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Cnmcok cokpameHuit

BH3 — BapuaHT HESICHOTO KIIMHUYECKOIO 3HAUECHUS

['®D — runodocdarazus

I'Sb — rematosnedanmueckuii bapbep

I'OP — ractpoazodareanbHblil pedioke

JAHD — noMmuHaHTHO-HETaTUBHBIN YD (DEeKT

KKT — xenyn104HO-KUIICUYHbIA TPAKT

KW — kimmanYecKne ucciieIoBaHus

KC — kpanunocunocTos

KT — xomnbrorepHast Tomorpadus

MIIK — MuHepasibHas MIOTHOCTh KOCTEH

HO — HecoBepieHHbIN OCTEOreHe3

IITT" — mapaTupeon 1B TOPMOH

CK® — ckopocTh KIIyOOUKOBOH (HIIBTpAIIIH

THII® — Tkanenecnenuduyeckas menounas pocdaraza

OPD23 - hakTop pocra hubpodaacToB

DDA - pochosranoramMuH

D - menounas ¢pocdaraza

AIMS - Alberta Infant Motor Scale (1kana Aiab0epTa MOTOPHOT'O Pa3BUTHS MIIAJICHLIEB)
BiPAP — nByx(hazHoe MOCTOSIHHOE MOJIOKUTEIbHOE IaBJICHUE B JIbIXaTEIbHBIX My TAX
Ca/Cr oTHOLIEHUE KaJIbLINN/KpEeaTUHIH

CPAP - nocTosTHHOE TOJIOKUTENFHOE AaBJICHHUE B ABIXAaTEIbHBIX Iy TSIX

GMFM - Gross Motor Function Measure (1kaina rio6aabHbIX MOTOPHBIX (DYHKIIHUIT)
RSS- Rickets Severity Scale (11kana olleHKH TSHKECTH paxuTa)

..** — mpenapatr BXOJUT B MEPEUYEHb KUZHEHHO HEOOXOIMMBIX U BaXKHEHUIIIUX JIEKAPCTBEHHBIX MIPENapaToB
(Pacnopsixenue IpaBurensctBa PO ot 12.10.2019 Ne 2406-p <OO0 yTBepkACHUU NEPEUHS )KU3HEHHO
HEOOXOMMBIX M BaKHEHIIMX JIEKAPCTBEHHBIX MPENapaToB, a TAKKe NepeyHel JIEKapCTBEHHBIX MPEnapaToB
JUTSL METUIITHCKOTO IPUMEHEHHS] U MUHUMAJIbHOT'O aCCOPTUMEHTA JIEKapCTBEHHBIX MTPErnapaTos,
HEOOXOUMBIX JIJIsl OKa3aHUs MEIULMHCKOIN MOMOIIM) B peJaKli1, aKTyaJIbHOM Ha MOMEHT yTBEPKICHUS
KJIIMHUYECKON PEeKOMEHTaI[uN

# - npumenenue off-label — BHe 3aperucTpupoBaHHBIX B MHCTPYKIIUH JIGKAPCTBEHHOTO CPE/ICTBA MTOKA3aHUN
OCYIIECTBIISIETCS TI0 PEIICHUIO BpaueOHOW KOMUCCHH, TPU YCIOBHUH MOAMMCAHHOTO WH()OPMHUPOBAHHOTO
no6poBonbHOTO cornacus (cormacHo @3 Ne323-d3 ot 21.11.2011r. ¢ uBMEHEHUAMN). ;



TepMuHBI U onpeaeJeHus
(I)epMeHTHaH 3aMeCTUTECJIbHast Tepanmuda — JICUCHHE, 3aK/IIIoYaromeecss BO BBCACHHUHU IIp€Iiapara

(pexkoMOMHAHTHOTO (pepMEHTA) MAIMEHTaM C HACJEACTBEHHBIM Ie(PEKTOM MeTaboan3Ma.

Pentrenorpagusi HUKHell KOHEYHOCTH (HA NMPOTSIKEHMH) - BBINOJHEHHE DPEHTTEHOTrpaduu HUIKHUX
KOHEYHOCTe Ha OJHON IUIEHKE MO0 Ha HECKOJbKHUX PEHTICHOBCKHX IUICHKaX (1esiecoo0pa3Ho i
BU3yalIHM3allul HM3MEHEHHMI ckenera y gnereil. CreayeT ydecTb, YTO HIKHHE KOHEYHOCTH Hambosee

MOJBEPKEHBI M3MEHEHUSM IIPH HATMYHH METa0OJINYECKOI OCTeOnaTnn).



1. KpaTkast unpopmanus no 3a00,1eBAHUI0 WIN COCTOSIHMIO (Tpymniie 3a00/1eBAaHNH WIH

COCTOSTHMIN)

1.1 Onpenenenune 3a00JeBaHNUS UM COCTOSIHMS (TPYIIBI 32001€BAHUIT MJIN COCTOSIHHI)

['unodocdarazus (I'P@D) — mporpeccupyroliee HaclaeACTBEHHOE MeTaboindeckoe 3a0ojieBaHHE,
BBI3BaHHOE JCPUIIMTOM TKaHeHecTerupuaeckoi menoanoit pocdarassl (THILD) B pe3ynbprare maroreHHOTo
BapuaHTa B reHe ALPL. bone3Hb MoXeT MaHU(peCTUPOBaTh BHYTPUYTPOOHO, B JETCTBE WU BO B3POCIOM
Bo3pacTe. PaHHui Bo3pacT nebroTa OOBIYHO CBsI3aH € 0ojiee TSDKEJbIM, a MO3JHUH - € JISTKMM TEYCHHEM
3aboneBanus. CHmxenne aktuBHocTd THILI®D B nepByto ouepes NposBIILEeTCS HApyIICHHEM MUHEPaIH3alun
KOCTEH U Pa3BUTHEM PAXUTUYECKUX U3MEHEHUM.

['®D xapakrepusyeTcs IUPOKOH BapraOeIbHOCTBIO KIIMHUYECKUX MPOSBICHUIN U MPOTHO3a [yl MAallMeHTa -
OT JIETKOT'0 TeUEHUsI C HE3HAYUTEIbHBIM IIOPAKEHUEM KOCTEH MITH UCKIIIOUUTEIBHO 3y00UETIOCTHOM CUCTEMBI,
70 TSOKENBIX (OpPM C BBIPOKEHHBIMH Ae(QOpMalUsMHU CKeJleTa W/WIM MHOXXECTBEHHBIMH MEPEIOMaMH,
MOpaXEHUEM HEPBHOM CHUCTEMBI, JIETKUX, IMOYEK, MPUBOAAIIMX K MHBAJIUAU3ALUN U CMEPTHU, B TOM YHCIIE

BHYTPUYTPOOHOI1 [1].

1.2 DTHOJI0IrH M IATOreHe3 3a00J1eBAHNS MU COCTOSIHNS (TPVIIbI 3200 1eBAHMH WJIH COCTOSIHHIA)

['unogocharazus (I'®D; OMIM 171760) pas3BuBaeTcsi B pe3yibTare OM- U MOHOAIIECIBbHBIX
NaTOreHHBIX BapuaHTOB B TeHe ALPL, xonupytomem ¢epment THIN®. I'en ALPL pacnonaraercs Ha
KOPOTKOM miede xpomocombl 1(1p36.12) u Britowaer 12 3x30HO0B. B rene onucano 6osee 400 BapuaHTOB,
OOJIBIIMHCTBO U3 KOTOPBIX SIBJISIOTCSI MUCCEHC BapHAHTaMHU.

THIHI® »skcnpeccupyeTcsi Ha TOBEPXHOCTH KIETOK KaK romoaumep, Tsokensle ¢(opmbl ['OD
aCCOLIMMPOBAHBI, KaK MPABUJIIO, C OMaJUIeIbHBIMHU TATOT€HHBIMU BapuaHTaMu B reHe ALPL, Torja Kak Jerkue
dopmbl 'OD - ¢ MOHOATUIETHBIMH.

HekoTopsle reTepo3uroTHbIe BapuaHThl MOTYT HIPOSIBIIATh JOMUHAHTHO-HEraTUBHBIN 2QdexT (JHDI),
CHU)Kasl aKTUBHOCTh BCero romoaumepa. Takum oOpazoMm, Haauuue MyTallUU JaKe B OJHOM alljielie MOXKET
IIPOBOIMPOBATh Pa3BUTHE OOJIE3HU, OJJHAKO MOAABIAIONIEE OOJNBIIMHCTBO IE€TEPO3UTOTHBIX HOCUTENEH HE
UMEIOT BBIPAXKEHHBIX CUMIITOMOB OOJIE3HHU.

THIL® karanuzupyer otuierieHue Qocdara OT psjga cyOcTpaToB, (QyHKIHMOHAIBHO Haubolee
BaXHBIMH M3 KOTOPBIX SIBJISIFOTCSI HeopraHudeckuil nupodocdar u nupuaokcaib-S-¢pocdar. THID
TeHepupyeT aJleHO3UH U3 aJeHO3MHMOHO(oc]aTra B HEWpPOHaxX MOpPCANbHBIX KOPEIIKOBHIX TaHriues [1].
AJICHO3UH MMeeT aHTUHOLMIENTHBHOE ACHCTBHE, MIpaeT KIOYEBYIO pOJb B Iepelaye CUTHaJOB OOJH.
Jedpuuut aneHo3nHa MPOBOLUPYET CHIIbHBIE OOJM B KOCTSAX M MbIIIax y nauueHTtoB ¢ ['OD. Ilpu
oTumieruieHud  (¢ocdaTHOW Tpynmsl  OT Heopranuuyeckoro mnupodocdara mnpu ywactun THIID,

BBICBOOOXKMaromuiics Gocdar csizpiBaeTCs ¢ KaJbIeM ¢ (OPMHUPOBAHUEM KPHUCTAIIJIOB THIPOKCHANIATHTA,



HE00XO0IMMOTO JUIsl YBEIMUEHHs] MUHEPAJIbHON IMJIOTHOCTH KOCTHOM TkaHu. HauOonee nzyueHHast pyHKuus
THIL® 3akmiovyaercss B obOecredeHUM mpouecca (HOPMUPOBAHMS THAPOKCHANATUTA — OCHOBHOIO
MUHEPAIBHOI0 KOMIIOHEHTAa KOCTHOM TKAHHU.

[Tpu 'dD Heopranuueckuii mupodocdaT HE PACIISIUIAETCS, €r0 KOHIICHTPALUs BO BHEKJIECTOYHOM
AKHUJIKOCTH 3HAUUTENIBbHO YBEJIMYMBAETCS, a KPUCTAILIbl THAPOKCHANIATUTA HE 00pa3yroTcsa. DTO MPUBOAMT K
HapymeHno (GopMUPOBaHHS KOCTHOM TKAaHU M CKEJETHBIM nedopmanusM. HakanmuBaromuiics B ia3Me u
TKaHSAX HEOpraHu4ecKuii nupodocdat, B CBOIO OUEpPeb, ABISETCS CHIBHBIM HHTHOUTOPOM MUHEpaIU3aIiH,
yro emie Oojee ycyryOnser HapylleHue npouecca GpopmupoBanus kocreid. Kpome Toro, Heopranndeckui
nupodocdar coenunssick ¢ aMophHbIM (ochaToM Kanbius, 00pa3yeT KpucTaibl mupodocdara KambIus,
KOTOpbIE MOTYT OTKJIQIBIBAThCA B MOYCUHOW TKAaHHU (BBI3bIBas HEPPOKAIBLUHO3) WM CYCTaBax (SBISACH
IPUUMHON KPUCTAININYECKOrO apTPUTa U I1CEBIONOArphl).

[Ipu Tsxenoit ¢popme ['dD runomuHepanuszanus KOCTEM TPYIHOM KIETKHM MNPUBOIUT K
UHTpaHaTaIbHOMY HAapyLICHUIO Pa3BUTHsL JETKUX (BTOPUYHOM TMIOIUIA3UM), YTO OOYCIOBIMBAET Pa3BUTHE
JIBIXAaTeNbHON HEJOCTATOYHOCTH, OIpeNeNsis HEOJAaronpusTHBIA MPOTHO3 Y HOBOPOXKIEHHBIX M JeTel
IPyAHOIO BO3pacrTa.

Hpyroii BaxxHoit ¢pynkimeit THIL® sBasieTcs perynupoBanue nocTyIeHus BuTamuHa B6 B ronoBHO#
MO3r IyTeM oOTiierieHuss ¢ocdara OT muUpHaOKcalb-5-pochaTa. ITO CrOCOOCTBYET NPOHUKHOBEHUIO
NUPUAOKCANIS Yepe3 reMaTodHueaIndeckuii 0apbep B HEHTPAIbHYIO HEPBHYIO CHCTEMY, I'Zl€ IPOMCXOIUT
MOBTOPHOE MprcoenHeHne (hocdara K MUPHIOKCAITIO ¢ 00pa3oBaHUEM MUPHIOKcab-S-pocdara. [Tocneqanii
ABIsieTCA KO(paKTOpoM (DEpMEHTOB — JEeKapOOKCHIIa3, y4acTBYIOIIMX B CHHTE3€, HAIpPHMEp, CEPOTOHWHA,
JIONIaMHHA, FTaMMa-aMHUHOMACIISTHON KMCIIOTBI U JIp., €ro Ie(UIHUT B IEHTPaJIbHONW HEPBHOM CUCTEME TPUBOAUT
K Pa3BUTUIO CYAOPOr, KOTOpbIE KYNHUPYIOTCS BBEACHHEM #HnupuaokcuHa. Hammume cynopor npu I'dD
ABJIIETCS HEOJIaronpUsATHBIM TNPOTHOCTUYECKUM MPHU3HAKOM Oo0Jiee TSKEJIOro TEYEHHs] M BBICOKOM
BEPOSITHOCTH JIeTaIbHOTO Hcxona [1, 2].

CpaBHMTENIbHBIN aHATIN3 CKAHUPOBAHHBIX 00PA31I0B BPEMEHHBIX 3y0OOB MMAaLUEHTOB JETCKOI'0 BO3pacTa
¢ DD u comarnyecku 370pOBBIX JIETeH OJJHOrO BO3pacTa ¢ MOMOIIbI0 KOMIBIOTEPHOW MHUKPOTOMOIpadpuu
(Muxpo-KT) nokazan, uro npu '@ y aerell HapylIEHO CTPYKTYpHOE 00pa30BaHUE MHUHEpAIbHBIX TKaHEH
3y00B, BBIPaKEHHOE M3MEHEHHEM TOJIIMHBI U HapyLUIEHHEM IPOLIECCOB MUHEpAIU3alMi TKaHel. BolsiBieH
CHI)KEHHBIN ypOBEHb MUHEpAIN3AlMM JEHTHHA U LIEMEHTA, CYIIECTBEHHO HU3KUH B IIEpPBUKAJIBHOM 30HE (B
00JIacCTH 3MaJieBO-LIEMEHTHOM TpaHMIbI), U HAJMYUE y3ypaluu (IECTPYKTHBHBIX H3MEHEHHUI) MO BCEMY
KOHTYpY KOpHEH BpeMEeHHBIX 3yOOB, 4TO, BO3MOXHO, cBs3aHO ¢ Aepunurom THID, kputnuecku BakHOI
JUIsl MUHEpalIn3aluu TkaHed. OTMedeHHble 0COOEHHOCTH MOP(OJIOTHM U MUHEPAJIbHBIX Mpoduieil TkaHei
3y0OB MOTYT OBITh BaKHBIM KPUTEPHEM OIIEHKH I€HETHYECKUX HapyLIeHUH (OPMHUPOBAHUS MUHEPATbHBIX
ctpykTyp npu I'@D [AnekceeBa U.A., Kucensnukona JLIL., I[lerpockas B.B., Jlexues [I.A., JIpoOGsiiies
A.1O., Penpko H.A., Kyamxkes K.A. Onienka cocTostHUSI TKaHEH BPEMEHHBIX 3y00B ieTeil ¢ runmodocdarazueit
C IOMOUIbI0 KOMITbIOTEpHOU MHUKpoTOoMorpaduu. Cromaronorus ansg Bcex. 2025; Ne 4 (113): 70- 76. doi:

10.35556/1dr-2025-4(113)70-76]]



1.3 DnuaeMuoJiorus 3a00J1eBaHNA UJIH COCTOSAHHUA (rpynnbl 3200JeBAHUN UJIH COCTOSTHHUI)

TouHast pacmpOCTpaHEHHOCTh 3a00JIEBaHMsI OCTAeTCS HEU3BECTHOW W MOXKET BapbUpOBaTh B
3aBUCHUMOCTH OT TOMYJSIIAH, MeToAa OoueHku U (popmbl [OD. DTHHUECKas Tpylna ¢ CaMbIM BBICOKUM
ypoBHeM 3abosieBaeMocTH ['®D — 310 MeHHOHUTHI B ManutoOe, Kanama. CooOmiaercsi, 4To B 3TOH
nonyisiuuu 1 u3 25 yenoBek HeceT BapuaHT reHa ALPL v mpuMepHO y 1 u3 2 500 HOBOPOXKIEHHBIX UMEETCS
neranpHas popma ['OD. PacnipoctpaneHHOCTH TskeNIbix GopMm ['OD onenuBaercs B 1 Ha 100 000 poxxneHuit
B Kanaze. MonekymspHOe HcceIoBaHue OKa3aio, 4To 9acToTa Tsokenbix popm ['@D B EBporie cocraBnsieT
1 ma 300 000, HO ymepennbie Gopmbl ['DD, o pesynpTaTam TOTO Ke UCcaeaoBaHus, BcTpevaroTces B 50 pas
yaie. JlaHHbie o0 pacrpocTpaHeHHOCTH B Poccuu 0TCyTCTBYIOT, OJTHAKO MpeAroiaraeMas 4acToTa MosiBICHUS

Tsokensix popm — 1 wa 100 000 [2, 3, 19].

1.4 Oco0eHHOCTH KOAMPOBAHNS 3200/1€BaAHNS WJIH COCTOSIHUS (TPYNNbI 3a00J1eBAHMI HJIH COCTOSIHHMI)

o MeXXayHAPOIHON CTATHCTHYECKOH KJIaccuuKkanyuy 001e3Heid ¥ Mpo0JieM, CBA3AHHLIX €O 310POBbEM

E83.3— Hapymenue oomena gochopa u docdaras

l'umodocdarazus

1.5 Kiaaccuduxanus 32001eBaHNs WJIN COCTOSHUS (IPyNnbI 32001eBAHNH UJIM COCTOSTHHI)

['®D — 3aboneBaHre C HENMPEPHIBHBIM (EHOTHIUYECKHM CIIEKTPOM, TJ€ TSDKECTh M POSBICHUS
BapbUpPYIOT B 3aBUCUMOCTHU OT BO3pacTa Je0roTa CUMITOMOB, ocTaTouHoi aktuBHOCTH THIL® 1 xapakrepa
BapuaHTOB reHa ALPL. Takas ¢popMynupoBka oTpakaeT coBpeMeHHoe noHuManue ['dD u noguepkuBaet To,
49TO «POpMBI» ((PEHOTHUIIBI) IO BO3PACTy J€0I0Ta KIMHUYECKUX MPOSBICHUN — HUCTOPUUYECKU CIIOKHUBIIASCS
U YIpoIIEHHAs Ki1accuduKalys, He OTpakaeT JJINTEIbHOCTh TEUEHUS U NepeKpbIBatoIuecs (eHOTUIIBI.
Tsoxects nposiBnenuit '@ B nenom koppenupyer ¢ rinyouHoi carkenuss THIL® u TunamMu BapuanToB reHa
ALPL: 6onee BoipaxeHnHbli nepunut THIL® cBs3an ¢ 6o1ee paHHUM 1€0I0TOM U TSXKENIBIM TeUeHHEM; Ooiee
BBICOKAsI OCTaTOYHAsi aKTUBHOCTb — C MO3/HUM JIe0I0TOM U MATKMMHU (eHOTHNaMu. [Ipy 3TOM CUMIITOMBI
MOTYT TIOSIBJIATBCSI B JIFOOOM BO3pacTe, a JMArHOCTUPOBATHCS — C CYIIECTBEHHOW 3aJCP>KKOU, YTO JIeTaeT
KECTKOE JIeJICHHE Ha «IEePUHATAIBHYIO», «IETCKYI0», «B3pPOCIYI0» U «OJOHTO-» (DOPMBI YCIOBHBIM.
KoppekTtHee paccmarpuBars ['@D kak eanHoe 3aboseBaHue ¢ BapuabEIbHOCTBHIO MO BO3pacTy AelioTa u
OpPraHHOW BOBJICUEHHOCTH (CKEJIEeT, IbIXaTelIbHAs CHUCTeMa, 3yOOYeNtocTHas CUCTeMa, IMOYKH, HEpBHas
cuctemMa u np.). [Khan A.A., Brandi M.L., Rush E.T., Ali D.S., Al-Alwani H., Almonaei K., et al.
Hypophosphatasia diagnosis: current state of the art and proposed diagnostic criteria for children and adults.

Osteoporos Int. 2024;35:431-438. doi: 10.1007/s00198-023-06844-1].

B 3aBucumoctu ot Bo3pacta 1e6roTa nepBeIX KIMHUYECKUX MposiBaeHu ['OD MOKHO BbIIEIUTD
cnenyromme GeHOTHIIBL:

e DeHOTHI ¢ MPEHATAILHBIM U MOCTHATAJIBLHBIM Je610ToM (0-6 Mec)

e dMeHOTHI ¢ 1e0I0TOM B 1€TCKOM Bo3pacrte (mocJjie 6 mec.-17 jieT BKJIAIOYHUTEIBHO)



®eHOTHII ¢ 1e0H0TOM MM MaHU(ecTauell BO B3pociioM Bo3pacTte (¢ 18 ser)

[Khan A.A., Brandi M.L., Rush E.T., Ali D.S., Al-Alwani H., Almonaei K., et al. Hypophosphatasia
diagnosis: current state of the art and proposed diagnostic criteria for children and adults. Osteoporos

Int. 2024;35:431-438. doi: 10.1007/s00198-023-06844-1].

1.6 Kiimandeckasi KapTHHA 3200J1eBaHUs WJIH COCTOSIHUS (TPYyNbI 3200J0eBAHUI NI COCTOSTHIM)

HpOHBJ'IeHI/Iﬂ I'od MOT'YT BCTPEYATHCA U30JIMPOBAHHO WJIM B PA3JIMYHBIX COYCTAHUAX, @ UX BBIPAXKCHHOCTH MCHACTCA C

BO3pacToM.

