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Mmnogocparasmna — pegkoe reHeTuyeckoe 3aboseBaHne, 06yCA0BAEHHOE AePUUNTOM TKaHEHECTEUNPHUIECKON LLes104-
How ¢pocpaTtasbl B pe3ybrate MyTaymu B reHe ALPL. B 3aBMCUMOCTH OT pOPMbI M TSXKECTM 601€3Hb MOXET 4e6I0TMPOBaTh
BHYTPUYTPOBHO, B IETCKOM BO3pPacTe MM y B3POC/bIX. B cTatbe npegcraB/ieHbl COBPEMEHHbIE CBEAEHUSI 06 SNUAEMMO-
JI0rMmn, 3TMOJIOMMM U KIIMHUYECKMX NPOosIBAEHUSIX rnnopocdata3uu y geten, nogpobHO ocBeLaloTCs aTanbl AupoepeHuyn-
aJlbHO-ANarHOCTUYECKOro nomucKa, npmMBeaeHbl PEKOMEHAALMM M0 IEHEHUIO, OCHOBAHHbIE Ha MPUHLMNaxX JoKa3aTesbHOM
meaunumHbl. Tlpy OTCYyTCTBMM CBOEBPEMEHHOIO JIe4EHUST MPOrHO3 60/1€3HU B GOJIbLUMHCTBE C/ydaeB Hebn1aronpusTHbIN
AN8 KU3HW. TlaumeHTbl HyX)AalTcsi B Hab0AEHUU MYAbTUANCUMIIIMHAPHONW KOMaHAoN Bpadyen. EAUHCTBEHHbIM 3P deK-
TUBHbIM METOAOM JIeHEHUS ABISIETCA EePMEHTO3aMeCTUTE IbHas Tepanus achoTaldon aabda; He06X0AUMO TaKKe NpoBO-
ANTb CUMITOMATMYECKYIO Tepanuio, a npu peabuantauuu naymeHToB NCroib30BaTh pn3noTepaneBTUYECKME MPOoLIEAYPbI
n ne4yebHble PUIKYILTYPHbIE KOMIMIEKChI YIIPaXKHEHUH.
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ONPEAENEHUE FPD xapakTepuadyeTcs LWMPOKOW BapuabenbHOCTbIO
Mnodpocdartaszung (FPP) — nporpeccupyollee KIMHUYECKUX MNPOSIBIEHMMA WM MNPOrHO3a Ans nauueHta —
HacneacTBeHHOe MeTabonumyeckoe 3abosnieBaHue, OT NIErKOro TEYEHUS C HE3HAYUTENbHbIM NMOPaXKEHUEM KOCTel
BbI3BaHHOE AePULNTOM TKaHeHecneLMPprUYeCcKon LWwenoy- WU UCKIOYUTENIbHO 3y60YENtOCTHOM CUCTEMbI A0 TSAXENbIX
Ho docdaTasbl (THLLD) B pe3ynbtate myTaluu B reHe GOpM C BbipaxeHHbIMU gedopMaLMaMn CKeNeTa, NopaxeHu-
ALPL. BonesHb MOMET MNPOSBUTbCA BHYTPUYTPOOHO, €M HEPBHOW CUCTEMBbI, IETKKX, MOYEK, NPUBOASALLMX K UHBANU-

B AeTCTBE WM BO B3POC/OM BO3pacTte. PaHHUIM BO3pacT AM3aLunn U CMEPTH, B TOM YUC/IE BHYTPUYTPOOHOM [1].
neb6toTa 06bI4HO CBSA3aH ¢ 60/1ee TAKeNbiM, a NO3AHUN —

C Nerkum TeyeHneMm 3aboneBaHusl. CHUKEHUE aKTUBHO- 3TUOJIOFUSAA U NATOFEHE3

¢t THLL® B nepByto ovepeb NPosSBASeTCa HapyLleHUeM [PD pa3BuBaeTca B pe3dynbrate MyTauuu B reHe ALPL,
MWHEpanmM3aumn KOCTEM M pa3BUTUEM pPaXMTUYECKMUX Koaupytouwem ¢epmeHT THLLD. leH ALPL pacnonaraetcs
N3MEHEHUN. Ha KOpPOTKOM nne4ye 1-# xpoMocombl (1p36.12), BKAOHaeT



12 9K30HOB; n3BecTHO 6oniee 400 myTaumn. BonbWKHCTBO
nedeKToB NPeACcTaBNiEHO MWUCCEHC-MyTauusMKU, HO BCTpe-
YyatoTcs TaKKe Aeneuun U MHcepuun, MyTaumm co CABUIOM
paMKK CYUTbIBaHUS (in-frame) n MHTPOHHbIE MyTaLUM.

Tawenole @GopMbl OGP BO3HMKAKT, KaK npaBuio,
npyW HaNM4YUM FTOMO3UIOTHOM MM KOMMAYHA-reTEPO3UroTHOM
MyTauuun B reHe ALPL (OMIM *171760), nerkne ¢bopmbl —
BCNEACTBME TeTEPO3UroTHOM MyTalMWM JAHHOrO reHa. 3to
onpeaeneHHble MyTauuW, AN KOTOPbIX AOKa3aHO 3Hauu-
TeNbHOEe BNMSHME Ha ¢yHKuMo 6enka. THLU® akcnpeccu-
pyeTcsl Ha MOBEPXHOCTU KNETOK KaK roMoauMmep, noatomy
HEKOTOPble TeTePO3UroTHble MyTaLMW MOTryT MPUBOAUTb
K [JOMWHAHTHO-HEraTMBHOMY 3dOdEKTY, CHMXKAA aKTWUB-
HOCTb BCEro romogumepa. Hanumume myTtauum aaxke B 04HOM
annene cnoco6HO NpoBOLMPOBATbL Pa3BUTUE GONE3HU.
MNMopaBnstouwee GONbLWMHCTBO TFETEPO3UrOTHBLIX HOCUTENEN
He MMEKT CUMNTOMOB 3a60/IEBaHUS.

Hanb6onee wnayyeHHas o¢yHkuua THLLD 3akntoyvaetcs
B ob6ecnevyeHnn npouecca GoOpMUPOBaAHWUS TMAPOKCHaNa-
TUTa — OCHOBHOIO MWHEPAsIbHOr0 KOMMOHEHTA KOCTHOM
TKaHW.

THLL® KaTtanuaupyet oTwenneHne ¢ocdaTta ot psaja cyo-
CTpaToB, PYHKLMOHANLHO Hanbonee BarKHbIMU U3 KOTOPbLIX
ABNAOTCS HeopraHuyeckuit nupodocdat M NUpPUAOKCasb-
5-¢ocdat. THUWD reHepupyeT ageHoO3WH M3 ageHO3UHMO-

HodochaTa B HeMpoHax AopcasbHbIX KOPELWKOBLIX TaH-
rnves [1]. AfeHO3MH o6najaer aHTUHOUMUENTUBHbLIM
NEeNCTBUEM, UrPAET KIIOYEBYIO POJSib B Nepeaaye CUrHanoB
60nu; ero aedUUMT NPOBOLIMPYET CUIbHbIE GOMN B KOCTSX
M MbllLax y nauyneHToB ¢ FOD (ponb Apyrux cybecTpaToB
B natoreHese He u3yyeHa). lpu oTwenneHnn docdaTHOM
rpynnbl OT HeopraHuMyeckoro nupocdocdarta Npu yyacTuu
THL® BbicBOGOXKAAKOWMICA docdaT CBA3LIBAETCS C KaJlb-
umMem c GopMUPOBaAHMEM KPWUCTaNIOB TMApOKCHanaTtuTa,
HEO6XOAMMbIX AN YBENWYEHUS MWHEPaNbHOM MNOTHOCTH
KOCTHOW TKaHMU.

Mpn FP® HeopraHnyecknin nupodocdart He paclie-
NNSEeTcs, ero KOHUEHTPaLWs BO BHEKIETOYHOM KMAKOCTU
3HAYUTENbHO YBENMYMBAETCS, @ KpUCTaNlbl rMapoKcuana-
TUTa He o6pasyloTcd. ITo NPUBOAUT K HapyleHuto dop-
MWPOBaHUS KOCTHOM TKaHW W CKENETHbIM AedopMaLmaM.
Hakannuatowuincs B nnasme M TKaHAX HEOpraHM4yecKui
nupodocdat, B CBOO 04epelb, ABNASETCS CUIbHbIM UHTUOK-
TOPOM MMWHepanusaluu, 4YTo elle 6onee ycyryGnseT Hapy-
lieHMe npouecca GopMupoBaHUs KocTen. Kpome Toro,
HeopraHuyecknn nupodocdart, COeaANHAACb C aMOPOHbIM
dochaTom Kanbuusa, obpasdyeT KpucTanibl nupodocdarta
KaNbLUMs, KOTOPble MOTYT OTKNaAblBaTbCs B MOYEYHON TKAHU
(BbI3bIBAS HePOKabLMHO3) UK CycTaBax (ABAASCb NPUUK-
HOM KPUCTaNIMYECKOro apTpuTa U NnceBaonoaarpbl).
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Modern Approaches to the Management of Children

with Hypophosphatasia

Hypophosphatasia is rare genetic disease caused by tissue-nonspecific alkaline phosphatase deficiency due to the mutation in
the ALPL gene. Disease can manifest in utero, in childhood or in adults depending on its form and severity. This article presents
modern data on the epidemiology, etiology, and clinical signs of hypophosphatasia in children, covers in details differential
diagnostic search, and gives guidelines for its evidence-based treatment. Without timely treatment the prognosis of the disease
is unfavorable in most cases. Such patients require follow-up by multidisciplinary team of physicians. The only effective method
of treatment is enzyme replacement therapy with asfotase alfa. Symptomatic therapy is also crucial as well as physiotherapeutic
procedures and therapeutic exercise programs (at rehabilitation stage).
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CLINICAL RECOMMENDATIONS

KJIMHUYECKUE PEKOMEHAALUUU

MnoMunHepanu3auns KOCTen rpyaHOM KNEeTKM NPUBOANT
K MHTpaHaTallbHOMY HapyleHW0 Pa3BWUTUS NEerkux (BTO-
PUYHOWM rMnonaasunu), 4To o6ycnoBANBaET Pa3BUTHE Ablxa-
TEeNbHOW HEeaoCTaTOYHOCTU, Onpeaensis NPorHo3 y HOBO-
POXAEHHbIX U AeTen rpyagHoro Bospacta. [pyron BaxKHOWM
dyHKumMen THLLSD asnsaetca perynMpoBaHue NOCTYNNEHUs
BUTamuHa Bg B rofloBHOM MO3T NyTeMm oTulennenns docda-
Ta oT NupuAoKcanb-5-pocdarta. 3T0 cNOCOOGCTBYET NPOHMUK-
HOBEHWIO MUPUAOKCaNa 4epe3d remaTosHuedann4yeckui
6apbep B LEHTpaNibHY0 HEPBHYIO CUCTEMY, FAe MPOMUCXO-
VT NOBTOPHOE npucoeamMHeHne docdarta K NMPUAOKcanto
c ob6pas3oBaHMeEM nupuaoKcanb-5-pocdata. lMocneaHum
ABNAETCS KOPAKTOPOM MHOMMX HENPOTPaHCMUTTEPOB,
HanpuMep CepOTOHMHA, JoMamuHa, raMma-amuMHOoMacns-
HOW KMUCNOTbl U Ap., ero AeduunT B LIEHTPaAlIbHOW HEpPB-
HOM cuUCTEME MPMBOAWMT K Pa3BUTUIO CYAOPOr, KOTopble
KynupytoTcs BBEAEHMEM MUPUAOKCUHA. Hanuune cymopor
npu FP® aBngerTca NPOrHOCTUYECKMM MpPU3HAKOM 6osee
TSXENOro TEeYEeHUs M BbICOKOM BEPOSTHOCTM NIETaNbHOro
ucxoga [1, 2].

ANUAEMHUONIOrUsa

ToyHaa pacnpocTpaHeHHOCTb 3abosieBaHUs ocTaeTcs
HEW3BECTHOM M MOXET BapbUpoBaTb B 3aBUCUMOCTH OT NOMYy-
naumMn, metofa oueHkn u popmbl FOD. ITHUMYecKasa rpynna
C CaMblM BbICOKMM ypoBHEM 3abonieBaemoct [®D — 370
MeHHOHUTbl B MaHnTobe, KaHaga. CoobuaeTcs, 4To B 3TOMN
nonynaumm 1 n3 25 yenosek HeceT MyTauuio ALPL v npumep-
Hoy 1 13 2500 HOBOPOXKAEHHbIX UMeeTCs ieTanbHaa popma
[DOD. PacnpocTpaHeHHOCTb Taxenbix dopm PP oueHmnBa-
etca B 1 Ha 100 000 poxaeHun B KaHage. MonekynspHoe
nccnegoBaHMe NoKasaso, YTo YacToTa TaXKenbix popm [OD
B EBpone coctaBnseT 1 Ha 300 000, HO ymepeHHble GopMbl
[Pd, no pesynbTatam TOro e UccneaoBaHus, BCTpevatoTes
B 50 pas vaule. [laHHble O pacnpocTpaHeHHOCTM B Poccuu
OTCYTCTBYIOT, OIHAKO NpeanonaraemMas 4actora nosiBAeHUS
Taxenbix dopm — 1 Ha 100 000 [2-4].

OCOBEHHOCTU KOAUPOBAHMUA

Nno MEXXAYHAPOAHOM CTATUCTUYECKOM
KNACCUDUKALIUU BONIE3HEN U MPOBJIEM,
CBAA3AHHbLIX CO 310POBbEM

E83.3 HapyweHne obmeHa docdopa n dpocdartasbl
Mnodocdarasnsg

KNIACCUDUKALIUA

B 3aBucumocTn oT BpeMeHu paebiota PP Bhigensator
cneaytouwme Gopmbl:

° nepuHaTanbHas (pa3BUTME CMMMTOMOB BHYTPUYTPOOGHO

WM NPU POXKAEHNN);

° MageH4yecKas, Uan uHPaHTUNAbHag (A0 6-Mecsa4yHOro

BO3pacTa);

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

Kak npaBuno, popma 60/1€3HM ONpPeaensaeT U TAXeCTb
TEYEHUST — OT CaMOro TSXKENOoro Npu nepuHatanbHon dopme
[10 OTHOCUTENBHO JIEFKOro NPU B3pOC/OM.

OTnenbHOM dopmMon aBnsieTcs ogoHTorMnodocdarasus,
npu KOTOpoKn HabnogaeTcs TOIbKO NopaxeHne 3y60B [1].

K/NIMHUYECKASA KAPTUHA

MepunHatanbHass ¢popma (MHOrga HalbiBaemas Mnepu-
HaTa/lbHOM NleTaNbHOM) XapaKTepU3yeTCs CambiM TSXKESbIM
TEYEeHUEM, BbICOKOW NIETaNlbHOCTbIO, MOXET [AMarHoCTUpO-
BaTbCS MpeHaTaNbHO NPU YNbTPa3BYKOBOM WCCeA0BaHUK
BHYTPUYTPOGHOIro pe6GeHKa WM cpasy Mnoc/e POXKAEHMS.
Y HOBOPOXAEHHbIX OTMEYAIOTCS:

°  rMNOMWHEpann3aLmsa cKeneta c YKOpoYeHUEM KOHEYHO-
cTen u TsenoiMu gedopmaumnsamu pebep, No3BOHOYHU-
Ka, FPyaAHON KNETKMU;

° runonnasusa nerkux, AbixaTenbHas HeA0CTaTO4YHOCTb,
HEeO6X0ANMOCTb KUCIOPOAHOM MOAAEPHKKM;

® BbIparKeHHas MblleYHas rMnoToOHKUS, BAIOE COCaHue;

° pBOTa, Aerngparauus, TMxopagKka, aHopeKcus, 3anopbl;

° MeMO6paHO3HbIN Yeper,;

® BHYTpUYepenHoe KPOBOUINUSHUE;

° Ccyaoporu (BUTamMuH-Bg-3aBUCHMbIE);

° MuenodTU3Has aHemus (BEPOSATHO, BCNEACTBUE YMEHb-
weHns o6bema GYHKLMOHMPYIOLLEro KOCTHOro MO3ra);

° 3ajepxKa pocTa, nnoxaa npubaBKa Macchl Tena;

° runepKanbLuypus;

° HedpOKanbLMHO3;

® nepefioMbl, BO3HUKLLIME BHYTPUYTPOGHO.

Mpn MHPaHTUABHONH popMe TaKKe OTMEYaeTCs TSXKe-
Noe TeveHue, xapaKTepHbl:

° BbIpa)keHHas rMNOMMHEPaNM3aLmMs KOCTHON TKaHW;

® BbIpa)KeHHble CKeneTHble JedopmaLMn, CXOXKME C TaKo-
BbIMW NPU NepuHaTasbHOn GopMe;

° runonnasusa nerkux, AbixaTenbHas HeAoCTaTO4YHOCTb,
Tpebytowas KUCI0POLHON NOLAEPKKMY;

° MOBbIWEHHas HepBHO-pedeKTopHas BO36YAUMOCTb,
BMTaMUH-Bg-3aBUCHUMbIE CYAOPOTH;

®  MblleYHas rMnoToOHMUS;

° runepkanbumemus u HedbpoKanbLMHOS;

® oTCTaBaHWe B GU3M4ECKOM U MOTOPHOM Pa3BUTUM;

°  601M B MblLWLAX K KOCTSX;

Y neten c nepuHaTaabHOU U UHPAHTUIILHOKH popmamMm
601e3HM HenpaBunbHOe GOPMUPOBaHME KOCTEW 4epena
3a4acTylo NPUBOAMUT K KPAHMOCMHOCTO3Y W MNOBbIWEHMIO
BHYTPMYEPENHOro AaBneHus, YTO MOXKeT NoTpeboBaTb Hewn-
POXMPYPIrUYECKOro NeyeHums.

B paHHeM Bo3pacTe neTanbHbli UCXOZ Yalle BCEro HacTy-
naeT B pesynbrate TSXenow rmnoMuvHepannadauun KocTen
cKeneta, obycnosnuBaowen gedopmMaunn rpyaqHON KIETKM,
rMNONIa3unio NErKMX, AblXxaTeNbHYI0 HEAOCTATOYHOCTb.

Mpn getTckoi popme oTMedvaeTca 6osiee Gnaronpuat-
Hoe TeyeHue. PaxuTuyeckne gedopmauun ckeneta (Yawe
no Tuny genu valgum) pa3BMBalOTCS NOCTENEHHO Y Bapbupy-
0T MO CTEMNEHM BbIPAXKEHHOCTH, 41K HUX XapaKTePHbI:
® paxuMTU4YecKoe noparKeHue KOHeYHOCTeN B BUAE YKOPO-

yeHus u gedopmaumm;

® KPaHWOCWMHOCTOS;

° MOBTOPHbIE NEPENOMBI,

° 60K B KOCTSX U MblLULaX;

® CKOBaHHOCTb ABUXXEHWI B CycTaBax;

° 3ajepxKa Havana xoAbObl U «yTUHas» MOXOLKa;

® yMEeHblUEHWE rPyAHOM KNIETKM B 06beME 3a CHET YKOPO-
yeHus pebep;

® oTCcTaBaHWe GUIMYECKOro U MOTOPHOIO Pa3BUTHS;

° Henporpeccupylollas mmonartus;

° runepkanbuMemuss u HedbpOKanbLMHO3 (pexe, Yem
npu nHdaHTUNLHOM dopme);

° npexaeBpeMeHHOE BblNageHne BPEMEHHbIX U NMOCTOSH-
HblX 3y60B 6€3 KpoBOTEYeHMs C HeCcHOPMUPOBAHHBIMU
nnm cdopmMUpPOBaHHBIMU KOPHAMM (MHOrAa C NpU3HaKa-
MW HapYKHOM pe30pOLunmn LEMEHTA U AEHTUHA KOPHS).
Tak)e MMeloTCs AaHHble, YTO Npu coyeTaHun FPd

C TSXKeNon HEBPOJIOTMYECKON naTtosiornen, Hanpumep AUM

y OeTel, COCTOSHWE MOXKeT ObiTb OWMO0YHO pacLeHEeHo

KaK TSXenblh 0CTeonopos, 4TO NPUBOAMUT K HEMPaBUIbHON

TaKTUKe nevyeHus [5].

