumn. YYP C, YOO 5.

OunarHocTuka

1. 3aI'IO£|,O3pl/ITb oo NpU PaxnTNYECKNX USMEHEHNAX CKENETa, HEBPOJTIOrMYECKNX U OblXaTEeTIbHbIX paCCTpOVICTBaX,
noBpexaneHnn noYek, 3agepxke pocTta 1 pa3BUTUA.

2. Mpv OCMOTpPE OLLEHUTb BU3NUECKOEe M MOTOPHOE pasBUTUe, AedopMaLIM CKeneTa 1 Yepena, 06bem rpyaHow
KNETKU, MbILLEYHBIN TOHYC, ABUXEHWS B CYCTaBaX, Hayano XoAb6bl U xapakTep NOXOLKM.

3. OnpenennTb akTUBHOCTb LLenoYHou GocdaTtasbl B KPOBU ABaXAbl C MHTepBanoM 1Hefento; pesynbTtat
MHTEPNPEeTUPOBAaTb MO BO3PACTY, MOy, peakTnay 1 pedepeHcHoMy ananasoHy. YYP C, YOO 5.

4. OgHOBPEMEHHO OLLEeHUTb OBLLMI U MOHU3NPOBAaHHbIN KanbLLin, HeopraHuyeckiin pocpop, 25-OH ButammnH D 1
napaTUPeOoUaHbIV FOPMOH; NMPW KIMUHUYeCKUX Npu3Hakax M e® nccnefosatb KpeaTUHWUH, MOYEBUHY, COOTHOLLEHME
KanbLW/KpeaTUHWH, a y B3POC/bIX — CKOPOCTb Knyboukoson ¢punbTpaumu. YYP C, YOO 5.

5. MNpWY HU3KOW aKTUBHOCTW LWLEeNOYHON hocdaTasbl MPOBECTU MONEKYNAPHO-FEHETUYECKOe nccrnenoBaHme ALPL,
NpPeanoYTUTENBbHO NOSTHOE NMPAMOE CEKBEHVPOBAHWE MreHa; KpynHble Aeneumm n UHCEPLLIMK BbISBSIOT C MOMOLLBIO
MLPA. OTcyTCTBME BbISIBNEHHOM MyTaumn He ncknovaeT MO, a AnarHO3 HeMb3si OCHOBbLIBATL TOMbKO Ha
reHeTuyeckom peaynbtate. YYP C, YOO 5.

6. BeINONHUTL peHTreHorpaduio MopaxeHHOM YacTu ckeneTa. IckoMble NpU3Hakn — pacluvpeHmne Metadumsos,
HepaBHOMepHast OCCUPUKaLIMS, Y4aCTKu MPOCBETNEHUS, nayLwme OT 30H pocTa B Anadu3bl, UICTOHUYEHME U
rMNOMUHEPanmn3aLmsa KOCTEN; Y B3POCIIbIX BO3MOXHbI NCEBAOMNEPENOMbI, XOHAPOKanbLMHO3 1 ncesgonogarpa. YYP
C. vaans.

7. nga ouUeHK1 OCnoXHeHW npoBecT Y3W noyek Ans BbiSBNeHUs HedpokarnbLnHO3a, PeHTreHOAEHCUTOMETPUIO C 5
net, O8I Npy HEBPONOrMYEeCKOM CUMNTOMATUKE 1 uccnefoBaHe GyHKLUUY BHELHErO AbIXaHWs Y NauMeHToB
CTapLle 5 neT npu oTCyTCTBUM NpoTMBonokasaHun. YYP C, YOO 5.
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INeueHue

« [py noaTeepxaeHHo FO® co ckeneTHbIMKU MPOSBIEHUAMU 1 0eBI0TOM B MepUHaTanbHbI UMW AETCKUIA MEPUOL
Ha3HavaloT ANUTENBHYIO PEPMEHTHYIO 3aMeCTUTENbHYIO Tepanuio acdoTasomn anbda. YYP C, YO 4.

AcooTasy anbda BBOAAT NOAKOXHO: 2 MI/KI 3 pa3a B Hefento Mmoo 1 Mr/kr 6 pa3 B Heaento. O6beM 04HON
MHbEKUMN HE O0/T>KEeH NpeBbIlaTb 1™Mn; 60MbLWNN OO6bEM pacnpenendaroT Ha HECKOJTIbKO MECT BBEEHUNA.