IpenaranbHbIi 1 nocTHATAABLHBIH 1e010T (0-6 Mec) (Hanboee TSHKEIbIA (EHOTHT):

— BBIpKEHHAS TUIIOMUHEPATU3aIHs CKEJIeTa ¢ YKOPOUSHHEM JUTMHHBIX KOcTel 1 AedopManusiMu
pebep/TpyaHOM KIETKH; MEMOPaHO3HBIN YepeTr,

— THIONJIa3Ksl JIETKHUX, bIXaTeIbHas! HEAOCTaTOYHOCTh, MHOTAa HEOOXOAMMOCTh PECTIUPATOPHOI
MOJICPKKH;

— MBILIEYHAs TUIIOTOHUS, BAJIOE COCAHNE; SIIM30/Ibl PBOTHL, ACTHAPATALNH, TUXOPAIKU, AaHOPEKCHH, 3aII0POB;
— BUTaMuH B6-3aBucrMbIe Cya0pOry; BHyTpHUEPEIIHbIE KPOBOU3IUSHHUS;

— Mueno()TU3HAS aHEMUIS,

— TUNEPKaTbINYpHs, HePOKaIbIIMHO3/He(hpOIUTHA3;

— BHYTPUYTPOOHBIEC IEPEIIOMBI.

— 0011 B KOCTSIX M MBILIIAX, 3a7epPKKa (PU3NUECKOr0 1 MOTOPHOTO Pa3BUTHA.

Y YacTH NanyeHToB NMPHU BHYTPUYTPOOHOM Havajie BO3MOXKHO 0oJiee MTKOe TeUeHHE C MEHbBIIEH
BBIPaXEHHOCTBIO JIbIXaTeNIbHBIX HAPYIIEHUH 1 TeHJICHIIMEN K CIOHTAHHOMY YIIYYIIEHHIO MUHEPATN3alluu 1
KIIMHAYECKUX MoKa3aTesel B epBble MecsIbl XKu3HH. [Ipu panHeM ne0roTe HenpaBUIIbHOE (OPMUPOBAHHE
KOCTel yeperna 4acTo IPUBOAUT K KPAHHOCHHOCTO3Y M MOBBIIIEHUIO BHYTPUUYEPEITHOTO JaBICHUS.
JletanbHOCTH B paHHEM BO3pACTe Yallle CBs3aHa ¢ TsDKENOW THITOMUHepau3aluel, qegopManueil rpyaHoin
KJIETKU M JBIXaTeIbHON HEIOCTaTOUYHOCTHIO.

Jeb1oT B 1eTcKOM Bo3pacte (mocJe 6 mec — 17 J1eT BRIKYUTEILHO):

— TIOCTETIEHHOE pa3BUTHE PaXUTOMOO0HBIX AedopManuii (4acTo genu valgum), ykopoueHue U JedopMariu
KOHEYHOCTEH;

— KPaHMOCHHOCTO3; OBTOPHBIE MEPEIOMBI, OO B KOCTSIX U MBIIIIaX, CKOBAHHOCTh CYCTaBOB;

— 3aJiepKKa Havajia X0JIb0bl, KyTHHAS IMOX0/IKa; YMEHbIIIEHHE 00beMa TPYTHON KIETKH H3-32 YKOPOUCHUS
pebep;

— HEIPOTrpecCUpyroias MUOTIATHS;

— THIEPKaJIbIUEMHS U HeQPOKAIBLUHO3 BCTPEUAIOTCS PEXe, UeM MPHU PaHHEM Je0I0TE;

— CTOMATOJIOTHYECKHUE MPOSIBIICHUS: MTPEKIEBPEMEHHAs TOTEPs 3yOOB (MOJIOYHBIX M/HIIH TOCTOSHHBIX) 0€3
KPOBOTEUEHHUS U MIPU UHTAKTHBIX KOPHSIX; HAPYILIECHUS IEMEHTOT€HE3a U JEHTUHOTEHE3a.

B neanatpuueckoii npaktike ['@D Hepeako AMarHOCTUPYETCS MO3AHO U MOXKET OIINOOYHO TPAKTOBATHCS KaK
HeBpoJiorrueckas nmarosiorus (Hanpumep, JLIT) wiw TsHKETBIH 0CTEO0opo3, 9YTO BEAST K HEMPABMIBHON

TAKTUKC JICUCHUA.



Je0r0T niim MmanugecTanus Bo B3pOCJIOM Bo3pacTte (4aCTO pe3yJIbTAT HEANATHOCTHPOBAHHOTO 0oJ1ee
panHero BoBJevyenus) (c 18 jer):

— ocTeoMaIsILU ¢ TiceBaonepenioMaMu (30HbI JIoo3epa), mepenoMbl TUTIOCHEBBIX KOCTEH, TPOrpecCUpOBaHUE
JI0 aTHIIMYHBIX [IEPEIOMOB Oepa, MHOKECTBEHHBIE IUIOXO 3a)KUBAIOLINE TIEPETIOMBI;

— NOpaKCHHUE NPEUMYILECTBEHHO HIXHUX KOHEUYHOCTEH, YKOpoUYeHHe U Ae(opManny JIMHHBIX KOCTEH,
HapyLICHUE IOXOKH, CHI)KEHUE POCTa;

— XOHZPOKAIbLUHO3, ICEBAOIOAArPA, OCTEOAPTPUT C BHIPAXKEHHOH OO0JIbIO U CHUKEHHUEM
TPYIOCIIOCOOHOCTH;

— 001mas yroMIIsieMOCTh, MBIIIIedHast c1ab0cTb, 00NN B KOCTSIX;

— CHIDKCHHUE CIyXa;

— CTOMAaTOJIOTHYECKHE MIPOSIBICHUSI, BKIIOUYAs! IPEKAEBPEMEHHYIO TIOTEPIO 3y00B;

— CHWXeHHe (QYHKINH [TOYeK MPH JUTUTENbHOMN TUIePKaIbIIy PHH.

Ecnu CANHCTBCHHBIM yCTOﬁHHBBIM IMPOABJIICHUEM SBJIACTCA aTPaBMATHYCCKOC BbINIAACHHUC 3Y6OB C

WHTaKTHBIMU KOPHSMH, TUArHOCTUPYIOT ofoHTONOrnueckuil ¢penorun ['@D (omonTorunodcedarasus) kak

4yacTh CIIeKTpa 3abolieBaHusi, 6€3 BBIICICHUS €ro B oTAelIbHYI0 «popmy». [Khan A.A., Brandi M.L., Rush

E.T., Ali D.S., Al-Alwani H., Almonaei K., et al. Hypophosphatasia diagnosis: current state of the art and
proposed diagnostic criteria for children and adults. Osteoporos Int. 2024;35:431-438. doi: 10.1007/s00198-
023-06844-1].

OcHoeénble KTuHUUecKue CUMRHLOMbL zunod)oa[)ammuu 6 3asucumocmu om eopacma oedroma

3a0021e6anus npeocmasnenvl 6 maoauue 1.

Takum oOpazom:

[TpeumyiecTBeHHo npu panHeM Aelrotre ['OD nabmroaeTcs: 3aaepxKKa pocTa, MeJIEHHbIN Habop
MacCChI TCJia, BBIPAKCHHBIC anI/ITOHO]IO6HBIe IMPOSABJICHUA, B6-3aBrucumble Cyaoporu,
pecrupaTtopHble HapyLIeHUs, «(DIOTUpYIOIIKe) NepenoMbl pedep, 0OCTEOXOHIpaIbHbIE IIOPHI,
KPaHMOCHHOCTO3, TUIIEpKATbLIIMEMUS/TUIIEPKATIBIIMYPUS. U HE(DPOKATIBIIMHO3.

Kmmangeckne MMPOABJICHUA B IETCKOM U B3pPOCJIOM BO3pacCTEC: Ile(l)OpMaHI/II/I HMWXKHHUX KOHG‘{HOCTeﬁ,
NePEJIOMBI, CKOJIN03, 00JIb B KOCTSIX, MBIILIEYHAs c1a00CTh, HAPYLICHHS IEHTUHOTEHE3a, YXY/IIICHHE
(YHKINU MOYEK, CHI)KEHHE CIIyXa, TOJIOBHbIE OOJIH, MOBBIIIEHHAs! YTOMIIIEMOCTb,
TpeBOTa/Ienpeccusl.

[IpenmMyIiecTBEHHO Y B3POCIBIX BCTPEUAIOTCS: TIEPETIOMBI BCIIEACTBUE OCTEOMATISIINN (30HBI
Jloo3zepa, nepenombl IUTFOCHEBBIX KOCTEH, Oepa), 0CTE0apTPUT, XOHAPOKAIBIIMHO3, ICEBAOIOAArpa.
TaxTuka BeeHus naueHToB ¢ ['O@d u nporHo3 3aBUCAT OT TSHKECTHU KIMHUYECKON KapTUHBI
3a00JIeBaHMs, CTETIEHN KOCTHOM IEMUHEpaIN3allui, YaCTOThI U XapaKTepa MepeoMOB, JbIXaTeIbHbIX
Y HEBPOJIOTHUECKUX OCTIOKHEHUH, BBIPAXKEHHOCTH OOJIEBOTO CUHAPOMA, CTOMATOJIOTHYECKUX U
noveuHbIx nposieneHui. [Rockman-Greenberg C. Pediatr Endocrinol Rev 2013;10 suppl 2:380-8.

PMID: 23858621; 2. Whyte MP. Hypophosphatasia. In: Thakker RV et al. eds. Genetics of Bone



Biology and Skeletal Disease 2013. Ist ed. London, UK: Academic Press; 2013:337—60.; 3. Salles
JP. Clin Biochem Rev 2020;41(1):13-27. do0i:10.33176/AACB-19-00031; 4. Conti F et al. Clin Cases
Miner Bone Metab 2017;14(2):230—4. doi:10.11138/ccmbm/2017.14.1.230; 5. Weber TJ et al.
Metabolism 2016;65(10):1522-30, Mareppamosa C.T., Trotroruna FO.B., benas XK.E. Jlnarnoctuka
runogocdarazuu BO B3pOCIOM BO3pacTe: KIMHUYECKHE ClTydar U 0030p sutepaTypbl. OcTeonopos u

ocreonatuu. 2024;27(4):11-16.].

[Tepeuncnennsie hopmbl [ D cTouT paccMarpuBaTh Kak (EHOTHITHYESCKUIN CIIEKTP IO BO3PACTY
neb6rora, ocrarouHor aktuBHOCTH THI® n knmuanueckum nposieieHusM. Kak npasuio, popma 60e3Hm
OTIPEICIISET U TSHKECTh TEUEHUSI — OT CaMOT0 TSXKEIIOTO MPU NIEPUHATAIBHOH JIeTATbHON opMe 10

OTHOCHUTEJIBHO JIETKOT'O IPU B3POCIIOMN.

Hepeaxo nuarHo3 I'O® ycraHaBnuBaeTcs MO3JAHO M CUMIOTOMBI 3a00J€BaHUS PACLEHMBAIOTCSA Kak
HEBPOJIOTUYECKHE 3a00JI€BaHUS U/UITU MATOJIOTHS JKeJ€3 BHYTPEHHEN CEKpeLrU, YTO IPUBOIUT K HEBEPHOMI

TaKTUKE JedeHus [55].

Taoauna 1.

Kannnyeckue cumnrombl '@ B 3aBHCHMOCTH OT Bo3pacTa jaedrora 3adoneBanus [Khan AA, Brandi
ML, Rush ET, Ali DS, Al-Alwani H, Almonaei K, Alsarraf F, Bacrot S, Dahir KM, Dandurand K, Deal C,
Ferrari SL, Giusti F, Guyatt G, Hatcher E, Ing SW, Javaid MK, Khan S, Kocijan R, Linglart A, M'Hiri I, Marini
F, Nunes ME, Rockman-Greenberg C, Roux C, Seefried L, Simmons JH, Starling SR, Ward LM, Yao L,
Brignardello-Petersen R, Lewiecki EM. Hypophosphatasia diagnosis: current state of the art and proposed
diagnostic criteria for children and adults. Osteoporos Int. 2024 Mar;35(3):431-438. doi: 10.1007/s00198-023-
06844-1]

O0s13aTeNbHBII CHMIITOM — CHIDKEHUE akTHBHOCTH LI[D HImKe 0I0BO3pacTHO HOPMBL.

IIpenaranbHbIi U Jerckuii ¥ B3pocCabIii IIpenmyiecTBeHHO
nocTHaTajJbHbIi 1e010T (0-6 | 1edI0T B3POCJIblii 1€010T
Mec)
e 3anep)kka pocra e Octeomansnus e [lepenomsi,
e MenneHHsli HabOP e Jledbopmarnuu HMKHUX BCIIEZICTBUE
Macchl Tela KOHEYHOCTEN OCTEOMAJISLINU (30HBI
e Paxurnueckue e Ilepenomsl JIoosepa, nepenomMsl
MPOSIBIECHUS e CKoImo3 ILTFOCHEBBIX KOCTEH,
e [IlpexneBpemennas e KpanuocuHoCTO3 nepenoMst benpa)
IIOTEPS] MOJIOYHBIX e BoJb B KOCTSX e (OcreoapTpur
3y00B C e CnaBoCTh MBIIII e IlpexxneBpeMennas
HEU3MEHEHHBIM e Hapyuenus noreps 3y0oB
KOpHEM JIEHTHHOTeHEe3a e  XOHIPOKAJIBIMHO3
e B6-3aBucumbie e TunepkambLueMus e Ilcesnononarpa
CyAoporu e HedpoxkanbuuHo3
e PecnuparopHsie e  Vxynmenne byHKIH
HapyLICHUS P—
e  @norupyronue e Jlenpeccus,
TepesioMbl pedep TPEBOKHOCTE




(«OonTaromiasicsy e TonoBubie 6omu
IpyAHas KJIETKa) e OO0mIas MOBHIIICHHAS

e OcTeoxoHApalIbHbIE YTOMJISIEMOCTD,
LIIOPBI c11aboCTh

2. /ImarnocTuka 3a00/1eBAaHUS WIH COCTOSTHHS (TPyNIbI 3200/1€eBaHUd WJIH COCTOSIHUM),

MEIANIMHCKHUE NIOKAa3aHUA ! IIPOTUBONOKA3AHUS K IPUMECHCHNI0 METOA0B THATHOCTHKN

[narno3 ['®® ycraHaB/IMBaeTCs HA OCHOBAHUM COBOKYITHOCTH KJIMHUYECKUX JAHHBIX, & TAKXKE PE3YJIbTATOB
OMOXUMHUYECKUX, MOJICKYJIIPHO-TEHETUUECKUX U HHCTPYMEHTAJIbHBIX uccaenopanuiil2, JuddepennnanpHas
JUArHOCTHKA MMPOBOJUTCS C APYTHMMH JUCIUIA3USIMH KOCTHOM TKAaHH, a TAKXKe ¢ 00JIC3HAMHU, MPOTEKAOIIIMMHI

C paXUTUICCKUMU ,Z[e(i)OpMaI_II/IHMI/I n/uau OCTeOMAJISIUCH.

Kpumepuu ycmanoenenus ouaznioza I @D

O0s3aTeIbHBII KPpUTEPHIi: CTOIIKOE CHI)KEHUE aKTUBHOCTH 0011ei menouHoi ¢ocdaraser (LLD) B
KPOBH OTHOCHTEIBHO Pe(EpEeHCHBIX 3HAYEHUH 1O MOy M BO3pACTy, NMPH HCKIIOYEHUH APYTHX

BO3MOXKHBIX [IPUYMH BTOPUYHOTO CHIDKEHHs akTUBHOCTH (epmenTal? (cm. [Tpusoxkenne A3.1).

Hanu4vue 2 60ab1mux, 1160 1 601b1I0T0 U 2 MAJIBIX IMATHOCTHYECKUX KpuTepues (Tabdauna 2.)

Ta6auuna 2. boabmue u manbie guarnocTudeckue kpurepun '@® [Rush E, Brandi ML, Khan A, Ali
DS, Al-Alwani H, Almonaei K, Alsarraf F, Bacrot S, Dahir KM, Dandurand K, Deal C, Ferrari SL, Giusti F,
Guyatt G, Hatcher E, Ing SW, Javaid MK, Khan S, Kocijan R, Lewiecki EM, Linglart A, M'Hiri [, Marini F,
Nunes ME, Rockman-Greenberg C, Roux C, Seefried L, Starling SR, Ward L, Yao L, Brignardello-Petersen
R, Simmons JH. Proposed diagnostic criteria for the diagnosis of hypophosphatasia in children and
adolescents: results from the HPP International Working Group. Osteoporos Int. 2024 Jan;35(1):1-10. doi:
10.1007/s00198-023-06843-2. Epub 2023 Nov 20. PMID: 37982855; PMCID: PMC10786745.

Khan AA, Brandi ML, Rush ET, Ali DS, Al-Alwani H, Almonaei K, Alsarraf F, Bacrot S, Dahir KM,
Dandurand K, Deal C, Ferrari SL, Giusti F, Guyatt G, Hatcher E, Ing SW, Javaid MK, Khan S, Kocijan R,
Linglart A, M'Hiri I, Marini F, Nunes ME, Rockman-Greenberg C, Roux C, Seefried L, Simmons JH,
Starling SR, Ward LM, Yao L, Brignardello-Petersen R, Lewiecki EM. Hypophosphatasia diagnosis: current
state of the art and proposed diagnostic criteria for children and adults. Osteoporos Int. 2024 Mar;35(3):431-
438. doi: 10.1007/s00198-023-06844-1. Epub 2023 Nov 20. Erratum in: Osteoporos Int. 2024
May;35(5):933-934. doi: 10.1007/s00198-024-07048-x. PMID: 37982857; PMCID: PMC10866785.]



Has nereii [Rush E, Brandi ML,
Khan A, Ali DS, Al-Alwani H,
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Dahir KM, Dandurand K, Deal C,
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Jas B3pocasbix [Khan AA, Brandi
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5. KpannocuHoctos

6. Hedpokanbunnos/nedponautuas
7. Butamun B6-3aBucumsie
cyJoporu

8. Mbimeunas cnabocTb

9. Hapyuienune noaBUKHOCTH

Kpurepun Ward L, Yao L, Brignardello- . . .
. Hypophosphatasia diagnosis:
Petersen R, Simmons JH. Proposed
. Lo . . current state of the art and proposed
diagnostic criteria for the diagnosis . N .
. . diagnostic criteria for children and
of hypophosphatasia in children and
adults.  Osteoporos Int. 2024
adolescents: results from the HPP . _ .
International ~ Working  Group Mar;35(3):431-438. dot;
' 10.1007/s00198-023-06844-1. Epub
Osteoporos Int. 2024 Jan;35(1):1- 2003 Nov 20 Frratum in:
10. doi:  10.1007/s00198-023- OSteOnoros ' Int 2024
06843-2. Epub 2023 Nov 20. PMID: P ' :
. ) May;35(5):933-934. doi:
37982855; PMCID:
PMC10786745] 10.1007/s00198-024-07048-x.
PMID: 37982857, PMCID:
PMC10866785]
1. ITaToreHHbIN WK BEPOSITHO
MAaTOTCHHBIN BapUaHT B TeHE 1. ITaToreHHbIN UK BEPOSTHO
ALPL. NaTOreHHbIN BapuaHT B rene ALPL.
2. [ToBbIIeHNE YPOBHS OJHOTO M3 2. I1oBbllIeHUE YPOBHS OAHOTO U3
npupoHbIx cyoctpatoB THILD npupoaHbIX cyocrparoB THID
(reopranuveckoro nupodocdara, (meopranuyeckoro nupodocdara,
bonbine nupuaokcanb-S-pocdaral unm nupHaoKcanb-5-pochara™ unnm
KpUTEpUHU dbocdorTaHonamMuHa). (dbocdorranonamMuHa)
3. PanHss HeTpaBMaTHUeCKas 3. ATUNIMYHBIE IEPEIOMBI
T0Teps MOJIOUHBIX 3y60B° OepEeHHBIX KOCTEH
4. Tlpu3Haku paxuTONOJOOHBIX (TIceBIOTIEPETTOMBI)
W3MEHEHHUH Ipu 4. PeruinBUpYIOIINE TIEPEIOMBI
PEHTTCHOIOTUIECKUX TUTFOCTHEBBIX KOCTEH
UCCIIEIOBAaHMSIX.
1. Hu3kuit poct ninm 3anepxka
TEMIIOB POCTa
2. 3anep>KKa MOTOPHOTO pa3BUTH
3. Banbrychnas/BapycHas
nedopmarust HIKHUX 1. [In0x0 32)KHMBaONIUE TTEPETOMBI
KOHEYHOCTEH 2. XpoHuueckas 60J1b B KOCTAX
4. XpoHuueckasi 00Jb B KOCTSX W/WIIHA MBIIIIAX
Mainsie
W/WJIA B MBIIIAX 3. PanHsis HeTpaBMaTHUYECKAs TOTEPS
KPUTEPUH

3y0oB**
4. XOHJIPOKAJIBIUHO3
5. HedpoxkanbuuHos/Hedponuruas




Ipumeuanus:

I JIna  usmepenus yposns nupudokcanv-5-pocpama 6 naazme HeobXO0OUMO npeKpamumv npuem

#nupuooxcuna 3a 1 Hedenro 0o ananusa

2 Ecnu pannee ampasmamudeckoe svinadenue 3y606 (¢ UMMAKMHbIM KOPHEM) AGIAEMCs eOUHCIMEEHHbIM

nposeneHuem 6oae3Hu, YCmaHasiueaemcs OuazHo3 000HmMo2unogocgamasuu.