Ona B3pocnoi popmbl TPD xapaKTepHbl ncespone-
penombl, a TaKXe MHOroKpaTHble MJ0X0 3arKMBatolune
nepenomMbl KOCTeW, Hepefko Tpebylolne XMpypruyeckoro



BMelaTenbeTBa. MpenmyLecTBeHHO NopaXKalTCcs HUKHUE
KOHEYHOCTH, BO3HMKAIOT YKOPOYeHne n gedopmarmn anuH-
HbIX TPy64aTbIX KOCTEN, MOXO4Ka NauMeHTOB HapyLweHa, pocT
CHWXeH. Hepeako 0O6Hapy>XMBalTCHA XOHAPOKaNbLMHOS,
nceesgonogarpa v aptponatuun, CONPOBOXAAEMble CUMb-
HOM 60/blo, MPUBOASLLME K HAPYLUEHUIO TPYAOCNOCOBHOCTH
W MHBaNMAn3aLmm.

Ecnu BbinageHue 3y60B (C UHTAKTHbIM KOPHEM) SIBNISIETCA
€AMHCTBEHHbIM NposiBieHMemM 60Ne3HW, yCcTaHaBMBaeTCs
anarHo3 ogoHrorunogocgarasum [1, 6-16].

AUATHOCTUKA

[wnarHo3 PP ycTaHaBNMBaETCA Ha OCHOBaHWKU COBO-
KYMHOCTW KMHWMYECKMX AaHHbIX, pe3ynbTatoB naéopartop-
HbIX M MIHCTPYMEHTasIbHbIX UCCNE0BAHNUI, @ TaKKe MOJIeKy-
NAPHO-reHETUYECKOro aHanunsa.

Kputepuu yctaHoBNeHUa auarHosa
OunarHo3 Frpd moxkeT 6bITb NOATBEPIKAEH Ha OCHOBAHUM:

®  XapaKTepHbIX KTMHUYECKUX NPOSBAEHUI B BUE PAXUTU-
YECKMUX U3MEHEHWUW CKeneTa, HEBPOOrMYECKHUX, Ablxa-
TeNbHbIX PaCCTPOMCTB, MOBPEKAEHUS NMOYEK, 3a4EPKKHU
pocTa 1 pa3BuUTUS;

® CTOMKOrO CHUXXEHUS YPOBHS aKTMBHOCTH Leno4Homn doc-
daTtasbl (LLUP) (c yueTom BO3pacta U nona nauueHTa)
NpW OTCYTCTBMU APYrUX BOSMOXKHbIX MPUYUH CHUMKEHUS
aKTUBHOCTH;

®  XapaKTepHOW PEHTreHONOrMYECKON KapTUHbl HapyLleHus
dopMMpOBaHMA M poCTa KOCTENM — paclMpeHus meTa-
$n30B, HEPABHOMEPHOCTU OCCUPUKALMK, YHaCTKOB Mpo-
CBET/IEHUS, NPOELMPYIOLLMXCA OT 30H pocTa B Avabdu3bl,
WUCTOHYEHMS ¥ TMNOMUHEPANU3aLMM KOCTHOM TKaHMW.
OnddepeHunanbHaa guarHoCTMKa NPOBOAWUTCA C APY-

TMMW AUCNNa3MAMMU KOCTHOM TKaHM, a TaKKe ¢ 60NE3HAMM,

NpoTEKaWNMKN C paxMTUiecKnmun gedbopmaunsamuv n/mnm

ocTeomMansumen.

Kano6bl n aHamHe3
[Mpn cbope aHaMHe3a 1 XKanob cneayet o6paTUTb BHUMa-

HWe Ha cnegyloLme }anobbl U aHaMHECTUYECKNE COBbITHSA:

® OTArOLWEHHbIM CEMENHbIV aHaMHe3 (CXO4Hble CUMMTOMbI
y poAHbix 6paTbeB W cecTep npobaHga, 61IUM3KOPOA-
CTBEHHbIN 6paK);

° 3ajepxKa pocTa, nnoxas npubaBKa Macchl Tena;

e pedbopMaumn ckeneTa;

° 3ajepKKa MCUXOMOTOPHOrO Pas3BUTHUS;

® CHUXEeHWe NepeHOCMMOCTU GU3NYECKUX Harpy30K;

® cNnabocCTb B KOHEYHOCTSAX;

®  WU3MEHEeHWEe NOXOAKH;

® ©0NEe3HEHHOCTb B MblWLLaxX, KOCTSX U cycTaBax;

° npexaeBpeMeHHOe BbinajeHne 3y60B.

dusukanbHoe o6cnepoBaHue
[lpu ocmoTpe HeobxognMMO o06paTUTb BHUMaHUE
Ha OCHOBHblE KIMHUYECKNE NposiBeHns [P d:
° OTCTaBaHue GU3NYECKOro 1 MOTOPHOIO Pa3BUTHS;
° paxuTuyeckue gedbopmaLmu CKeneTa;
° pedopMaumu Yepena;
® yMEHblEeHWE FPYAHON KNETKM B 06bEME 3a CHET YKOPO-
yeHus pebep;
®  MblleYHas rMNOTOHKUS;
® CKOBAHHOCTb ABMXXEHWW B cycTaBax;
° 3ajepXKa Havyana xoabObl U «yTUHas» NOXoaKa.

Jla6opaTopHblie AUarHOCTUYECKUE UccnieoBaHUA
B na6bopaTopHOM AMArHOCTMKE UCMONb3YIOT onpejese-
HMe aKTUBHOCTH Le/I0YHOH pocdaTa3bl U NOKa3aTenen

Kanbunin-¢pocgpopHoro oomeHa (Kanbymh, pocgop, BUTa-

mMuH D, napatupeomuaHbIi rOPMOH).

* Bcem naumeHTam npu noao3peHun Ha MPd pexkomeH-
[I0BaHO npoBeaeHne obuwero (KJIMHUYECKOro) aHaiu-
3a KPOBM C LENbI0 OLEHKM GOpMy/bl KPOBM WMCXOAHO
M B JafbHENLIeEM B AMHAMUKe Ha doHe Tepanun acdo-
Tazon anbda [17]. YpoBeHb y6eAUTENIbHOCTU PEKo-
MeHaauuin — C, ypoBeHb AOCTOBEPHOCTU AOKa3a-
TenbcTB — 5.

Mpun nopo3peHnn Ha MPP Bcem nauueHTam Heo6XoANMO
onpeaensiTb aKTMBHOCTb LENoYHOM docdartasdbl B KPOBU
KaK OCHOBHOrO AMarHOCTMYECKOro GMOXMMMYECKOro Map-
Kepa ABYKpaTHO ¢ UHTepBanom 1 Hep [18]. YpoBeHb yGe-
AUTENbHOCTU peKomeHaauun — C, ypoBeHb J0CTOBEp-
HOCTU pAoOKasaTenbcTB — 5. OnpegeneHne akKTMBHOCTHU
Lieno4yHon dpocdarasbl B KPOBM MPOBOAMUTCHA CTaHAAPTHLIMMU
MeTtoaamu. Mpu TPD BLIABASIOT CHUXKEHWE AKTUBHOCTH
lenoyHon docdaTtasbl HUKE HUIKHEW TrpaHULbl HOPMbI,
npu 3TOM MHTEpNpeTaLns pe3ynbTaToB 06593aTelbHO AOMK-
Ha MNMPOBOAWTLCS C Y4YETOM BO3pacTa WM Mnoja nauueHTa,
a TaK)e MCnonb3yeMoro peakTuBa W ero pedepeHCHbIX
3HayeHun [19].

Kpowme Toro, BaXHO MCKIOYUTb Apyrne dakTopsbl, Cro-
CO6Hble MOAYNMpoOBaTb aKTMBHOCTb WenovyHon docdaTtasbl
KaK B CTOPOHY CHUXXEHMS (TMNOTUPEO3, MHTOKCHMKaLMS BUTa-
MuHOM D, HapyweHus npasBun 3abopa 06pa3L 0B KpPOBM
W [p.), TaK ¥ NOBbIWEHUS (PaxuT, rmnepnapaTMpeos, 60/1e3Hb
MNeneTta, 3ab60n1eBaHUA KeN4eBbIBOAALMX NyTen 1 ap.) [1].

Bpay gomkeH y6eantbcs B KOPPEKTHOCTU NpeocTaBs-
eMblx nabopaTtopuen pe3ynbLTatoB U3MepeHUs aKTUBHOCTHU
depmenTa [20].

* BceM nauuMeHTaM C HU3KUM YPOBHEM aKTMBHOCTHU
weno4yHon docdartasbl NOKa3aHO NPOBELEHMNE MOJIEKY-
NAPHO-TEHETUYECKON ANArHOCTUKK (ONpeaeneHne myTa-
unn B reHe ALPL) ¢ uenbto BepuduKaumnm guarHosa [18].
YpoBeHb YyGeauTeNbHOCTHM pekomeHaauun — C,
ypoBeHb [OCTOBEPHOCTM pAOKasaTenbCcTB — 5.
MoneKkynsipHO-reHeTU4ecKass AuarHocTMKa nomoraet
BepUbMLUMpPOBaTb AMArHo3, 0HaKO CTaHJapTHbIE METO-
[bl TEHETUYECKOW [AMArHOCTMKM WMMEIOT OrpaHuyeHus,
ny 10% naumeHToB ¢ PP myTauuun He BbiISBASIOT [21].
YacTblx MyTauumn ana reHa ALPL He onucaHo, No3Tomy
Heo6xoaMMO MPOBEAEHUE MOMHOIO aHanm3a reHa ALPL
MEeTOOM MPSAMOro CEKBEHMPOBAHUSA. Ha ceroaHsawHum
JeHb O6HapyxeHo u onucaHo 6osee 400 myTauuu,
B OCHOBHOM MMCCEHC-BapuaHTbl (74%) [15], BeayLlimx
K 0e6ioTy 3aboneBaHns B pa3HOM BO3pacTe U C pa3How
CTEMNeHblo TAXECTU. TaKKe onucaHbl KpynHble aene-
LMK M MHCEPLMM B reHe, AETEKUMIO KOTOPbIX NPOBOAAT
¢ nomollbio MLPA (MynbTUNNEKCHas NurasHas peakuums).
3aboneBaHne MOXeET nepefaBaTbCA MO ayTOCOMHO-

AOMWHAHTHOMY WM peLeccuBHOMY Tuny. bonee TsxKenble

KNMHUYEeCKMe GeHOTUNbI (MepUHATasbHbIN 1IETA/IbHbLIM / MAa-

[EHYECKUIN) HacnepylTcsd no ayTOCOMHO-peLecCUBHOMY

TMny, 6onee nerkve GoOpmbl MOryT 6biTb Bbi3BaHbl AOMMU-

HaHTHO-HeraTMBHbIM 3addexkTom (AHI).

MyTauumu, Bbi3biBatowme [AHO, nokanndoBaHbl B Tpex
JOoMeHax: 06/1acTu CBSA3biIBaHWA romMoaMMmepa, aKTUBHOM
canTe M KpayH-gomeHe. CnepgoBaTtesbHO, MyTauus, pac-
NoJIOXKEHHas 3a npeaenamMu 3TUX AOMEHOB, He MPOSBAsA-
et [AH3 [22]. YacTo BCcTpevawowmmcss BapuaHT ¢.571G>A
(p.Glu191Lys) asnsetca GYyHKUMOHaNbHbIM MOAMMOPOU3-
MOM, UCCNefoBaHus in vitro NoKasann OCTaTOYHYI aKTUB-
HOoCTb depmeHTa 68% u otcytcTBme AHI [23]. Heobxoammo
OTMETUTb TaKMKE W BbICOKYIO BapuMaGenbHOCTb PEHOTUMU-
YeCKMX NposiB/ieHn 3aboneBaHus (anfiefibHylo reteporeHx-
HOCTb), T.€. OHU U T€ e MyTauuun B reHe ALPL MOryT umeTb
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pasnnyHble GEeHOTUNNYECKUE NMPOABAEHNS Y Pa3HbIX HOCK-

Tenen gaxe BHYTPWM oAHOM cembM [23]. Ha cerogHsiwHum

AeHb HeT ybefuTeNbHblX AaHHbIX, MO3BOASAOWMX NpoBe-

CTHU XECTKYIO KOppensaumio Mexay MyTauusamMu U TSKECTbIo

3a6oneBaHus. O6wnpHaa deHoTUNMYecKas U3MEHYMBOCTb

onucaHa [Ana HocuTenem C OAWHAKOBbIMWU TEHOTUMNaMMW,

NO3TOMYy BblpaXeHHOCTb 3dPeKTa MyTauunm HeobXxoauMo

paccMatpuBaTb B COBOKYMHOCTM C Pa3iMyHbIMKU AOMOHM-

TeNbHbIMM GaKToOpamMn — 3NUreHETUYECKUMU U daKTopamu

BHellHeln cpeabl [24]. Taknm 06pa3oM, NoCTaHOBKa AMarHo-

3a He MOKEeT OCHOBbLIBATbCH WUCKIIOYUTENBbHO Ha aHanuse

MyTaumin reHa ALPL, HeobxoaMMa KOMIIEKCHas OLEeHKa

KJIMHUYECKUX 1 NabopaToOPHO-UHCTPYMEHTaNbHbIX AaHHbIX.
Hanunyine ogHoM myTauuu B reHe He SIBASIETCS CTPOrnm

OCHOBaHWEM AN19 NOATBEPKAEHMS AN UCKNIOYEHUS ANarHo-

3a. Ecnm myTaums BbiiBNeHa B reTepo3uroTHOM COCTOSIHUM,

HEeO6X0ANMMO MPUHMMATb BO BHWMaHWe ee TUMN U BAUSHUE

Ha QyHKUMIO 6enKa.

e C uenblo OLEHKM KanbLMeBOro o6MeHa NpoBOAAT
nuccnefoBaHne ypoBHA O6LWEro U MOHM3MPOBAHHO-
ro Kanbuus B KpoBu [17]. YpoBeHb y6eAUTENIbHOCTHU
peKomeHaauuii — C, ypoBeHb JOCTOBEPHOCTHU iOKa-
3aTenbcTB — 5.

e [1ns oueHKM KanblLmn-dochopHOro obMeHa Bcem naum-
€eHTaM ¢ nofo3peHnemM Ha FPD npoBoaAT nccnegosaHne
YPOBHSA HeopraHuyeckoro docdopa, 25-OH BuUTamMu-
Ha D, napaTupeouaHoro ropmoHa B KpoBwu [17, 18].
YpoBeHb y6euTenbHOCTU pekoMmeHaauun — C, ypo-
BEHb JOCTOBEPHOCTU fOKa3aTenbCcTB — 5.

e BceM nauveHTaM C KAMHWYECKMMM Npu3Hakamu [OP
C LeNblo OLEeHKU QYHKLMU MOYEK NPOBOAAT nccnenoBa-
HWE YPOBHS KpeaTUHMHA, MOYEBUHbI B KPOBW; C LIE/bIO
CBOEBPEMEHHON AMAarHOCTUMKKM HedpoKanbLUMHO3a —
uccnefoBaHMe COOTHOLWEHUA  KallbUWii/KpeaTUHUH;
B3pOCAbIM nauueHTam ¢ FPd c uenblo oueHKU yHK-
UMW MOYEeK — onpefeneHne CKOPOCTM Kiyb6o4yKOBOK
dunbTpaunn [17]. YpoBeHb y6eAUTENIbHOCTU PEKO-
mMeHaauun — C, ypoBeHb JOCTOBEPHOCTU fAOKa3a-
TenbcTB — 5.

e BceM nauveHTaM C KAMHWYECKMMM Npu3Hakamu [OP
C LIe/bl0 OLEHKM COCTOSHUSA MEeYeHU UCXOAHO U B Aasb-
HenweM Ha ¢poHe Tepanun achoTa3on anbda NnoKasaHo
onpeaeneHne akTMBHOCTWM acnaptataMuHoTpaHcdepa-
3bl, alaHMHaMWHOTpaHcdepasbl, YypoBHA CBOGOAHOIO
M CBSI3aHHOro 6unnpybuHa B Kposu [17]. YpoBeHb y6e-
AUTENbHOCTU peKomeHaauuin — C, ypoBeHb [OCTO-
BEPHOCTU AOKa3aTeNbCTB — 5.

e Bcem nauueHTam ¢ nofgo3peHveM Ha Pd c uenbto
UCKOYEHNS TMNepKanbLMypunm pEKOMEHA0BaHO NPOBO-
AWTb UCCNefoBaHWe YPOBHS KanbLmMs B MoYe (06a3aTenb-
HO MPW HaMMYUKU TUNEPKanbLUMEMUU U/WAKN NPU3HAKOB
HedpoKanbUnHO3a) [17]. YpoBeHb y6eAUTEeNbHOCTHU
peKomeHaauuii — C, ypoBeHb JOCTOBEPHOCTHU AOKA-
3aTenbcTB — 5.

e [launeHTam ¢ nogo3peHnem Ha PP ¢ gnarHocTMyecKon
Lenblo NokaszaHo nposeaeHve uccnegoBaHusa docdo-
aTaHonamuHa (P3A) moumn [17, 18]. YpoBeHb yb6enu-
TEeNbHOCTU PeKoMmeHAauuin — C, ypoBeHb fOCTOBEP-
HOCTHU filOKa3aTeNbCTB — 5.

WHcTpyMeHTanbHble AUArHOCTUYECKNEe
uccnegoBaHus

e Bcem nauueHTam c nogo3peHuemM Ha [P®d nokasaHa
peHTreHorpahus nopaxeHHoM 4acT KOCTHOMO cKeneta
(peHTreHorpadun yepena, rpyaHoOn KAETKW, ANUHHbIX
TPYGYaTbIX KOCTEN BEPXHUX WM HUMKHUX KOHEYHOCTeH,
BKJIIO4Asi KOCTM KWUCTW, KOJNIEHHbIN CycTas, Ny4Ye3anscT-

Hbl CyCTaB M Ap. B 3aBUCUMOCTHU OT KJIMHUYECKON CUTY-
aLuK) ¢ Lenblo OLEHKU COCTOSAHUSA KOCTHOWM TKaHu [18].
YpoBeHb yGeauTeNbHOCTU peKomeHpauun — C,
ypOoBE€Hb [OCTOBEPHOCTU [JoOKa3aTelbCTB — 5.
XapaKTepHble peHTreHorpaduyeckne M3MeHeHUs KOCT-
HOW TKaHu BKOYaloT gedopmanmn u yKkopoyeHue Tpy6-
YyaTblX KOCTEMW, OCTEOXOHApaibHble BbIPOCTbl AJMHHBIX
TpybyaTbiXx KOCTeM — wWwnopbl boyanepa. MoXHO Bbis-
BUTb paclUMpeHne 30H pocTa, HEPaBHOMEPHOCTb 30HbI
BpPEeMEHHOM KanbunbuKaummn n paclumpeHve metadmnson
C YyepefoBaHMEM Y4acTKOB OCTEONOpO3a M OCTEOCKJie-
po3a. TaKk Ha3blBaeMbl€ «A3bIKW NAaMeHW» UK NPOCBET-
NIeHUs1, KOTopble NPOoeLMpPYIOTCS OT 30H pocTa B AMadu3bl,
otnnyatloT FPP ot paxuta u/mnn metadmnlapHom 0CTeOo-
avcnnasvn. KocTHbIM BO3pacT, Kak npaBuio, oTcTaeT
OT nacnopTtHoro. lpu uccnefoBaHUKM vepena BbISBAS-
0T TMNOMWHEPANN3aLMI0 KOCTHOM TKaHM (Mem6paHo3-
HbIM Yepen), KPAaHMOCMHOCTO3bl U CUMMNTOM «NanbLeBbIX
BAaBNIEHUM» — XapaKTepHblM NMpuU3HaK, Habnogaemblin
Ha peHTreHorpaMmax npu NOBbILWEHWUN BHYTPUYEPEMHO-
ro AaBneHus. Y B3pocC/blX NaLMeEHTOB MOryT BbIIBAATHCA
XOHAPOKanbLKWHO3, NCeBAONEPENOMbI U MCeBAoNOarpa.
MNauneHtam ¢ FPP npu Heo6XOAMMOCTU AMArHOCTUKMU
naToNorM4ecKMx NnepesomMoB, OTeKa KOCTHOrO MO3ra,
KOHTPOAA COCTOSIHUS CYCTaBOB MOKa3aHo npoBejeHue
MarHMTHO-PE30HAHCHOW TOMOrpadunM KOCTHOM TKaHMU
C KOHTpacTupoBaHueM [17]. YpoBeHb y6eAUTENbHOCTHU
peKkomeHaauuii — C, ypoBeHb JOCTOBEPHOCTHU AOKa-
3aTenbcTB — 5.