He Ha3HauaTb PyTUHHO BUTaMWH D 1 ero aHanoru: OHW MOryT YyCUUTb FUnepKanbLeMmio, rtMnepKasbLsypuio U
HedppokanbLMHO3. [pUMeHeHKe JONYyCTUMO NPy NOATBEPXOEHHOM AePULNTE C perynapHbIM KOHTponem 25-OH
BuTamumHa D. YYPC, YOO 5.

[Mpu rnnokanbLUvemMmn B Havane Tepanmm acpoTtason anbpa HasHavaTb npenapaTsl Kanbums. MNpm
runepkanbLMypun NCNoMb30BaTb ANETY C HU3KUM COAEPXaHMEM KanbLMA 1 YBENUYUTL O6bEM BbiNMBaEMOM
xugkoctn. YYPC, YOO 5.

[Mpwv cyooporax BBOAUTL NMPUOOKCUH BHYTPUBEHHO: HavanbHas 4o3a 100 mr, 3atem 10-30 Mr/kr/cyT B 3 npuema.
Npv BDEMEHHOM UK OTCYTCTBUM OTBETA MOXET NOTPEOb0BaTLCA MPOTUBOIMUNENTUYECKANA TEPAMNUS, C YHETOM
pucka aHuedanonatun. YYP C, YOO 5.

Mpw 6onesoM CMHAPOME Ha3Ha4aTb Kypcamu HeCcTeponaHbie NPOTUBOBOCNAINTE bHbIE M MPOTUBOPEBMAaTUYECKME
npenapaTthbl. BudochoHaTbl Npu PP He pekOMEHO0BaHbI, MOCKOMbKY OHW YCYryBnaoT rMnoMmMHepan13aLmio
kocten. YYPC, YOO 5.

[pw BblpaXeHHbIX CKeneTHbIX AedopMaLLMAaX PEKOMEHOOBaHO ONepaTUBHOE 1eYeHre B OPTONeanyeckux LleHTpax
NPV HanUumMn NoKasaHWm Ans KOPPeKLMU 1 OTCYTCTBUM MPOTMBOMOKA3aHWI; Npu nepenomMax, ncesaonepenomMax
WM NOXHBIX CyCTaBaxX MOXET NOTPeboBaTbCA OCTEOCUMHTES, a NPW KPAaHNMOCUHOCTO3€e — HENPOXMPYpPruyeckas
onepauuna. YYPC, yO45.

Mpwu TaXENoN MHPaHTUNbHOW GOPME C AbIXaTeNbHOW HEAOCTAaTOUYHOCTLIO MPOBOAAT PECMUPATOPHYIO NOAAEPXKKY
Mo KNIMHUYECKOW CUTYaLLMW: BO3MOXHbI HenHBa3nsHaa BeHTuUnAumns, CPAP, BiPAR, nHTy6aLma n nCKyCcCcTBeHHad
BEHTUNALMA NETKMX, BbICOKOYACTOTHaA BEHTUNALMS, @ TaKXKe MHransgLUMOHHas 1 NeKkapCTBeHHas Tepanus
NIErOYHOW rMNepTeH3uK, 3KCTPaKopropasibHas MeMbpaHHas OKCUreHaLmsa n BpeMeHHasa Tpaxeoctomus. YYP C,
yons.

Korpa HanpaBuTb M Kak Ha6nopaTb

» Hauyano ¢epMeHTHOM 3aMeCTUTENbHOM Tepanumn achoTa3on anbda NPOBOAAT B CTaLMOHape, 3aTeEM NaLmveHTa
nepeBOAST Ha aMBynaTopHbIV 3Tan C AMHAMUYECKUM HabMIoAEHNEM.

MnaHoBasa rocnuTanMaaLums HyxHa, eCnv AInarHOCTUKa Unm neyeHne TpebyT ANUTENBHOMO HabMAeHWS,
AKTUBHOTO NIEYEHWS U KPYTrOCYTOYHOMO KOHTPONS, XMPYPruyeckor KoppekLmmn AehopMaLiuia, noasopa
NPOTUBOCYOOPOXHOM TEPANK, BbICOKOTEXHONOMMUYHOI O NEUYEHUS UM KOHTPOS 3DOEKTUBHOCTY GEPMEHTHON
Tepanuu.

OKCTPEHHO UMW HEOTNOXHO MOCMUTANU3UPYIOT NPU OCTPbIX YMPOXAKOLLMX XUIHWU UM Pa3BUTUIO OCNOXHEHUN
COCTOSAHUSAX, TPEOYIOLLMX HEOTNOXHOMO NEYEHNS], UHTEHCUBHOWM Tepanuu, KpyrnocyTOYHOro HabnioaeHUs nnm
crneumanbHbiX 06cneaoBaHuUn.