2.1 ’Ka100nI M1 aHaMHe3

IIpu cOope anamHe3a W kamo0 y manueHToB ¢ @D pekomMeHAyeTcs ¢ JTUarHOCTHYECKOUW IICNIbIO

O6paTI/ITI) BHHMAHHUE HaA CICAYIOIIUC JKaJIOOBI 1 aHAMHECTHYECKHE COOBITHS:

©)

OTATONICHHBIN CEMEHHBI aHaMHE3 (CXOIHBIC CUMIITOMBI Y POJCTBEHHHKOB NIEPBOIl U BTOPOH CTENICHH
poJicTBa OJIU3KOPOICTBEHHBIN OpaK);

3aJiepKKa pocTa, IIoxas nmpudaBKka MacChl TEIa;

nedopMaium ckenera;

3aJiepKKa MOTOPHOTO Pa3BUTHSI,

CHIYKCHUE MEPEHOCHUMOCTH (PU3NYECKUX HArPYy30K;

c1a00CTh B KOHEYHOCTSIX;

HapYIICHUS TOXOJIKHU;

00JIE3HEHHOCTh B MBIIIIIAX, KOCTSAX U CYCTaBax;

MPEXIEBPEMEHHOE BhINacHNE 3y00B

MATOJIOTMYECKHE TTEPETOMBI

NpUEM JICKAPCTBEHHBIX MPENapaToB, CIOCOOHBIX MOAMGUIMPOBATH ypoBeHb akTuBHOCTH I[P B
KPOBH: CYJIb()aHMUIIAMU]IbI, TOPMOHAIIbHBIE KOHTPAICTITUBBI CUCTEMHOTO JICHCTBHSI, IIMHAKAJIBIIECT U JIP.
(COop anamHe3a 1 Ka00 TepareBTUIECKHI - TPOBOAMUTCS B paMKax IprueMa (0CMOTpa, KOHCYJIbTAILluH)
Bpava-TieiMaTpa/Bpavya-TepaneBTa/Bpaya oOmed NPAKTUKH (CEMEHHOro Bpaya TMEPBUYHBIX U
MOBTOPHBIX W/WJIM Bpadva-JA€TCKOTO JHIOKPHUHOJIOTa/Bpavya-dHIOKPUHOJIOTa /WM Bpada-TeHeTHKa
nepBUYHbIX U MoBTOpHBIX) [Seefried L, Genest F, Hofmann C. et al. Diagnosis and Treatment of
Hypophosphatasia. Calcif Tissue Int. 2025 Mar 6;116(1):46. doi: 10.1007/s00223-025-01356-y. PMID:
40047955; PMCID: PMC11885340;

Khan AA, Brandi ML, Rush ET.et al. Hypophosphatasia diagnosis: current state of the art and
proposed diagnostic criteria for children and adults. Osteoporos Int. 2024 Mar;35(3):431-438. doi:
10.1007/s00198-023-06844-1. Epub 2023 Nov 20. Erratum in: Osteoporos Int. 2024 May;35(5):933-
934. doi: 10.1007/s00198-024-07048-x. PMID: 37982857; PMCID: PMC10866785].
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2.2 ®uzukKajbHoe 00cIe10BaHUe

IIpn ocmoTpe manueHToB ¢ nono3peHueM Ha ['OD pekomMeHAyeTCs C JIMArHOCTUYECKOM ILIENIBbIO

O6paTI/ITb BHUMAaHUC HAa OCHOBHBIC KIIMHUYCCKUC MIPOSABIICHUSA 3a00/1eBaHUs:



O 3aJep)KKa pocTa;

O PpaxuTomnoAO0OHbIe JeOpPMALIUU CKEeTa;

o nedopMaiuu uepera;

O YMEHBIIIEHUE IPYIHON KICTKH B 00BEME 3a CUET YKOpOUeHUs pedep;

O MBbIIICYHAS THIIOTOHUS;

O CKOBaHHOCTbH JIBU)KCHHII B CyCTaBax;

O 3aJepKKa Hayasia X0AbObl M HAPYIICHUE TIOXOKU
(BusyaibHBII OCMOTp TEpaneBTHUECKUI - MPOBOAUTCS B paMKax mpuema (0CMOTpa, KOHCYJIbTAIlU1) Bpaya-
nemaTpa/Bpada-TepaneBTa/Bpaya oOIIed MPakTHKH (CEMEHHOro Bpava MEPBUYHBIX W TOBTOPHBIX H/HIIH
Bpaya-JIeTCKOro 9HJIOKPUHOJIOTa/Bpavya-3HIAOKPUHOJIOra H/WIA Bpadya-reHETHKA MEPBUYHBIX U MMOBTOPHBIX)
[Seefried L, Genest F, Hofmann C. et al. Diagnosis and Treatment of Hypophosphatasia. Calcif Tissue Int.
2025 Mar 6;116(1):46. doi: 10.1007/s00223-025-01356-y. PMID: 40047955; PMCID: PMC11885340;
Khan AA, Brandi ML, Rush ET.et al. Hypophosphatasia diagnosis: current state of the art and proposed
diagnostic criteria for children and adults. Osteoporos Int. 2024 Mar;35(3):431-438. doi: 10.1007/s00198-023-
06844-1. Epub 2023 Nov 20. Erratum in: Osteoporos Int. 2024 May;35(5):933-934. doi: 10.1007/s00198-024-
07048-x. PMID: 37982857; PMCID: PMC10866785].
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2.3 JIabopaTopHbIe THATHOCTHYECKHUE UCCICA0BAHUSA

2.3.1 Jlabopamopuste ouaznocmuuecKue ucciedo8anus 011 ycmanogaenus ouazroza I @d

. PexomengoBaHo Bcem mareHTam npu nogo3pennn Ha [' @D uccnenopanue aktuBHOCTH 001ei 1D
B KPOBH KaK OCHOBHOTO IMarHOCTHYECKOTO OMOXMMHUYECKOTO MapKepa ABYKpaTHo [20].

YpoBeHb yoenuTeabHOCTH pekoMeHnaauuii — C, ypoBeHb J0CTOBEPHOCTH /I0KA3aTeIbCTB - 5
Kommenrapuii: ¢ unmepsanom ne menee 30 OHell, NpUHUMAs 80 GHUMAHUE Pe3VIbMAMbl UCCIEO08AHUIL,
npoeedennvix 6 Opy2ux meouyurckux opeanuzayusax [McKiernan FE, Berg RL, Fuehrer J. Clinical and
radiographic findings in adults with persistent hypophosphatasemia. J Bone Miner Res. 2014,29(7):1651—
1660.

Vieira LHR, Peixoto KC, Flosi CL, de Farias MLF, Madeira M. Active search of adult patients with
persistently low serum alkaline phosphatase levels for the diagnosis of hypophosphatasia. Arch Endocrinol
Metab. 2021;65(3):289-294.].

HUccnedosanue axkmuenocmu obwei II[@ 6 Kposu npogooumcs KoIOPUMEMPUHecKUM KUHEMUYeCKUM
memooom. Ilpu ['OD eswissnarom cHudxcenue akmusnHocmu LD omHocumenvbHo HUdNCHeU 2paHuybl
pegepencrozo ouanazona ¢ yyemom 603pacma u noia NayueHmd, a Maxdice UCHONb3YeMo20 Habopa
peazeHmos/obopyoosanusi 01 onpedeneHus axkmusHocmu L@ [21]. Bpau Oondicen ybdbedumvcs 6
KOPPEKMHOCMU NpedoCmasisieMvlx jaabopamopuell pe3yibmamos usmepenus axmusnocmu LD u ux
CPABHEHUSL C KOPPEKMHBIMU PepePeHCHbIMU UHMEPBAIAMU, 8ATUOUPOBAHHBIMU NO NOY U 8o3pacmy [22]. [Ipu

omcymcemeuu y 1abopamopuy 8aIUOUPOBAHHBIX HUNCHUX epaHuY pegepercHozo ouanazona obwell [I[D no



ROy U 803PACMY O/l UCNOIL3YEMO20 HADOPA PeazeHmos/060py008aHUsI PEKOMEHOOBAHO OPUEHMUPOBAMbCSL
Ha HUdICHUe epanuybl, npedcmasieHuvie 6 Ipunoscenuu A3.10.

Pasznuunvie npuuunsl nuzkotl akmusnocmu LL{® npedcmasnenvt 6 mabauye (cm Ilpunoscenue A3.1).

. PekomeHnnoBaHO manueHTtaM ¢ nojo3peHueM Ha ['@@ uccrnenoBaHus ypOBHEH HEOPraHMYECKOTO
nupodocdara, nupuaokcanb-S-pocdara u pochorranosamuHa (IpU JOCTYIHOCTH JTaHHBIX JIAOOPATOPHBIX
WCCIIeI0OBaHMi) i quarHoctuku 3aboneBanus. [Seefried L, Genest F, Hofmann C, Brandi ML, Rush E.
Diagnosis and Treatment of Hypophosphatasia. Calcif Tissue Int. 2025 Mar 6;116(1):46. doi: 10.1007/s00223-
025-01356-y. PMID: 40047955; PMCID: PMC11885340].
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KommenTapuu: nosviwenue yposus npamuix cyocmpamos THII[® — neopeanuyeckozo nupogocghama u
RUPUOOKCANb-I-hochama, a makdce CEA3AHHLIM C IMUM NOBbIUEHUEM YPOBH (POCHOIMAHONAMUHA —
OMHOCAMCA K 6ONbUUM KpUumepusam 071 OUACHOCTUKU 3A001e6aHUs.

Omu  nabopamophnvie ucciedo8aHus AGNAIOMCA  GbICOKOUHDOPMAMUBHBIMU, OOHAKO 6 YCI08UAX UX
02PAHUYeHHOU OOCMYNHOCMU, 30JI0MbIM  CIMAHOapmom  gepugurayuu ouacnoza [ DPD ocmaemcs
MoneKynapHo-eenemudeckoe ucciedosanue 2ena ALPL.

Takowce cnedyem ommemums, 4mo HOPMAIbHBIN YPOBEHb CYOCMPAMO8 NPU HAIUYUU CHIOUKO20 CHUMCEHUS.
axmusrnocmu ooweti [I{® u xapakmepHou KIUHUYECKOU CUMNIMOMAMUKY He O0NHCEH CIIYHCUNLL OCHOBAHUEM
014 uckniouenusn ouaznoza I'@@.

. PexomeHn10BaHO BceM MalMEHTaM C HU3KUM ypoBHeM akTuBHocTu o0mei [1d nposenenue
MOJIEKYJISIPHO-T€HETHYECKOI0 UCCIIEIOBaHMsl (ONpesiesieHue BapuaHTOB I'€HOB B 00Opaslie OHOJIOrMYecKoro
MaTepuana (ApyroM WIM HEYTOUHEHHOM HEKIACCU(UIIMPOBAHHBIX B JIPYTUX pyOpHKax METOJ0M
cekBeHupoBanust 1o  Cenrepy  (03.5199.18.999.039)), mpoBeneHue MOJEKYJISIPHO-TEHETHUECKOTO
uccienoBanust reHa ALPL (uccnenoBanue reHa ALPL B paMKax CEKBEHUPOBAaHHUS IIaHEIM TE€HOB WIIU
CEKBEHUPOBAHUS MMOJTHOTO YK30Ma, B HOMEHKJIATYpe MEIUIIMHCKUX YCIIYT: OMpe/iesieHne BapUaHTOB I'€HOB B
oOpasiie OMOIIOTHYECKOTr0 MaTepuana APYroM WU HEYTOYHEHHOM, HEKIAaCCU(PUIMPOBAHHBIE B JIPYTUX
pyOpHKax, METOJJOM TapreTHOTO BBICOKOTPOU3BOAUTEIHFHOTO CEKBEHUPOBAHUS WIIH OTpEe/ielieHne BAPHUAHTOB
TE€HOB, MPUBOIAIINX K Pa3BUTHIO MOHOT€HHBIX 3a00JIEBaHH, B 00pa3iie OMOJIOTHYECKOT0 MaTepraia Ipyrom
WM HEYTOYHEHHOM, HEKJIacCU(PHUIIMPOBAaHHOE B JPYyrMX pyOpHKax, METOAOM TIOJHOIK30MHOTO
BBICOKOIIPOM3BOJIMTEILHOTO  CEKBEHHPOBAHMSI WU  OINpEAeTieHHEe BAapUAaHTOB TIE€HOB B  oOpasie
OMOJIOTHYECKOT0 MarepHualia IpyroM WM HEYTOYHEHHOM, HeklaccUu(UIIMpOBaHHBIE B JIPYTUX pyOpHKax,
METOJIOM BBICOKOTIPOU3BOAUTEIHLHOTO CEKBEHHUPOBAHMS)) C 1IeNbI0 Bepudukanuu auarsosa [20].
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KomMmeHnTapuu: yonexyniapHo-eenemuueckoe ucciedosanue nomozaem eepupuyuposams ouazHo3, 00HAKO
cmoum yyumoleams €20 02PAHUYEHUs, 6CNle0Cmeue Ye20 8 psoe Ciyuaeg He 6ce20d YOAemcs GblsGUMb
namoeenHvle Ul 8epoamuo namozenHvle eapuanmul 2ena ALPL. Kpome moeo, y nayuenma mo2ym Ovimb

8bIA6IEHbl BAPUAHMBL C HESACHBLIM KIUHUYECKUM 3HayeHuem (BH3).



C yuémom cemepozennocmu I @D nocmanoska ouazno3a He MoOHiCem OCHOBbIBAMbCA UCKIIOYUMENbHO HA
ananuse eapuanmog cena ALPL. Heobxoouma KOMNAEKCHAS OYeHKA KIUHUYECKUX U J1aO0pamopHo-
UHCMPYMEHMANbHBIX OAHHLIX. /[l NPOAGNEHUS CUMNIMOMOS Ne2KUX U ymepeHHulx ¢hopm I'PD bOvisaem
docmamouno 00Ho20 eapuanma 2ena ALPL 6 cemepo3ucomHom cocmosHuu u3-3a HAIU4usi y He2o
0OMUHAHMHO-HecamusHo2o 3pgexma (HD), a makodce u3-3a B03MONCHOU 2aANIOHEOOCMAMOYHOCTIU,
BNIUAHUSA 2EHOB-MOOUPDUKAMOPO8S U INUSeHeMUIeCKUxX akmopos (6 ciyyae omcymemesus J[THD y eviaenennozo
sapuanma). Hanpumep, cpeou 608 cemeposzucom 6 Mescoynapoonom peecmpe cayuaes 27 % (164 uz 608)
umenu eapuanm, Komopbwiti evizvieaem [JHD no pezynomamam mecmupoganus in vitro, a 37 % (227 uz 608)
umenu eapuanm 6e3 J{HD; y ocmanvuwix 36 % (217 uz 608) nayuenmos 6 smom ananuze 0wl 8apuanm, OJisl
Komopozo mecmuposanue [[HD ne nposoounocs. 3nauumenvras uwacmv nayuenmos c¢ ouachozom I @D
ABIAOMCS 2emepo3ucomamu — enioms 00 83% nayuenmos ¢ I @@ ¢ nozonum navanom [Kishnani PS, Rehder
C, Ozono K, Pérez-Lopez J, Del Angel G, Mowrey WR, Balasubramanian M, Hogler W, Rush ET. Revisiting
the Genetics of Hypophosphatasia. J Inherit Metab Dis. 2025 Nov,;48(6):e70083. doi: 10.1002/jimd.70083.
Erratum in: J Inherit Metab Dis. 2025 Nov,;48(6):e70113. doi: 10.1002/jimd.70113. PMID: 41047464,
PMCID: PMC12497681.].

Iloopoonee 06 ocobennocmax moneKyaapHo-ceHemudeckoil ouaznocmuku cm. ¢ Illpunoscenuu A3.2

. PexomeHna10BaHO ucciieZIOBaHUE YPOBHSI OOILIET0 KaJlbliUsg C MCCIIEIOBAaHUEM YPOBHS ajlbOyMHHa B
KPOBHU WJIM HOHU3UPOBAHHOTO KAJIBLIUS B KPOBH, a TAKXKE - HCCIIEZIOBAaHUE YPOBHSI HeOpraHuueckoro gocgpopa
B KPOBH, UCCIICAOBAHUEC YPOBHA MAPATHUPCONMAHOIO ropMoOHa B KPOBU BCCM MaMCHTAM C IIOAO3PCHUCM Ha
['®D ¢ uenvro onienku oOMeHa kanbius u docdopa [18, 20].

YpoBeHs yoenuTeabHoCTH pekoMenaanuii — C, ypoBeHb JOCTOBEPHOCTH J0KA3aTEJIbCTB — S
Kommenrapum: ona nayuenmoe ¢ msacenou ¢opmoi ['@D u ona nayuenmog pamHezo 603pacma
xapakmepHul eunepgocgamemus u 2unepraibyuemus, 6 6onee cmapuiem 03pacme U npu MAeKux opmax
YPOBeHb Kanbyus, KAK Npasusio, 8 npeoeiax HOPMANbHLIX 3HAYeHUl, ypoeeHb ocgopa - yauje blcOKO-

HOPMAJIbHBII.

o PekoMeH0BaHO, B 3aBHCUMOCTH OT KIWHUYECKOW CHUTYyallMH, WCKIIIOYUTH JpyTrHe (QaKTopsl,
CIOCOOHBIE MOIYTUPOBaTh aKTUBHOCTH I[P, kak B CTOPOHY CHIKEHHUs (THIIOTHPEO3, MHTOKCHUKAIIHS
BUTaMUHOM D, OepeMEeHHOCTh, OHKOJOTHYECKHE W OHKOTeMAaTOJIOTWYECKHE 3a00JICBaHMs, HAPYIICHUS
npaBwI 3a0opa 00pa3noB KpoBH, nepuiuT BuTtamuHa C, a Takke NeDUIUT MHKA WIM MarHds, TaK U
MOBBIIICHUS (PaXUT, THIIEpHapaTupeos, 6one3ns [lemkera, 3a001eBaHMs KETUEBBIBOISAIINX MyTEH U Ap.) IPU
JTUArHOCTHKE ManueHTam ¢ nojgo3penueM Ha ['OD. [TonHblil nepeueHs GaKTOPOB BIUSIONIUX HA CHIDKEHUE
D cwm. I[Mpunoxenne A3.1. [1, Khan AA, Brandi ML, Rush ET, Ali DS, Al-Alwani H, Almonaei K, Alsarraf
F, Bacrot S, Dahir KM, Dandurand K, Deal C, Ferrari SL, Giusti F, Guyatt G, Hatcher E, Ing SW, Javaid MK,
Khan S, Kocijan R, Linglart A, M'Hiri I, Marini F, Nunes ME, Rockman-Greenberg C, Roux C, Seefried L,
Simmons JH, Starling SR, Ward LM, Yao L, Brignardello-Petersen R, Lewiecki EM.

Hypophosphatasia diagnosis: current state of the art and proposed diagnostic criteria for children and adults.



Osteoporos Int. 2024 Mar;35(3):431-438. doi: 10.1007/s00198-023-06844-1. Epub 2023 Nov 20. Erratum in:
Osteoporos Int. 2024 May;35(5):933-934. doi: 10.1007/s00198-024-07048-x. PMID: 37982857, PMCID:
PMC10866785.].
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KommenTapuii: Heobxooumocms u 06vem ucciedosanuil 0npedeisiomcs UHOUSUOYAIbHO.

. PexomennoBaHo nanueHtaM c noao3peHueM Ha ['O@ celleKTUBHOE IPOBEIACHUE MCCIENOBaHUE
ypoBHsI cBoOoaHOTO THpoKCcHHA (CT4) CHIBOPOTKM KPOBH NpHU AMATHOCTHKE C LENbi0 aAuddepeHnuansHon
muarHocTuku ¢ runotupeo3om [1, Khan AA, Brandi ML, Rush ET, Ali DS, Al-Alwani H, Almonaei K,
Alsarraf F, Bacrot S, Dahir KM, Dandurand K, Deal C, Ferrari SL, Giusti F, Guyatt G, Hatcher E, Ing SW,
Javaid MK, Khan S, Kocijan R, Linglart A, M'Hiri I, Marini F, Nunes ME, Rockman-Greenberg C, Roux C,
Seefried L, Simmons JH, Starling SR, Ward LM, Yao L, Brignardello-Petersen R, Lewiecki EM.
Hypophosphatasia diagnosis: current state of the art and proposed diagnostic criteria for children and adults.
Osteoporos Int. 2024 Mar;35(3):431-438. doi: 10.1007/s00198-023-06844-1. Epub 2023 Nov 20. Erratum in:
Osteoporos Int. 2024 May;35(5):933-934. doi: 10.1007/s00198-024-07048-x. PMID: 37982857, PMCID:
PMC10866785].
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L4 PexomengoBaHo MalMeHTaM C IMOA03PCHUCM Ha I'dD cenexkTuBHOE IMPOBCACHUC HccnenoBanus

YpOBHA ILHWHKA B KpOBI/I/I/ICCJ'Ie,I[OBaHI/Ie YpPpOBHA ILIKMHKAa B KpPOBU MCTOAOM aTOMHO—a6COp6I_[I/IOHHOI71

CIEKTPOCKOIIUU
. HccnenoBanue ypoBHs 00IIET0 MarHus B CbIBOPOTKE KPOBU

o Onpenenenue ypoBHs BuTamMuHa B12 (unaHoko6anamMHH) B KpPOBU

o HccnenoBanue ypoBHs (HOJIMEBON KUCIOTHI B CHIBOPOTKE KPOBU

o HccnenoBanue ypoBHS MeIU B KPOBU € LeNbl0 UG depeHIaTbHON JUATHOCTUKH C COCTOSHUSIMM,

COTIPOBOXKAAIOITUMUCS AEPUITUTOM/U30BITKOM JaHHBIX MUKpOd1eMeHTOB [ 1, Khan AA, Brandi ML, Rush ET,
Ali DS, Al-Alwani H, Almonaei K, Alsarraf F, Bacrot S, Dahir KM, Dandurand K, Deal C, Ferrari SL, Giusti
F, Guyatt G, Hatcher E, Ing SW, Javaid MK, Khan S, Kocijan R, Linglart A, M'Hiri I, Marini F, Nunes ME,
Rockman-Greenberg C, Roux C, Seefried L, Simmons JH, Starling SR, Ward LM, Yao L, Brignardello-
Petersen R, Lewiecki EM. Hypophosphatasia diagnosis: current state of the art and proposed diagnostic
criteria for children and adults. Osteoporos Int. 2024 Mar;35(3):431-438. doi: 10.1007/s00198-023-06844-1.
Epub 2023 Nov 20. Erratum in: Osteoporos Int. 2024 May;35(5):933-934. doi: 10.1007/s00198-024-07048-x.
PMID: 37982857; PMCID: PMC10866785.].
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KomMmenTapmii: neobxooumocms u 06vem ucciedo8anuti onpeoensitomcs KIUHU4ecKol cumyayuetl



° PexomengoBano wucciegoBanue ypoBHs 25-OH Butamuna [ B KpoBH, BCEM MalMEHTaM C
nogo3perreM Ha ['OD nias MCKIIOYCHHS/TTIOATBEPKIACHUS APYTUX BApPUAHTOB paxHWTa WM WHTOKCHUKAIIUU
BuTamMuHOM D ¢ 11en1p10 auddepeHmaibHON TUarHOCTUKY B OTIEHKHA 0a30BOTO YPOBHS 00ECIICYCHHOCTH ATUM
MUKpOHYTpuUeHToM [18, 20].

ypOBeHb yﬁe[[I/ITe.TIbHOCTI/I peKOMeH)IaIIHﬁ - C, YpPOB€Hb JOCTOBEPHOCTHA 10KA3aTC/IbCTB — 5

o Pexomen10BaHo KcclieIOBaHNE YPOBHS KaJbIMs B MOYE U UCCIIEIOBaHUE YPOBHS KpeaTHHUHA B MOYE
C pacueToM COOTHOIIEHUS KaJIbLIUWA/KpEaTUHUH B PAa30BOM MOPUMU MOYM (MAUEHTaM C KIMHUYECKUMH
npusHakamMu ['@D ¢ 1enpi0 CBOEBPEMEHHOW IUMArHOCTHKU HEPPOKaIbIIMHO3a), OMpPENEIeHUe CKOPOCTH
KITyOOYKOBOW (MIBTpAIllMM IO YPOBHIO KpEaTHHWHA KpPOBU PACYCTHBIM METOAOM (TaIlMeHTaM C
KIIMHUYeCKuMH npu3HakaMu [ @O ¢ nenpro onenkn Gyukuuu noyek) [18, Szabo SM, Tomazos IC, Petryk A,
Powell LC, Donato BMK, Zarate YA, Tiulpakov A, Martos-Moreno GA. Frequency and age at occurrence of
clinical manifestations of disease in patients with hypophosphatasia: a systematic literature review. Orphanet
J Rare Dis. 2019 Apr 25;14(1):85. doi: 10.1186/s13023-019-1062-0. PMID: 31023354; PMCID:
PMC6485115].