Bcem naumeHTam ¢ nopgospeHueM Ha PP c 5-net-
Hero Bo3pacTa MNPOBOAAT PEHTFEHOAEHCUTOMETPUIO
4N OLEHKM MWHEepanbHOM MNAOTHOCTU KOCTHOW TKaHM
[18]. YpoBeHb y6eauTenbHOCTU pekoMmeHaauum — C,
YPOBEHb JOCTOBEPHOCTHU JOKa3aTenbcTs — 5.

[ns BbiaBneHnsa HedpoKanbLMHO3a — NPOBELEHUE Yiib-
Tpa3BYKOBOro uccnegoBaHuns novek [17, 18]. YpoBeHb
y6eauTenbHOCTU peKomeHpaauun — C, ypoBeHb
[OCTOBEPHOCTU fA0Ka3aTeNbCcTB — 5.
AnekTpoaHuedanorpaduns, B TOM 4ucie aMmnauTygHO-
UHTErpMpoBaHHas 3NeKTpoaHuedbanorpadus, aNeKTpo-
3Huedanorpadms ¢ BUAEOMOHUTOPUHIOM, PEKOMEHLIO-
BaHa NauueHTam ¢ Nogo3peHnem Ha PP ¢ Hannynem
HEBPONOrMYECKON CUMNTOMATUKU NS BbISBNEHUS 3MNK-
NIENTUYECKON aKTUBHOCTM [25, 26]. YpoBeHb y6eam-
TeNbHOCTU peKoMmeHAauuin — C, ypoBeHb fOCTOBEP-
HOCTHU fiOKa3aTeNbCcTB — 5.

Mpn HanMynn y naumeHta C Nogo3peHnem Ha PP
KPaHWOCMHOCTO3a, HEBPONOrMYECKOM CUMMATOMATUKM
C LeNblo AMarHOCTMKM NaToN0MMK YepenHblX WBOB, Npo-
rpeccupylolmx U3MeHeHun 6enoro BelecTBa mosra
noKasaHa HenpocoHorpadumsa u/ManM KOMMbIOTEPHas
Tomorpadus ronoBHOro Mo3ra / peHTreHorpabusa Bcero
yepena B 04HOM naun 6onee NPOEKLMUAaX U/UNKN MarHUTHO-
pe3oHaHcHas Tomorpadus ronoBHoro mosra [26-30].
YpoBeHb y6eauTenbHOCTU pekoMmeHaauuin — C, ypo-
BEHb JOCTOBEPHOCTU AAOKa3aTenbcTB — 4. [1p1 BO3-
HUKHOBEHWWN NOAO3PEHMM HA HANWYKe y NauneHTa NoBbI-
WEHHOro BHYTPMYEpPENHOro AaBneHuns LenecoobpasHobl
BbINOMHEHME NO6Oro AOCTYNHOro MeToha HempoBM3Y-
ann3aumu, a TaKXKe KOHCy/bTalus Bpada-Henmpoxupyp-
ra. [Jo HacToslero MOMeHTa «30/0TbiM CTaHAAPTOM»
B AMarHOCTMKe MOpaKeHWW YepenHbix LWBOB ABMASETCS
KoMnbloTepHas Tomorpadus. OHa No3BONSET HE TONIbKO
TOYHO BePUOULMPOBATL MOPAXKEHHbLIN LWOB, HO U OLe-
HUTb Apyrue nNpudHakn GOpPMUPYIOLLENCH KpaHWoLuepe-
6panbHOM AUcnpornopumm (MCTOHYEHNE KOCTEN Yepena,
PUCYHOK «MNanbLEeBbIX BAaBneHWin»). NHbopMaTUBHbBIM



NPW BbINOIHEHUU KOMMNbIOTEPHOM TOMOrpadun asnsetcs
BbliBNeHWE KanbuubUKauMmn y4acTKOB TBEPAON MO3ro-
BOW 060JI04KM, YTO TaKKe NatorHoOMOHWYHO ans FPo.
CylecTBEHHbIM MWHYCOM pPaguvONOrMYecKUx MeTodoB

OMarHOCTUKKM sBNsieTca nydeBas Harpyska. C uenbilo ee

YMEHbLIEHMS NauueHTam paHHero Bo3pacTa BO3MOXHO

BbIMO/IHEHWE HeWpocoHorpadumn ¢ BUIyanusauuen yepen-

HbIX WBOB W onpeaeneHMeM auvactada MexAay KOCTAMM

yepena. pyM HEBO3MOXHOCTM BM3yanu3aLuu YepenHoro

WBa NM60 BbIBEHUM 3HAYMTENLHON aCUMMETPUKN MEXKaY

napHbIMKW LWIBAMKU PEKOMEHAOBAHa KOHCy/bTauusa Bpadva-

Henpoxupypra.

HanmeHee WHOOPMATUBHBLIM MNPU KPaAHMOCUHOCTO3E
METOAOM HENpPOBM3yann3dauuu ABASETCS MarHUMTHO-pe3o-
HaHcHaa Tomorpadusa, Kotopas He MO3BOASET BbISBUTb
NOPaXKEHHbIV LWOB, HO C MOMOLLbIO KOTOPOM MOXHO OLLEHUTb
NoSIOXKEHWEe MUHAANMH MO3XKEeYKa OTHOCUTENbHO 6ONbLIOIO
3aTblIOYHOr0 OTBEPCTUS, CONYTCTBYIOLLME HaPYLEHNUS NNK-
BOPOAMHAMUKK, aedopMaLmio NTMKBOPOCOAEpKallux npo-
CTPaHCTB (}KeNyAo4KM MO3ra, LMCTEPHbI OCHOBaHMUS Yepena
M cybapaxHoufanbHble NpocTpaHcTBa). HemanoBaxKHbIM
KPUTEPUEM OLEHKM KIMHWYECKOro COCTOSHWMS MauuneHTa
ABnseTcs HempoodTanbMONOrMYECKMI CTaTyC — BbiSB/e-
HWe OoTeKa AMCKa 3puTeNlbHOro HepBa. Hapko3 — no noka-
3aHMAM.

e [laumeHTam c nogo3peHnem Ha PP crapwe 5 ner
npu OTCYTCTBMM MPOTUBOMOKA3aHUM C LIENbI0 OLEHKHU
dYHKUMKN AbIxaTenbHOM CUCTEMbl MPOBOAAT onpejaene-
HMe bYHKLUMK BHELWHero AbixaHua [18, 31, 32]. YpoBeHb
y6eauTenbHOCTU peKkomeHaauun — C, ypoBeHb
AOCTOBEPHOCTHU AOKA3aTeNIbCTB — 5. BO3MOXKHO npo-
BeAeHWe NybCOKCUMETPUN MO NMOKa3aHUAM.

e [laumeHTam ¢ MHPaHTUNLHOM dopmorn PP npu Heob-
XOAUMOCTU MPOAOSIKEHUS PECNUPATOPHON MOAAEPIKKM
nocsne octpon Gasbl (T.e. NPU HENONHOM OTBETE Ha Tepa-
nuio) pekoMeHaoBaHo obcnefoBaHne ANs NOATBEPKAE-
HUSI/UCKIOYEHUS TpaxeobpoHxoMansauMm — npoBeje-
HUE TPaxeobpPOHXOCKONUK (BUAEOTPaxXeoBbpPOHXOCKOMMN)
M KOMMbOTEPHOM TOMOrpadun opraHoB rpyaHoOM noso-
CTU (KOMMblOTEPHOM TOMorpadun rpyaHOW MOJSIOCTH
C BHYTPMBEHHbIM GOMOCHBIM KOHTPACTUPOBAHUEM,
MYNbTUNIAHAPHON U TPEXMEPHOW PEKOHCTPYKLMEN) [26,
33]. YpoBeHb y6eauTenbHOCTU peKoMmeHgauuim — C,
YPOBEHb JOCTOBEPHOCTHU JOKa3aTenbcTB — 5.

e Bcem nauueHTam c nogospexHvem Ha Pd npu nep-
BMYHOM CTOMAaTONOrMYeCcKOM o6CcnefoBaHUMU NPOBOAAT
KOHYCHO-Nly4eBYIO TOMOrpaduto namM naHopamHyto TOMO-
rpaduo 4venocten AN OUEHKM MWHeEpasibHOW MoT-
HOCTM W CHUWXEHWUS YPOBHS aNnbBeonsipHOM KocTu [18].
YpoBeHb y6eauTenbHOCTU peKkoMmeHaauuin — C, ypo-
BEHb JOCTOBEPHOCTU OKa3aTenbCcTB — 5.

e HeobxoaMMo paccMoTpeTb NpoBeAeHne 6MOMNCUU KOCTH
npu NocTaHoBKe AnarHoza PP v npu nnaHoBOM Beje-
HUKM Ha dOHe Tepanuun, B OCHOBHOM Y B3POC/bIX NaLu-
€HTOB, eC/In Ha He0B6X0AMMOCTb AAaHHOIrO NCccaeLoBaHuUs
yKa3blBalOT MapKepbl MeTabo/iM3Ma KOCTHOM TKaHu [17].
YpoBeHb y6eauTenbHOCTU peKkoMmeHaauum — C, ypo-
BEHb JOCTOBEPHOCTU fOKa3aTenbCcTB — 5.
[MpoBOANTCA C OCTOPOXKHOCTbLIO, HA YCMOTPEHME Bpaya,

B OCHOBHOM Y MaLMEHTOB C AOMNONHUTENbHBIM PUCKOM Nepe-

IOMOB, HanpuMmMep ¢ XpOHUYECKON 60NEe3HbIO NOYEK, YacTbl-

MU nepenomMamu B aHaMHe3€e UAN 04eHb HU3KUM MHAEKCOM

Maccol Tena.

MccnepoBaHne Ha ¢oHe Tepanuum acdoTtaszon anbda
MOXeT 6blTb MONe3HbIM Npu HEOBXOAMMOCTM onpeaene-
HUSE 9PDEKTUBHOCTM Tepanumn B OTHOLLUEHUN Ka4YeCTBEHHbIX
N CTPYKTYPHbIX XapaKTEPUCTUK KOCTHOM TKaHW. Bo3MoOXKeH

pUCK nepenomMa B 06iacTn B3ATUA Guontata. Henb3a npo-
BOAMTbL nepej Tectamu MO UCCnefoBaHUIo MOOUIBLHOCTH
nauuneHTta. OueHKa LOKHa NPOBOAMTLCS OMbITHLIMU CNELN-
annctamMmu.

UHble gnarHocTuyecKkune uccnepoBaHus
KoHcynbraynm n Ha6nogeHme cneLuaancToB

e [lauuneHToB ¢ MPP Heob6Xx0ANMMO BECTU MYNbTUANCLUMNIN-
HapHOW KOMaHAOM cneuuannucToB C LEe/bl OKa3aHwus
Ka4yeCTBEHHON MeaMUMHCKOWM nomowun [18]. YpoBeHb
y6eanTenbHOCTU peKomeHpauun — C, ypoBeHb
AOCTOBEPHOCTU AoOKasaTenbcTB — 5. Beuay Toro
4yTO0 3aboneBaHne xapaKTepu3yeTcs nopaxKeHNeM MHO-
rMX OpraHoB W cucTem, TpebyeT KOMMIEKCHOW Tepa-
MUK, Y4TO AUKTYET HEOOXOAMMOCTb COBMECTHOrO Beje-
HUSA NauueHTa cneunanucTtamum pasHblix npodwunen,
nauneHtTam ¢ PP, umerowmnm HapyweHns oyHKLUUM
COOTBETCTBYIOLWMX OPraHOB M CUCTEM, MOKa3aHbl nep-
BWYHblE W MOBTOPHbIE KOHCYNbTaLMK Bpava-reHeTu-
Ka, Bpaya-HeBposora, Bpadva-Hempoxupypra, Bpada-
3HAOKpMHONOra, Bpaya AETCKOro 3HAOKpMHONOra,
Bpaya TpaBmartosiora-optonega, Bpaya-ctomarosnora,
Bpaya-Hedposora, Bpava-nynbMOHONOra, Bpaya cyp-
fonora-oTopuHoNapuHronora, Bpaya-odranbmosnora,
Bpava-neguatpa/Bpadvya-HeoHaTtonora/Bpadya-tepa-
neeta / Bpaya obwen MpakTUKU (CEMENHOro Bpaya),
cneumanucta no MeauuMHCKOM peabunutaumu (Bpada
no MeauLUUHCKON peabunutauuun / Bpadvya GU3MYECKOM
U peabuInTauMOHHOM MeauuMHbl / Bpada no seyeb-
HOW GU3KyNbTYpe / Bpayva-dusunoTepanesTa Uau ap.),
a TaKXe Bpayen apyrux cneuuanbHocTen. KpaTHOCTb
KOHCy/NbTaLMN onpeaensercs UHAMBUAYaNbHO C y4eToM
BO3pacTa U TAKeCTU 3aboneBaHus.

* T[launmeHTaM C KJIWUHUYECKUMKU npu3Hakamu [PP
M Npu HEOBXOAMMOCTM POLACTBEHHMKAM / 3aKOHHbIM
npeacTtaBuUTENS M NPU AUArHOCTUKE MOKa3aHa KOHCYNb-
Tauua Bpaya-reHeTMka ¢ npoBefeHuMeM MeauKo-reHe-
TUYECKOrO KOHCYNbTUPOBaHUS (M NpoBeAeHne HeobXo-
AMMOro o6cnefoBaHus No ero peKomeHaaunm) ¢ Lenblo
MHbOPMHUPOBaHKA O 3a60/1IeBaHUN, Pa3bACHEHNS reHe-
TUYECKOrO pUCKa Mpu AWarHOCTMKE M B [anbHenwem
Nnpu pelieHnn BonpocoB aeTopoxaeHus [34]. YpoBeHb
y6eanTenbHOCTU peKomeHpauun — C, ypoBeHb
AOCTOBEPHOCTHU l0Ka3aTeNnbcTs — 5.

e Bcem nauumeHTaM ¢ nogo3peHueM Ha FPD cnepyet
NPOBOAUTL B-MUHYTHbIN TECT X0A4bObl C LENblo OLEHKHU
ABuUraTeNbHON akTMBHOCTK [18]. YpoBeHb y6eaUTenb-
HOCTU peKomeHpauun — C, ypoBeHb JOCTOBEPHOCTHU
AOKasaTenbcTB — 5.

AndpdepeHymnanbHasa guarHocTuKa
KnuHuyeckne nposieneHns P Heobxoanumo andode-
peHuMpoBatb C APYrMMU AUCNNa3UMAMU KOCTHOW TKaHW,

a TakXe c 60/1e3HAMU, NPOTEKAOWNMU C PaxXUTOM W/Unun

ocTeoMansiLMen, B TOM Yucne:

e  BUTaMUH-D-4edUUMTHBIN paxuT;

e Tybynonatuu, NpoTeKaloLlme ¢ paxuTU4eCKUMN U3MEHE-
HUSIMK KOCTen (B nepBytlo ovepedb runodocdaremuye-
CKUI paxuT);

° noyeyHasa octeoancTpodus;

° KNenaoKpaHuanbHas gucnnasus;

°  MAMOMNaTUYECKUI IOBEHUIbHbBIA OCTEOMOPOS;

® HeCOBEepLUEHHbIN ocTeoreHes (Tabn. 1).
MpexaeBpemeHHoe BbinageHue 3y60B npu MPd audde-

PEHUMPYIOT ¢ TPAaBMaTUY4ECKUM BbIBUXOM 3y6a, CUHAPOMOM

NanunoHa — Jledespa. lpexaeBpeMeHHOe BbiNageHne

BpPEeMEeHHbIX 3y60B, a TaKXXe paHHee BbiNajeHne wnun yaane-
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CLINICAL RECOMMENDATIONS

KJIMHUYECKUE PEKOMEHAALUUU

Ta6nuua 1. [lnpdepeHuymanbHas guarHoctmka runopocoparasmm
Table 1. Hypophosphatasia differential diagnosis

MoKasatens SRR mnodocdarasusa Paxur ®docodar-guader HecoBeplueHHbI ocTeoreHes
LLlenoyHasa ¢ocdaTaza B KpoBU l 1 T Hopma
Mupunpokcanb-5-pocdat B KPoBU T l l Hopma
docdhoataHoNaMuH B MoYe T | l Hopma
Kanbuuit/docdop 1 MAn Hopma | l Hopma
MapatropmoH | wan Hopma 1 T Hopma
ButamuH D Hopma | i Hopma

HWe MOCTOAHHbLIX 3yO60B MOXET ObITb PAHHWUM (MHOT4A eauH-
CTBEHHbLIM) Npu3Hakom [PP. Mpu 3TOM xapaKTepHO Bbina-
fleHne 3y6oB 6e3 KpoBoTeyeHus. 3yb6bl npu PP umetor
cnepywoumne mopdoMeTpuieckne OCOBGEHHOCTU: MONOCTb
3yb6a yBeNnuyeHa, KOpHEeBble KaHajbl pacluupeHbl, oTMe-
YyaeTcq runonnasus LemeHTa 3yba. PaHHAa noTeps 3y60B
COMPOBOXJAETCH CHUXKEHUEM BbICOThI a/1bBEONSIPHON KOCTH
(0COBEHHO HUXKHEN YentocTu). MocToSHHbIE 3yObl YacTo NPo-
pesbiBaloTCcs ¢ runonnasven amanu [35, 36].

JIEMEHME

KoHcepBaTuBHOE Nle4eHune

MaTtoreHeTn4yeckas Tepanus

MauneHTam Cc NOATBEPXAEHHbIM AnarHosom [PP
MPU HaNWYUU CKENETHbIX NPOSBAEHWUN U Ae6OTOM B Nepu-
HaTasbHOM Mepuoje U B IeTCKOM BO3pacTe NpoBoadAT dep-
MEHTHYIO 3aMecTUTeNbHyl0 Tepanuio acdoTa3on anbda
[18, 35, 37, 38]. YpoBeHb y6eaAUTENIbHOCTU PEeKOMeHAa-
uui — C, ypoBeHb JOCTOBEPHOCTU A0KA3aTEeNbCTB — 4.