[MpWY KPAHNOCUMHOCTO3€E UM HEBPOMOTrMYECKOW CUMNTOMAaTUKE peKOMeHO0BaHa HenpoBu3yanu3aums. [Mpu
NMOAO3PEHNN Ha MOBbILWEHHOE BHYTPUYEpEnHoe AaBneHue LenecoobpasHbl Mobon OCTYMHbIV METOA
HenpoBM3yanun3aLmnmn 1 KOHCYbTaumnsa Hermpoxupypra; KT ABNSeTCs «30/10TbIM CTaHAaPTOM» ANarHOCTUKM
NopaxeHu YeperHbIX LLIBOB.

Mpy NpOLOMKEHNN pecnupaTopHOW NOA4EPXKM MOCNe OCTPON Gasbl UHPaHTUIBHON GOPMbI 0BCNenyoT NauneHTa
LN NOATBEPXAEHMS UTU UCKNIOYEHNS TPaxXeobpoHXOMansLMm C NpoBedeHEM TpaxeobpoHXocKonum 1 KT
OpraHoB rpyLHOW NOMNOCTY.

YacTble BOMNPOChHI
Kakon aHanu3 Hanbonee BaxxeH Ans nepBUYHOro Noao3peHnd Ha runogpocdartasunio?

OnpenenstoT akTUBHOCTb LWENOYHOM hochaTasbl B KPOBM ABaXbl C MHTEpPBanoM 1 Heaeno. CHKeHMe JOMKHO
OLIeHMBATLCA C Y4eTOM BO3pacTa, Nona, MeToa UCCneaoBaHnaA U pe@epeHCHbIX 3HAaUEHMI; TaKKe UCKIoYaloT Apyrie
NPUYNHBI HU3KOM aKTUBHOCTM.

MoaTeepxaaeT nu ogHa MyTauusa ALPL anarHos runogocdatasmm?
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HeT. dnarHos YCTaHaBMBalOT KOMMNEKCHO, NO KNMNMHNYECKNM, ﬂa60paTOprIM N UNHCTPYMEHTaNbHbIM JaHHbIM; O1Ha
MYyTauna He ABNAeTCA CTPOr MM OCHOBaHWEM HU ONA NOATBEPXAEeHWUA, H/ ANA UCKTIOYEeHNA 3abonesaHus.

KoMy nokasaHa acdoTa3sa anbda u kak ee BBOAUTL?
Tepanuio Ha3HavaloT Npu NoATBEPXAEHHOM [[®® CO CKeNneTHbIMU NPOABNEHNAMN 1 0E6I0TOM B NepUHaTabHbIN UK

netckun nepuod. Cxema: 2 Mr/Kr noAKoXHO 3 pa3a B Hefento Unn 1 Mr/kr NOAKOXHO 6 pa3 B Heento; 06beM O4HOM
WHbeKUMN — He bonee 1Mn.

MoxHO N1 Ha3HayaTb BUTaMuH D n 6ucdocdoHaTbl npu FOP?

BuTtamMuH D 1 ero aHanoru He HasHadatoT PYTUHHO; X MCNONb3YKOT TONTbKO NP NOATBEPXAEHHOM ,EleCDVILI.l/ITe Cc

KoHTpornem 25-OH BuTammHa D. BudochoHaTbl He pekoMeHAYTCS, MOCKOMbKY OHW YCYTyBnaoT rmnoMMHepanmn3aLmio

KocTew.
YeM KynmposaTb cygoporu npu runopocpartasmmn?
Ncrnonb3yloT BHYTPUBEHHbBIN NMMPUAOKCKUH: 100 M nepBoHavarnbHo, 3atem 10-30 Mr/kr/cyT B 3 npuema. Ecnv addekT

BPEMEHHbIN UM OTCYTCTBYET, MOXET NOTPE60OBATLCS MPOTUBO3ANMNENTUYECKAs Tepanust; CneayeT YYnMTbiBaTb
BO3MOXHOCTb 3HLLlepanonaTum.

BbIXn1MKa caenaHa no TeKCTy pekoMeHaaLUmMmn U He 3aMeHseT ero. MonHbI odULManbHbIR TEKCT, KabKyNATOPbI 1 COKPaLLEHHaa BEpCUsa:
https://wkonacedeHosa.pd/cr/770-narushenie-obmena-fosfora-gipofosfataziya. OpuumanbHbIM UICTOUHMK: https://cr.minzdrav.gov.ru/
preview-cr/770_1
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