YpoBensb yoeaurebHOCTH pekoMeHAanuii —C, ypoBeHb 10CTOBEPHOCTH /10KA3aTEJIbCTB — 5
KommenTapuii: 00vem ucciedosanuti onpeodensiemcs KIuHULecKou cumyayuell.

Pacuemnvie opmynvi cxopocmu KiyOoukoeou @uibmpayuu — noOpobHee — CM. 6 KIUHUYECKUX
pexomenoayusx «Xponuueckas 00/71€3Hb noyek» (01 603PACMHOU Kame2opuu oemu u 0 803PACMHOU

Kame2opuu 83pOCibix).

. PexomengoBaHo BceM nanueHtaM npu nogospeHuu Ha ['OD npoenenue oduero (KIMHUYECKOTO)
aHaJIM3a KPOBU Pa3BEPHYTOrO C LIENbIO OIIeHKH (hopMyJibl kKpoBH [18].
YpoBeHb yoenuTe1bHOCTH pekoMeHaanuii — C, ypoBeHb JOCTOBEPHOCTH /10KA3aTEIbCTB - S

KommenTapuu: vacmoma u kpamnocms ucciedosanuii onpeoensiemcs KIUHUYecKou cumyayuet

o PexomeH10BaHO oOmpejieNieHe aKTUBHOCTU aclmapTaTaMHHOTpaHcdepasbl B KpoBu, OmpeneneHue
aKTUBHOCTH aJlaHMHaMMHOTpaHc(depassl B KpoBH, VccienoBaHue ypoBHS CBOOOJHOTO M CBS3aHHOTO
OmMpyOrHA B KPOBHM BCEM TAIlMEHTaM C KIMHUYECKUMHU Tpu3Hakamu ['@D ¢ 1enpio OIEHKH COCTOSHHS
MeYEHU UCXOTHO, B T.U. TIEpe]l HadaJioM Tepanuu achoTa3on anbda [18].

YpoBeHs yoeauteabHocTH pekoMenaanuii — C, ypoBeHb JOCTOBEPHOCTH J0KA3aTeJIbCTB — S

KOMMeHTapI/II/II uccredosanue npoeodumc;z e6cem nayueumam npu ouazHocmuke.

o PexomeH10BaHoO HcClieIOBaHNE YPOBHS KaJbIlHs B MOYe (B pa30BOM MOPIIUU /UM B CYTOUHON MOUe)
naueHTam ¢ nogo3peHreM Ha ['OD c 11enbro UCKITIOYeHMS/TTIOATBEPKIeHus runiepkanbunypuu [ 18, Michatus
I, Gawlik A, Wieczorek-Szukata K, Lewinski A. The Clinical Picture of Patients Suffering from
Hypophosphatasia-A Rare Metabolic Disease of Many Faces. Diagnostics (Basel). 2022 Mar 30;12(4):865.
doi: 10.3390/diagnostics12040865. PMID: 35453912; PMCID: PMC9031194].



YpoBenb yoenuTeabHOCTH pekoMenaanuii — C, ypoBeHb 10CTOBEPHOCTH 10KA3aTeJIbCTB — 5

KOMMeHTapI/II/IZ uccredosanue  0053amebHO npu  HaAjauduu - cunepkajlbvyuemuu u/unu NpU3HaKoe

HeghpoKkanbyurosa.

2.3.2 Jlabopamopnsle Ouaznocmuueckue Ucci1e008anus npoeooumsle 6 ounamuxe y nayuenmoeé ¢ I @P

) PexomennoBano mnamuentam c¢ ['®D wuccnenoBanue aktuBHocTH oOmen I[P B kpoBu mnpu
He?(h(PEKTUBHOCTH TEpanvy U HAIMYMKA COMHEHUH, YTO MAIMEHT ToJry4aet npemnapat [20].

YpoBenb yoeauTeabHOCTH pekoMenaanuii — C, ypoBeHb 10CTOBEPHOCTH I0KA3aTeJIbCTB - 5
KommenTapuii: nocne nauana gepmenmnoii 3amecmumenvHol mepanuu ucciedosanue npogooumcs npu
Hanu4uyu noKa3auull, 8 cpeonem He pexce I pasza 6 3 mecaya; Heobxo0uMo obpawjams GHUMAHUE, YMO HA hoHe
mepanuu acgomasou anvpa ommeuaemcs 3HauUMeNbHOe NpPesblUleHUEe GePXHell cPAHUYbl pedhepeHCHO20
ouanazona (8 KIuHu4eckux uccieoosanusx oocmueano 44369 Eo/n [Sugiyama Yet al. Japanese single-center
experience of the efficacy and safety of asfotase alfa in pediatric-onset hypophosphatasia. Orphanet J Rare
Dis. 2022 Feb 23;17(1):78. doi: 10.1186/s13023-022-02230-y].

YpoBenb yoeaureabHOCTH pekoMeHaanuii — C, ypOBeHb J0CTOBEPHOCTH 10KA3aTeJbCTB - 5

. PexomeHn10BaHoO McCleIOBaHUE YPOBHSI OOLIET0 KalbllUMsl C UCCIIEJOBAHUEM YPOBHS albOyMHHa B
KPOBHU WJIM HOHU3UPOBAHHOI'O KAJIBLIUS B KPOBH, A TAKXKE - CCIIEZIOBAaHUE YPOBHSI HeOpranuueckoro gocgpopa
B KPOBH, HCCIEAOBAHUE YPOBHS MApaTUPEOUIHOIO 'OPMOHA B KpOBU BceM mnanueHtaM ¢ I'dD ¢ nensro
OIICHKW OOMeHa Kanbus u ¢ocdopa [18, 20].

YpoBeHsb yoenuTeabHoCTH pekoMeHaanuii — C, ypoBeHb JOCTOBEPHOCTH J0KA3aTeJIbCTB — S
Kommenrapum: ona nayuenmoe c msascenou ¢opmou ['@D u ona nayuenmog pamHezo 603pacma
xapaxmepHul eunepgocgamemus u 2unepraibyuemus, 6 b6onee cmapuiem 03pacme U npu MAKux opmax
YPOBeHb Kalbyus, KaK nNpasuio, 8 npeoenax HOpMamueHulX 3HAYeHUl, ypogeHb Gocdopa - uauje 8biCOKO-

HOPMAJIbHBII.

. PexomengoBano wuccienoBanue ypoBHs 25-OH Butamuua J| B KpoBH, BCEM TMalMEHTaM C
nogo3penreM Ha ['OD/c I'OD nas KOHTPOIIS ¢ LEeTIbI0 HeloNylleHus runeputamMuyo3a D [18, 20].
YpoBensb yoeauTeabHocTH pekoMeHaanuii — C, ypoBeHb J0CTOBEPHOCTH J0KA3aTeJIbCTB — 5

KommenTapwuii: kpamnocmo ucciedosanuti onpeoensiemcs KIUHU4ecKou cumyayuell.

. PexoMeH10BaHO, UCCIIeIOBAaHUE YPOBHS KaJlbLMs B MOYE U MCCIIEOBAHUE YPOBHS KpeaTHHHHA B
MOYe C PacyeTOM COOTHOUICHHUS KalblIMH/KPEaTHHUH B Pa30BOil MOPLUHN MOYH (TTALUEHTaM C KIMHUYECKUMHU
npu3HakaMu ['@D ¢ 1enplo CBOEBPEMEHHOW JUArHOCTHKH He(POKAJIBIIMHO3a), ONpEAETIeHHE CKOPOCTH
KITyOOYKOBOW (DMIIBTPAIlMU TI0 YPOBHIO KpEaTHMHWHA KPOBH PACUETHBIM METOJIOM (HMCCIIEOBAaHUE YPOBHS
KpeaTHHHHA B KpoBH) (manueHTam ¢ '@ ¢ nenbio onieHKH QYyHKIUHU [TOYEK) — B MIPOLECCe JMHAMUYECKOTO
Habmonenus [18, Szabo SM, Tomazos IC, Petryk A, Powell LC, Donato BMK, Zarate YA, Tiulpakov A,

Martos-Moreno GA. Frequency and age at occurrence of clinical manifestations of disease in patients with



hypophosphatasia: a systematic literature review. Orphanet J Rare Dis. 2019 Apr 25;14(1):85. doi:
10.1186/513023-019-1062-0. PMID: 31023354; PMCID: PMC6485115, Dahir KM, Dunbar NS. Medical
Management of Hypophosphatasia: Review of Data on Asfotase Alfa. Curr Osteoporos Rep. 2025 Mar
18;23(1):14. doi: 10.1007/s11914-025-00906-5. PMID: 40100438; PMCID: PMC11920343].

YpoBenb yoeauTeabHOCTH pekoMeHnaanuii —C, ypoBeHb J0CTOBEPHOCTH 10KA3aTeJbCTB — 5
KomMmeHnTapuii: o6vem u kpamnocmes ucciedo8anuii Onpeoeisemcs KIuHUYeckol cumyayuel.

Pacuemuvie popmynvr ckopocmu K1yb6oukogou ¢uivmpayuu — noopoonee — CM. 6 KIUHUYECKUX
pexomenoayusax «Xponuueckas 001€3Hb noueky (015 603PACMHOU Kameeopuu oemu u 01 803PACMHOU
Kame2opuu 83pOCibix).

. PexomengoBano Bcem marueHTam ¢ @D mpoBeneHue oOmiero (KIMHHYECKOTO) aHAM3a KPOBH
Pa3BEepHYTOrO C LENbI0 OLEHKU (OPMYJIbI KPOBU B JajbHEiIIeM B AMHAMUKe Ha ¢oHe Tepanuu acorazoit
anbda [18].

YpoBeHb yoenuTeabHOCTH pekoMeHaauuii — C, ypoBeHb J0CTOBEPHOCTH /I0KA3aTeIbCTB - 5

KomMeHnTapuu: yacmoma u Kpamnocms UCC1e008anuli onpeoeisemcs KIUHUYecKol cumyayuet

o PexomenioBaHo ormpeneieHue aKTHBHOCTH acmapTaraMuHOTpaHc(epassl B KpoBw, OmnpereneHue
aKTHMBHOCTH aJIaHMHAMHHOTpaHC(epassl B KpoBH, lcciemoBaHue YpOBHS CBOOOIHOTO M CBSI3aHHOTO
OunpyOrHA B KPOBH BCEM MAIMEHTaM C KIMHHYECKUMH Npu3HakaMu [ D@D ¢ 1enbio OLEHKH COCTOSHHS
neueHu Ha ¢oHe Tepanuu acdoTaszoii anbda [18].

YpoBensb yoeaureabHOCTH pekoMeHaanuii — C, ypoOBeHb JOCTOBEPHOCTH 10Ka3aTeJbCTB — 5
KommenTapum: uccredosanue nposooumcs npu OUCNaHCEPHOM/OUHAMUYECKOM HAOTI0OEeHUU — NAYUEHMAaM,

noayuarowum acgpomasy anvga.

. PexomenaoBaHo rcciei0BaHNEe YPOBHS KalbIHsl B MOY€ (B pa30BON MOPIMH /UM B CyTOYHON MOYE)
nanueHTaMm ¢ '@ ¢ nenbio UCKIOYEHUs/MOATBEpKAeHUs Tunepkaibiuypun |18, Michatlus I, Gawlik A,
Wieczorek-Szukata K, Lewinski A. The Clinical Picture of Patients Suffering from Hypophosphatasia-A Rare
Metabolic Disease of Many Faces. Diagnostics (Basel). 2022 Mar 30;12(4):865. doi:
10.3390/diagnostics12040865. PMID: 35453912; PMCID: PMC9031194].

YpoBenb yoeauTeabHOCTH pekoMeHnaanuii — C, ypoBeHb 10CTOBEPHOCTH I0KA3aTeJIbCTB — 5

KomMmenTapumu: ucciedosanue o06:a3amenbHo NpU  HAIUYUU — SUNEPKATbYUEMUU  U/UTU  NPUSHAKOS
Heghpokanvbyurosa.

o PexomenioBano namuentam ¢ I'@® uccnenoBaHre ypoBHs OOIIET0 KaNbLUsA U UCCIIEA0BAaHIE YPOBHSA
MOHU3HMPOBAHHOTO KaJbliMs B KPOBH U €ro 3kckperuu ¢ Mouoil (MccnenoBanue ypoBHs KaJblUsl B MOYeE),
WCCJIeIOBaHNE YPOBHS HeopraHuyeckoro ¢ocdopa B kpoBu Ha (poHe Tepamuu achoTazor aibda ¢ 1ebio
KOHTPOJISI BO3MOXHBIX U3MEHEHHH U CBOEBpeMeHHOI koppekiuu [20].

YpoBeHsb yoeauTeapHocTH pekoMeHaanuii — C, ypoBeHb JOCTOBEPHOCTH J0KA3aTeJIbCTB — 5



2.4 UncTpyMeHTAa/IbHBIE IMATHOCTHYECKHUE HCCJIeIOBAHUS
Penmeenoepaghus  sensiemcs  knouegoim  MemoOooM GepupuKayuu  HApYUWIeHUl MUHEpAIu3ayul,
occugpuxayuu u oegpopmayuu npu cunogpochamaszuu (I'@PD) y demeti u 83poCivix.

HononnumenvHas euzyanuzayus Nno HNOKA3AHUAM: Yibmpaszgykogoe ucciedoganue novex (014
ouacHocmuxu He@pokaibyunos), Yanempassykosoe uccieoosanue cycmasa /Komnvromepuas momoepaghus
cycmasa (0151 OUaeHOCMUKU XOHOPOKAIbYUHo3a), Macnumno-pesoHancuas momozpagus cycmasos (00uH
cycmas) (hamueno) w/unu  MaeHummuo-pe3oHancHas momoepagus cycmagos (00uH cycmas) ¢

KOHmpacmuposanuem (07151 OYeHKU COCMOAHUA NAPAAPMUKYIAPHLIX MASKUX MKAHEl).

o PexomennoBano netsim mo 18 mer ¢ mpusHakamu ['@D penrtreHorpadusi sl BBIIBICHHS HapyIICHUH
occU(UKAIIMN/MUHEPATH3AINN, 30H OCTCOMAISAIUN, JI003EPOBCKHX 30H, <«SI3BIKOB» TIPOCBETICHHS B MeTaduzax,
neopManii M MaToNornveckux mepenoMoB. K o6si3aTelbHBIM 30HaAM cJieflyeT OTHECTH: TPYJIHYIO KICTKY
(mpurenbHas peHTreHorpadusi OpraHoB TPYAHOM KIeTKH) (Y MIIaJCHIIEB — COTJIACHO CTaHJapTaM MeAHaTpPUIeCKOMl
pentreHorpadun) [Seefried L, Genest F, Hofmann C, Brandi ML, Rush E. Diagnosis and Treatment of
Hypophosphatasia. Calcif Tissue Int. 2025 Mar 6;116(1):46. doi: 10.1007/s00223-025-01356-y. PMID: 40047955;
PMCID: PMC11885340]. Pentrenorpadmuio IIUHHBIX TpyOUaThIX KOCTEH BEPXHMX W HIDKHHX KOHEYHOCTEH
(pentrenorpadusi BepxHEH KOHEUHOCTH, peHTreHorpadus HIKHEW KOHEYHOCTH). JlomomHWTenbHBIE 30HBI (IO
MOKa3aHusIM): uepen (peHtreHorpadusi BCero uepena, B OAHOW WM Oojiee MPOEKIUSIX) - TMPU HOAO3PCHUHM Ha
KpaHuocuHocTo3/nedopmanuu, BHyTpruepennyo runeprensuto [Seefried L, Genest F, Hofmann C, Brandi ML, Rush
E. Diagnosis and Treatment of Hypophosphatasia. Calcif Tissue Int. 2025 Mar 6;116(1):46. doi: 10.1007/s00223-025-
01356-y. PMID: 40047955; PMCID: PMC11885340]. Pentrenorpaduto IpyAHOIO U MOSICHUYHOTO OTHEIOB
MO3BOHOYHHKA HEOOXOAMMO MPOBOAUTH B MIPSIMOI M OOKOBOM MPOEKIUAX TIpu Oossix/nedopmanusx [Mannes,
I., Rothenbuhler, A., Merzoug, V. et al. Imaging patterns in pediatric hypophosphatasia. Pediatr Radiol 52, 998—1006
(2022). https://doi.org/10.1007/s00247-021-05232-3, Céardenas-Aguilera JG, Gonzalez-Lopez V, Zarante-

Bahamon AM, Prieto-Rivera JC, Baquero-Rodriguez R, Chacon-Acevedo KR, Meza-Martinez Al, Serrano-
Gayubo AK, Medina-Orjuela A, Caceres-Mosquera JA, Guerrero-Tinoco GA, Garcia-Rueda MF, Guarnizo-
Zuccardi P, Herrera-Ortiz G, Rojas-Barrera C, Carrascal-Guzman MI, Reina-Avila MF, Arguinzoniz-
Valenzuela SL, Belmont-Martinez L, Del-Pino M, Viterbo GL, Seijo M, Calzada-Hernadndez J, Guerra-
Herndndez NE, Brunetto OH. Diagnosis, treatment, and follow-up of patients with hypophosphatasia.
Endocrine. 2025 Feb;87(2):400-419. doi: 10.1007/s12020-024-04054-1].

YpoBenb yoeauTebHOCTH pekoMeHaanuii — C, ypoBeHb I0CTOBEPHOCTH 10KA3aTeJLCTB — S
Buinonnsiemces penmeenozpagus ckeiema. peHmeenocpagus eceeo yepend, 8 0OHOU uiu 6onee NPoeKyusx
(nepedHsst u 6OK08as NPoeKyul), NPUYeIbHAs peHmeeHocpagus opeanos epyOHOU KIemKU, peHmeenozpagus
masa, penmeenocpapus eepxHeti KOHEYHOCMU U peHMeeHo2padus Hudx CHell Koneunocmu. Texnuka: obe kucmu
C 3aX8aMOM JY4e3ansiCmHO20 CYCmasa (6Kuouas OUCmaibhvlie Memagu3svl npeonieusbs) — npamas npoexkyusl,
ONIUHHBIE MPYOUaAmble KOCMU 8EPXHUX/HUNCHUX KOHEYHOCMEl U 2PYOHOU/NOACHUYHBIT OMOelbl NHO360HOYHUKA
- npamvie u OOKOBble NPOEKYUlU, KOHEUHOCMU CUMMEMPUYHO, NpeonouYmumenvHvl ONUHHODOpMAamHbvle

nocmypaibHble CHUMKU «HA NPOMANCEHUU).


https://doi.org/10.1007/s00247-021-05232-3

XapakmepHvle uzmenenus: paspesxicenue Memasnu@duzapuvix omoenos, NonepeyHsvle TUHUU NAMoaI0SU4ecKoll
nepecmpouxu memaguzos (30nvl Jlooszepa), pacwupenue 30H pocma; Oegopmayus U pacuiuperue
Memaguzo8;, Oegopmayuu u yKopoueHue mpyouamvix KOCmell, O0CMeoXOHOPANbHble BbIPOCMbL (WUNOPbI
Boyonepa). V mnaoenyee — monkue pébpa, oepopmayus, npu Kpatinel cunomMuHepaiuzayuu — genomen
«eneuamiienus — OMCYMCMEUsy  KOCmel  U3-3a  HU3KOU  PeHMeeHOKOHMPACHHOCHIU. Yepen:
SUNOMUHEPANU3AYUs, KPAHUOCUHOCTO3, «nanvyesvlie 80asieHusy». Penmeenoepaghus ckenema nomozaem
8bIABUMb  NPUSHAKU — HAPYUIEHUS MUHEPAIU3ayuy KOCMHOU MKAHU, BKII0o4as NamoaocudecKue -
paxumonooobHvle usMmeHeHus, Oeopmayuu, BKIOUASL BPONCOEHHble, UIU KPAHUOCUHOCMO3d Yy Oemell.
Penmeenoepammol makoice Mo2ym 6vlsi6ums neperomuvl 1 NCe8OONEPELOMbl, KOMOPbIe ABIAIOMCI NPUSHAKOM
0CMeoManAYUU, 3aMe0NEeHHYI0 KOHCOIUOAYUIO NEPESIOMO8 (KIACCUUECKU 8 NIIOCHEBIX, NACMHBIX U 3aNACIHbIX
KOCMAX), HA PEHM2EHOZPAMMAX MAKHCe MONCHO Onpedeiums XOHOPOKANbYUHO3 C OMIONCEHUEM
nupogochama kanvyus 6 cCycmaeax u B60Kpye Hux (mazobeopeHuvie, KONEHHble U 3aNACHHbIE).
[Tonoynuna O.0., Pynosa I'.E., ®aoees B.B. Ocmeomanayus 6 npakmuxe 3HOOKPUHONO2A: IMUOTO2US,
namoeenes, ougpgepenyuanvuas ouacHocmuxa ¢ ocmeonoposom. Ocmeonopos u  OCmeonamuu.
2019;22(2):23-31, Hapozan Mapuna Bukmoposna, Piomuna Upuna Heanosna, Cmenanog A. B. Ocmeonenus
(memabonuueckas 0one3Hb Kocmell) Y HEOOHOWEHHbIX. BO3MONCHOCMU OUACHOCMUKY, JleYeHUs U
npounaxmuxu // Heonamonoeusa: Hosocmu. Muenus. Obyuenue. 2014. Ne3 (5);

Mannes, 1., Rothenbuhler, A., Merzoug, V. et al. Imaging patterns in pediatric hypophosphatasia. Pediatr
Radiol 52, 998—1006 (2022). https://doi.org/10.1007/s00247-021-05232-3]. Mooicro evisisums pacuiuperue
30H pocma, HepasHOMEPHOCHIb 30Hbl 6DEMEHHOU KATbYUDUKAYUU U pACuUuperue Memaghu3os ¢ 4uepedosanuem
YUaAcmKo8 Ouphy3noeo u/unu ouazo8020 paspedceHusi CMpyKmypvl KOCMHOU MKAHU U Napasnu@u3apHoco
ocmeockneposa [Gifre, L., Peris, P., Monegal, A. et al. Osteomalacia revisited. Clin Rheumatol 30, 639-645
(2011). https://doi.org/10.1007/s10067-010-1587-z]. Tak Hazvieaembie «A3bIKU NAAMEHU» UTU NPOCEEMIEHUS,
KOMOopble Npoeyupyromcs om 30H pocma 6 Oua@usvl, Omaudarom cunogocgamasuio om paxuma u/uiu
MemaguzapHoil 0cmeooucn1a3uu.

Kocmmuulii 6o3pacm, xax npasuio, omcmaem om NACNOPMHO20, OOHAKO MOJCEM U COOMBENCMBE08anb
MAKoBOMY.