Ha cerofHfIWHWI AeHb €4WHCTBEHHbIM MaToreHeTuye-
CKMM MeToaoM nedvyeHuns FOD genaetca anuvrenbHaa odep-
MEHTHas 3aMecTUTeNlbHasi Tepanus NeKapCTBEHHbIM Mpe-
napaTom acdoTaza anbda, KOTOpbIA NpeacTaBnseT cobown
4yeNIoBEYECKUM PEKOMOUHAHTHbIA TKaHeHecneunpuyecKun
XUMepHbIN Fc-geKka-acnapTaTHbIW MIMKOMPOTEUH LLENOYHOM
dpocdaTtasbl. Ha doHe neyeHus y naumMeHTOB AOCTUraeTcs
NONOXKUTENbHAs AMHAMUKA MO TaKUM MPU3HaKaM, KaK ypoB-
HU BGUoxMMUYecKux cybecTpatoB THLU® (HeopraHuyeckoro
nupodocdata n nupugoKcanb-5-docdara), MUHepanu3sa-
LUMS KOCTHOM TKaHW, CTPYKTypa KOCTEMW, POCT, Mblle4yHas
cuna, NoTpebHOCTb B KUCNOPOLHOM NoAdepKe, 60neBomn
CUHAPOM, TONIEPAHTHOCTb K GU3UYECKUM Harpy3Kam.

KnuHnyeckaa addeKTUBHOCTL M 6e3onacHocTb acho-
Tasbl afbda NPoLEeMOHCTPUPOBaAHA B OTKPbITbIX HEpaHo-
MU3WPOBaHHbIX UCCIEAOBAHMUAX C y4acTUeEM 69 nauneHToB
(B OCHOBHOM C JETCKOM U MHaHTUAbHON dopmamu D D).

Y nauuneHToB Ha poHe nedveHuns achotaszon anbda oTme-
4yeHa MOJIOXKUTeNbHas PEHTreHosiorMyeckas [AuHamuKa
Ha NPOTAXKEHUN NePBbIX 6 MeC Tepanuu (OLEHKN +2 — 3Ha-
4yuTenbHOE ynyylleHue; +3 — TMOJHOe WUAW MOYTU MOoNHoe
BOCCTaHOBJIEHME); NO AAHHbIM GMOMNCUU KOCTU KOHCTaTUPO-
BaHa NONOXUTeNbHas AMHaAMUKa NoKasaTenen MuUHepanu-
3aLMKn KOCTHOM TKaHu (ToNWMHa ocTeonja, OTHOLWeEHME 06b-
eMa ocTeonja n 06beMa KOCTHOM TKaHU U BPEMS 3aeEPHKHU
MUHepanmM3auun KOCTHOM TKaHW, yBelM4eHue nokasaTtens
pocTa, Npuban¥KatoLlerocs K Bo3pacTHon Hopme). MNpu npum-
MeHeHun nauueHTamu acdoTtasbl anbda NPOAEMOHCTPUPO-
BaHa WX Nly4yllas BbIXXMBAEMOCTb MO CPABHEHWIO C rpynmnow
MCTOPMYECKOrO KOHTponsa: 95% npotmB 42% B BO3pacTe
oAHoro rofa, 84% npotmB 27% B BO3pacTe 5 neT cooT-
BeTCTBEHHO (p < 0,0001 B momenu KannaHa — Me#nepa).
Mo cpaBHEHUIO C rPYNMnon UCTOPUYECKOTO KOHTPOSIS, B KOTO-
po# BbIXWN TONbKO 1 nauueHT n3 20 (5%), Hy>Kaatowmxes

B WUCKYCCTBEHHOW BEHTUNSALUM NETKUX, B TPynne nosay4vyato-
WKX Tepanuio U HYXJaloWKMXCA B UCKYCCTBEHHOW BEHTUNA-
LMW NEerkux Bbxunm 76% (16/21) naumMeHToB.

Ha ¢doHe nevyeHuss achortason anbda (1 rog u 6onee
depmMeHTHOM 3aMeCTUTENLHONW Tepanuu) y IeTeEN B BO3pac-
Te oT 2,5 [0 7 neT oTMe4vanacb MooXuTenbHaa AMHaMUKa
COCTOSIHUSI CTOMATO/IOTMYECKOro ctatyca (TKaHen napo-
[LOHTa/IbHOrO0 KOMMJEeKca) — cTabunusauus BpPeMeHHbIX
3y60B C MOABUXKHOCTbLIO 1-# CTENEHU, HECMOTPSA Ha Hanunyune
peueccumn AeCHbl B 061aCTh 3TUX 3y6O0B.

PekomeHfoBaHHasa cxeMa NpuMeHeHus achoTasbl alb-
da — 2 MI/Kr macchbl Tena noAKOXHO 3 pasa/Hepn nubo
1 Mr/Kr macchl Tena noLKoxHo 6 pas/Hes. O6beM BBOAUMO-
ro 3a 1 UHbEKUMIO IEKapCTBEHHOro npenaparta He LOSKEH
npesblwatb 1 M. MNpn HE06X0AMMOCTU BBELEHUSA 6ONbLUErD
ob6bema [enaloT HECKONIbKO MHbEKLUI B pa3Hble MecTa.

Han6onee yactble HexenaTenbHble SBEHUS — MECTHbIE
peakuuu, CBSi3aHHble C BBeAeHWeM npenapaTa, KoTopble
Habnoganuce y 73% nauueHToB B paMKax KJIMHUYECKUX
uccnenoBaHun. BonblWKWHCTBO peakuui co CTOPOHbI MecTa
UHBbEKLUN — NIETKME, CaMOOTrpaHUYMBaloLLMecs U He NPUBO-
[AT K OTMeHe Tepanuu (Tabn. 2).

CumnTomaTuyecKasi Tepanus (tTaéna. 3)

o [lpu PP He peKOMEHAOBAHO PYTUHHOE Ha3Ha4deHwe
npenapaTtoB rpynnbl «ButamuH D u ero aHanoru»: ero
M3ObITOK MOMEeT Bbl3BaTb WU YCyryGuTb runepKasib-
LMeMUIO, TUnepKanbLMypuio U HedpoKanbLnHo3 [18].
YpoBeHb yGeauTeNbHOCTU peKomeHpauun — C,
YypOBEeHb [OCTOBEPHOCTU f[oOKa3aTelbCTB — 5.
Mpenapatbl rpynnbl «ButamuH D 1 ero aHanorn» moryt
Ha3Ha4aTbCs B Clyyasx NoATBepXKAeHUs ero feduunta
W NpU PEryASpHOM KOHTpone ypoBHSA 25-0OH ButamuHa D
B KPOBM.

* B Havane nevyeHus acdortasomn anbda NpUMeEHSIOT npe-
napaTbl KanbUua AN KOPPEKUWMW TUNoKanbLUeEMUU
nauveHtam ¢ NP, y Kotopbix oHa Habnogaetcsa [18].
YpoBeHb yGeauTeNbHOCTU peKomeHpauun — C,
YypOBEeHb [OCTOBEPHOCTU [OKa3aTe/bCTB 5.
[MnoKanbLnemMus MOXeT HabnlogaTbCcq B Hadvane Tepa-
nuun acpoTazomn anbda.

* HeobxoAMMO COBMIOAEHNE ANETBI C HU3KUM COAEPIKAHU-
€M KanblM§ Hapsagy ¢ yBenMyeHueM o6beMa BbinvBae-
MOW XMAKOCTU C LieNblo YMEHbLUEHUS rUMNepKanbLUypum
nauneHtam ¢ F'PP, y Kotopbix oHa Habnwogaetca [18].
YpoBeHb y6eauTeibHOCTU pekoMmeHaauuin — C, ypo-
BEeHb JOCTOBEPHOCTU JOKa3aTeNbCTB — 5.

e [laymeHTam c FOP He peKoMeHA0BaHO Ha3HavyeHue npe-
napaToB M3 rpynnbl 6ucdocPoHaToB BO M3BEKAHME yCy-
ryéneHns runoMuHepanusauum kocten [18]. YpoBeHb
y6eauTenbHOCTU peKomMmeHpauun — C, ypoBeHb
OOCTOBEPHOCTU fpoKasatenbcTB — 5. [Ipenaparthbl
13 rpynnsl 6ucdocdoHaToB ABNAIOTCA CUHTETUHECKUMMU



Ta6nuua 2. HexxenaTenbHble 9BeHUA Ha poHe Tepanuu acdoTason anbda v NPUHLKMNLI KoppeKLumu (no [17])
Table 2. Asfotase alfa adverse events and its correction (according to [17])

HexxenatenbHoe fiBNeHue MOHUTOPMHT U pEKOMEHAALUU

® PerynspHbii MOHUTOPUHI

MecTHas peakLus B MecTax e CobntoaeHne TEXHUKN BBEAEHUA — UHDBEKLIUA MNOAKOXHO, poTaLma MeCT BBEEHUS

BBeJeHus npenaparta ® B cnyvae yMepeHHoW/cpeiHEN CTeNeHU BbIPaXXEHHOCTU BO3MOXHO NPUMEHEHWE aHTUTUCTaMUHHbIX
CPefcTB CUCTEMHOIO AENCTBUSA

PerynapHbii MOHUTOPUHI

Nunoanctpodusa
e CobnoaeHne TEXHUKU BBEAEHUS — UHBEKLIMS MOAKOXHO, poTaLmsa MecT BBEAEHMUS

KOHTpOAnb AneTbl (TOHUXEHHOE CoAepKaHue KanbLus)

KOHTpO/b ypOBHSA NapaTMpeonaHOro ropMoHa B KpOBM, YPOBHSA 06LLEr0 U MOHU3UPOBAHHOIO KasbLins
funep-/runokansLmemMuns B KPOBMU, ypOBHS HeopraHuyeckoro pocdopa B KPOBK, nccnegoBanue yposHsa 25-0OH ButamuHa D B KpoBKM
MoxkeT noTpeboBaTbCs BBEAEHWE B PaLMOH NpenapaToB KabLMg, a TaKKe npenapaTtos rpynneol
«ButamuH D n ero aHanorv» npu ux jeduvuure

PernctpupoBancs B KIMHUYECKUX UCCNESOBAHUAX Yy NALMEHTOB Ha Tepanuu achoTtasoi anbda
MOHWUTOPUHI UCXOAHO, Kaxable 3 Mec B NepBbIi roj, Aanee Kaxable 6 mec Ao 3 neT U Kaxkable 12 mec
nocne 3 net

KOHTpOAb AUCKa 3pUTENbHOIO HEpPBa

OueHKa HEBPONOrMYECKOW CUMNTOMATUKK

KomnbloTepHas ToMorpadus ronoBHoOro Moara / peHTreHorpacdus Bcero Yepena B ogHoM unu 6onee
NPOEKLMSAX U/UAK MarHUTHO-Pe30HaHCHas TOMorpadus rofoBHOMO MO3ra Npu NOA03PEHNUM Ha
pa3BWTHE KPaHMOCHHOCTO3a

PelweHne Bonpoca 06 onepaTMBHOM JieYeHUU NPU NOATBEPKAEHUU KPAHMOCUHOCTO3a

KpaHnocuHocTo3

® PernctpmpoBascs B KIMHUYECKUX UCCEL0BAHNAX Y NAUMEHTOB Ha Tepanuun acdoTalon anbda

YnbTpa3ByKOBOE UCCejoBaHUE NOYEK U KalbLMii-KpeaTUHMHOBOE COOTHOLLIEHME B Pa30BOI NOPLMKM MOYK

e OuEeHKa NPM3HAKOB UCXOAHO M Kaxable 3 Mec Npu nepuHatanbHoOW/MHGaHTUIbHON GopMax; MCXOAHO U
Kayable 6 mec npu geTcKkon/B3pocnon popmax

HedpoKanbumnHO3

MpoceewaTtb / 06CyaaTb ¢ NALUEHTOM (POAUTENAMM) MPU KaXKAOM NOCEeLLEHNUN

N36eratb MHbEKLIMIA, €CNN NALMEHTY MPOBOANTCS BaKLMHALMSA UM aHECTE3US B TOT XKe [1eHb

Mpu pa3BUTUM peaKLMKU TMNepyyBCTBUTENbHOCTU NPEKPaTUTb BBeAeHUe acdoTasbl anbda

M paccMOTPeTb BOMPOC O Havasle COOTBETCTBYIOWENO IeYEHUS, BKOYas:

° BBeJleHUE anMHedbpUuHa

° BBE/IEHME aHTUTUCTAMUHHOIO CPeACTBa CUCTEMHOIO AENCTBHUS

° B/B BBeleHWE KOPTUKOCTEPOUAOB CUCTEMHOIO AENCTBUS

° UHDY3MOHHYIO Tepanuio Ans ynpaBieHUs TMNoTeH3Men U KoppeKkLn o6bemMa

° NPU PecnUpPaTopHbIX CUMNTOMax — NPUMEHEHUE MHIaNALMOHHbIX CENEKTUBHbIX 6eTa-2-
aapeHOMWMETUKOB

° NPU TAXKENbIX HAaPYWeEHUAX GYHKLMK AbIXaHUS U NOSIBAEHUU LiMaHO3a — NPUMEHEHUE Kncnopoaa
(MacKa, HOCOBbl€ KaHIonK)

° NP HEOBXOAMMOCTU — CepAle4HO-Nero4YHas peaHumaLms

® OUEHWTb PUCKHK M MPEUMYLLECTBA, CBA3AHHbIE C MPOAOIKEHWEM NedeHus acdoTazomn anboda;

€CNN NPUHSATO peLleHre 0 NPOASNEHNY — MOHUTOPMHT MPU3HAKOB U CUMMTOMOB pPeaKLun

rMNepYyBCTBUTENBHOCTU; JOCTYM K NpenapaTtam 1 060pyA0BaHMUIO AN KYNMPOBaHWS NOBTOPHbIX PeakLui

MnepyyBCTBUTENBHOCTb

Ta6nuua 3. ConyTcTBYlOWAs 1 CMMNTOMaTUYecKas Tepanus npv runodocdartasum
Table 3. Concomitant and symptomatic hypophosphatasia therapy

MpenapaTtbl MOHUTOPUHT U pEKOMEeHJaLuun

MpoTMBOCYAOPOXKHAsA Tepanus * TpeGyeTcsi NOAGOP B CreLnanM3npoBaHHbIX LLEHTPaX

* Heo6x0AMMO HasHauYeHWe NP1 Pa3BUTUN BUTaMUH-Bg-3aBMCHMBbIX
CyAopor Npu nepuHaTanbHom/MHPaHTUNbHON popMax
B MaKCMMasbHbIX TepaneBTUYECKUX J03aX

e 1711TeNbHOCTb TEpanuu onpesenseTca MHAMBUAYaNbHO

MUpUAOKCHH

* BO3MOXHO Ha3Ha4YeHue Npu PasBUTUM YMEPEHHbIX/CPeLHMUX

AHTUIrMCTaMUHHbIE CpeacTBa CUCTEMHOIO AENCTBUS o
peakLMi B MecTax BBeeHUs npenapara

MpenapaTbl, 06najaowmne 06e36011MBaOLNM
[eNcTBUEM (HECTEpPOUHbIE NPOTUBOBOCMANNTENbHbIE
M NPOTMBOPEBMATUYECKME NpenapaTbl)

* BO3MOXHO KypcoBOe Ha3HaYeHue A8 KynuposaHusa 601eB0ro
cuHApoma

* HasHayeHwWe [OIKHO NPOBOAUTLCS MPK CTPOrOM KOHTpOE

MpenapaTbl KanbUnUs
YPOBHS KanbLus. [poTMBONOKa3aHbl NP runepKanbLmMeMmm

e [IpOTMBOMOKAa3aHbl, MOCKONIbKY MOTYT YXYALUTb TeYEHNE

BucdocdoHaTbl
bocd runodocdartasunm

e [[poTMBOMNOKa3aHo Ha3HavyeHue npenapaTos rpynmnbl «ButamuH D
1 ero aHanoru» B BbICOKUX J03ax

° HasHayeHWe AOMKHO NPOBOAUTLCS NOJ KOHTPONEM YPOBHS
25-0OH BuTamuHa D B KpoBM

ButamuH D 1 ero aHanoru
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aHanoramu HeopraHuyecKkoro nupodocdarta v ycyryons-

0T TMNOMUHEpPanu3aLmio KOCTEN.

e T[lpu cygoporax nauneHtam ¢ FdP Ha3HayaloT BHYTPU-
BEHHO MMPUAOKCUH (HavanbHas gosa 100 mr ¢ nocne-
aywouwmm BeegeHnem 10-30 Mr/Kr/cyt B 3 npuema)
C LEenblo KynupoBaHWsA AaHHOro cocrtosHua [39-43].
YpoBeHb y6euTenbHOCTU pekoMmeHaauuin — C, ypo-
BEHb JOCTOBEPHOCTU AOKa3aTenbCcTB — 5. Y nauu-
eHToB ¢ PP pedochopunupoBaHne nupuaoKcanb-5-
¢docodarta, meTtabonnta BuUTaMnHa By, B MUpuAoKcanb
MHTMOUPYETCH M3-3a CHUXKEHUS aKTUBHOCTM THLLD.
lMocKonbKy NMPUAOKCANb MOXET NPOXOAUTb Yepes Kie-
TOYHble MeMOpaHbl, a NUpUAoKcanb-5-pochar — HerT,
LeHTpanbHas HepBHas cucTeMa UcnbiTbiBaeT geduunt
BMTamMuHa Bg, 4TO BbI3blIBAET CyA0POrK. TO €CTb CYA0POTH
npu PP 06bIYHO ABAAOTCH BUTAMUH-Bg-3aBUCHMbIMH
n nevaTcs NMPUAOKCUHOM.

OaHaKo HeKoTopble NauMeHTbl pearnpyloT Ha NUPULOK-
CWH TONIbKO BPEMEHHO MK He pearunpytoT. B Takon cutyaunm
MOXeT noTpe6oBaTbCs Ha3HayeHue NPOTMBO3NUNENTUYE-
CKMX NMpenapaToB. B aTom cnyyae TakKe cneayet yuntbiBaTb
BO3MOXHOCTb pa3BuTMa aHuedanonatum. B HacToswee
BpPeEMS HET AaHHbIX O TOM, MOXHO /M NPEeKpaTUTb NPUEM
NMPUAOKCUHA Nocne Havana GepmMeHTHOM 3aMeCTUTENIbHON
Tepanuu [18].

e [laymeHtam ¢ PP npu Hanuymm 6GONEBOro CUHAPO-
Ma MnoKa3aHO KypCcOBOEe Ha3Ha4yeHWEe HeCcTePOUAHbIX
NPOTMBOBOCNANMUTENbHBIX M MNPOTUBOPEBMATUHECKMX
npenapatoB [17, 44, 45]. YpoBeHb y6eAUTENIbHOCTHU
peKomeHaauuii — C, ypoBeHb JOCTOBEPHOCTHU AOKA-
3aTenbcTB — 5.

XupypruuyecKkoe neyeHume

* TaymeHTam c FPP 1 BbiparKeHHbIMU CKeNEeTHbIMK Aedop-
MaLMAMK NOKa3aHo onepaTtMBHOE NevyeHne B opToneam-
YECKMX LeHTpax MNpu HaauM4yuMu NoKasaHuh ANa MX Kop-
peKLUMK U OTCYTCTBUM NPOTUBONOKa3aHui [18]. YpoBeHb
y6eautenbHoCcTM peKomeHpaauun — C, ypoBeHb
AOCTOBEPHOCTU AOKa3aTeNbcTB — 5. MoxeT notpe-
60BaTbCs onepaTUBHOE Sie4eHNe C NPUMEHEHNEM KOH-
CTPYKLMM ANA OCTEOCUMHTE3a NPU HanM4yMK y naumeHTa
nepenomMoB, NCEBLONEPENIOMOB UM PA3BUTUS JIOXKHbIX
CyCTaBOB BCNEACTBME 3amMeaNIEHHON/HapyLEeHHON KOH-
CONMAALMN KOCTHbIX OTIOMKOB. Mpu pasBUTUM KpaHMO-
CMHOCTO3a MaLMeHTbl MOTYT HYXXAaTbCsi B HEMPOXUPYP-
rMyeckux onepaumsx 26, 46].

UHoe neyeHune

° [lpu TXKeNon uHpaHTUNbHOM dopme PP ¢ abixaTenb-
HOW HefOCTATO4YHOCTbIO B 3aBUCUMMOCTM OT KAWHMYeE-
CKOM CHUTyaLMW PEKOMEHLOBaAHO MpOBefeHue pecnu-
pPaTOpPHOM NOAAEPKKM COrnacHO COOTBETCTBYHOLLMM
peKomMeHAauuaM B CBSI3M C MOBbIWEHHBIM PUCKOM
runonnasuun nerkux [26, 47]. YpoBeHb y6eauTeb-
HOCTU peKomeHaauun — C, ypoBeHb JAOCTOBEp-
HOCTU AOKa3artenbcTB — 5. Moryt norpe6oBartbcs
HEMHBA3MBHAsA WCKYCCTBEHHAs BEHTUNAUMSA JErkux,
CPAP — nocTOSiHHOE MOJIOXKUTENbHOE JaBNeHue B Ablxa-
TenbHbIX NyTAX, BiPAP — aByxda3Hoe NoCcTosiHHOE NoJo-
UTENbHOE AaBfieHMe B AblXxaTeNbHblX NyTaX, UHTY6aLms
M WCKYCCTBEHHAs BEHTUNALMSA NErkux / BbICOKOYACTOT-
Hasi UCKYCCTBEHHas BEHTUNAUMSA nerkux. MoxeT 6biTb
pPacCMOTPEHO MPOBEAEHUE WHTansLMOHHOM W NeKap-
CTBEHHOM Tepanuu No NOBOAY NEFOYHON TUMNEPTEH3MUMH,
HanpuMep MHranaTopHoe BBEAEHMUE OKCMAa a30Ta, IKC-
TpaKkoprnopanbHas MeMb6paHHash OKCUreHauus, nocTa-
HOBKa BPEMEHHOWN TpaxeocToMbl U Ap. [26], B coOTBET-

CTBUMU C KJIMHUYECKUMU PEKOMEHZALMAMMN MO NIEFOYHON
rMNepTeH3nn y aeTen.

e HeobxogMmMo paccMoTpeTb MNpoTe3npoBaHune 3y6oB
W/WUNKN YCTAHOBKY 3yOHbIX MMMNAHTATOB NPU OTCYTCTBUU
3y60B Yy NaumMeHToB ¢ PP ¢ uenblo AOCTUKEHUA DYHK-
LlMOHaNbHOTIO U 3cTeTu4ecKoro adpeKkToB [48]. YpoBEeHb
y6eauTenbHOCTU peKomeHpauun — C, ypoBeHb
[OCTOBEPHOCTU foKa3aTtenbCcTB — 4. YCnyru, umeto-
wmecs B lNpukase MuH3gpaBa Poccun o1 13 oKTa6ps
2017 r. N° 804H «O6 yTBEpPKAEHUU HOMEHKNATYPbI MeAK-
LIMHCKKUX ycnym: NpoTe3npoBaHne 3y60B MNONHbIMU CbEM-
HbIMW NAACTUHOYHBIMKM NpPOTE3aMu, NPOTE3MpPOBaHUE
4YaCTUYHBIMW CBHEMHbBIMW MAACTUHOYHBIMU MPOTE3AMMH,
npoTe3MpoBaH1e CbeMHbIMU BlOrenbHbIMU NpPoTE3aMMU,
BHYTPMKOCTHaa AeHTanbHas umnnaHtauus. Heobxoanm
TaKe yxoj 3a 3ybamMu. PaHHee 06y4YeHue CTPOron rmru-
€He NofocTM pTa HeobXoAMMO ANs NpefoTBpaLleHus
U1 3aMeanieHns pasBUTUSA NapogoHTuTa [49].

MEQULIMHCKASA PEABU/IMTALIUA
e [laymeHTam ¢ PP npoBoasaT dusnoTtepanuio n neyved-

Hyl0O QU3KYNbTYPY, HanpaBieHHble Ha HopMann3auuio

MbILEYHOrO TOHYCa M YKpenieHe Mbllle4yHOro Kapkaca,

C LeNbl0 MUHUMU3ALMKM pUCKa MEPEsoOMOB M NOoBbILE-

HUS GUIMYECKOM aKTMBHOCTM, yAyylweHus agantaluu

B 06LIECTBE M MOBbILIEHNS KavyecTBa MX XK3HK [50, 51].

YpoBeHb y6eauTebHOCTU peKkoMmeHaauun — C, ypo-

BEHb JOCTOBEPHOCTHU AOKA3aTeNbCTB — 5. MeToanKu

LOMKHbI BbIGUPaATbCH WMHAMBUAYaANbHO, COrNacHO BO3-

MOXHOCTAM NauMeHTa — KaK BO3pacTHbIM, TaK

n GYHKUMOHaNbHbLIM. TaKXe NPOBOAMMbIE MEPOMNPUATHSA

OOJKHbI BblOMpaTbCd TaknMM o6pa3om, 4ToObl nauwu-

€HT / 3aKOHHble NpeAcTaBUTENM COXPaHAAW npusep-

YKEHHOCTb UM.

YnpaxHeHns B Boge o6ecneynBaloT yMepeHHOe Conpo-
TUB/IEHWE B YCNOBUSAX MOHUXKEHHOW rpaBUTaLMK, YTO CMoO-
CO6CTBYET YKPENIEHUIO MbllL, MUHUMU3UPYS 6ONb U CHU-
as PUCK NepenoMoB.

CnepyeT nsberatb KOHTaAKTHbIX BUAOB CNOPTa MU APYTUX
aKTMBHOCTEN C BO3MOXHbIMW pUCKaMu TpaBMaTU3aLnu.

MpbIXKKKM U NOACKOKKM cnefyeT peKoMeHAoBaTb TOJIbKO
Nno peleHnio Bpaya Ha OCHOBAHWW COCTOSHWS KOCTHOM
TKaHW.

BO3MOXHO NpUMeHeHWe opToneauyYecKUX YCTPOMCTB
ONnsg KoppeKkunn agedopmauunim U KOCTHbIX HapyweHun (no
NoKa3aHusaMm).

PeabunutaunoHHble Kypcbl (MaccaxX MeauuUUHCKWUK,
neyebHasa GM3KyNbTYpa, NocycTaBHas rMMHacTMKa, No30Bas
KOppeKuus, ruaponpoueaypbl, NCUXonoro-negarornyeckas
NMOMOLLb) XenaTeNbHO NPOBOANTbL B YCNOBMUSAX AHEBHOIO CTa-
LMoHapa ¢ yactoTon 3—4 pa3a B rog.

MeaunumHCcKuM (ne4yebHbIM) Maccaxk — 3TO MEeToj feve-
HUS U NPOPUNAKTUKK, NpeacTaBisioWmn Co60M COBOKYI-
HOCTb MPMEMOB [LO3MPOBAHHOIO MEXaHWYEeCKOro BO3AeW-
CTBUS Ha pasfiMyHble Yy4acTKM NOBEPXHOCTHU TeNa NaumeHTa,
NPOM3BOAMMOrO pPyKaMu maccaxkucta. Maccaxk ycunumBa-
€T O6MeHHble MPOLLECChl B KOXe, MOBbIWAET MbllUeYHbIN
TOHyc. Maccax cneayeTt HauMHaTb C Norna*KMBaHus, ganee
nepexoasT K pasMuHaHWiO Mblwl. B mectax 3Ha4yuMTenbHoO-
rO CHUXEHMS NIOTHOCTM KOCTEM BbIMNONHSAETCH BMOGpaLums.
Maccark NpoBoANUTCSA KypcaMu exXeHEBHO UK YepEe3 AeHb.
Kypc nevenna — ot 10 go 25 npoueayp ¢ nepepbiBaMmu
ot 10 gHel go 2 mec.

JleyebHass GU3KyNbTYypa — 3TO cCUCTEMA MPUMEHEHUSA
cambIX pa3HOOOpa3HbiXx CPefacTB OOUIKYNbTYpPbl B LENsAX
npoduNakTUKK, NeyeHna u peabunutauuun. OHa AOMXKHA
BK/OYaTb KaK eXefHEBHYI TUIMEeHWYEeCKYylo rMMHacTu-



Ky (3apsiaKky), Tak v neyebHylo rumHacTuky. CocTaBnsioT
WHAMBUAYANbHYIO NPOrpamMMy ynpaxHeHUN, KOTOpble TaKXe
BbINOMHAOTCA Kypcamu [52].

0693aTenbHO BKJIIOYEHME B KOMIMIEKCHYIO Mporpam-
My peabunuTtaumm paboTbl MEeAMLMHCKOro ncuxonora —
KaK ¢ caMMMW NauMeHTaMu, Tak M C YneHaMun UX ceMen.
[MocKkonbKy 3a6oneBaHne HOCUT NMPOrpPeccUpyIoLLMA XapaK-
Tep, Heo6XoAMMO MOMOYb MALMEHTY «MPUHATb» AMArHo3,
ajanTMpoBaTb €ro K )W3HW, AaTb BO3MOXHOCTb MaKCH-
MasibHO peannM30BaTb ero Cnoco6HOCTU K 06y4EHMIO U camOo-
CTOSITENbHOM XW3HU B AanbHenwem. BeBuay yacton coye-
TaHHOW HEBPOJIOrMYECKON MATONOrMKU TaKKe HeobXxoaMmo
npoBefeHne 3aHATUI C MEeAULIMHCKUM NCUXOOrOM C LIENbIO
KOPPEKLMU BO3MOXHOI0 KOrHUTUMBHOIO aeduunta y nauu-
€eHTOB. TaKXe BaXXHO BKJ/OYEHWEe 3aHATUM C Jloronenom
ONng npeaynpexaeHus U KOPPEeKLMW peyeBbiX HapyLeHWH.
CucteMa KoppeKLMOHHO-10roneamMyeckon paboThbl ¢ AETbMU
npeaycmaTpuBaeT paHHee Havya o OHTOreHeTUYeCKu nocne-
[oBaTeNbHOro noroneanyecKkoro Bo3aencTBums, onupatolle-
rocsl Ha CcoxpaHHble GyHKUMKW. B ocHOBE KOPPEKLMOHHbIX
MEPONPUATUI NEXUT NPUHLKUMN ABUraTebHO-KMHECTEeTUYEe-
CKOW cTumynsaumm [53].

MPO®UNTAKTUKA U AUCNAHCEPHOE HABJIIOAEHUE

e bepeMeHHbIM XeHWMHaM MPoBOAAT YNbTpa3ByKOBOE
nccnegoBaHue BHYTPUYTPOOHOIO pebeHKa ¢ LeNbio paH-
HEN AMArHOCTUKU DD, NPUHATUSA pelleHns o Aalb-
HeWlWen TaKTUKe BeleHus O6epemMeHHOCTU, poaopas-
peleHns, paHHero TepaneBTMYECKOro BMellaTeNbCTBa
W ynyylleHnsa nporHosa [18]. YpoBeHb y6eAUTEeIbHOCTHU
peKomeHaauuin — C, ypoBeHb JOCTOBEPHOCTU A0OKA-
3atenbcTB — 5. ViccnegoBaHve NpoBOAMTCH B pamKax
CKPUHWHIA 6epeMEHHbIX, MPU HaNWYnu MoKa3aHum —
Yalle, KpaTHOCTb MCCnefoBaHWsA Onpeaensercs MHAM-
BUAYyanbHO.

Mpu npoBegeHUM yNbTPaA3BYKOBOro MWCCnefoBaHus

y 6epeMEHHbIX KEHLMH BO3MOXHO BbIIBJEHWE Clly4aeB

nepuHatanbHon dopmbl FPP. Co Il TpumecTpa 6epemMeHHo-
CTW NPU yNbTPA3BYKOBOW AMArHOCTUKE MOryT 6blTb BbiiB/e-
Hbl XapaKTepHble MPU3HAKMK:
°® W3MEHEeHUA CO CTOPOHbl CKeneTa (yKopoueHue,
UCTOHYEeHUe pebep; YyKopoyeHue, aedopmauuun
KOHEYHOCTEN);

°  BHYTpWMyTpoOGHas 3ajeprKKa pocTa;

® CHUWXXEHWE 9XOreHHOCTH KoCTel;

°  MSArKun (MeM6paHO3HbIN) Yeper, OTYETIMBO onpeae-
nemblv cepn Mo3ra;

° MHOroBoAMe.

e CeMbAM C OTArouleHHbIM aHamHe3oM no PP (poau-
TenaMm, 6MM3KMM POACTBEHHWMKAM) MpW MiaaHWMPOBaHMK
6epeMeHHOCTM C Lenblo NPorHo3a MNoToMCTBa, pasb-
SACHEHUSI TEHETUYECKOro pMCKa M BO3MOXHOCTEN npe-
HaTaNbHOMW AMArHOCTMKM PEKOMEHJOBaAHO mnposeje-
HWEe MEeAMKO-TEHETUYECKOro KOHCynbTUpoBaHusa [18].
YpoBeHb y6eauTenbHOCTU peKkoMmeHaauuim — C, ypo-
BEHb JOCTOBEPHOCTU fOoKa3aTteNnbCTB — 5. B ceMbsx
C OTArOWEHHbIM aHaMHEe30M BO3MOXHO MpPOBeAeHUe
npeHaTanbHOMW AWMArHoCTUKM PP — mMonekynspHo-
rEHETUYECKON [AMarHOCTUKM (MOMCK MyTauun B reHe
ALPL) npun ycnoBuM U3BECTHOIO reHoTUNa npobaxaa.

e [laumeHtam ¢ TIPP He peKOMeHAOBAHO MNpPOBO-
OWTb BaKUMHAUMIO B A€Hb MHbeKUMM achoTasdbl anb-
da ¢ uenblo TOYHOM OLEHKWM peaKumin Ha neyebHbln
npenapat / BakuuHy [17]. YpoBeHb yGeauUTesbHO-
CTU peKomeHpauuihi — C, ypoBeHb AOCTOBEPHOCTH
AoKasaTtenbcTB — 5. [PD He saBnsfeTcs NpPoOTUBOMO-
KazaHMeM K MpoBeAeHM0 MPOodMUNaKTUYECKUX NPUBU-

BOK. [1pn HEo6XoAMMOCTW BaKUMHALMKM Yy MNaLMeHTOB
Ha exegHeBHoOM Tepanuun acdoTa3on anbda crnegyet
NPONycTUTb AEHb BBEAEHWS IeKapCTBEHHOrO npenapa-
Ta. [JaHHas peKoMeHJalumMs OCHOBaHa Ha KAMHUYECKOM
onbITe coobLiecTBa 3KCNEPTOB.

AucnaHcepHoe HaGnwaeHue

Bcem nauuneHTam ¢ FdP nokalzaHo npoBeaeHne obLie-
ro (KAMHMYECKOro) aHanu3a KPoBW C LeNbio KOHTPONS
Ha ¢oHe Tepanun acpoTason anbda [17]. YpoBEeHb yoe-
AUTENIbHOCTU peKomeHaauuin — C, ypoBeHb JOCTO-
BEPHOCTU foKasatenbcTB — 5. KpaTHOCTb uccnepo-
BaHWs onpegensieTcs MHaAMBUAyanbHo, B cpegHem 1 pas
B roa. lMayueHtam, nonyyawowmm acdortasdy anbda, —
cornacHo cxeme (cm. Taén. 3).

Bcem nauueHtam c [®P pekomeHaoBaHO onpepge-
JIEeHUEe aKTMBHOCTM LWeNoYHon docdaTtadbl B KPOBMU
KaK OCHOBHOIO [AMarHOCTUYeCKOro 6GMOXMMUYECKOrO
MapKepa C UeNblo OUeHKN 3PpGDEKTUBHOCTM Tepanuu
[18]. YpoBeHb y6eAUTEeNIbHOCTU PEeKoOMeHAauun —
C, ypoBeHb [0CTOBEPHOCTM AOKa3aTe/lbCcTB — 5.
MccnepoBaHne NpoBOAMTCS [ABYKPATHO C MHTEpBasoMm
1 HeA Npu NOCTaHOBKe AnarHo3a 1 ganee 1 pas B 6 mec
NnnaHoBO, B c/ly4yae Hayana GepmMeHTHON 3amecTUTeNb-
HOM Tepanun — Kaxable 3 mec (Tabn. 4).

C uenblo OUEHKM KanbLMeBOro o6MeHa NpoBOAAT
nccnegoBaHue ypoBHA 06LWEro M MOHWM3MPOBAHHO-
ro Kanbuusa B KpoBu [17]. YpoBEHb YOE4UTENbHOCTHU
peKomeHaauuin — C, ypoBeHb JOCTOBEPHOCTHU A0OKaA-
3atenbcTB — 5. KpaTHoCTb nccnefoBaHusa onpegens-
eTCs MHAMBMAYaNbHO, B cpeaHem 1 pas B 6 Mec.

Bcem naumeHTam ¢ IO ans oueHKM KanbLmn-docPopHo-
ro obMeHa peKOMeHAOBaHO UccnefoBaHMe YPOBHS HEOpP-
raHnyeckoro ¢docdopa B KPOBW, UCCNEAOBAHNE YPOBHS
25-OH BuTamuHa D B KpoBW, NnapaTtMpeongHoOro ropmo-
Ha B KpoBu [17, 18]. YpoBeHb y6eAUTENbHOCTU PEKO-
MeHpgauuii — C, ypoBeHb AOCTOBEPHOCTU [OKa3a-
TenbcTB — 5. KpaTHoCTb mccnefoBaHus onpegensiercs
WHAMBMAYaNbHO, B cpeaHem 1 pa3 B 6 Mec (CM. Tabn. 4).
Bcem nmaumeHTam € KIMHUYECKUMMU Npu3Hakamun [PD
C Lenblo OLEHKN YHKUMM MOYEeK MPOBOAAT MCCneno-
BaHWe YPOBHSI KpeaTWHMHA, MOYEBUHbLI B KPOBW; BCEM
nauneHTam ¢ KNMHUYECKUMK Npu3Hakamu FMPd ¢ uensto
CBOEBPEMEHHOW AMArHOCTMKKM HedpoKanbLMHO3a —
onpefeneHMe COOTHOWEHUA KanbUWW/KpeaTUHWH;
B3pocC/abiM naumeHTam ¢ PP ¢ uenblo oueHKU PyHK-
UMM NOoYeK — onpegeneHne CKOPOCTU KNy6O4YKOBOM
dunbTpaunn [17]. YpoBeHb y6GeAUTENIbHOCTU PEKOo-
MeHaauuin — C, ypoBeHb AOCTOBEPHOCTU fOKa3a-
TenbcTB — 5. YacToTa onpeaensiercs MHAMBUAYaANbHO.
MNMauuneHTam, nony4vaowmnm achoTtasdy anbda, — Mo cxeme
(cm. Tabn. 4).

Bcem nmaumMeHTam € KIMHUYECKUMMU Npu3Hakamun [PD
noKasaHo onpefeneHve akTUBHOCTM acnapTaTamuHoO-
TpaHcdepasbl, anaHMHaMUHOTPaHchepasbl, YPOBHS
CBOGOAHOIO M CBA3AHHOro 6unnpybuHa B KpoBu [17].
YpoBeHb y6GeauTeNnbHOCTH peKomeHaauun — C,
ypoBeHb JAOCTOBEPHOCTU [AoKa3atenbctB — 5.
MccnepoBaHne NpoBoAWUTCA BCEM NauueHTam npu auva-
rHOCTUKE, Aafee — npu AUCNaHCepHOM HabNaeHUn —
nauueHTam, nonyyawowmnm achoragdy anboda.