Ilpu uccnedosanuu uepena 6viA6IAOM SUNOMUHEPATUZAYUIO KOCMHOU MKAHU (MeMOpPAHO3HbIl uepen),
KPAHUOCUHOCTO3bl U CUMIIMOM «NATIbYEBLIX B0ABNIEHULY - XAPAKMEPHbIll NPUHAK, Habaooaemvlil Ha
PEHM2EHOZPAMMAX NPU NOBLIUEHUU 6HYMPULEPENHO20 0AB1eHUs.

Ilepuoouunocms: npu pepmenmozamecmumenvHol mepanuu - 6a3080 0o cmapma, 3amem 3 u 6 mecsayes,
oanee Kadxcovle 6 Mmecsyes 6 nepgvle 2 200a, 3amem exce200HO NpU CMAOUILHOCMU, BHENIAHOB0 NpU
boau/xpomome/nodospenuu Ha nepenom. bez mepanuu — 6a3060 npu nocmanogke OuUacHO3a; ex*ce200HO Npu
cmabunbHocmu Ul Kadcovle 6—12 Mmecayes npu aKmMueHOU CUMNIMOMAMUKE/POCMOBLIX CKA4Kax/

UHMEHCUBHBIX HA2PY3KAX, BHENJIAHO80 NPU YXyOouleHuu/ npu 60aU/no003peHuU Ha nepeiom.

. VY B3pocnbix (mamuentsl >18 ner) ¢ momo3peHueM Ha ['OD/ ¢ T'OD pexomenayercs aapecHas

penTtrenorpadusi UIMHHBIX TpyO4yaThIX KOCTEM BEPXHUX U HUKHHX KOHEYHOCTEH «HAa MPOTSKEHUM»



(moctypasibHbIe JUIMHHO(POPMATHBIE CHUMKH) (peHTreHorpadus BepXHEH KOHEYHOCTH M PEHTTeHOrpadwus
HUOKHEW KOHEYHOCTEH) NJIsi TIOMCKa IICEBIONEepPeIoMOB (0COOEHHO CyOTpoxXaHTepuuecKas W AuaduszapHas
30HBl OEIPEHHOW KOCTH, IUTFOCHEBBIE KOCTH), CTONBI B MpsIMOH M OOKOBOH NpPOEKIMSIX B Harpyske
(peHTreHorpadusi CTOIBI B IBYX MPOCKIIHSIX, PEHTTCHOTpadusi CTOIBI ¢ PYHKIIMOHAIBHOW HArpy3KoH); yepen
B MPpSIMOM ¥ OOKOBOM TMpoeKIuu (peHTreHorpadusi Bcero 4eperna, B OJHOW WM O0jee MPOCKIHUAX) - MpU
NOJO3PEHNH Ha BHYTPHUYEPEIHYIO THIEPTEH3HMIO/KPAaHUOCHHOCTO3 C JuarHoctudeckoil menbto [Cardenas-
Aguilera JG, Gonzalez-Lopez V, Zarante-Bahamoéon AM, Prieto-Rivera JC, Baquero-Rodriguez R, Chacon-
Acevedo KR, Meza-Martinez Al, Serrano-Gayubo AK, Medina-Orjuela A, Caceres-Mosquera JA, Guerrero-
Tinoco GA, Garcia-Rueda MF, Guarnizo-Zuccardi P, Herrera-Ortiz G, Rojas-Barrera C, Carrascal-Guzman
MI, Reina-Avila MF, Arguinzoniz-Valenzuela SL, Belmont-Martinez L, Del-Pino M, Viterbo GL, Seijo M,
Calzada-Hernandez J, Guerra-Herndndez NE, Brunetto OH. Diagnosis, treatment, and follow-up of patients
with hypophosphatasia. Endocrine. 2025 Feb;87(2):400-419. doi: 10.1007/s12020-024-04054-1].

YpoBensb yoeaureabHOCTH pekoMeHaanuii — C, ypOBeHb J0CTOBEPHOCTH 10KAa3aTeJbCTB — 5
Kommenrapum: Kniouesvie npusnaxu: ncegdonepenomsl (301wl JIooszepa) u nioxo 3axcugaroujue nepeiomvl;
XOHOPOKANbYUHO3 (Kanbyus-nupogocgham) 6 KoaeHHbIX/Ma300e0peHHbIX/3aNACMHbIX CYCmasax, codemanue
CMOUKUX «O0emcKux» Oegopmayuii ¢ «83POCILIMUY NPOAGIEHUAMU (Kalbyughukamol, 0Cmeoapmpos,
peyuousupyrouue nepeiombl).

Texnuka: OnuHHbIE KOCIU — «HA NPOMANCEHUU» NO 8Cell OUadU3apHOL OUHe, CHMONbL — CIMPO20 8 Hazpy3Ke,
npuyenvbhbie CHUMKU 30Hbl DONU C 8bICOKUM NPOCMPAHCMBEHHBIM PA3peuleHuem KOPMUKAIbHOU 30Hbl.

Ilepuoouunocmy: npu neduampuueckom oebrome Ha Mepanuu — eHce200H0 Npu CMAadUILHOCMU, Yauje npu

cmapme/acKanayuu 1e4eHus U npu xHcanobax; 6HenIaHo8o npu 60au/nooospenuu Ha nepenom. bez mepanuu
— adpecHo o CUMNMOMAM, eXHce200HbIL KOHMPOJIb NPU CIMAOUIbHOCMU, Yauje NpU AKMUBHBIX HCAI00aX.

Memooonozus, unmepnpemayus u KOHmMpOb Kavecmea. Bo ecex ozpacmax 0b6s3amenvHbl CMAHOAPMU3AYUSL
VKIAOOK U  SKCHO3UYUU  MedcOy — GUsUmamu, @Qukcayusi mexHuueckux OmKIOHeHul (pomayus,

Hedo/nepesxkcnosuyus), obecneyeHue conocmaguMoCmu cepull.

. PexomennoBano nanuentam ¢ ['@d/mogo3penuem Ha 'O - yibTpa3ByKOBOE UCCIIEIOBAHUE CyCTaBa
/KoMIIbIOTEpHasi ToMorpadusi cycraBa Mpu HEOOXOJUMOCTH - JUIsl AUArHOCTUKHM XOHApPOKaibIMHO3a [31,
Hypophosphatasia: Management AUTHOR: J Carl Pallais, MD, MPH, SECTION EDITOR Deborah E
Sellmeyer, MD, DEPUTY EDITOR: Katya Rubinow, MD Literature review current through: literature-
review-date This topic last updated: Mar 24, 2025.Uptodate.com, Tornero C, de Miguel E, Navarro-Compan
V, Balsa A, Aguado P. Prevalence of chondrocalcinosis and calcium pyrophosphate deposition disease in a
cohort of adult patients with low alkaline phosphatase levels and a positive versus negative genetic ALPL
study. JBMR Plus. 2024 Sep 26;8(11):ziaec124. doi: 10.1093/jbmrpl/ziac124. PMID: 39450343; PMCID:
PMC11499678, Guafiabens N, Mumm S, Mdller I, Gonzalez-Roca E, Peris P, Demertzis JL, Whyte MP.
Calcific periarthritis as the only clinical manifestation of hypophosphatasia in middle-aged sisters. J Bone
Miner Res. 2014 Apr;29(4):929-34. doi: 10.1002/jbmr.2110. PMID: 24123110, Lehane F, Malaise O, Von
Frenckell C, Otto B, Docampo E, Ribbens C. Hypophosphatasia Presenting as a Chronic Diffuse Pain



Syndrome with Extra-Articular Calcifications. J Clin Med. 2024 Apr 13;13(8):2263. doi:
10.3390/jem13082263. PMID: 38673536; PMCID: PMC11051522, Chew LC, Tong C, Bryant C, Joshua F.
Recognizing the clinical triad and dural calcification in adult hypophosphatasia. Rheumatology (Oxford). 2017
Jun;56(6):868. doi: 10.1093/rheumatology/kew424. Epub 2016 Dec 19. PMID: 27994097, Yoshida H,
Murakami T, Ogawa A, Sunouchi T, Hidaka N, Ito N, Murakami H, Kawasaki H, Akiyama T, Nakajima K,
Yabe D, Yamamoto T. Adult hypophosphatasia presenting with recurrent acute joint pain. Endocrinol Diabetes
Metab Case Rep. 2025 Jan 27;2025(1):¢240121. doi: 10.1530/EDM-24-0121. PMID: 39868560; PMCID:
PMC11811822].

YpoBenb yoeauTeabHOCTH pekoMeHnaanuii — C, ypoBeHb I0CTOBEPHOCTH 10KA3aTeJIbLCTB — 5

° PexomengoBano mnamuentaMm ¢ ['OD/monozpenriem Ha [OD BBHINONHATH KOMIBIOTEPHYIO
TOMOTpaHI0O KOCTH W/WiM MarHUTHO-PE30HAHCHYIO TOMOrpaduio KOCTHOW TKaHHW (0JHa 00JacTh) MpH
HEOOXOJIUMOCTH - C IIeNIbI0 JAeTaIN3aluU NaToIoTuu U nuddepeHInanibHON AMATHOCTUKH, B TOM YUCTE IS
nanpHenmein onenku ncesaonepenomoB [Khan AA, Brandi ML, Rush ET, Ali DS, Al-Alwani H, Almonaei
K, Alsarraf F, Bacrot S, Dahir KM, Dandurand K, Deal C, Ferrari SL, Giusti F, Guyatt G, Hatcher E, Ing SW,
Javaid MK, Khan S, Kocijan R, Linglart A, M'Hiri I, Marini F, Nunes ME, Rockman-Greenberg C, Roux C,
Seefried L, Simmons JH, Starling SR, Ward LM, Yao L, Brignardello-Petersen R, Lewiecki EM.
Hypophosphatasia diagnosis: current state of the art and proposed diagnostic criteria for children and adults.
Osteoporos Int. 2024 Mar;35(3):431-438. doi: 10.1007/s00198-023-06844-1. Epub 2023 Nov 20. Erratum in:
Osteoporos Int. 2024 May;35(5):933-934. doi: 10.1007/s00198-024-07048-x. PMID: 37982857; PMCID:
PMC10866785].

YpoBeHsb yoenuTeabHOCTH pekoMenaanuii — C, ypoBeHb JOCTOBEPHOCTH J0KA3aTeJIbCTB — S
KommenTapun: Anecmesuonozuueckoe nocobue (8xknouas paHHmee NOCIEONEPAYUOHHOe 6edeHue) — no

NOKA3AHUAM.

. PexoMeH10BaHO IIpOBE/IeHNE MAarHUTHO-PE30HAHCHOM ToMOrpaduu KOCTHON TKaHU (0/1Ha 001acTh)/
MarautHo-pe3oHaHCHasi ToMorpagusi CycTaBoB (OAMH CycTaB) (HATUBHO) W/WiIM MarHuTHO-pe30HAaHCHAas
tomorpadusi CycTaBoB (OJWH CyCTaB) C KOHTpacTHpoBaHWeM mainueHTaM ¢ ['@D mpu HEoOXoauMocTh
TuddepeHaIbHON TMarHOCTUKY NaTOJIOTHYECKUX MTEPETIOMOB, 0T€Ka KOCTHOTO MO3Ta, MapaapTUKYJISPHBIX
u3menenuit [18, Aparisi Gomez MP, Ayuso Benavent C, Simoni P, Musa Aguiar P, Bazzocchi A, Aparisi F.
Imaging of Bone Marrow: From Science to Practice. Semin Musculoskelet Radiol. 2022 Aug;26(4):396-411.
doi: 10.1055/s-0042-1745803. Epub 2022 Sep 14. PMID: 36103883, [llonoxoBa, H. A. Busyanuzamus
nopaxeHUi MeTapu30B 1 AMUPU30B KOCTEH Y HOBOPOXKJIEHHBIX U AeTel panHero Bo3pacta / H. A. Illonoxosa
// Pamuonorus - mpaktuka. — 2021. — Ne 5(89). — C. 82-90. — DOI 10.52560/2713-0118-2021-5-82-90. — EDN
CDMJMI].

YpoBeHsb yoeauTeapHoCTH pexoMeHaanuii — C, ypoBeHb JOCTOBEPHOCTH J0KA3aTeJIbCTB — S



KommenTapuu: Anecmesuonocuueckoe nocobue (6xknouas panHee NOCleONepayuoHHoe 6edeHue) — Nno
NOKA3AHUSM.

Konuuecmso cycmagos 015 ucciedosanus onpeoensiemcs KiuHU4eckol cumyayuel.

o PexoMeHI0BaHO MPOBEJCHUE PEHTTEHOJCHCUTOMETPUN B3POCIBIM MAIMEHTaM C IMOJ03PCHHUEM Ha
IF'OdD/c T'OD anst OLIEHKH MUHEPAITBHOH MIIOTHOCTH KOCTHOU TKanu [20].

YpoBenb yoeauTeabHOCTH pekoMeHnaanuii — C, ypoBeHb I0CTOBEPHOCTH I0KA3aTeJIbLCTB — 5
KommenTapuu: nonvsa uccieoosanus y oemeti ne noomeepaicoena [Jill H. Simmons, Eric T. Rush, Anna
Petryk, Shanggen Zhou, Gabriel A. Martos-Moreno, Dual X-ray absorptiometry has limited utility in detecting
bone pathology in children with hypophosphatasia: A pooled post hoc analysis of asfotase alfa clinical trial
data,Bone, Volume 137, 2020, 115413, ISSN 8756-3282].

. PexoMeH10BaHO TpOBEACHUE YIBTPA3BYKOBOI'O HCCIIEIOBAHMS TIOYEK BCEM TNAIMEHTaM C
nogo3perneM Ha [[OD/c DD ns BeisiBiacHUS HepokanbinHo3a |18, 20].

YpoBeHb yoenuteibHOCTH pekoMeHanuii — C, ypoBeHb 10CTOBEPHOCTH I0KA3aTEIbCTB — 5

o PexoMeH10BaHO mpoBeaeHHe 3JIeKTpodHIedamorpadur MmanueHTaMm ¢ mojao3peHueM Ha ['OD ¢
HaJIMYMeM HEBPOJIOTUYECKON CUMIITOMATUKH JJIsI BBISABJICHUS STUJICITUYECKON aKTUBHOCTH [27, 28].
YpoBenb yoeautebHOCTH pekoMeHaanuii — C, ypoBeHb I0CTOBEPHOCTH 10KA3aTeJbCTB - 5
KomMeHTapuu: npogoosamcs 6 m.u., aMHIumMyOHO-UHMESPUPOBAHHAs — NeKmpodnyeghanoepagus,

anekmposnyeghanocpapus ¢ UOEOMOHUMOPUHLOM.

. PexomengoBana namuentaMm ¢ nojgospenueM Ha ['OD/c ['OD welipoconorpadus, peHTreHorpadus
BCEro uepemna, B MpsAMOM M OokoBOM mpoekiusx. [Ipy BBIABIEHUM TNPU3HAKOB KPaHMOCUHOCTO3a
pekoMeHnoBaHa KommbioTepHas ToMorpadus rojoBHOTO MO3ra sl OLEHKH IIBOB 4Yeperna W KOCTHBIX
cTpykTyp. Ilpy Hamuuum HEBPOJOTMUECKOW CUMNITOMATHKM MOKa3aHa MarHUTHO-PE30HAHCHas ToMorpadus
TOJIOBHOT'O MO3Ta W/WJIM MarHUTHO-PE30HAHCHAas TOMOTrpagusi TOJIOBHOTO MO3ra ¢ KOHTPAaCTUPOBAaHUEM) C
[EJIBI0 TUAaTHOCTUKHU MTPOTPECCUPYIONINX U3MEHEHHH CcTpyKTyp mo3ra [11, 28, 30, 31, 32].

YpoBens yoeauteabHocTH pekoMenaanuii — C, ypoBeHb JOCTOBEPHOCTH J0KA3aTeIbCTB - 4
KomMeHTapuii: npu 603HuKkHo6eHuu no0o3perull Ha Hanuyue y NayueHma nosbluleHHO20 GHYMPUYEPenHozo
0asenus yenecooopasHvl 8bINOIHEHUe 1100020 00CMYNHO20 MEeMO0d HeUposU3yatu3ayuu, a maxkice npuem
(ocmomp, KoHCynbmayus) epaua-Heupoxupypea nepeuunvili u nosmopmuwvie. [lo nacmosweco momenma
«30]10MbIM  CMAHOAPMOM» 6 OUACHOCIUKE NOPAJICEHUU YEepenHblX W08 AGIAEmCs KOMNbIOMEPHAs.
momozpaghus 201061020 Mo32a. OHa no36oasem He MOAbKO MOYHO 8ePUPUYUPOBAM NOPAICEHHDLU ULO0B, HO
u oyenums Opyzue NPU3HaKu Gopmupyoujelics KpanuoyepeopanbHol OUcCnponopyuy (UCmoxyernue Kocmetl
yepena, pUCYHOK «nanbyesvlx 60asnenutiy). Hungopmamuenvim npu 6bINOIHEHUU KOMNbIOMEPHOLU
momozpaguu  20106H020 MO32a ABNAEMCS  GbIAGIEHUE KATbYUDUKAYUU YUACMKOE MEEpOoll MO32080U

000710YKU, YMO MaKdce NAMoSHOMOHUYHO 051 T D D.



CywecmeeHHbIM MUHYCOM PAOUOTOSUYECKUX MeMO0008 OUACHOCMUKY sA6lsiemcs ayyesas nacpyska. C
yenvlo ee YMeHbUleHUs NAYUEeHMAM PAHHEe20 B603PACMA B03MONCHO GbINOJHEHUe Helupoconozpagduu ¢
sU3yAIU3AYUel YePENHbIX WB08 U Onpedesienuem OUAcmasza mexcoy kocmamu yepena. Ilpu negozmoorcHocmu
BUBVAUZAYUU YEPEeNnHO20 WA IUO0 BbIAGIEHUU 3HAYUMENbHOU ACUMMEMPUU MeNCOy NAPHLIMU WEAMU
nayueHma ciedyem Hanpasums Ha KOHCYIbMAyur epaia-Heupoxupypea (npuem (0cmomp, KOHCYIbmayus)
epaua-Heupoxupypea).

Haumenee ungopmamusnvin npu KC memoOdom Heuposuzyaiuzayuu s61aemcs MAaeHUMHO-
PE3OHAHCHASL MOMOSPAGhUsL 20108HO20 MO32d, KOMOPAsi He NO3BOJSIEN BblA6UNMb NOPANCEHHDI W08, HO C
NOMOWDBIO KOMOPOU MONCHO OYEHUMb NOA0NCEHUEe MUHOAIUH MO3HCEUKA OMHOCUMENbHO DOIbULO2O
3aMbIIOYHO20 ~ OMBEPCMUs,  CONYMCMBYIowue  HApYUleHus  JUKEOPOOUHAMUKU,  OepopMmayuio
JIUKBOPOCOOEPHCAWUX — NPOCMPAHCE  (HCeTYOOUKU — MO32d,  YUCMEPHbL — OCHOBAHUA — 4epend U
cybapaxnouodanvhslie npocmpancmea). Hemanosasicnvim kpumepuem OYeHKU KIUHUYECKO20 COCMOSHUSL
NAyueHma s8islemcsi Hetipoo@dmanbMoI0CULEeCKUll CIMamyc - 8blsiglleHue OmeKa OUCKA 3PUMENbHO20 Hepea
(cm. n.2.5).

Anecmesuonocuueckoe nocooue (GKJZIOLla}l PanHee nocieonepayuoHnoe eedenue) - NO NOKA3AaHUAM.

. PexomenoBano onpezenenne GyHKIUMU BHEIIHEro nbixanus (VccinenoBanrue HeCpOBOLMPOBAHHBIX
JIBIXaTeNbHBIX O0BEMOB W TIOTOKOB, NPH HE0OXOAMMOCTH - McciemoBaHHMeE IbIXaTENbHBIX OOBEMOB C
MPUMEHEHUEM JICKapCTBEHHBIX IIpenapaToB) ManueHTaMm ¢ mnopo3peHreM Ha ['OD/c TOD ¢ TsoxensiMu
dbopmamu cTapiie 5 et mpu OTCYTCTBUU MPOTUBOMOKA3aHUI UCXO/IHO, a TAKXKE B JAIIbHEUIIIEM — JETSIM - T10
noka3aHusM  (ompenenstoTcs  Ha  mpueme  (OCMOTpe,  KOHCYJbTalluM) — Bpada-IyJbMOHOJIOra
NEPBUYHOM/TIOBTOPHBIX ) C LIEJIbIO OLIEHKH U MOHUTOPUPOBAaHUS (PYHKIMM AblXaTeabHOU cuctemsl [20, 33, 34,
Dahir KM, Dunbar NS. Medical Management of Hypophosphatasia: Review of Data on Asfotase Alfa. Curr
Osteoporos Rep. 2025 Mar 18;23(1):14. doi: 10.1007/s11914-025-00906-5. PMID: 40100438; PMCID:
PMC11920343].

YpoBeHs yoenuteabHocTH pekoMeHaanuii — C, ypoBeHb JOCTOBEPHOCTH J0KA3aTeJIbCTB - 5

KOMMEHTapI/II/I: 603MOIHNCHO npoeedeHue nyabCoKcumempuu no NOKA3aHusiAM.

. PekoMennoBaHo manueHTam c TsokenbiMu popmamu ['@D npu HE0OXOIUMOCTH B MPOJIOJIKEHHUH
pecnupaToOpHO MOACPKKH MOCIE OCTPOr (a3l (T.€., MPU HETIOJTHOM OTBETE Ha TEPAIHIo) - 00CIIeI0BaHNE
JUIsL  TIOATBEPKICHUS/UCKIIOUEHNUS  TpaxeoOpoHXoMalsiuuMu  (IPOBEJAEHHE  TPaxeoOpOHXOCKOIHH
(BUEOTPaxeO0OPOHXOCKONHMH) U KOMIBIOTEpHONH ToMorpaduu opraHoB rpyaHoi nonoctu (KommnbroTepHas
ToMorpadus rpyaHoi mosoctu (HaTuBHas) u/unn KomnbrotepHas ToMorpadust opraHoB TpyJHOM MOJOCTH C
BHYTPUBEHHBIM OOJIFOCHBIM KOHTpacTHpoBaHueEM) [28, 38].

YpoBenb yoeauTebHOCTH pekoMeHaanuii — C, ypoBeHb I0CTOBEPHOCTH 10KA3aTeJbCTB — S

L4 PexoMeHI0BaHO BCcEM ITallEHTaM C MNoAO3pCHHUEM Ha Iod Ipu NEpBUYHOM CTOMATOJIOTHYCCKOM

o0cCIIeZIOBaHUM TIPOBEJICHHE KOHYCHO-TY4YeBOM TOMOrpaduu WiIM TMAaHOPAMHOM ToMorpaduu uemocTeit



(KommbroTepHasi Tomorpadus UeTIOCTHO-TUIEBON oOnactu, I[lanopamHas peHTreHorpadusi BepxHEH
yemoctd, [laHopamHass peHTreHorpadus HmwkHed demtoctd, Optonantomorpadus, CroupanbHas
KOMITBIOTEPHAsE OpTOMaHToMorpagus) s OLEHKHM MHUHEPaTbHON TIJIOTHOCTH M CHIDKEHHUS YpPOBHS
anbpBeoJiapHOn kocTH [20].

YpoBenb yoeauTeabHOCTH pekoMeHnaanuii — C, ypoBeHb I0CTOBEPHOCTH 10KA3aTeJIbLCTB — 5

o HIkamy RSS pekoMeHI0BaHO NMPUMEHSATH Ui OLEHKU TSDKECTH PaxXUTONOJOOHBIX KOMIIOHEHTOB
peHTreHosornyeckoil kapTuusl ['@D npu AuarHoCTUKE M B AMHaMU4YeckoMm HabmoneHuu. [Ipu stom mpu
runoocharazud  PEHTICHONOTHYECKass KapTUHA MMEET OTIMYUTENbHYI0 CHenuduky (Hampumep,
SI3BIKOOOPA3HbIE IPOCBETIICHUS, HEPOBHOCTH KpaéB MeTa(u30B y 30HBI pOCTa/ BOPOHKOOOPA3HbIE YITHPEHHUS
MeTa(pu30B; TOHKHE, TOYTH TOPU3OHTAIIbHBIE CBETIIbIE (PEHTTEHONPO3PAYHBIC) UETKHUE UM CIIETKA Pa3MbIThIE
JMHHUH Cpasy IM0J1 30HOH pOCTa, MapajljiesibHbIE €i1 U pacIioioKeHHbIE B MeTadu3ax, Haubosee 4acTo B KOJICHAX
(mucTanpHBIA OCAPEHHBIN, MPOKCUMAIIBHBIN OOJBIICOSPIIOBEIN MeTapu3bl), peke — B JAPYrux MeTadusax
[Mayhew JE, Downs M, Millan JL, Skrinar AM, Crine P, Landy H. Enzyme-replacement therapy in life-
threatening hypophosphatasia. N Engl J] Med. 2012 Mar 8;366(10):904-13. doi: 10.1056/NEJMoal106173.
PMID: 22397652, Whyte MP, Rockman-Greenberg C, Ozono K, Riese R, Moseley S, Melian A, et al. Asfotase
Alfa Treatment Improves Survival for Perinatal and Infantile Hypophosphatasia. J Clin Endocrinol Metab
2016;101: 334-42. doi: 10.1210/jc.2015-3462, Kitaoka T, Tajima T, Nagasaki K, Kikuchi T, Yamamoto K,
Michigami T, et al. Safety and efficacy of treatment with asfotase alfa in patients with hypophosphatasia:
Results from a Japanese clinical trial. Clin Endocrinol (Oxf) 2017;87: 10-9. doi: 10.1111/cen.13343, Whyte
MP, Madson KL, Phillips D, Reeves AL, McAlister WH, Yakimoski A, et al. Asfotase alfa therapy for children
with hypophosphatasia. JCI Insight 2016;1: €85971. doi: 10.1172/jci.insight.85971].

YpoBensb yoenuTeabHOCTH pekoMeHaanuii — C, ypoBeHb J0CTOBEPHOCTH /I0KA3aTeIbCTB — 5
KommenTapuu: B uccneoosanusx ENB-002-08/ENB-003-08/ ENB-010-10 y mnaoenyes u maieHbKux oemeti
¢ maxcénou I @D ucxoonwiii RSS 06wbiuno vicok; Ha (hone pepmenmoszamecmumensHol mepanuu acghomasoui
anvgha Ovino cywecmeennoe cuudicenue RSS yowce 6 nepsvie 6—12 mecayes, ¢ oanvHeuwum ycmoudugbim
VAydueruem 8 medeHue 2 iem u noooepicanuem dgpghexma npu onumenvhom Haoarooenuu. [Padidela R, Yates
R, Benscoter D, McPhail G, Chan E, Nichani J, Mughal MZ, Myer C 4th, Narayan O, Nissenbaum C,
Wilkinson S, Zhou S, Saal HM. Characterization of tracheobronchomalacia in infants with hypophosphatasia.
Orphanet J  Rare  Dis. 2020  Aug  6,15(1):204.  doi:  10.1186/s13023-020-01483-9.
(https.://pubmed.ncbi.nlm.nih.gov/32762706); Whyte MP, Simmons JH, Moseley S, Fujita KP, Bishop N,
Salman NJ, Taylor J, Phillips D, McGinn M, McAlister WH. Asfotase alfa for infants and young children with

hypophosphatasia: 7 year outcomes of a single-arm, open-label, phase 2 extension trial. Lancet Diabetes
Endocrinol. 2019 Feb;7(2):93-105. doi: 10.1016/52213-8587(18)30307-3.
(https.//pubmed.ncbi.nlm.nih.gov/30558909); Whyte MP, Rockman-Greenberg C, Ozono K, Riese R, Moseley

S, Melian A, Thompson DD, Bishop N, Hofmann C. Asfotase Alfa Treatment Improves Survival for Perinatal
and Infantile Hypophosphatasia. J Clin Endocrinol Metab. 2016 Jan;101(1):334-42. doi: 10.1210/jc.2015-

3462. (https://pubmed.ncbi.nlm.nih.gov/26529632) npoananusupyii pe3yrbmamsl OaHHbIX cmameli U 0atl

3akaouerue no wxaie RSS|


https://pubmed.ncbi.nlm.nih.gov/32762706
https://pubmed.ncbi.nlm.nih.gov/30558909
https://pubmed.ncbi.nlm.nih.gov/26529632

Penmeenonocuueckue npusHaKu 6 30He poCMosol NAACMUHKY (Memagus) ompaxcaiom Hapyuienue
CO3peBaHusi U anonmosda XpAwa, a makdce Oeekm MuHeparusayuu mampuxca xocmu. /[na oyeHku
xapakmepa U BblPAMCEHHOCMU NOPAINCEHUSI DEKOMEHOVEeMCs. GbINOIHUMb PEeHMeeHO2paAPuI0  ONUHHbIX
mpyouamuix KoCmell: 1y4esotl u 10KmMesol Kocmetl npeonieysbsi ¢ 0053amenbHbLM 3aX8aAmMoM JIy4e3ansicmHo20
cycmasa u OUCManbHuIX Memaghuzos;, 6eOpeHHOU KOCMU U KOCHell 20AeHU, ¢ 0053ameNbHbIM UCCIe008AHUEM
o0boux KonenHvlx cycmagos. CHUMKU NPOB0O0sm 8 NPAMOl U OOKOBOU NPOEKYUSX, CUMMEMPUYHO C 00eux
CMOPOH; NPU 803MOICHOCMU NPUMEHAIOM ONUHHODOPMAmMHbIe NOCMYPATbHbLE CHUMKU «HA NPOMANCEHUU
01 oxeama 6ceu OUAPU3APHOU YACU Ce2MeHmMA U NPULEHCAUUX CYCMAasos. /s KOJIeHH020 cycmasa 8
NPAMOU NPoeKyuU 0becneuusam eKIYeHue OUCMAalbHo20 Memagusa 6eopa u npoKCUMaIbHO20 Memagusa
bonvuedbepyosoll KOCMu, YeHMPOBKY NO CYCMABHOU Weau U OMCymcmeue pomayuu, npu HeooXooumocmu
odononHaom 0OOKOBOU NpoeKkyueu ¢ KOHMPOAeM HAaNodceHus Mmulujenxos. Ilpu nooospenuu Ha
cmpecc-nepenomvl NIIOCHeSbIX KOCMeEU bINOHSIOM PEHMSeHO2PADUI0 CMON 8 NPIMOU U OOKOBOU NPOEKYUsX

6 yukyuonanvHou Hacpyske (cmos)] Cm Hpunoscernue I'3

2.5 Unple JMarHOCTHYECKHE HCCe0BaHUs

® PeKOMeHHOBaH ImagueHraMm ¢ [TOD ¢ HINPOABJICHUAMH T'aCTPOIHTCPOJIOTHUCCKUX HapymeHI/Iﬁ
MOHUTOPHHT TacTpod3odareanbHOro peduirokca ¢ IeNIbl0 MPOPUIAKTUKH aCTMPAIIMOHHON TTHEBMOHMH [ 18,
20].

YpoBenb yoeauTebHOCTH pekoMeHaanuii — C, ypoBeHb J0CTOBEPHOCTH 10KA3aTeJbCTB — 5
KOMMCHTapI/Il/I: npoeodumcg 6 coomeemcmeuu C KJIUHU4YeCcKumu pexomem)auumu no

eacmpoazogazeanvHoll pe@uoKcHOU 60e3HU.

2.5.1 Koncynomayuu u naéiro0enue cCneyuaiucmos

. PexomengoBano BefeHue nanueHToB ¢ I'OP MylIbTHANCIUINIMHAPHON KOMAaHAON CIIEHHAINCTOB C
LEJIbI0 OKa3aHMs KaUeCTBEHHON MEeIMIMHCKOM nmomonu (yCiayru nepeurcieHsl B kommeHnTapun) [20].
YpoBens yoenuteabHocTH pekoMenaanuii — C, ypoBeHb J0CTOBEPHOCTH J0KA3aTEJIbCTB - 5
KommenTapuii: 6 6udy moeo, umo 3aboneeanue xapaxmepusyemcs nopaicenuem MHO2Ux Op2aHos u CUCeEM,
mpeoyem KOMNIEKCHOU mepanuu, uYmo OUKmyem HeoOX00UMOCMb COBMECHMHO20 6€0eHUsl NAyUueHmd
Cneyuanucmamu pasusix npouiet, NOKa3aHvl npuemsl (0CMOmMpbl, KOHCYIbMAayul): 8paya-2eHemuKa, 8pava-
Hespono2a,  6paya-Heupoxupyped,  8paia-a3HOOKPUHON02A/8PAUA-0eMCKO20  IHOOKPUHONI02d,  8paAyd-
Mpasmamono2a-opmoneod,  8pava-cmomamono2a, epada-Heghponoza, 6paua-nyIbMOHON02d,  6paAYA-
Cyp00102a-0MOPUHONAPUH20I02A,  8PAYA-OPMATLMON02A,  6PAYA-NeOUampa/spaia-HeoHamono2a/epaia-
mepanesma/spaya oowjeli NPakmuku (cemetiHo2o 8paya), CReyuanucma no MeOUYUHCKOU peadurumayuu
(6paua no meouyuHcKol peadburumayuu/8pava Guuyeckol u peabuIumayuoHHOU MeOUYUuHsvl/8pava no
JneuebHol QusKyrbmype/spava-puzuomepanesma uiu Op. nepeudHvle U NOGMOPHbLIE), A MaKdyice epadell

opyeux cneyuanvHocmeu nayuenmam ¢ I @D, umerowum napyuienus QyuKyutl coomeemcmsyoujux op2aos



u cucmem. Kpamnocms Koncynomayuti onpeoensiemcs uHOUBUOYAIbHO C YYemOoM 803pacma U mdcecmu
3a001e6aHUsL.

. PexoMeH10BaHO TMaIlMeHTaM C KIMHUYeCKUMHU mpu3Hakamu ['®D u, npu HE0OXOAMMOCTH,
POJICTBEHHUKAaM/3aKOHHBIM TPEACTABUTENISIM IPH JAWATHOCTUKE TpUeM (OCMOTp, KOHCYJIbTALWs) Bpaya-
TeHEeTUKAa NEPBUYHBIM M, NpPH HEOOXOAMMOCTH, TOBTOPHBIA C TPOBEICHHEM MEAUKO-TEHETHYECKOTO
KOHCYJIbTUPOBaHMs (M NpOBEIEHUE HEOOXOAMMOro OOCIIEAOBaHHUS IO €ro PEeKOMEHAALUH) C LENbo
UH(GOPMHUPOBAHUS O 3a00JIEBaHUU, Pa3bSICHEHUSI T€HETUYECKOIO PUCKA MPU JIUArHOCTUKE U B JalibHEHIemM
IIPU PELIEHUHU BONPOCOB AETOpOXAcHHUS [39].

YpoBeHns yoeauteabHocTH pekoMeHaanuii — C, ypoBeHb J0CTOBEPHOCTH J0KA3aTeJIbCTB - 5

) PexomennoBano mamueHram ¢ ['@D nposeneHue 6-MUHYTHOTO TeCTa XOABOBI C IEIBIO OICHKH
BeiHOCTHBOCTH [20, Geiger R, Strasak A, Treml B, Gasser K, Kleinsasser A, Fischer V, Geiger H, Loeckinger
A, Stein JI. Six-minute walk test in children and adolescents. J Pediatr. 2007 Apr;150(4):395-9, 399.e1-2. doi:
10.1016/.jpeds.2006.12.052. PMID: 17382117].

YpoBens yoeauteabHocTH pekoMeHaanuii — C, ypoBeHb J0CTOBEPHOCTH 10KAa3aTeJIbCTB - 5
KommenTapuii: npogooumcs npu adekeammom compyoHuyecmee nayueHma npasuia npoeeodeHust mecma cMm.
6 IIpunooicenuu A3.3.

o PexomennoBano manuentam ¢ I'OD c¢ TsxensiMu popMamMu — CENIEKTUBHOE IPOBEACHUE NpUEMa
(ocMOTpa, KOHCYJbTALlMM) Bpadya-OTOPHMHOJIAPHHIOJOra ¢ DHAOCKONMYECKOW 3HJOHA3albHOM peBHU3UEH
II0JIOCTU HOCA, HOCOTJIOTKH (H/IOCKOMMEN HOCOTJIOTKH) € 1I€JIbI0 YTOYHEHUS IPUUUH OOCTPKYTUBHOI'O altHO?
cHa [Dahir KM, Dunbar NS. Medical Management of Hypophosphatasia: Review of Data on Asfotase Alfa.
Curr Osteoporos Rep. 2025 Mar 18;23(1):14. doi: 10.1007/s11914-025-00906-5. PMID: 40100438; PMCID:
PMC11920343].

YpoBens yoenuteabHocTH pekoMenaanuii — C, ypoBeHb JOCTOBEPHOCTH J0KA3aTEJIbCTB - 5

. PexomenoBanbl nanrentaM ¢ I'@D perynsipHble KIMHUYECKUE HEUPOXUPYPrudeckue 00cie0BaHus
(ITpuem (ocMmoOTp, KOHCyJbTallMsl) Bpaya-HEMpOXUpYypra HNEPBUYHBIM U MOBTOPHBIE), U OQPTAIBMOCKOIHUS
(ITpuem (ocMOTp, KOHCYJIbTALMsI) Bpada-o(pTaapMoiiora MEpBUYHBIA M MOBTOPHBIE) Ul BBISIBICHUS OTEKa
JIICKa 3pUTEIBHOTO HEPBA C IOMOIIBIO COOTBETCTBYIOIINX METOI0B BU3yaJIN3allMd UMEIOT )KU3HEHHO Ba)KHOE
3Ha4YeHHe, YTOOBI HE YIYCTUTh NOTEHIMAIBHYIO0 HEOOXOIMMOCTh XUPYPTrUUYE€CKOTr0 BMEIaTeIbCTBA, KOTOPOe
MOXKET BKIJIFOUATh pemojieupoBanue cBoa yepemna [Seefried L, Genest F, Hofmann C, Brandi ML, Rush E.
Diagnosis and Treatment of Hypophosphatasia. Calcif Tissue Int. 2025 Mar 6;116(1):46. doi: 10.1007/s00223-
025-01356-y. PMID: 40047955; PMCID: PMC11885340].

YpoBenb yoeauTeabHOCTH pekoMeHaanuii — C, ypoBeHb 10CTOBEPHOCTH 10KA3aTeJIbCTB - 5

2.5.2 Ouenka 601u
° Pexomennayercs namuentam ¢ [ @O, npu HEOOXOAMMOCTH, POBOIUTH OLIEHKY MHTEHCUBHOCTH 00N
MyTeM HCIOJIb30BaHUS CIIEIUANBHBIX IIKan (Hanmpumep, [Ipunoxenue [2) mpu ocMOTpe MalueHTa, ¢ y4eToM

€ro BO3pacTa W YpPOBHS HEPBHO-TICUXUYECKOTO Pa3BUTHS, UIS OIICHKH MOKa3aHWW K 00e300TMBAHUIO H



KOHTpoJia 3a ero 3¢ dexkruBHocThI0 [Dahir KM, Dunbar NS. Medical Management of Hypophosphatasia:
Review of Data on Asfotase Alfa. Curr Osteoporos Rep. 2025 Mar 18;23(1):14. doi: 10.1007/s11914-025-
00906-5. PMID: 40100438; PMCID: PMC11920343].

YpoBenb yoeauTeabHOCTH pekoMenaanuii C (ypoBeHb J0CTOBEPHOCTH I0KA3ATEJIbCTB 5).
KomMmeHTapum: wkany ciredyem 6vibupames 6 COOMEEMCMBUU C 803DACMOM NAYUEHmMd, CHOCOOHOCMbIO
oyeHueamvb U CooOWAMb O CEOUX NEPEeHCUBAHUAX, d MaKdice peazupoéamv HA 601b MUMUKOU U

NAHMOMUMUKOLL.

2.5.3 /lupghepenyuanvnan ouacnocmuxa

Bo3moocnvie npuuunvl cnusicenua akmuenocmu oowent I[®@ — cm [punoscenue A3.1

Knunuueckue nposenenun I' @D neovxooumo ouggepenyuposams ¢ opyzumu OUCnaIa3uaMu KOCHHOU

mKanu, a makKxce ¢ 60Jl€3H}lMll, npomexKkarouwiumu ¢ paxumom u/unu ocmeomwmuueﬂ, 6 mom uucine:

. sumamun D-Oepuyummnoiii paxum,
. myoyionamuu, npomexaruwue ¢ paxumuiecKumMu U3MeHeHUsIMU Kocmell (8 nepeyio ouepeob,

eunogochamemuneckuii paxum);

. Gocgonenuueckue paxumol, ACCOYUUPOBAHHBLE C UOLIMOYHBIM KOAULECMBOM pakmopa
pocma Gpubpodracmos 23 (OPD23)

. NOYEUHAs1 OCMeooUCmpopusi;

. K1etUOOKPAHUANbHASL OUCHIIA3USL,

J uouonamu4eckull 08eHUIbHbIU OCMEONopPO3;

. HecosepuleHHblll ocmeoceHes (maoi. 3).

IIpescoespemennoe svinadenue 3y606 npu I @D ougppepenyupyrom ¢ mpasmamuyeckum Gbl8UXOM
3yba, cunopomom Ilanution-Jlegpespa. Ilpescoespemennoe svinadenue epemeHHblix 3y008, a MakKace parHHee
svinadeHue uiu yoauienue NOCMosIHHbIX 3Y006 Modcem Oblmb PaAHHUM (UHO020a eOUHCHBEHHBIM) NPUSHAKOM
I'©D. [Ipu smom xapaxkmepno evinadenue 3y606 b6e3 kpogomeuenus. 3yovr npu I @D umerom credyiowjue
Moppomempuueckue ocobeHHOCMU: NOIOCMb 304 Y8eludeHd, KOpHegble KAHALbl PACUUPEHbl, OmMedaemcs
eunonnasus yemenma 3yoa. Pannsas nomeps 3y606 conpogoxicoaemcs CHUMCEHUeM 8blCOMblL ANbBEOIAPHO

Kocmu (0cobenno HudicHell yentocmu). Ilocmosinuvie 3y0b1 4acmo npope3vl8amcs ¢ cunonjazuett smanu [36,

40].

Taoauua 3. fupdepennnansuas quaraoctuka ['OD

. DochoneHUYecKU
KanbuuneHuyeckuii
paxut/ocTeoMassiust
paxut/ocTeoMassinus .
accoUMMPOBAHO C He3aBepieHHbI

ACCOIMMPOBAHO C N
3abosieBaniue I'unogocparazus ( 1uHp u30bITKOM DPD23 (HecoBepiueHHbIiT)
AepuUUTOM WIH

Ioxa3zaTenb WJIH ePBUYHBIM ocTeoreHes
PE3HCTEHTHOCTBIO K
HapylIeHHeM

BUTAMHMHY D HATDM
puii-gocopHoOro




TpaHCHOpTepa B
MOYKaX
Ienounas l 1 1
Hopma
¢docdaraza B kpoBu
IMupunokcans-5- i - -
Hopma
¢ocdar B kpoBH
®dochorraHomaMuH 1 - -
Hopma
B MO4e
|/HOpMa /1 wmm HOpMa
Kanpmuit / @ochop 1 I HOpMa Hopma
|/HOpMa
[Tapatropmon | nnu HopMma i l Hopma
Buramun D Hopma l 1 uiaM HopMa Hopma

3. JqueHne, BRKJIIOYasi MCANKAMECHTO3HYI0O H HEMEINKAMEHTO3HYIO TEpPpaIruu,
AUETOTEPAIINIO, 066360.]'II/IB3HH€, MECAUIMNHCKHUEC ITIOKA3aHUA U IIPOTUBOIIOKA3AHUSA K

NPUMEHCHHUIO METOA0B JICYCHUSA

3.1 KoncepBaTuBHOe JieueHHE

3.1.1 Ilamozenemuueckas mepanus
. PexoMeH10BAaHO ITallMEHTaM C IOATBEPKIACHHBIM AuarHo3oM ['@® npu HaIWYUM CKEJNETHBIX
NPOSIBIICHUH M J1e0I0TOM B TepUHATAIbHBIN TEPHOJ W B JIETCKOM BO3pacTe MpOBEIECHUE (EpMEHTHOM
3aMECTUTENBHON Tepamuu acdorazoi anbda c jeueOHOM 1enplo. PexomMeHaoBaHHas cxeMa MPUMEHEHUS
acdora3zbl anbpa — 2 MI/KT Macchl Tela MOAKOXKHO 3 paza/Hen, MuOo 1 MI/KT Macchl Telaa MOJKOXHO 6
pa3/Hen. O6beM BBOAUMOrO 3a | MHBEKLHUIO JIEKAPCTBEHHOT'O MIpernapara He A0JDKeH npeBbimarh 1 mi. [lpu
HE0OXOAMMOCTH BBECHUS OOJIBIIETO 0OBhEMa JIeTIal0T HECKOJIbKO MHBEKIIH B pa3Hbie mecTa [10, 20; 36, 37].
YpoBeHb yoenuTeabHOCTH pekoMeHaauuii — C, ypoBeHb J0CTOBEPHOCTH /I0KA3aTeIbCTB - 4
KommeHnTapuii: na cecoonswinuil O0enb eOUHCMBEHHLIM NAMo2eHemudeckum memooom neuenus [ DD
A67151eMcsl ONUMENbHAS (hepMeHMHAS 3aMeCmMUmenbHdas mepanus 1eKapCmeeHHbIM NPenapamom acghomasotu
anvepa, komopas npeocmasisem coooll uenoseueckull peKOMOUHAHMHbIU MKAHeHeCneyupuuecKull XumMepHuwlil
Fc-oexa-acnapmamnmviii enukonpomeun wjenounot ghocchamasvl. ¥V nayuenmos na ¢pone nevenus acpomasoi
anvgha ommeuena NOLOHCUMENbHASA KIUHUKO-PEHM2EHONI02UYECKas OUHAMUKA, VIYYULULACH BbIHCUBAEMOCTTD,
y Oemeil 6 6ospacme om 2,5 00 7 Jem o0mMeuanacb HNONONCUMENbHAS OUHAMUKA COCMOSHUSL
cmomamonocuieckozo cmamyca [35].
Knunuueckasn sghgpexmuenocms u 6ezonacHocms acghomasvl anvgha npooemMOHCMPUPOBAHA 8 OMKPLIMbIX
HEepaHOOMUZUPOBAHHBIX UCCIe008aAHUAX € yuacmuem 69 nayueHmos (8 0CHOBHOM ¢ 0emcKOLl U UHBAHMUTbHOU
Gpopmamu I'@PD). V nayuenmos na ¢one neuenus acghomasoi anvgha ommeueHa NONOHCUMENbHA
DPEHM2eHON02UYeCKas OUHAMUKA HA NPOMANCEHUU Nepablx 6 Mec mepanuu,