Bcem nauveHTam ¢ MPd ¢ uenbio UCKAYEHUS runep-
KanbUuWypun pPEKOMEHLOBAHO MUCCAefOBaHWE YPOBHSA
Kanbuus B Mo4e [17]. YpoBeHb Y6 4UTEIbHOCTHU PEKO-
MeHaauuin — C, ypoBeHb JOCTOBEPHOCTU fOKa3a-
TenbcTB — 5. KpaTHOCTb nccnefoBaHus onpeaensercs
WHAMBMAYaNbHO, B cpeaHem 1 pa3 B 6 mec (o6a3aTenb-
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Ta6nuuya 4. KoHTponvpyemble nabopaTtopHble NoKasaTenu y naumMeHToB ¢ runodpocdatasuent (no [17])
Table 4. Controlled laboratory parameters in patients with hypophosphatasia (according to [17])

JlaGopaTopHbI/ NOKa3aTeNb

CpOKHU BbINOJIHEHUSA

MpumeyaHus

OnpepeneHve akTUBHOCTY LLENOYHON
docodaTasbl B KpoBU

MepuHaTanbHas/MnageH4yeckas
dopma: Npu NOCTaHOBKE AMarHosa,
yepes 3, 6, 12 mec, aanee Kaxable
6 mec

[eTckasi/B3pocnas popma: npu
NocTaHOBKe MarHosa, Yepes 2 Hef,
3,61 12 mec, fjanee exeronHo

© BaXHO AN NOCTaHOBKM AnMarHosa

° Heo6X04MMO YUNUTbIBaTb KOHTPONbHbIE ANanasoHbI

C NonNpaBKOW Ha BO3pacT v non

3HauyuTeNbHblEe OTKIOHEHUS TPEBYIOT paclUMPEHHOro
[MarHoCTUYECKOro NoucKa

lMonesHo Npu oLeHKe KoMMNiaeHca

O6paseLl aHanusa cneayet pas36aBuTb AN NONYYEeHUS
TOYHOr0 NoKazaTens

MupuaoKcanb-5-docdat B KpoBU

MNepuHaTanbHasa/mnageH4eckas
$opma: NpM NOCTaHOBKE AMarHosa,
yepes 1, 3, 6 u 12 mec, fanee
exerogHo

[eTcKas/B3pocnas popma: npu
nocTaHoBKe AnarHo3sa, yepes 3 Mec,
[lanee exerofHo

AKTuBHas ¢opma BuTamuHa By

e lo6aBKK, cofeprallne NMPUAOKCHUH, MOTYT NOBAUATb
Ha pe3ynbTaT

B cBA3M € TPyAHOCTAMM B TECTUPOBaHWUM U3-3a pacnaja
Ha poHe npuema acdoTtasbl anbda He06xoaNUMO

B NPO6MPKY 4O6ABNATb MUHTMOUTOP LLENOYHOWM
docdaTasbl, Hanpumep 1eBamm30n

docodoataHonaMuH (P3A) Moum
(uccnepoBaHWe aMUHOKUCIOT

1M MeTaboNNTOB B MOYeE, KOMM/IEKCHOE
onpejeneHne KOHLEeHTpaL MK Ha
aMUHOKWCNOTbI, KOMMIEKCHOE
onpejeneHne KOHLEHTpaL M Ha
aMUHOKWUCNOTbI METOAOM BbICOKOM
3ODEKTUBHON KUAKOCTHOM
XxpomaTorpadun)

MNepuHaTanbHasa/mnageH4eckas
$opma: Npy NOCTaHOBKE AMarHosa,
yepes 1, 3,6 u 12 mec, fanee
eXerogHo

[eTcKkas/B3pocnas popma: npu
nocTaHoBKe AnarHo3sa, yepes 3 Mec,
[lanee exerofHo

o [N NoATBEPKAEHUA AMarHosa

MccnepoBaHue ypoBHS obLiero
M MOHWU3UPOBAHHOIO KanbLusa B
KposHu (Ca)

MepuHaTanbHas/MnageH4yeckas
dopma: Nnpu nocTaHOBKe
amarHosa, yepes 1, 3,6 1 12 mec,
[lanee exxeroaHo; npu ocTpon
runepkanbLeMmm

[eTcKkas/B3pocnas popma: npu
nocTaHOBKe JMarHosa, Yepes 3 Mec,
[lanee exerogHo

KanbLui cbiIBOPOTKM HEOBXOANMO CKOPPEKTUPOBaTb

C y4€eTOM YPOBHS aNbbyMnHa B KPOBU

MccnepoBaHnme MOHU3UMPOBAHHOIO KanbLus
npegnoytutenbHee (6onee ctabuneH)
MMnepKkanbLMeMns MOXET OblTb O4EBUAHOM NPH
anarHose

lMnepKkanbLMemMns MOXET pa3BUTbCA Ha GOoHe Tepanuu;
BepoOsiTHa He06X0AUMOCTb AOMONHUTENBHOIO KOHTPONSA
Ha ¢poHe Tepanuun achoTason anbda

Ecnv cocTosHue He ynydwaeTcs, TpebyeTcs 6onee
YyacTas oueHKa nokasaTens

© OTK/IOHEHNS KanbLMs PeKKU Y B3POCAbIX, O4HAKO MOTyT
HaXoAMTbCS Ha BEPXHEN rpaHuLLEe HOPMbI

UccnepoBaHne ypoBHS
napaTtupeoungHoro ropmora (MTr)
B KPOBMU

Mpu nocTaHOBKe AnMarHosa

1 fanee nepuognM4ecku, onupasco
Ha MeTabonn3m KanbLms,
MHAMBUAYaNbHO

[ns o6HapyKeHU UBMEHEHUM

KOCTHOIr0/ MMHEpPanbHOro o6MeHa

CB$S13aHO C 4ONTOCPOYHBIM YPOBHEM KanbLus B KPOBU
BbinonHseTcs npu o6HapyeHUn OTKNOHEHUI KanbLns

WccnepoBaHue ypoBHsa 25-0OH
BUTamuHa D B KpoBK

MNepuHaTanbHas/mnageHyeckas
dopma: Npu NoCTaHOBKE AnarHosa,
yepes 1, 3,6 n 12 mec 1 ganee
€XKerofHo nocne JOCTUKEHUS
HOPMaJsibHOrO YPOBHS

[etckas/B3pocnas dopma: npu
NOCTaHOBKe AnarHosa, yepes 3,

6 1 12 mec, fanee exerogHo nocne
[OCTUXEHUS HOPManbHOMO YPOBHS

o 119 UCKIIOYEHWUS UHOM NPUYMUHBI HEOCTATOYHOCTH
MUHepanusaLmm
¢ O6ecrneyeHne HEO6GX0AUMbIM 0GaBNEHNEM NpenapaTa
rpynnbl «<ButamuH D 1 ero aHanoru» npu seveHmum
MauneHTsbl ¢ NoATBEPKAEHHbIM AeDULUTOM [O/IKHbI
nonyyatb npenapart U3 rpynnsl «\Butamut D 1 ero
aHanoru» (a Takxe KOMGMHUPOBAaHHbIX), @ KPOME TOro,
PErynsipHO KOHTPOIMPOBATLCS

WccnepoBaHue ypoBHS
HeopraHuyeckoro pocdopa B KPOBU

MNepuHaTanbHasa/mMnageH4eckas
dopma: Nnpu NoCcTaHOBKE AnarHosa,
yepes 1, 3,6 u 12 mec, fanee
exerofHo

[etckas/B3pocnas dopma: npu
nocTaHoBKe AnarHosa, yepes 3 mec,
[lanee exeroaHo

MOHWUTOPMPOBAHUE YPOBHSA HEOPraHUYECKOr0
docodopa B KPOBU (B KIIMHUYECKMX UCCIEA0BAHMUSAX
nepBoHavyanbHble U3MEHEHUS YPOBHS
HeopraHuyeckoro ¢ocdopa B KpoBU Gbin

pas3HbIMKU B OTBET Ha leYeHune, y O[JHUX NaLuMeEHTOB
0TMEYanoch NOBbIWEHUE, Y APYTUX — NOHUKEHUE,
0/1HaKO Ha GOoHE NPOACIKUTENBHOIO Ie4YeHUs
3Ha4YeHns HopmMannsoBanucb. HeKoTopble ciyyan
CHUXeHWsa docdaTa coBnanm Co CHUKEHUEM KanbLUs
B CbIBOPOTKE B NEPBbIE HEflENN IeYEHUS, BEPOSITHO,
B CBSI3Y C MOBbILIEHUEM MUHEPANU3aLMKU KOCTEWN)
PekomeHaoBaHo 60nee YacTtoe o6¢cnegoBaHue, ecnum
naumeHT He OTBEYAET Ha Tepanuto




Ta6nuua 4. OKOHYaHHe
Table 4. Ending

NaGopaTopHblii NOKa3aTeNlb

CpOKHM BbINOJIHEHUSA

Mpumeyanus

CKpWHUHroBble nabopaTopHble
ncenenoBaHus (06LWMIA (KNMHUYECKUI)
aHaNnM3 KPOBU pa3BEPHYTHIN,
ncenefoBaHue ypoBHS CBOGOAHOMO

M CBA3aHHOIo 6UAnpy6uHa

B KPOBW, ONnpeaeneHne akTMBHOCTH
anaHMHamuHoOTpaHchepasbl

B KPOBW, ONpeaeneHne akTMBHOCTH
acnapTatamuHoTpaHcdepassbl

B KPOBMW)

MNepunHaTanbHas/MaageH4Yeckas
dopma: Npu NOCTaHOBKE AMarHosa,
yepes 3, 6,9 1 12 mec, ganee
eXerofHo

BHennaHoBO npu 060CTPEHNU
COCTOSIHMS BNIOTb 4O HOPManu3aumum

[etckas/B3pocnas ¢opma: npu
nocTaHOBKe AMarHosa, yepes 6 mMec,
flanee exerogHo

OueHKa OyHKLMKM NoYeK
(MccnenoBaHue YpOBHS KpeaTMHUHA
B KPOBMU, UCCieJOBaHWE YPOBHS
MOYEBWHbI B KPOBMK)

MepuHaTanbHas/mnageH4eckas
dopma: Npu NocTaHOBKE AMarHosa,
fanee Kaxable 3 Mec

BHennaHoBbIN aHanM3 npu
060CTPEHUMN COCTOAHMSA

[etckas/B3pocnas dopma: npu
NocTaHOBKe MarHo3sa, 4epes 6 mMec,
fanee exerofHo

e KpeaTuHWH, MOYeBUHa

e CKopocCTb Kny6o4ykoBon dunstpaummn (CKP) B3pocnbim
e OTHOWeHKWe Kanbuui/kKpeatnHuH (Ca/Cr) Moyn

(MOHUTOPUHT HedpOKanbLMHO3a)

MccnenoBaHue ypoBHS KanbLus B
Moye

MccnepoBaHune o693atenbHO
NpU HaNW4YUK rMNepKanbLMeMuu
W/WNU NPU3HAKOB HedPPOKabLMHO3a

HO MPW HaMUYMKU TUNepKaabLUMEMUU U/MAN NPU3HAKOB
HedpoKanbUnHo3a). MNonyyatowmnm achoTtasdy anbdpa —
no cxeme (CM. Tabn. 4).

C uenbio BCECTOPOHHEW OLUEHKM COCTOSIHUSI KOCTHOWM
TKaHu BceM nauymeHTam ¢ [PP nokalzaHa peHTreHorpa-
1A Nopa)KeHHOM YacTh KOCTHOro cKeneTa (PEHTreHo-
rpadus dyepena, rpyaHoOM KNeTKW, ANMHHbIX TPy6GYaTbIX
KOCTEN BEPXHWMX WM HUKHWX KOHEYHOCTEW, BKtO4Yas
KOCTW KMCTK, KONIEHHbIV CyCcTaB, Nly4e3ansicTHbIN cycTaB
n ap.) [18]. YpoBeHb y6eAUTENIbHOCTU PEKOMEH-
Aauun — C, ypoBeHb [JOCTOBEPHOCTU pJOKa3a-
TenbCcTB — 5. XapaKkTepHble peHTreHorpadpuyeckune
M3MEHEHUA KOCTHOW TKaHW BKO4YaloT gedpopmaumu
M YKOpO4YeHWe TpyGyaTbiX KOCTEW, OCTEOXOHApPasb-
Hble BbIPOCTbl AJIMHHbIX TPy64YaTbix KOCTEW — LWMNOPSI
Boyanepa. MoXHO BbIIBMTb pacluMpeHne 30H pocTa,
HEPaBHOMEPHOCTb 30Hbl BPEMEHHOW KanbUWdUKaLmK
M paclimpeHve mMeTapu3oB C 4YepegoBaHWEM yyacT-
KOB 0CTeonopo3a M OCTeOoCK/epo3a. Tak Ha3blBae-
Mbl€ «SI3bIKW MJaMEHU» WU MPOCBET/IEHWS, KOTOPble
npoeuMpyoTca OT 30H pocTa B Auacdwv3bl, OTIMYaloT
[OD oT paxuta n/unu metadusapHomn octeoancniasuu.
KocTHbIM BO3pacT, Kak npaBuao, OTCTaeT OT nacnopt-
Horo. lpu wccnegoBaHWMKM 4Yepena BbISBASIOT TUMO-
MUHEpPaNn3aLUmnil KOCTHOM TKaHuW (MeMOpaHO3HbIM
yepen), KPaHWOCMHOCTO3bl M CUMMNTOM «MNafbLEBbIX
B/1aBJIEHWUW» — XapPaKTEPHbIM NPU3HaAK, HAabaOAaEMbIN
Ha peHTreHorpammax npu MOBbILIEHUX BHYTpUYepen-
HOro AaBfieHMs. Y B3POC/bIX NaLMEHTOB MOTYT BbIsiB-
NATbCSA XOHAPOKaNbLMHO3, NCEBAONEPENOMbI U MCEB-
gonoaarpa. KpaTHocTb MccneaoBaHWi onpeaensiercs
WHAMBUAYaNbHO, B cpeaHeM 1 pas B rog (tabn. 5, 6).
Ona OueHKM MWHepanbHOM MJOTHOCTU KOCTHOW TKa-
HM BceM naumeHTtam c¢ PP ¢ 5-neTtHero Bo3pacTa
NoKasaHo NpoBejeHWe peHTreHogeHcuTomeTpun [18].
YpoBeHb y6eauUTEeNbHOCTU peKomeHaauun — C,
ypoBeHb [OCTOBEPHOCTM fJoKa3aTeabCcTB — 5.

KpaTHOCTb MccnenoBaHUs onpeaenseTcs MHaAMBUAya b-
Ho. MNonyyatowmnm achoTtasy anbda — cMm. Tabn. 6.

Bcem nauneHtam ¢ NP ¢ uenblo BbIABIEHNA HEDPO-
KanbLMHO3a NOKa3aHo NpoBeAeHUE YIbTPa3BYKOBOTO
ncenenoBaHusa noyek [17, 18]. YpoBeHb yoeauTenb-
HOCTU peKoMmeHaauun — C, ypoBeHb JOCTOBEPHO-
CTU pOoKa3aTtenbcTB — 5. KpaTHOCTb MccnegoBaHus
onpeaenseTcs WHAMBWAYyanbHO, B cpeaHeM 1 pas
B rof.

MauneHtam ¢ FOD npm HaNUYMKM HEBPONOTMYECKOM CUM-
NTOMaTUKM C LIE/bO BbISBNEHUS 3NUIENTUHECKON aKTUB-
HOCTM peKoMeH[oBaHa 3neKTpoaHuedanorpadus [25,
26]. YpoBeHb y6eaAUTeNbHOCTU peKoMmeHaauum — C,
ypOBEHb [OCTOBEPHOCTU p[AoOKa3aTenbcTB — 5.
MpoBoaATCA B TOM YMCNE aMMAUMTYAHO-WUHTErpPUpo-
BaHHas 3neKkTpoaHuedanorpadus, sHuedanorpadma
C BUIEOMOHUTOPMHIOM. KpaTHOCTb MccieaoBaHus onpe-
LenseTcs MHAMBMAYaNnbHO, HO He pexe 1 pasa B roa.
Mpn Hanuuun y nauneHTa ¢ PP KpaHMOCMHOCTO3a,
HEBPONOrMYECKOM CUMMNTOMATMKKM C LIENbI0 AMArHo-
CTUKM NaTONOMMK YepenHbIX LBOB, MPOrpeccupyowmnx
M3MEHEHMI 6enoro BellecTBa MO3ra PEKOMEH0BaHbI
HEenpocoHorpaduma u/mnu KoMnbloTepPHas TomMorpadus
W/WAN MarHUTHO-pPe30HaHCHas ToMorpadus roloBHOro
Mo3ra [26-28, 30]. YpoBeHb y6eAUTE/IbHOCTU PEeKo-
MeHaauuin — C, ypoBeHb AOCTOBEPHOCTU AOKa3a-
TenbcTB — 5. KpaTHOCTb MCCnefoBaHUs onpeaensercs
WHAMBUAYaNbHO, HO He pexe 1 pa3a B 24 Mec, HapKO3 —
Nno NoKasaHusaM.

MauymeHtam ¢ FOD crapwe 5 net npu OTCYTCTBMU MpPO-
TUBOMOKa3aHUM C LENbl0 OLUEHKU QYHKLUMM AbiXaTesb-
HOM CUCTEMbI PEKOMEHAOBAHO onpeaeneHne QyHKLUUK
BHELIHEro AbIXxaHus (MccnegoBaHWe HeCcnpoBOLMPO-
BaHHbIX [bIXaTe/lbHbIX 06BbEMOB M MOTOKOB, MPU HEOO6-
XOAMMOCTU — WCCNefoBaHWe AblXxaTelbHbiX 06bEMOB
C NPUMEHEHUEM JIeKapCTBEHHbIX npenapaTos) [18, 31,
32]. YpoBeHb yoeauTebHOCTU peKomeHaauun — C,
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CLINICAL RECOMMENDATIONS

KJIMHUYECKUE PEKOMEHAALUUU

Ta6bnuua 5. PekomeHgaumm no HabnogeHMIO 3a NaLMeHTaMu ¢ nepuHaTalbHOn/MnageH4eckon ¢opmon runodpocdaTtasunu, nonyvaroLnmm
Tepanuio acooTa3on anbda

Table 5. Guidelines for follow-up of patients with perinatal/infantile hypophosphatasia treated with asfotase alfa

UccnepoBanune YacTtoTa BbINONHEHUS MpumeyaHus

e BaXHO Ang AMarHOCTUKK

e KomnneKcHoe o6cnefoBaHue creneta

e PeHTreHorpadus 060mx KONEHHbIX CyCTaBOB,
Nly4e3ansCTHbIX CYCTaBOB U FPYAHON KNETKH
Heo6xoAMMbI A1 MOHUTOPUHIa Tepanuu
Heo6xoanmo paccMoTpeTb BO3MOXHOCTb
KOPPEKTUPOBKM A03bl achoTasbl anbda Yepes
6 MecsLEeB NeYeHns Npu OTCYTCTBUU YNyYLLIEHUS
WM €CNU HE BbISIBIEHBI APYr1e NPUYUHbI
NekapCTBEHHOM HeadPEeKTUBHOCTHU

CornacHo fjaHHbIM nccnefoBaHui, yactoTa
npoBeAeHns — Kaxkble 3 Mec

PeHTreHorpaduma nopaxeHHon
4aCTu KOCTHOro cKeneta
(peHTreHorpadum Yepena, rpyaHowm
KJIETKM, AJIMHHbBIX TPy6YaTbIX KOCTEN
BEPXHUX U HUXKHUX KOHEYHOCTEN,
BKJII04a@sa KOCTU KUCTU, KONIEHHbIN
CyCTaB, Jly4e3ansacTHbIN cycTas U
Ap. B 3aBUCMMOCTU OT KIIMHUYECKOM
cutyaumumn)®

Mpu NnocTaHOBKe AnarHosa, yepes 3,
6, 1 12 mMec, 1 fafiee exXxerogHo ans
3ansACTUI U Kaxkable 2 roga Ans Konex
WK MO KJIMHUYECKUM NOKa3aHUAM

BarkHas oueHKa/KoHCynbTauna ans JaHHOM
rpynnbl NauMeHToB

O6ecneyeHune abixaTenbHON GYHKLMK:
KOMHaTHbIM BO34yX, OKCUreHoTepanus,
HenHBa3nBHas BEHTUNALMS nerkux, CPAP,
BiPAP, ucKyccTBeHHast BEHTUNSALMUSA NETKUX,
TpaxeocToMus

MccnepoBaHune cHa nepep BbINMUCKOM U BO BpeMS
OLLEHKM AbIXxaTenbHON GYHKLUMK

OueHKa nero4yHomn GyHKUMKM Nepes nonetamm —
paccMoTpeTb BO3MOXHOCTb UMUTALLMKU TMNOKCUKN
Ha BbicOTe

[pun nocTaHOBKe iMarHo3a u ganee

OueHKa pecnupatopHom GyHKLMK
H P paTop byHKu no nokazaHuam (c 5 ner)

[nuHa Tena / pocT, BEC, OKPYIKHOCTb r0/10BbI
PyTMHHO MPOBOAMUTCS NPW OCMOTPE BPaAYOM-
neanMaTpom

AHTpOMomMeTpuyecKue
uccneaoBaHus

[pn NnocTaHOBKe AMarHo3a, Kaxkable 3 mec
00 4 neT v ganee Kaxable 6 mec

Mpu nocTaHOBKe AnarHosa, yepes 3, 6,
12 mMec 1 fanee exerogHo

OueHnBaTb UBMEHEHWS NPU NNAHOBbIX

MOTOpHbIE HaBbIKK
noceleHunsx

Mpu NnocTaHOBKE AMarHo3sa, eXxemMecsayHo
B TEYEHMS NEPBLIX 6 Mec, Aanee Kaxable
3 mec

Bonesble owyLeHums e OueHnBaTb MPU Kaxa0oM NoceLleHnr Bpaya

BesonacHocTb achoTasbl anbda Bo3MOXHble HexenaTteNibHble ABNeHna Tepanuun acoTtason anbda (cm. Tabn. 2)

lMpumeyaHne. PeHTreHorpadusa KOCTeN cKkeneTa BKOYaeT NpsiMble MPOEKLMM CTYNHEN (MeTaTap3asbHble KOCTH), 60blue6epL0oBOi U Mano-
6epuoBOI KOCTEN (BKItOYas ronoBKy 6eapa), rpyAaHYIo KNeTKy, NO3BOHOYHMK (+ 6OKOBas NpoeKuus), Yepen (AHO Yepena, BKao4as 60KOBYIO
npoekuymto). C pocToM 1 3aKpbiTUEM 3NMPU30B B OCHOBHOM NPOBOAAT PpeHTreHorpaduio xapakTepHbIX NPO6AEMHbIX 30H C MHAMBUAYANbHbIM
noaxoAoM, YTo siBAsieTcs 60nee NonesHbIM, HeM peHTreHorpadus Bcero ckeneta. CKpUHWHIOBbIE UCCIEA0BaHMS ANs OLLEHKU MPOrpeccupo-
BaHMA npoLecca, OCHOBHbIX OC/IOXKHEHUI (KUDOCKONMO3, XOHAPOKANbLMHO3, CHUXKEHWE MUHEPAbHOM NIOTHOCTK) UKW OCNTIOXKHEHUI, XapakK-
TEePHbIX ANS Pa3HbIX BO3PACTHbIX MEPUOAOB (HAaNpMMep, KPaHUOCMHOCTO3 Y AeTel, CTPECCOBbIV Nepesiom NAOCHEBOM KOCTHU Y B3POCbIX),
[OMKHbI NPOBOAUTLCS B 3aBMCUMOCTHM OT BO3pacTa. <*> — peHTreHorpadumsa ny4e3anscTHOro cyctaBa (1eBoro) B NpsiMon NPOEKLINMN MOXKET
MCNOb30BaTbCs A9 MOHUTOPUPOBAHUS COCTOAHUSA ANMPUI30B M OLLEHKM KOCTHOro Bo3pacTa y geTen ¢ PP no noagpoCTKOBOro Bo3pacTa
M NPOBOAMTBLCS EXXEroaHo.

Note. Bones X-ray includes frontal views of the feet (metatarsal bones), tibia and fibula (femoral head included), chest, spine (+ lateral
view), skull (cranial floor, + lateral view). X-ray of typical problem areas within growth and epiphyseal closure is commonly performed
with individual approach. It is more useful compared to full-body examination. Screening studies to assess process progression, major
complications (kyphoscoliosis, chondrocalcinosis, reduced bone mineral density), or complications typical for different age periods
(craniosynostosisin children, stress fracture of metatarsal bone in adults) should be performed according to the age. <*> — wristjoint X-ray
(left) in frontal view can be used annually to monitor the status of epiphyses and bone age assessment in children with hypophosphatasia
before adolescense.

ypoBeHb [OCTOBEPHOCTU [AOKasaTeNbCcTB — 5. CTW, opTonaHTomorpadus, crvpasbHas KOMMbloTEpPHas

MccnepoBaHue cnegyer npoBOAMTb B 3aBUMCUMOCTU
OT NoKasaHui, B cpeaHemM 1 pas B rog. Bo3amMoXHO npo-
BefeHue NyNbCOKCUMETPUN.

Bcem nauneHTam ¢ FPd npu cTomMaToNorM4eckom
o6cnefoBaHnM peKOMeHLOBaHO MPOBEAEHNE KOHYCHO-
Jly4eBOM TOMoOrpadmm wman naHopamHon Tomorpaduu
yentocTen (KomnbloTepHas Tomorpadusa YentoCcTHO-NuLe-
BOM 06nacTu, NaHopaMHas peHTreHorpadua BepxHen
4eloCTU, NaHoPaMHas PeHTreHorpadus HUKHeN Yento-

optonaHTomMorpadus) Ans OLEHKW MUHEpanbHOW MNNoT-
HOCTU U CHUXXEHWS YPOBHS anbBeOoNIipHOM KocTu [18].
YpoBeHb yoeauTeIbHOCTU peKkoMmeHaauum — C, ypo-
BeHb JOCTOBEPHOCTHU AOKa3aTeNbCcTB — 5. KpaTHOCTb
nccnefoBaHUn onpegensieTcs MHAMBUAyanbHO, B Cpej-
HeM 1 pas B roj.

[eTtam rpyaHoro Bo3pacta ¢ PP, He oTBevaloWmnm
Ha (GEepMEHTHYI0 3aMeCcTUTENbHYD Tepanuio B Tede-
HWMe 3—-6 mec (Mnu getam crtapwe 6-9 mec) uan getam



Ta6nuua 6. PekomeHZauMn No MOHUTOPUHIY AN9 NauMeHTOB A4eTCKOro Bo3pacTa ¢ 6 mec Ao 18 net ¢ runopocdhaTtasven, NonyyatoLmnx
acdoTtasy anbda (no [17])

Table 6. Guidelines for monitoring of pediatric patients from 6 months to 18 years of age with hypophosphatasia treated with asfotase
alfa (according to [17])

UccnepoBaHue YacTtota npoBeaeHus MpumeyaHus

PeHTreHorpaduva nopakeHHow 4acTu
KOCTHOro cKeneTta (peHTreHorpadum
yepena, rpyaHON KNeTKKU, ANUHHbIX
Tpy64aThiX KOCTEN BEPXHUX U HUMKHUX
KOHEYHOCTeW, BK/oHas KOCTU KUCTH,
KOJIEHHbIV cycTaB, Ny4e3ansiCTHbIN
cycTaB M [ip. B 3aBUCMMOCTH

OT KJIMHUYECKOW CUTyaLum)

* KomnnekcHoe o6¢cnefoBaHe KOCTHOM CUCTEMBI
npu Heo6x0ANMOCTH

C ABYX CTOPOH ly4e3ansicTHble

CyCTaBbl / KOJIEHHbIE CyCTaBbl ANs
MOHUTOPUPOBAHUS Tepanuu

Mcnonb3oBaTh WKasbl A5 OLLEHKU TAXKECTH
paxuTa

Mpu nocTaHOBKe MarHosa, Yepes
6 1 12 mec, M fjanee exerofHo
ANS 3aNACTUI U Kaxkable 2

roja Ans KoJIEHHbIX CYyCTaBOB

WM NO KIMHUYECKUM NOKa3aHUsAM

[ns netei < 3 1eT HET HOPMaIM30BaHHbIX
3HAYEHWIN, MOXHO UCMO/b30BaTb a6COMOTHbIE
3HaYeHNUs MUHEpPasbHOM MIOTHOCTU KOCTHOM
TKaHW AN OLEHKU U3MEHEHUI

Ha ycMoTpeHue Bpaya, HO He pexe Yem

lNpoBeaeHne peHTreHo4eHCUTOMETPHM
P A P A P Kaxkable 2 roga

OnpeaeneHune pecnupaTopHoOM
OYHKUMN — DYHKLMM BHELIHETO
nbixanus (PB) (MccnepoBaHune
HEeCnpoBOLMPOBAHHbIX AblXaTebHbIX
06bEMOB U NMOTOKOB, Npu
Heo6X0AMMOCTU — UCCNEeA0BaHNe
[bIxaTeNbHblX 06bEMOB C MPUMEHEHUEM
NeKapCTBEHHbIX NpenapaToB)

Bpau-oTopuHonapuHronor tpebyeTcs eTam
cTaplue 5 neT npu NosiBNEHUU NepBbIX
CMMMNTOMOB MPU NOLO3PEHMU Ha 06CTPYKLMIO
BEPXHMX AbIXaTeNbHbIX NyTe#n

OB/l Nnpy N0JO3PEHUN HA CHUKEHME
AblxaTenbHow GYHKLMK

ExerogHasi oLleHKa COCTOSIHUSA Y NaLMeHTOB
¢ 6poHXOMansunen 1 napuHromansunen

lMpu NnocTaHOBKe AnarHo3a v ganee
Nno noka3aHunam

Mpu NoCcTaHOBKe MarHosa, perynsapHbii

3y6bl . » To/IbKO Mochne npopesbiBaHusa 3y608
TUrMEHWUYECKMI yXO[
o [171MHa/poCT, BEC, OKPYKHOCTb rO/10BbI
Mpu NoCTaHOBKe AMarHo3a, Kaable 3 Mec
AHTpOnomMeTpus * PYTUHHO NPOBOAMUTCH NPWU OCMOTPE BPAYOM-

[10 4 neT, fjanee Kax/ble 6 mec
negMaTpom
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[MpoBOAMTCS BpavyoM-neamMaTpomM/Bpayom-

OueHKa pa3BuTUs
TepanesToM

Mpu nocTaHOBKe AgMarHosa

TecT 6-MUHYTHOW X0AbO6bI (aMBYNaToOPHO AETSM
> 5 ner)

AIMS 1 GMFM B0O3MOHbI AN19 TPUMEHEHUS
AeTaM Mnajlwero Bo3pacrta

[0 BO3MOXHOCTU OLlEHKa B CPaBHEHWM

Mpu NocTaHOBKe J1arHosa, yepes

Mo6unbHas aKkTUBHOCTb
3 Mec u ganee exerogHo

Buaeo3anuncen
Moxoaxa Mpu nocTaHOBKe AMarHosa, Yepes 6 © [IONONTHUTENbHYIO OLEHKY MOXKHO BKJIOYNUTD
n 12 mec, nanee exerogHo no peaynbratam ocmoTpa Ha 12 mec
Mpu nocTaHOBKe MarHosa, Yepes o [InHaMOMETpPHS, OLEHKA CWUbl 3axBaTa W CUJbI
MblweyHas cuna
6 1 12 mec, nanee exxerogHo 3aXnma

MoHUTOprpoBaHue cryvaes
racTpoasodareanbHoro pedsoKca u acnupaLmm
(NoBTOPHbIE MOMNepxMBaHus, MHEBMOHKK)

lMpu nocTaHOBKe AnarHosa, yepes

HKenyooyHOo-KULWeYHbIV TPaKT
A P 6 1 12 mec, fanee exxerogHo

OueHKa HYTPUMTUBHOTO cTaTyca, BKo4as
YPOBEHb KalbL1s / MOHU3UPOBAHHOIO KanbLnsg
B KPOBW, BUTAMUHbI

Mpu nocTaHOBKe MarHo3sa u fanee
exxerogHo

MuTaHue

BbesonacHocTb achoTasbl anbda Bo3MOXHble HexenaTeNbHble SBNeHus Tepanum achoTasdomn anbda (cM. Tabn. 2)

MpumeyaHne. AIMS — WKana feTcKon MoTopuKkK Anb6epThl (Alberta Infant Motor Scale); GMFM — TecT oueHKM 601bLMX MOTOPHbIX QYKHLUHA
(Gross Motor Function Measure).

Note. AIMS — Alberta Infant Motor Scale; GMFM — Gross Motor Function Measure.

C peumauBom }anob / CHWXEHHOW MWHepanmn3auuen
KOCTel PeKoOMeHA0BaHO AOMNONHUTENbHOE MpoBeAeHne

TeNbHOCTU peKoMeHaaLuuin — C, ypoBeHb AOCTOBEP-
HOCTHU fi0Ka3aTenbcTB — 5.
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peHTreHorpadmn nopaxKeHHon 4acTu cKeneta u nab6o-
paTopHbIX MCCefoBaHWM (ONpeaefieHne aKTUBHOCTHU
weno4yHon docdarasbl B KPOBU, YPOBHS NMUPUAOKCASb-
5-docdata B KpoOBW, UcCCnefOBaHWe YpPOBHS MapaTtu-
pPEeonIHOro ropMoHa B KpPOBW, UCCNefoBaHWE YPOBHS
06LLero 1 MOHM3MPOBAHHOIO KanblMsl B KPOBM, UCChe-
[JOBaHWe ypoBHSA HeopraHuyeckoro ¢ocdopa B KPOBH,
uccnegosaHne yposHa 25-OH ButammHa D B KpoBw,
MUccneaoBaHUsl YPOBHS MarHuWs B KPOBW, OTHOLIEHMWS
Kanbuusi/KpeaTuHUHa B Moye) [17]. YpoBeHb y6eam-

PekomeHgoBaHoO BefeHue nauneHToB ¢ PP mynbtH-
AVUCUMNIMHAPHON KOMaHAOW chneuuanucToB C LeNblo
OKa3aHWs KayeCTBEHHOW MeAMUMHCKOM nomoum [18].
YpoBeHb y6eauTe/IbHOCTU peKomeHaauun — C, ypo-
BeHb [OCTOBEpPHOCTU AOKasaTtenbcTtB — 5. Beugy
TOro 410 3abofieBaHWE XapaKTepuayeTcs MNOopaKeHu-
€M MHOMMX OpraHoB U CUCTEM, TPebyeT KOMMIEeKCHOWM
Tepanuu, 4To AUKTyeT Heo6XO0AMMOCTb COBMECTHOMO
BeleHUsl nauueHTa crneuuannctamum pasHbix npodu-
nen, nauneHtam c MPd, nmetlownm HapyweHus dyHK-
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LM COOTBETCTBYIOLWMX OPraHOB WM CUCTEM, MOKa3aHbl
NepBMYHbIE M MOBTOPHbIE KOHCYNbTaLuuW Bpaya-reHe-
TMKa, Bpaya-HeBposiora, Bpadva-Henmpoxupypra, Bpa-
4ya-aHAOKpPMHONOra, Bpaya AETCKOro 3HAOKpMHOora,
Bpadya TpaBmaTofiora-optonega, Bpadva-ctomartosnora,
Bpa4va-Hedponora, Bpava-nynbMOHOMAOra, Bpaya-oTo-
pUHONApUHronora / Bpaya cCypaosiora-oTOpMHONApPUH-
ronora, Bpayva-opTanbmonora, Bpava-neguvartpa/sBpa-
Yya-HeoHaToNlora/Bpaya-tepanesta / Bpadya obluien
NPaKTUKKM (CEMENHOro Bpaya), Bpaya No MeauLMHCKOMN
peabunutaunn / Bpada GU3MYECKOW U peabunutaum-
OHHOW MeAMUMHBI, @ TaKXKe Bpayven Apyrux cneuuasnb-
HocTen. KpaTHOCTb KOHCyNnbTauui onpeaensertcs UHAu-
BUAYaNbHO C y4eTOM BO3pacTa v TAXecTn 3aboneBaHus.
Bpay o6uien npakTUKK (CEMENHbIM Bpay) B OTHOLIEHWHU
nauueHToB AETCKOro BO3pacTa AO/MKEH NUWb Ha NepBMY-

HOM 3Tane OCyLeCTBMTb MaplipyTM3auuto (HanpasieHue)

K Bpadvy-neguaTpy; OCYWECTBAATb «OKa3aHWe MeAWLUH-

CKOM NOMOLLM AeTaM B aMBynaTopHbIX YCI0BKUSAX NO OCTPbIM

3a60eBaHUsAM» / «OKa3aHWe MeAULMHCKOM NOMOLLM AeTam

B amBynaTOpPHbIX YCNOBUSAX NO OCTPbIM 3ab60neBaHnAM, AUC-

naHcepHoe HabnwgeHne 3a AeTbMU MEPBOro rofa XM3HU

W OETbMU C XPOHUYECKMMU 3ab0oneBaHUsIMW»; NPU BOSHUK-

HOBEHWM NOTPEBHOCTM — OKa3aTb MEAMLMHCKYIO NOMOLLb

B HEOT/IOKHOM W IKCTPEHHOM dopmax B YCNOBUAX OTCYT-

CTBUSl Bpaya-negnartpa B NepBMYHOM 3BEHe (Ha 3aTane nep-

BMYHOW ME[MKO-CaHUTapHOW MEAULMHCKON MOMOLLM).

e C Lenblo OLEHKM ABUraTelbHOM aKTUBHOCTU BCEM NaLu-
eHTam ¢ PP nokasaHo npoBefeHWe 6-MUHYTHOro
TecTa xoAb6bl [18]. YpoBeHb y6eauTeIbHOCTU peKo-
mMeHaauuin — C, ypoBeHb AOCTOBEPHOCTU AOKa3a-
TenbcTB — 5. KpaTHOCTb MccnefoBaHus onpeaensercs
WHOMBUAYANbHO, B CpeaHEM He perke 1 pasa B rog.

* TaumeHTam ¢ FPP ¢ NposBAEHUAMU FacTPOIHTEPOIIO-
FMYECKUX HapyleHUN MNPOBOAAT MOHUTOPUHI racTpo-
a3odareanbHoOro pedsniokca ¢ uenblo npodunak-
TUKM acnupauvoHHOM nHeBmMOHMK [17, 18]. YpoBeHb
y6eanTenbHOCTU peKomeHpaauun — C, ypoBeHb
AOCTOBEPHOCTH AOKa3atenbcTB — 5. [poBoautca
B COOTBETCTBMW C KIMHUYECKUMMU pPEKOMEHAALMAMM
no ractpoasodareanbHoOn pedtoKCHOM 601E3HM.

OPrAHU3ALIMSI OKA3AHUSA MEAULIUHCKOM

nomoLuiu

NauneHtam ¢ FOPD B 3aBUCUMOCTH OT HEOOXOAMMOCTH
MOXeET 6bITb OKa3aHa MeMLMHCKasa NoMollb Nto6oro Buaa,
ycnoBusi, GopMbl, NPeayCMOTPEHHbIX 3aKOHOAATENbLCTBOM
Poccuiickon ®eaepalumm.