Ilo Oannbim 0OnyOIUKOBAHHBIX UCCIEO0BAHUL 2EHEPANU308AHHbIE pDeaKyuu (KpanusHuyd, Omex,

cunepecmesus, cunepmepmus, 03H06, LZHCZ¢UJZCZKWIU1£€CKG}Z peaxuuﬂ) Ha 86edeHuUe npenapama ecmpedaiucs 6



eOUHUYHBIX HabmodeHusx. Heocenamenvhvie a6ieHus, KAK 8 paMKAX KIUHUYECKUX UCCIe008aHUL, MAK U 8
PeanvHou KIUHUYECKOU Npakmuke, npeumMyujeCmeeHHo npeoCcmagieHbl peakyusimu 6 Mecme UHbEeKYUU:
Haubonee yacmo Habarwoaemces pazgumue spumemsl (om 22 0o 100% crnyuaes), na smopom mecme — 60b
(om 9 00 93%), na mpemvem - popmuposarnue nunooucmpoguii (om 1 0o 90%); kpome 3moeo, 6 omoenbHbIX
uccnedosanusax ovinu 3aguxcuposanvt 3y0 (om 7 0o 38%) u ynromuenue (om 8 oo 16%) [Whyte MP et al..
Enzyme-replacement therapy in life-threatening hypophosphatasia. N Engl J Med. 2012 Mar 8;366(10):904-
13. doi: 10.1056/NEJMoal106173

Whyte MPet al. Asfotase alfa therapy for children with hypophosphatasia. JCI Insight. 2016 Jun
16,1(9):€85971. doi: 10.1172/jci.insight. 85971

Kishnani PS et al. Five-year efficacy and safety of asfotase alfa therapy for adults and adolescents with
hypophosphatasia. Bone. 2019 Apr;121:149-162. doi: 10.1016/j.bone.2018.12.011

Hofmann CEet al. Efficacy and Safety of Asfotase Alfa in Infants and Young Children With Hypophosphatasia:
A Phase 2 Open-Label Study. J Clin Endocrinol Metab. 2019 Jul 1;104(7):2735-2747. doi: 10.1210/jc.2018§-
02335

Genest F et al. Physical Function and Health-Related Quality of Life in Adults Treated With Asfotase Alfa for
Pediatric-Onset Hypophosphatasia. JBMR Plus. 2020 Aug 4;4(9):e10395. doi: 10.1002/jbm4.10395
Seefried Let al. Pharmacodynamics of asfotase alfa in adults with pediatric-onset hypophosphatasia. Bone.
2021 Jan;142:115664. doi: 10.1016/j.bone.2020.115664

Sugiyama Yet al. Japanese single-center experience of the efficacy and safety of asfotase alfa in pediatric-
onset hypophosphatasia. Orphanet J Rare Dis. 2022 Feb 23;17(1):78. doi: 10.1186/5s13023-022-02230-y
Seefried Let al. Effects of asfotase alfa in adults with pediatric-onset hypophosphatasia over 24 months of
treatment. Bone. 2023 Oct;175:116856. doi: 10.1016/j.bone.2023.116856].

Bonvwuncmeso peaxyuii co cmoponsl mecma uHveKyuu - jecKue camooepanuiuearowuecs u He npueooam K
ommene mepanuu [Pamazanosa K.M., Kanunuenxko H.IO., Bumeockas A.B. Heocenamenvuvie sgnenus npu
OUMeNbHOM NPUMeHeHuU acgomasvl arbgha y nayuenmos ¢ eunogocgamasuetl. Bonpocvl npakmuyeckotl
neduampuu. 2025. T. 20. Ne 2. C. 91-98. DOI: 10.20953/1817-7646-2025-2-91-98] (IIpunosicenue A3.4).

° PexomengoBano mnamueHTaM ¢ TsokenbM TeueHueM [ DD cenmekTuBHO, TP HEOOXOAMMOCTH,
YBEJIMYUBATh 7103y #acoTtassl anbda 3 MI/Kr, HOJKOXKHO 3 pa3a/Hell ¢ LEIbI0 JOCTH)KEHUS HaWIydllero
apdexra or nmpoBoaumoi Tepanuu [Dahir KM, Dunbar NS. Medical Management of Hypophosphatasia:
Review of Data on Asfotase Alfa. Curr Osteoporos Rep. 2025 Mar 18;23(1):14. doi: 10.1007/s11914-025-
00906-5. PMID: 40100438; PMCID: PMC11920343].

YpoBens yoeauteabHocTH pekoMenaanuii — C, ypoBeHb JOCTOBEPHOCTH J0KA3aTeIbCTB - 4

3.1.2 Cumnmomamuueckan mepanus

. PexomengoBano nanueHTam ¢ ['®D Ha3HaueHUE CTaHIAPTHHIX MPOPHUIAKTUUECKUX 103 MIPETapaToB
rpynnsl BUTaMuH D U ero aHanoros, mpu 3TOM MPeI0oCTepedb MalUEeHTOB OT H30BITOYHOTO MOTPEOICHHUS, TaK
KaK M30BITOK MOKET BBI3BaTh WJIM YCYTyOUTh THIEPKAIBIUEMHUIO, TUIIEPKANBIIMYPHIO U HE()POKAIBIINHO3

[Seefried L, Genest F, Hofmann C, Brandi ML, Rush E. Diagnosis and Treatment of Hypophosphatasia. Calcif



Tissue Int. 2025 Mar 6;116(1):46. doi: 10.1007/s00223-025-01356-y. PMID: 40047955; PMCID:
PMC11885340].

YpoBeHs yoenuteabHocTH pexoMeHaanuii — C, ypoBeHb JOCTOBEPHOCTH J0KA3aTeJIbCTB — 5
KommeHnTapuu: npogunaxmuueckue 0036l COOMBEMCMBEYIOM PeKOMEHOOBAHHBIM 05l 00Wetl NONYIAYUU KAK
y Oemetl, mak u 'y e3pociavix ¢ I OD.

Taxorce npenapamel 2pynnel eumamut D u e2o anano2u mo2ym HaA3HAYAMbCsL 8 CLYYASX NOOMEEPAHCOCHUSL €20
oehuyuma npu pezynsipnom konmpoie ypoeus 25-OH eumamuna /] 8 Kposu.

. PexomengoBano B Hauaine JjeueHusi acorazoil anbda NpUMEHEHUE MpenapaTroB KalbLUg s
KOPPEKLIUY TMIIOKaIbIueMun nauuentam ¢ '@d, y koropbix oHa Habmoaaercs [20].

YpoBenb yoeauTeabHOCTH pekoMeHnaanuii — C, ypoBeHb I0CTOBEPHOCTH 10KA3aTeJILCTB — 5
KommenTapmii: cunokanvyuemus mooxcem nabarooamscsi 6 Hauyale mepanuu acgomaszol anvpa u
00YyC06/1€Ha AKMUBHBIM nepemeeHueM Kaabyus 8 KOCmu.

. He pexomenmoBano manueHtaM ¢ ['®® HazHaueHHWe mpemapaToB W3 rpynmsl ouchochoHaToB BO
n30exanue ycyryOneHus ruroMuHepanu3anuu koctei [20].

YpoBenb yoeaurebHOCTH pekoMeHaanuii — C, ypOBeHb J0CTOBEPHOCTH 10KA3aTeJbCTB - 5
KommenTapuii: npenapamuvl u3 epynnet  ducoconamos a61a0mcs  CUHMEMUYECKUMU  AHAI02AMU
HeopeaHuyeckoeo nupogocghama, KOmopwvill U Max HAXOOUMCsL 8 U3ObIMOYHOM COCHOSHUU.

Oounaxo npu couemaHnuu npozpeccupyroue2o NOCMMEHONAY3AIbHO20 0CMeonopo3a u cunogocgamasuu Ha
3amecmumenvHou mepanuu acgomazol anvgha, paziuuHvie BAPUAHMbBL  JIeYeHUS. CONYCMBYIUe20

0CMeonopo3a 603MONCHbIE M. 4. MEPUNAPAMUO, POMOCO3YMAD — CO2NIACHO 0eUCMBYIOWUM PEKOMEHOAYUSIM.

o PexomenaoBano mnpu cygoporax namueHtam ¢ ['®® Ha3HayaTh BHYTPUBEHHO HIUPUIOKCUH
(nayanpHag no3a 100 mr ¢ nocaenyroumm BeeneHueM 10-30 mr/kr/cyT B 3 npuema) ¢ 1eNbl0 KYITHPOBAHUS
JlaHHOTO cocTosiHus [41,42,43,44,45].

YpoBeHsb yoenuTeabHoCTH pekoMenaanuii — C, ypoBeHb J0CTOBEPHOCTH JOKA3aTeJIbCTB — S
Kommenrtapuu: y nayuenmog ¢ I'@D odepocihopuruposanue nupuookcanrv-5-pocchama, memaboruma
sumamuna B6, 6 nupudokcanv uneubupyemcs uz-3a cuudicenus axkmusnocmu THII®D. [lockonvky
NUPUOOKCANL MOdNCen NpoXooums uepe3 KIemouHvle MeMOpawsl, a Nupuookcaivb-3S-¢hocgham - Hem,
YeHmpanbHas HepeHas cucmema ucnvimolgaem oeuyum sumamuna B6, umo evizvieaem cyoopoeu. To ecmo,
cyoopoeu npu I'©D obvruno asnaromesn sumamun B6-3asucumvivu u nevamces #nupudoxcunom **,

Oounaxo Hekomopbvie nayueHmvl peazupyrom Ha Hnupuooxcun™* monvko epemenno unu e peazupyrom. B
MAaKou CUumyayuy moxcem nompeoo8amvcs HA3HAUEHUe NPOMUEOINUIENMUYECKUX Npenapamos. B amom
cnyuae makaice ciedyem yuumoléams 803MONCHOCIb pazeumus dnyegaronamuu. B nacmoswee epems nem
OAHHBIX O MOM, MOJCHO U NpeKpamums npuem Hnupuookcuna™* nocre nauana samecmumenbHOU
¢epmenmnoti mepanuu [20].

. PexomennoBano mnauueHtam ¢ I'OD mpu Hamuuuu OGOJEBOrO CHHIpPOMAa KypPCOBOE Ha3HAaueHUE
HECTEPOUIHBIX TPOTUBOBOCIIATIUTENbHBIX U IPOTUBOPEBMATHUECKUX MpemnapartoB [18, 29, 46].

YpoBeHs yoenuteapHocTH pekoMeHaanuii — C, ypoBeHb JOCTOBEPHOCTH J0KA3aTeJIbCTB — 5



Takowce no cumnmomamuyeckoii u conymcmaeytouwieit mepanuu cm. Ilpunoscenue A3.5

3.2 Xupypruueckoe JjieHeHue

o PexomengoBano namuentaM ¢ 'O u BbIpa)KEHHBIMU CKEJIETHBIMH AeQOpMalisIMi ONEepaTUBHOE
JedyeHue B OPTONEIUYECKHX IEHTpax MpU HAIWYUKM [OKa3aHUU JUISI UX KOPPEKIUH U OTCYTCTBUU
npoTtuBoriokazanui [20].

YpoBeHb yoenuTeabHOCTH pekoMeHauuii — C, ypoBeHb J0CTOBEPHOCTH /I0KA3aTeIbCTB - 5
KommeHnTapuii: moowcem nompebosamvcs onepamugnoe JnedyeHue ¢ NpuUMeHeHueM KOHCMPYKYull OJisl
ocmeocunmesa npU HAIUYUU y NAYUeHma nepeiromos, ncesOONePeloMo8 Uil Pa3eUumusl JIOHCHbIX CYCMAaBo8
ecreocmeue  3aMeO0NeHHOU/HAPYUEHHOU — KOHCOIUOAyUYU  KOCMHuIX — omaomkos.  Ilpu  pazeumuu
KPAHUOCUHOCIO3A NAYUEHMbL MO2YN HYHCOAMbCsL 8 Heupoxupypauueckux onepayusax [28, 52].

. Pexomennyercst Bcem nanuentam ¢ @D npu Hanumuuu yMepeHHBIX aedopMannii TO3BOHOYHHUKA U
KOHEYHOCTEH OpTE3UPOBAHME JJIS MOAJCPKAHUS TIPABMIIBHOW OCAaHKW M aMIUTUTY/Ibl IBIKCHUH B CyCTaBax
[Seefried L, Genest F, Hofmann C, Brandi ML, Rush E. Diagnosis and Treatment of Hypophosphatasia. Calcif
Tissue Int. 2025 Mar 6;116(1):46. doi: 10.1007/s00223-025-01356-y].

YpoBensb yoeaureabHOCTH pekoMeHaanuii — C, ypOBeHb J0CTOBEPHOCTH 10KA3aTeJbCTB — 5
KomMmeHnTapmii: cnekmp docmynnulx ycmpoucme/MeOuyunckux uzoenutl 0isi Opme3upo8aHuss 8apoupyemcs
Om MpOCMbIX cmeneKk 00 CIONHCHLIX CMAOUTUUPYIOWUX ULU DYHKYUOHATbHBIX OPME308 U  CILONCHOLL
MeXHU4ecKou Nno00epl’CKU. B HeKomopwvix cayuasx MOMNCHO UCNONb308aMb 20MO8ble Opme3vl, HO, 8
bonbuuHcmee cyyaes, UHOUBUOYATIbHbIE Opme3bl OVOYm IYUUUM 6APUAHMOM.

. Pexomennyercs netsim ¢ I'OD u nepopmanvsiMu HUKHUX KOHEYHOCTEHN C OTKPBITHIMU 30HAMH pOCTa
B KauecTBe MaJOWHBA3MBHOIO BMEIIATENbCTBA IOCJE TIIATEIBHOTO HAOMIONEHUS U CBOEBPEMEHHOTO
IUTAHUPOBAHMS MPUMEHEHHUE Olepalyil yImpaBisieMOro pocta (BpEMEHHOTo reMusnuu3nozes3a) ¢ LeNblo
KOppeKIuH AeGopMaliyl HUKHAX KOHEYHOCTEH M HOpMAM3alMi OMOMEXaHMYECKOW OCH KOHEYHOCTEH
[Seefried L, Genest F, Hofmann C, Brandi ML, Rush E. Diagnosis and Treatment of Hypophosphatasia. Calcif
Tissue Int. 2025 Mar 6;116(1):46. doi: 10.1007/s00223-025-01356-y.].
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KommenTapuii: yciyea 6 oeticmsyroweit Homenknamype omcymcmaeyem.

° PexomennyroTcst BceM manueHTaM ¢ [OD u TsxkenbimMu  AeGopMalusiMud KOHEUHOCTEH Juis
s hexTHBHON KOppEeKINH AeopMaliii KOPPEKTUPYIOIINE OCTEOTOMHH (HampuMep: PeKOHCTPYKIHS KOCTH.
Koppurupyroias 1eTOpCHOHHO-BApU3UPYIOIIasi OCTEOTOMHs MPOKCUMAILHOTO KOHIIA OEPeHHON KOCTH,
PexoncTpykuus koctu. OcreoTomust KOCTH, PekoHCTpyKIus KOocTH. OCTEOTOMHUSI KOCTH € UCIOJIb30BAHUEM
KOMIBIOTEPHOTO MOJEIUPOBaHUS, PekoHCTpykiua Kocth. OCTeOTOMHS KOCTH C HCHOJIb30BAHUEM
KOMOMHHPYEMBIX MeTOJOB (uKcanuu, PekoHCTpykius KOCTH. OCTEOTOMHS KOCTH C HCHOJIb30BAaHUEM

OuozerpaaupyeMbIx MarepuaioB, PekoHcTpykuus koctH. Kopperupytomias octeoToMust npu aegopMmanuu



crom, PexoncTpykmus koctu. Kopperupyromas ocreoromus 6eapa, Pekoncrpyknus koctu. Kopperupyrorias
OCTEOTOMHSI TOJICHH M JIp.), BOBMOXKHO C HCIOJIh30BAHUEM MEIUIMHCKUX u3aenui (Hampumep: Cuctema
BHYTpPEHHEH OpTONEeANYECKON (PUKCAlUH, C TIOMOIIBIO TUTACTUH/BUHTOB, HEPACCACHIBAIOIIASICS, CTEPUIbHAS,
BUHT OpPTONEAWYECKUI HapaccachIBalOUIMiics, Tallka oOpTolequyeckas HepaccachlBarollacs, IUIaCTHHA
opTorenuyeckas HapaccachlBAlOIIAsACA) KOTOpPbIE JOJKHBI BBIMOJHATHCS BpayaMHU-TPABMAaTOJIOTaMH-
OpTOIE/IaMH, 3HAKOMBIMHU C MAaTO(PHU3MOIOTHEH U YHUKAIBHOHN (u3nonorueii KocTHOM TkaHu mpu ['OD c
[ENBbI0  KOppEeKIuU jaedopManui HUWKHHX KOHEYHOCTEH U HOpPMalu3allid OWOMEXaHWYECKOW OCH
koHeuHnocteit [Seefried L, Genest F, Hofmann C, Brandi ML, Rush E. Diagnosis and Treatment of
Hypophosphatasia. Calcif Tissue Int. 2025 Mar 6;116(1):46. doi: 10.1007/s00223-025-01356-y.].
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. Pexomennyerca Bcem mnamventam ¢ ['dD u nepemomamu, INCEBIONEPEIOMAMH, CTPECCOBBIMHU
nepenoMamu, nehopManusIMi HIDKHUX KOHEYHOCTEH U CKOJIMO30M MHIUBUAYAThHBIA IMOAXOM K JICYCHUIO, &
TaKk)K€ MOHHTOPHHTY M KOPPEKIUH Jedopmanmii ¢ yd9acTHEM CHEIHAIMCTOB, HMECIOIINUX OIBIT paboOThI C
MeTaboIMYECKOi KOCTHOM MaTOMIOTHEH C 1eIbI0 HOpMaIu3alu OanaHca TyJIOBUINA U OMOMEXaHUYECKO 0cH
koHeuHocTei [Céardenas-Aguilera JG, Gonzalez-Lopez V, Zarante-Bahamon AM, Prieto-Rivera JC, Baquero-
Rodriguez R, Chacon-Acevedo KR, Meza-Martinez Al, Serrano-Gayubo AK, Medina-Orjuela A, Caceres-
Mosquera JA, Guerrero-Tinoco GA, Garcia-Rueda MF, Guarnizo-Zuccardi P, Herrera-Ortiz G, Rojas-Barrera
C, Carrascal-Guzman MI, Reina-Avila MF, Arguinzoniz-Valenzuela SL, Belmont-Martinez L, Del-Pino M,
Viterbo GL, Seijo M, Calzada-Hernandez J, Guerra-Hernandez NE, Brunetto OH. Diagnosis, treatment, and
follow-up of patients with hypophosphatasia. Endocrine. 2025 Feb;87(2):400-419. doi: 10.1007/s12020-024-
04054-1].
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o Pekomenayercss AeTaM ¢ TOKEIOW  PECTPUKTUBHOM  JIBIXaTENbHONM  HEIOCTATOYHOCTHIO
PEKOHCTPYKTHBHAS OlepaTHBHAs KOppeKuus AedopMaluu TpyAHON CTeHKH (TUIaCTUKY TPYAHOM KJIETKH, B
TOM YHCIIe C TPUMEHEHHEM MOTPYKHBIX (PUKCATOPOB HampuMep: PEKOHCTPYKTUBHO-TUTACTUYECKUE ONIEPALIUN
Ha TPYAHOUW CTeHKe W juadparmMe, PEeKOHCTPYKTHBHO-IIACTHUYECKHE OMNEpAMd Ha TPYJAHOH CTEHKE |
nuadparMe Mpu BPOXKACHHBIX aHOMANUSAX (IOPOKM pa3BUTHS) I'PYAHOM KJIETKH) Ha (OHE MPOBOAMMOMN
(bepMEeHTHOI 3aMeCTUTENHLHON Tepanuu C IENbI0 YBEIMUEHUS! MPOCTPAHCTBA ISl JIETKUX U HOpMalHU3aI|H
JbIxarenbHoro oowvema [Jiao Q, Ma G, Ni Q. Comprehensive treatment approaches for skeletal deformities in
hypophosphatasia: a case study of ALPL gene variants. Front Pediatr. 2025 Jul 9;13:1562878. doi:
10.3389/fped.2025.1562878].
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3.2 HHoe neyenue

3.2.1. Pecnupamopnas noooepiicka

. PexomeHn10BaHO TpOBENEHUE PECHHPATOPHOM MOANEPKKH (YCIYyTM — CM. B KOMMEHTapHuH) IpU
Tsokenoi Gopme 'OD ¢ ApIXxaTenbHOM HEJOCTATOYHOCTHIO B 3aBUCHUMOCTH OT KIMHUYECKOW CHUTyalluu

COTJIACHO COOTBETCTBYIOIIMM PEKOMEHAAIMAM B CBSI3U C MOBBIIICHHBIM PUCKOM TUIIOIIJIA3UU JETKuX [28,60].
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KomMmeHTapum: mozym nompebosamuvcs: OKCUeeHOMEPAanus, HeUHBA3UBHASL UCKYCCIMEEHHAS GeHMUNAYUSL
neekux, CPAP - nocmosnHoe nonodicumenvhoe O0agieHue 8 ovixamenvHblx nymsx, BiPAP — osyxgasnoe
HOCMOSIHHOE NOJIONCUMENIbHOE 0aBlleHUe 8 ObIXAMENbHbIX NYMAX, UHMYOayus U UCKYCCMEEHHAS 6eHMUNAYUS
JIe2KUX/BbICOKOUACMOMHAS UCKYCCMBEHHAS BeHMUNIAYUS N1e2KUX, PACCMOMPEHO NPO8edeHUe UHLATAYUOHHOU U
JIeKapCmeeHHOU mepanuu no no8ooy N1e20YHOU SUNEPMeH3UU, Hanpumep: UHANIAMOPHOe 88edeHUe OKCUOd
azoma, IKCMpaxKopnoparbHas MemMopaHuas OKCU2eHayusl, NOCMAaHo8Ka 8pemMeHHOl mpaxeocmomul u op. [28]

— 6 coomeemcmeuu ¢ KiuHu4eCKumu peKOMeHOauuﬂmu no 1e20YHolU cunepmen3uu 'y Ooemell.