BeneHnem nauneHToB ¢ FPP 06bI4HO 3aHMMaETCs Bpay-
neanaTtp/Bpady-TepanesT/Bpay  TpaBMaTosor-oprtonen/
Bpay-3HAOKPMHOSOr / Bpay A€TCKUIM 3HAOKPUHONOr / Bpay-
Hedposor.

Yaule rocnutanusauma OCywecTBASETCS B NeauvaTpu-
yeckoe/TepaneBTMYECKOE OTAENIeHNEe WU B XUpypruye-
CKoe/TpaBMaTo/Ioro-opToneanvyeckoe OoTaeNeHne, TaKKe
fle4eHne MOMET MPOBOAMTLCA B 3HAOKPUHOIOTMYECKOM,
HedpPoNornyeckom, nybMOHOOIMYECKOM, HEBpPOJiormye-
CKOM W ApYyrux oTAeneHusx B 3aBMCUMOCTM OT AOMUHUPYIO-
LLMX CUMNTOMOB 3a60neBaHus.

MpumepHoe KONIMYecTBO  [HEWN HaxoXaeHus
B KPYrnocyToyHom cTauuoHape — 10-14, B OAHEBHOM
cCTauMoHape npu OKal3aHWW MNNAaHOBOW MeAWLMHCKOMN
nomouwm — 5-7 gHen (MHAUBMUAYASIbBHO — B 3aBUCUMOCTH
OT HEOBXOAMMOCTH).

Mpn depmMeHTHOW 3aMecTUTENIbHOM Tepanuu Ha4vano
TepanuuM peKoMeH10BaHO NPOBOAMTL B CTaLlMOHape ¢ Aasb-
HEeNlWMM NepeBOAOM Ha amMbynaTopHO-MOJUKIMHUYECKNU

3Tan ¢ AMHaAMWYEeCKMM HabnwgeHnem Bpavyom-neana-
TpOM/BpavyoM-TepaneBToM.

[oBTOpHas rocnuTanMsauus B cTalMoHap OCyLeCcTBAS-
eTCs AN KOHTPONS AMHAMWKK Tepanuu, NoboYHbIX abdek-
TOB Tepanuu, ne4ebHon GU3KYNbTYpPbl, GU3NoTEPanun, KoH-
TPONS COCTOSAHMSA KOCTHOM TKaHM U APYrMX OPraHoB U CUCTEM.

MnaHoBas BakuMHauuMs y naumeHToB ¢ FPd nposoanTea
B COOTBETCTBMM C HaLMOHaNbHbIM KaneHgapem npodunak-
TUYECKUX MPUBUBOK.

MoKka3aHuA ANa N1aHOBOW rocnuTanuMsauuu

1. lpoBefeHne AMarHoCTUKK M neveHus, TpebyroLmx npo-
LOMKUTENBHOIO (AHEBHOE MM KPYrnocyTovyHoe npebbl-
BaHWeE) MEAULIMHCKOIO HabNOAEHUS U MOHUTOPUHIA Kn-
HWKO-NabopaToPHbIX NOKa3aTenew.

2. Heo6Xxo4MMOCTb NPOBEAEHUSA PA3NYHbIX BUAOB 3KCMNeEpP-
TM3 “AnM obcnefoBaHMs B MEAULMHCKOW OpraHu3almu
nNpY HEBO3MOXHOCTU MPOBEAEHUS UX B aMBynaTopHbIX
ycnoBusix (B TOM yncne obopmaeHune 3akntoyerHusa deae-
panbHOro KoHcuanyma / BpadyebHOM KOMUCCHN).

3. CocTosiHue, Tpebytolee aKTUBHOIO NEYEHUS U KPYrno-
CYTOYHOr0 MEeAMLMHCKOro HabnoaeHns (XMpypruyeckas
KOppeKUns ckeneTHblx gedopmaumi, nogbop npoTneo-
CYOOPOXKHON Tepanuu u ap.).

4. CocTtosHue, Tpebylouee NpoBeAeHUS BbICOKOTEXHO-
NIOTUYHBIX METOLOB Ne4vyeHus (B TOM YMCne KOHTPOJb
3PPEKTUBHOCTU DEPMEHTHON 3aMeCTUTENbHOW Tepa-
nuu).

5. OTcyTCcTBME BO3MOMXHOCTM 06ecrnevyeHus dbepmMeHTHON
3aMeCTUTENIbHON Tepanum B am6ynaToOpHbIX U CTaLMoHa-
po3aMeLLatoLLnx yCaoBUsX.

6. Heo6xoaMMOCTb NPOBEAEHMS Pa3MYHbIX BUAOB aKCnep-
TM3 1M o6cnefoBaHMsa B MEAULMHCKOM OpraHu3aluu,
TpebyloWwmnx AMHAMUYECKOro HabNAEeHUs, NPU HEBO3-
MOXHOCTW NPOBEAEHNSA X B amOyNaTOPHbIX YCI0BUSIX.

NMoKasaHua ANs HEOT/IOKHON/3KCTPEHHOMN
rocnutanusauuu

1. OcTpble yrpoxatowne K1M3HU U pa3BUTUEM OCIOXKHEHUN
COCTOSIHUS, Tpebylolne HEOTNOXKHOro NieYeHus, B TOM
4yucNe MHTEHCMBHOM Tepanuu, a Takxe KPYrinocyTo4YHOro
MEeANLMHCKOro HabnodeHUs U NpoBedeHus cneunanb-
HblX BUAOB 06CNe0BaHUs U eYeHus.

NMoKa3aHuA K BbINMUCKE NaLMeHTa U3 ctayMoHapa

1. OTcyTcTBME Yrpo3bl AN5 }KU3HM NaLMeHTa U Yyrpo3bl pas-
BUTUS OCIOXKHEHWUI, TPEBYIOLLMX HEOTNIOKHOIO NIeYeHMs
no 3aBepLleHnn ANarHOCTUHECKNX MEPONPUATUN.

2. Ctabunnsdaumsa COCTOSIHMS M OCHOBHbIX KJIMHWMKO-nabo-
paTopHbIX NOKasaTtesnen naTonormyeckoro npouecca,
OTCYTCTBME HEOOXOAMMOCTHU B MPOAO/IKUTENBHOM Meau-
LMHCKOM HabnloAeHnn (GHEBHOE WAWM KPYrocyTo4yHOe
npebbiBaHWe B cTauuoHape).

3. BbinonHeH nnaH o6cnefoBaHMsa M NleYeHns nauueHTa,
[JaHbl peKoMeHJaluuu Mo JanbHenwemy HabnogeHuo
U neYveHuio.

4. HeobxoaMMoCTb MepeBoja NauueHTa B Apyroe Meau-
LMHCKOE YyYpeaeHne WU yyperkaeHue coluanbHOro
obecrneyeHus.

UCXO0Abl U MPOTHO3

MNepuHaTanbHaa dopma MPP 6e3 cBOEBPEMEHHO OKa-
3aHHOM NOMOLLM NPaKTUYECKM BCEraa netanbHa.

Mpn HGaAHTUNBHOM N AEeTCKON dopMax MPOrHO3 A5 KU3-
HW onpefenseTcs CTeneHblo NopPaXeHns KOCTEN, HanYnem
CyAoOpor W ruMnonnasuun Nerkux, HeobxoaMMOCTbIO KUCNO-
poAHOM nofaepKku. bes npoBeaeHns naTtoreHeTU4eCcKoM



Tepanuu CMepPTHOCTb cpeau NauMeHTOB C MHOAHTUAbHON
dopmon TPD coctaBnser 50% B nepBble 9 MEC KWU3HU
M B OCHOBHOM OO6YyCnoB/ieHa AblxaTe/lbHOWN HefOCTaTOYHO-
CTblo. B oTcyTcTBME TEepanuu npu MHGAHTUIBHOW U AETCKOM
dopmax NporHo3 B OTHOWEHMM UHBANMANSALIMM U KavyecTBa
YU3HU HeGnaronpuaTHbIN [54].

MpKn HanW4YnKM rMNepKanbLUeEMUn, OCIOXKHEHHON Hedpo-
KafbLMHO30M, NPU €ro NporpeccMpoBaHun BO3MOXKHO pas-
BUTME NOYEYHON HELOCTATOYHOCTH.

Mpwn B3pocnon dopme MPP nporHos Ans KU3HU 6naro-
NPUATHBIA, HO NMPW €CTECTBEHHOM TeYeHWW GONEe3HU BO3-
MOXHa MHBaNNAM3aumMs NnaumeHTa B pesynbrate HapyLweHums
dYHKLMKW ONOPHO-ABMIraTeNlbHOro annaparta B CBA3U C pas-
BUTUEM MCEBAONOAArPbl, XOHAPOKaNbLMHO3a, apTponaTum
W HapyLleHneMm TPyAOCNOCOBHOCTH.

Mpun ogoHTOorMnodochaTazmm NPOrHO3 ANA KUSHU TaKKe
6/1aronpUATHLIN.
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MPUNOXKEHUE

METO/10J10rUsl PASPABOTKHU KJIMHUYECKUX PEKOMEHAALMIA

HacTtoslwme pekomeHgaunn npeaHas3HayeHbl Ans npu- 3. Bpaun-tepanesBThl.
MEHEHUS MEAULMHCKUMWU OpraHu3auusaMv U yupexaeHu- 4. Bpayn-reHeTuKMU.
aMu deaepanbHblX, TePPUTOPHUANbHbIX U MYHULMMANbHbIX 5. Bpauu nabopatopHble reHEeTUKH.
OpraHoB ynpaB/eHUsa 3[paBOOXpaHEeHWeM, cucTtem ob6sa3a- 6. Bpaun-HeBposnoru.
TeNbHOroO U JOGPOBOMBHOINO MEAULMHCKOrO CTpaxoBaHus, 7. Bpa4u-Henpoxupypru.
OPYTUMW MEeAULMHCKMMU OpraH n3aumamMu pasanyHbiX opra- 8. Bpauu TpaBMaTonorun-optoneapl.
HM3aUMOHHO-MPaBOBbIX GOPM [AEATENIbHOCTU, HanpaBJfieH- 9. Bpaun-xupypru.
HOWM Ha OKal3aHWe MeaMLMHCKOW MOMOLLM. 10. Bpauu getckue xmpypru.
KnnHnyeckne pekomeHpauun co3faHbl HA OCHOBa- 11. Bpauu-Kapaunonoru.
HMUKM o0630pa nuTepaTypbl U COBPEMEHHbIX MeXAyHa- 12. Bpauu geTcKre Kapanonoru.
POAHBbIX KNMHUYECKUX PEKOMeHAauWn No AuvarHocTuKe, 13. Bpauu-Hedponoru.
NIeYEeHNI0 U BEAEHUID NauMeHTOB C MeTabosIMYeCKUMHU 14. Bpayu-peHTreHonoru.
60NEe3HAMM. 15. Bpauu-odpranbmonorm.
Mnodocodarasnsa OTHOCUTCS K pPeaKMM HacneacTBeH- 16. Bpayn GyHKLMOHANBHOW AUArHOCTUKM.
HbIM 3ab0neBaHWaM, YTO WMCK/OYaeT BO3MOXHOCTb MPO- 17. Bpaun G13nyecKon u peabunmntaumoHHON MeanLmHbI.
BeAeHNs 60MbLUMX KOTOPTHbIX M PAaHAOMU3NPOBAHHbIX KOH- 18. Bpauu-ncuxmatpbl.
TPOAMpYyEeMbIX UCCNeaoBaHUN, 1 ANa CO34aHUsA MPOTOKONIOB 19. Bpayn-0TOPUHONAPUHIONOTU.
OWArHOCTUKM M Tepanum UCNOoNb3YIOTCS NULLb TEMaTUYecKkne 20. Bpauu cypaonorn-oTopMHONapUHIronoru.
nceneaoBaHus 9KCNepToB, ONyG/MKOBaHHbIE B MOCneAHue 21. Bpauu aHecTe3nonoru-peaHumaTonoru.
[Ba AeCATUNIETUS. 22. Bpa4u-peBmaTonoru.
OueHKa KayecTBa [10Ka3aTeNbCTB U CU/bl peKoMeHaa- 23. Bpauu-HeoHaTONOIN.
UMM NMPUMEHEHUS MEAULMHCKMX TEXHONOrM NpoBOAMNAach 24. Bpayu-nysbMOHOOIMU.
B COOTBETCTBMU C YHUODUUMPOBAHHOWM LIKaNOW, NpUBELEH- 25. Bpayu-aHOOKpUHONOIHU.
HoM B Tabn. 1-3. 26. Bpauu getckve aHAOKPUHOMOT K.
27. Bpauu-ctomaTtonoru.
LleneBas ayautopusi aHHbIX KIMHUYECKUX 28. Bpauu getckve ctoMaTonoru.
peKomeHaauun 29. MeauLMHCKNE NCUXONOTH.
1. Bpauu obuien NpaKTUKK (CEMENHbBIE BPaiMn). 30. CTyaeHTbl MEAULMHCKKX BY30B.
2. Bpauu-negunaTtpsbl. 31. O6yvatoumecsa B opanHaType n acnupaHType.

Ta6nuua 1. LLikana oueHKn ypoBHeW 4OCTOBEPHOCTU AoKa3aTenbcTs (YA) Ans MeToA0B ANArHOCTUKM (AMarHOCTUYECKUX BMellaTeNbCTB)
Table 1. Scale of assessment of levels of evidence for diagnostic methods (diagnostic interventions)

yan PacwudpoBKa

1 CuctematmyecKkune 0630pbl UCCnefoBaHUM C KOHTPOEM pePepPeHCHbIM METOAOM WUIM CUCTEMATUYECKMI 0630p
PaHAOMM3UPOBAHHbIX KIMHUYECKUX UCCIeA0BaHMI C MPUMEHEHWEM METaaHan13a
OTaenbHble UCCNeAoBaHUs C KOHTpPoNeM pepepeHCHbIM METOLOM UK OTAENbHbIE PAHAOMU3UPOBAHHbIE KIMHUYECKUE

2 nccneaoBaHus U cuctemaTuyeckne 0630pbl UCcnefoBaHui No60ro AusanHa, 3a UCKYEHMEM PaHAOMU3NPOBAHHbIX
KJIMHUYECKUX UCCNeoBaHui, C NPUMEHEHWEM MeTaaHan1sa
MccnepoBarunsa 6e3 nocnefoBaTefibHOro KOHTPoAs pedepeHCHbIM METOOM UK UCCIeAoBaHKS ¢ pedepPeHCHbIM METOL0M,

3 He ABNSAWMNMCSH HE3aBMCUMMbIM OT UCCIEAYEMOrO METOAa, UM HEPAaHAOMU3UPOBaHHbIE CPABHUTENbHbIE UCCNEL0BAHNS, B TOM
4ynucne KOropTHble UccnefoBaHUs

4 HecpaBHUTENbHbIE UCCNEOBaAHUS, ONUCAHME KIMHUMYECKOro ciy4yas

5 MmeeTcs nuilb 060CHOBaHME MexaHW3Ma AeNCTBUS UM MHEHWE 3KCMNEPTOB

Ta6nuua 2. LLIkana oueHKM ypoBHEN JOCTOBEPHOCTH AoKasaTtenbcTB (YA4) Ana MeToaoB NPpodUNaKTUKK, NeYeHns u peabunutaumnm
(NpodunaKkTU4YecKmnx, nevebHblx, peabunnTaLMoHHbIX BMELLaTEeNbCTB)

Table 2. Scale of assessment of levels of evidence for methods of prevention, treatment and rehabilitation (preventive, curative,
rehabilitation interventions)

yan PacwudpoBKka

1 CructeMaTMyecKnin 0630p paHAOMU3UPOBAHHbIX KIIMHUYECKNX UCCed0BaHMM C MPUMEHEHMEM MEeTaaHannsa

2 OTaenbHble paHAOMU3UPOBAHHbIE KIMHUYECKME UCCNeOBaHUS U cucTeMaTMyecknue 0630pbl MCCNeAoBaHui N060ro an3anHa,
3a UCKJIloYEeHUEM PaHAOMU3UPOBAHHbIX KIMHUYECKWUX UCCIef0BaHUI, C MPUMEHEHUEM MeTaaHanuaa

3 HepaHAoMW3WpOBaHHbIE CPaBHUTENbHbIE UCCIEA0BaHUS, B TOM YUC/IE KOTOPTHbIE UCCNEeN0BaHUS

4 HecpaBHUTENbHbIE UCCNEN0BAHUS, ONUCAHUE KIIMHUYECKOrO ClyYas Uan CEPUM CNyvyaeB, MCCNeOBaHUS «Ciydam — KOHTPO/b»

5 MmeeTcs nuwb 060CHOBaHME MexaHn3ma AelCTBUS BMelaTebCTBa (AOKIMHUYECKME UCCeJOBaAHNS) MU MHEHNE
3KCnepToB
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Ta6nuuya 3. LLIkana oueHKM ypoBHeN y6eanTenbHoCcTn pekoMmergauni (YYP) ans MeToaoB NpodunaKkTUKK, AMarHOCTUKK, NeveHuns
1 peabunutaunn (NPodunakTUYeCKMX, AMarHoCTUYECKHMX, le4eBHbIX, peabunnTaLMOHHbIX BMeLWaTenbCTB)

Table 3. Scale of assessment of levels of evidence for methods of prevention, diagnosis, treatment and rehabilitation (preventive,
diagnostic, therapeutic, rehabilitation interventions)

YYP Pacuudposka

CunbHasa peKomeHAaLmns (Bce paccmaTpuBaemble KpUTepmun 3GGEeKTUBHOCTU (MCXO/bI) ABNSIOTCSH BaXKHbIMU, BCE UCCNE0BaHUA

A MMeIOT BbICOKOE WX Y0BJIETBOPUTESIbHOE METOLO0JIONMYEeCKOEe Ka4yeCTBO, UX BbIBOAbI MO MHTEPECYIOLWUM UCXo4aM SBAAI0TCS
corfiacoBaHHbIMK)
YcnoBHas peKoMeHaaLmus (He Bce paccmaTpuBaemMble KpUtepnn aGGEKTUBHOCTH (MCXOAbI) ABASIOTCA BaXHbIMU, HE BCe

B nccneaoBaHus UMeoT BbICOKOE WKW YA0BIETBOPUTEIbHOE METOA0/I0TMYECKOe KaqeCTBO /M UX BbIBOAbI MO UHTEPECYIOLLUM
ncxoaam He ABNSIOTCA COrNacoBaHHbIMM)
Cnabas pekomeHAauus (0TCYTCTBME AOKa3aTeNbCTB HaAexallero KayecTsa (Bce paccMaTpMBaeMble KpUtepun

C 3PPEKTUBHOCTH (MCXOAbI) ABNSIOTCA HEBAXKHbIMM, BCE UCCNIEJ0BAHNS UMEIOT HU3KOE METOA0/IOMMYECKOE Ka4yeCcTBO U UX

BbIBO/bl MO UHTEPECYIOWMM UCXOAAM He ABASIOTCA COrnacoBaHHbIMM))

MopAaoK OGHOBNEHUA KIMHUYECKUX PEeKOMeHAauun Hbl MO BOMPOCaM AMArHOCTWUKW, JieHeHUs, NMPoOUNaKTUKK
MexaHn3M OOGHOBJIEHUSA KIAUMHUYECKUX PEeKOoMeHAauun 1 peabuntaunm KOHKpPETHbIX 3a6oneBaHni, Hann4mm 060-

npegycMaTtpmBaeT UX CUCTEMATUHECKYIO aKTyaln3auunto — CHOBaHHbIX JOMOJIHEHUIN/3aMevyaHU K paHee yTBEepPKAEH-
HE peXxe 4eM OAMH pa3 B TPU roaa, a TakKxKe npu noasne- HbIM KJ/IMHWYECKMM peKoMeHAaluusM, HO He Yauwe 1 pasa
HMWU HOBbIX JaHHbIX C MO3ULKWK JOKa3aTe/bHOW MeauLM- B 6 mec.