3.2.2. Cmomamonozuueckoe jevenue

. [Tpu BBISIBIEHUN CUCTEMHOM TMIOIJIA3UX SMAJIH MMOCTOSHHBIX 3y0OOB Y MAallMEHTOB JIETCKOTO BO3pacTta
¢ '®® pexomeHI0BaHO NPOBEACHUE PECTaBPALMOHHBIX TEXHOJOIHM, B TOM 4HCJIE MOKPHITHE 3YOOB
CTaHJapTHBIMU KOPOHKAaMHU C IIeJIbI0 COXpaHEHHS TBEPbIX TKaHel 3y0oB [35,40].
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. PekoMeH0BaHO TpOBEEHUE TMPOTE3UPOBAHMS 3yOOB M 3yOHBIX PSAIOB (TPOTE3UpOBaHHE 3yOOB
MOJIHBIMA ~ ChEMHBIMU  IUIACTUHOYHBIMH ~ TPOTE3aMH, MPOTE3UPOBAHUE YACTUYHBIMH  CHEMHBIMHU
MJIACTUHOYHBIMU TIPOTE3aMH, MPOTE3UPOBAHUE CHEMHBIMU OIOTE€IIBHBIMU MPOTE3aMHU, BHYTPUKOCTHAs
JEHTallbHAs UMILIAHTAIMs ) TpU ToTepe 3y0oB y nanueHToB ¢ 'O ¢ nenbo npoduIakTHKU 3y004eT0CTHRIX
aHOMAJMi ¥ BOCCTaHOBIIEHUS skeBaTenbHOM (pyHkuuu [35,40,53, 54].
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. PekoMennoBaHo ocymiecTBieHue oOydeHus mnanueHToB ¢ ['OD rurmeHe pra W peanusaluu
WHIUBUIYATbHBIX TPOPHIAKTHYECKUX MEPONPUATUA C TENbI0 TPO(YHUIAKTHKA CTOMATOJIOTHYECKUX
3a00yieBaHUN TIO peKoMeHJanusM Bpada ctomarosora [35,40, AnekceeBa U. A., Kucenbnuxona JI. II.,
Anmakua O. U., lanunosa U. I'., T'erte . ®., Cokonona K. B., bernas XK. E., Kanruauenko H. FO. Onenka
COCTOSIHMSI TKaHel 3y0OB W MapOJOHTa MO KIMHUYECKUM IapaMeTrpaM M JIa0OpaTOPHBIM TOKA3aTesM
b ochopHO-KATBIIMEBOTO OOMEHA B CMEIIAHHOW CITIOHE Y TIAIMEHTOB JETCKOTO Bo3pacTa ¢ runodocdarazueit

// Tlpobnemsr ctomatonoruu. 2025. Ne. 3. C. 160-169. DOI: https://doi.org/10.18481/2077-7566-2025-21-3-

160-16935.40, AnexceeBa WU.A., KucensnukoBa JLII., OctpoBckas WN.I'. Knunuko-nmaboparopHas oleHKa

3 PEKTUBHOCTH BKJIIOYCHHUS TMPOOMOTHUECKOTO0 KOMIUIeKca, cojaepxkamiero S. salivarius MI18, B
PO UIAKTUKY CTOMATOJIOTHYECKUX 3a00JIeBaHM y eTel ¢ HapyleHrueM (HochopHO-KaIbIIMeBOro OOMeHa.
— Knmnnyeckas cromatonorus. — 2025; 28 (4): 6—12. DOI: 10.37988/1811-153X 2025 4 6].
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https://doi.org/10.18481/2077-7566-2025-21-3-160-16935,40
https://doi.org/10.18481/2077-7566-2025-21-3-160-16935,40

° PexomengoBaHO MilaficHIaM M JIETSIM MJIQJIIIETO BO3pacTa € TSKEIbIMU OposBicHUsIMU ['OD u
MOCTOSTHHOM TOIITHOTOM M PBOTOM MPOBEICHUE HYTPUTHUBHOM MOIEPKKHU (HAIPUMED, CHITMHTOBBIM METOJIOM
(mepopanbHbIN MpUEM KUJIKMX TUTATEIbHBIX CMEcel uepe3 TpyOOUKy WM MEJIIKMMH III0TKaMU HEeOOIbIIUMU
MOPLMSMU) WUJTH, NIPY HAJIMYUU MOKa3aHUM, 30HAOBBIM BBEJICHUEM (BBEJIEHHE TOTOBOM CMECH SHTEPAIbHOTO
NUTaHWS TIOCPEICTBOM 30HJA HA30TacTPAJbHOTO MUTAHUS/30HAA Ha30dHTepaiabHOro (YcTaHOBKa
HA30TacTPAJIbHOTO 30H[a, Y CTAaHOBKA HA30MHTECTHMHAJIILHOTO 30H[a) WU racTpajibHOW/CIOHATbHOW CTOMBI
(YcranoBka 30HAa B Kemylnok (ractpaibHoi ctoMbl) (I"actpoctomus/I'acTpocTomMusi ¢ HCIOJIb30BAHUEM
BUJICOOHJOCKOMTMYECKUX TEXHOJOTUH, EIOHOCTOMHS)) C 1eIbl0 MPOQPIIAKTHKU/KOPPEKIUU nedunura
MUTATEILHBIX BEIIECTB U OOeCIeueHus aiekBaTHOTO pocTa u pa3Butus [Seefried L, Genest F, Hofmann C,
Brandi ML, Rush E. Diagnosis and Treatment of Hypophosphatasia. Calcif Tissue Int. 2025 Mar 6;116(1):46.
doi: 10.1007/s00223-025-01356-y. PMID: 40047955; PMCID: PMC11885340].
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KomMmeHTapum: yuumsigas yepo3y HapywieHus unmezpayuu Kaivyus u gocama 6 Kocmu ¢ puckom
NOBbIUEHUS UX YPOBHS 8 KPOBOOOPAWEHUY U IKIMONUYECKOU Kantbyuurkayuu, ocobeHHo y miadenyes u oes
3®@T, credyem pezynapHo KOHMPOIUPOBAMb MUHEPATbHBIU 00MeH, ocobenno sumamun D, ITTI, kanbyuti u

gocghop, umodwvL npedomspamums cunepghochamemuio u euneprarvyuemuro (cm. pazoen 2.3).

o PexoMEeHI0BaHO B3pOCIBIM MAIlMCHTAaM H JETSIM C HETsHKENbIMA (OopMaMH IPH OTCYTCTBHHU
OCJIOXKHEHUH, 3aTPyAHSAIONIMX PUEM MUIIH - JHETa ¢ MPEUMYIECTBEHHBIM COaTaHCHPOBAHHBIM TTOIX0/IOM,
u30eraromiero Kak n30bITKa, Tak U HenocTtaTka ¢pochaToB B palMoOHE C IENbI0 00eCeueHHs] Hy TPUTHBHBIX
notpebHocteil [Seefried L, Genest F, Hofmann C, Brandi ML, Rush E. Diagnosis and Treatment of
Hypophosphatasia. Calcif Tissue Int. 2025 Mar 6;116(1):46. doi: 10.1007/s00223-025-01356-y. PMID:
40047955; PMCID: PMC11885340, Dahir KM, Dunbar NS. Medical Management of Hypophosphatasia:
Review of Data on Asfotase Alfa. Curr Osteoporos Rep. 2025 Mar 18;23(1):14. doi: 10.1007/s11914-025-
00906-5. PMID: 40100438; PMCID: PMC11920343].
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4. MeauuMHCKAasi peadMIMTALIUA U CAHATOPHO-KYPOPTHOE JieYeHne, MeTUIIHHCKHE
NMOKA3aHNsI U IPOTUBONOKA3aHUS K MPUMEHEHHUIO METO/I0B peaduIuTAIllUl, B TOM
4yKcJie OCHOBAHHBIX HA UCNOJIb30BAHUYU NPUPOIHBIX Jie4eOHbIX (pakTOPOB

. PexomengoBano mnamueHtam ¢ '@ nposeneHue ¢(uznoTepanuu U Jie4eOHON (U3KYIBTYpHI,
HaIpaBJIECHHBIX HAa HOPMAJIM3alMI0 MBIIMIEYHOTO TOHYCAa M YKPEIUICHHE MBIIMICEYHOTO KapKaca, C IeJIbI0
MUHUMU3AIUN PUCKA MTEPETOMOB U TIOBHIIICHUS (PU3NIECKOM aKTUBHOCTH MAIMEHTOB, YIYUIICHUS aJalTallliH
B 00IIIECTBE M MOBBIIIICHUS KaueCcTBa MX XKU3HHM [58, 59].

YpoBenb yoeaurebHOCTH pekoMeHaanuii — C, ypoBeHb I0CTOBEPHOCTH 10KA3aTeJbCTB - 5
KommenTapuii: Memoouku 0ondcHbl 8616Uupamvbcsi UHOUBUOYATLHO, CONACHO 803MONCHOCMAM NAYUEHMA,

KaK 603DACMHbIM, MAK U (QYHKYUOHANLHLIM. Takoce O0NHCHbI BbIOUPAMBCA NPOBOOUMbBLE MEPONPUAMUSL



MaxKum 00pazom 4moosl nayueHm/3aKoHHble NPeoCmasument COXpaHsIu NPUBEPIHCEHHOCTb K HUM.
Ynpaosicnenus 6 600e obecneuusarom ymepennoe conpomusieHue 8 Ycao8usax NOHUNCEHHOU epasumayui, 4mo
cnocobcmeyem YKpenieHuio Molidly, MUHUMUZUPYS OOJIb U CHUNCASL PUCK NEPETIOMOS.

Cnedyem uzbecamv KOHMAKMHLIX 6U008 CNOPMA UMU OpPY2UX AKMUBHOCMEU C B03MONCHLIMU DUCKAMU
Mpasmamuzayuiu.

Ipvioicku u noockoxu crnedyem pekoMeHo008amv MOJbKO NO PEeuleHulo 8pava Ha OCHOBAHUU COCMOSHUSL
KOCMHOU MKAHU.

Bosmooicno npumenenue opmoneduueckux ycmpoucme 0 Koppekyuu oegopmayuii u KOCMHbIX HApYUuleHul
(no noxasanusm).

Peabunumayuonnvie Kypcol (maccaxc meouyuHckul, revyednas QusKyibmypa, nocycmasnas SUMHACMUKA,
n0308as KOPpeKyus, 2UOPOnpoyeoypsl, NCUXO0L020—NedazocuiecKas noMoub) JHcelamenrbHo nposooums 6
VC08UAX OHE8HO20 cmayuoxapa ¢ yacmomou 3-4 paza 6 200.

Meouyuncxuii (newebmuslil) maccaxc — 5mo Memoo JeyeHus U NPoPUIAKmuKu, npeocmasisiomuil cooou
COBOKYNHOCMb NPUEMOE 003UPOBAHHO20 MEXAHUYECKO20 8030€UCMBUsL HA PA3IUYHbIE YYACMKY NOBEPXHOCMU
mena nayueHma, NPou3eoouMble pykamu maccadxcucma. Maccasc ycunueaem oomenHvle NpoYeccvl 8 Kodice,
nosviuiaem muvluleunsvlii moHyc. Maccadic credyem HaAuuHamMv ¢ NO2NANCUBAHUS, Odllee Nepexooam K
PA3MUHaHuio Mvlwiy. B mecmax 3mauumenbHoeo cHUdCeHUs NIOMHOCMU KOCMel 8bINOJIHAemCcs 8UOPAYUSL.
Maccasc nposooumcsa Kypcamu edxceonesHo unu uepe3 oenv. Kypc neuenuss — om 10 0o 25 npoyedyp c
nepepvigamu om 10 oueti 0o 2 mecsyes.

Jleuebnasn uszkyremypa — 9mo cucmema NPUMeHeHUs CambiX PA3HOOOPA3HBIX CPeOCms QuU3KyIbmypsl 8
yenax npogunraxmuxu, reyerus u peaourumayuu. OHa OOJHCHA BKIIOYAND KAK eHCeOHEBHYI0 2USUEHUYECKYIO
eUMHACMUKY (3apAoKy), max u Jaeveonyio eumuacmuxy. Cocmagnsirom uHOUSUOYANbHYIO NPOSPAMMY
VAPAdCHEHUL, KOMOpble MAK#ce 8blNOAHAIOMCs Kypcamu [56].

Obs3amenvho 8KIIOYEHUE 8 KOMNIEKCHYIO NPOSPAMMY pedadunumayuu pabomy ¢ MeoOuyuHCKUM NCUXO0N020M
KaK camum nayuenmam, max u uieHam ux cemeu. Ilockonvky saboneeanue Hocum npocpeccupyioujuti
xapaxkmep, HeoOX00UMO NOMOYb NAYUEHMY «NPUHAMDbY OUASHO3, A0ANmMuposams €20 K JHCU3HU, O0amb
B03MONCHOCb MAKCUMAILHO Peaniu308amsb €20 CHOCOOHOCMU K 00YYEHUIO U CAMOCMOAMENbHOU HCUSHU 8
oanvHeluieM. Beudy uacmoii couemannou He8poIo2UecKol Namoaocuu, makxice Heooxooumo npoeeoeHue
3auAmMull ¢ MeOUYUHCKUM HNCUXOJI020M C UYelblo KOPPEKYUU BO3MONCHO20 KOSHUMUBHO20 Oeduyuma y
nayuenmos. Taxoice 8aXHCHO GKIIOUEHUEe 3aAHAMUL C 1020Ne00M OISl NPEOYNPeNCOeHUs U KOPPEKYUU Peuesblx
Hapywenutl. Cucmema KOPPeKYUOHHO-1020Ne0Udeckol pabomvl ¢ OembMu npedycmampugaem pauHee
HA4auo OHMO2EHeMU4ecKy nocie008amenbH020 J1020Ne0UYecKo20 B030elicmeus, Onupaoue2ocs Ha
coxpauHvlie QyHKyuu. B ocHose KOppeKyuoHHbIX Meponpusmull  1edcum NPUHYUn O8USAMenbHO-
KuHecmemuyeckou cmumynsyuu [57].

° Pexomennyercs Bcem mnarnueHTam ¢ ['O@D HE3aBUCHMO OT BO3pacTa, TSHKECTH 3a00JIEBaHHS U
MoKa3aHui K (EepMEHTHON 3aMECTUTEIHLHON Tepanuu ¢uznueckas peaduiuTamus u JedeOHnast pu3kyapTypa
MOJT PYKOBOJICTBOM CIICIIHAJTUCTa, B COYCTAHWM C YNPAKHCHUSIMH Ha JIOMY, KOTOpBIC JOJDKHBI OBITh

WHIMBUIYAJIbHO aJalTHPOBaHbI 0 ypoBHIO nepeHocumMoctu [Seefried L, Genest F, Hofmann C, Brandi ML,



Rush E. Diagnosis and Treatment of Hypophosphatasia. Calcif Tissue Int. 2025 Mar 6;116(1):46. doi:
10.1007/s00223-025-01356-y].
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. Pexomennyercs Bcem mnamueHtaM ¢ ['dD ¢usmyeckas akTUBHOCTh JIETKOM W YMEPEHHOM
WHTEHCUBHOCTH TOJI HAaOJIIOJJCHUEM M PYKOBOJCTBOM CHelMaincTa 1o (usnyeckoi peabunmranmu (Bpau
Gu3nUecKoil U peadWIUTAIIMOHHON MeAMIMHB/Bpad 1mo MeauIMHCKOW peaOuauTalud W JIp., UMEIOIIHNe
cootBeTcTByrONIME 3HaHUs ) [Cardenas-Aguilera JG, Gonzalez-Lopez V, Zarante-Bahamon AM, Prieto-Rivera
JC, Baquero-Rodriguez R, Chacén-Acevedo KR, Meza-Martinez Al, Serrano-Gayubo AK, Medina-Orjuela
A, Céaceres-Mosquera JA, Guerrero-Tinoco GA, Garcia-Rueda MF, Guarnizo-Zuccardi P, Herrera-Ortiz G,
Rojas-Barrera C, Carrascal-Guzman MI, Reina-Avila MF, Arguinzoniz-Valenzuela SL, Belmont-Martinez L,
Del-Pino M, Viterbo GL, Seijo M, Calzada-Hernandez J, Guerra-Hernandez NE, Brunetto OH. Diagnosis,
treatment, and follow-up of patients with hypophosphatasia. Endocrine. 2025 Feb;87(2):400-419. doi:
10.1007/s12020-024-04054-1].
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o Pexomennyercst Bcem manueHTam ¢ ['®®D ¢usudeckas peaOuimrtaius ¢ y4eToM BO3pacra, Beca U
(YHKIIMOHAJIBHBIX BO3MOXKHOCTEH ISl YKPEIUIGHUs KOCTHO-MbIe4yHoi cuctembl [Cardenas-Aguilera JG,
Gonzalez-Lopez V, Zarante-Bahamén AM, Prieto-Rivera JC, Baquero-Rodriguez R, Chacon-Acevedo KR,
Meza-Martinez Al, Serrano-Gayubo AK, Medina-Orjuela A, Caceres-Mosquera JA, Guerrero-Tinoco GA,
Garcia-Rueda MF, Guarnizo-Zuccardi P, Herrera-Ortiz G, Rojas-Barrera C, Carrascal-Guzman MI, Reina-
Avila MF, Arguinzoniz-Valenzuela SL, Belmont-Martinez L, Del-Pino M, Viterbo GL, Seijo M, Calzada-
Hernandez J, Guerra-Herndndez NE, Brunetto OH. Diagnosis, treatment, and follow-up of patients with
hypophosphatasia. Endocrine. 2025 Feb;87(2):400-419. doi: 10.1007/s12020-024-04054-1].

YpoBeHs yoenuTeabHoCTH pekoMeHaanuii — C, ypoBeHb JO0CTOBEPHOCTH J0KA3aTEJIbCTB — S

5. IIpodpunakTka U AUCIAHCEPHOE HAOII0IeHNe, MeIUIIUHCKHAE TIOKA3AHUS U
NMPOTUBONOKA3AHUA K NIPUMEHEHUI0 METOA0B NPOPUIAKTUKH

5.1 lHpogdunaxmuka

. PexoMeH10BaHO OepeMEHHBIM JKEHIIMHAM YJIbTPa3ByKOBOE MCCIEOBAHUE IJIOJA C LENbI0 PaHHEH
nuarHocTuku ['OD, npuHATHS peleHns O JaTbHEHIIeH TaKTUKE BeJeHUsI OEPEeMEHHOCTH, pOAOpa3peIeHus,
paHHEro TepaneBTUYECKOr0 BMEIIaTeNbCTBa U yinyumeHus nporuosa [20, Kishnani PS, Rehder C, Ozono K,
Pérez-Lopez J, Del Angel G, Mowrey WR, Balasubramanian M, Hogler W, Rush ET. Revisiting the Genetics
of Hypophosphatasia. J Inherit Metab Dis. 2025 Nov;48(6):e70083. doi: 10.1002/;imd.70083. Erratum in: J
Inherit Metab Dis. 2025 Nov;48(6):€70113. doi: 10.1002/jimd.70113. PMID: 41047464; PMCID:
PMC12497681].

YpoBeHsb yoeauTeapHoCTH pekoMeHaanuii — C, ypoBeHb JOCTOBEPHOCTH J0KA3aTeJIbCTB — S



KommenTapmii: uccireoosanue nposooumcs 6 pamxkax cKpuHuHea 6epemeHHulX, npu HAIUYUU NOKA3AHUU —
yauje, KpamHOCMb UCCIEO08AHUS ONPEDeNAeMCsi UHOUBUOYANLHO.
Ilpu npogedenuu y1bmpazeyko8020 UCCLE008AHUSL Y OEPEMEHHBIX HCEHWUH B03MONCHO BblAGIEHUE CYUdes
I'OD manughecmupyrowux nepunamanvnoCo 2-co mpumecmpa bepemennocmu Ha Y3U mozym Ovimb
8bIABIEHbl XAPAKMEPHbIE NPUSHAKI:

O  U3BMEHeHUsi CO CMOpOHbl CKelemda (VKOpoueHue, UCHOHUeHUue pebdep, yKopoueHue, Oeghopmayuu

KOHeyHocmell),

O BHYMpUympoOHas 3a0epicKa pocma;

O CHUJICEeHUe 3X02eHHOCMU KOCmell,

O MASKUL «(MeMOPAHO3HDILY Yepen, OM4emiuso onpeoesemvlii cepn Mo32d,;

O  MHO20800Ue.
B nacmoswee epems 6 mupe npogooamcs uccie0o8anus 8 pamkax UHUYUAMUSE 8 o0acmu 0OuecmeenHo20
30pagoOXpaneHuss No UCNONb308AHUI0 2eHEMUYeCK020 CKPUHUH2A OJis BblA6leHUs WUPOKO20 CHeKmpa
3abonesanuil y HogopodcoenHulx, exnoyas ' @D [Kishnani PS, Rehder C, Ozono K, Pérez-Lopez J, Del Angel
G, Mowrey WR, Balasubramanian M, Hogler W, Rush ET. Revisiting the Genetics of Hypophosphatasia. J
Inherit Metab Dis. 2025 Nov,;48(6).:e70083. doi: 10.1002/jimd.70083. Erratum in: J Inherit Metab Dis. 2025
Nov;48(6):e70113. doi: 10.1002/jimd.70113. PMID: 41047464, PMCID: PMC12497681.].
. PexomengoBaHn mnpuem (0CMOTp, KOHCYJbTallMs) Bpada-r€HETHKA MEPBUYHBIA U MOBTOPHBIN IpH
HEOOXOJJUMOCTH CEMBSM C OTATOLIEHHBIM aHaMHe30M 110 [ dD (poautensM, OIU3KUM POJICTBEHHUKAM) MIPU
MJIAaHUPOBAHUHM OEPEMEHHOCTH C IENbI0 MPOTrHO3a MOTOMCTBA, Pa3bACHEHHUS TE€HETHYECKOTO pHUCKA M
BO3MOYKHOCTEH NpeHaTalbHON AuarHoctuku [20].
YpoBens yoenuteabHocTH pekoMenaanuii — C, ypoBeHb JOCTOBEPHOCTH J0KA3aTEIbCTB - 5
KoMmMeHTapuu: 68 ceMbsx ¢ omsacoueHHbIM AHAMHE30M 803MONCHO NPOBEOEeHUE NPEHAMATIbHOU OUASHOCIUKU
T'OD - monexynapno-eenemuueckas ouaznocmuxa (nouck mymayuii 6 eene ALPL) npu ycnosuu uzeecmuozo

2eHomuna npobanoa).

o He pexomenaoBano naiuentam ¢ I'@® npoBoauTh BaKIIMHALMIO B JIEHb HHBEKIMU acoTa3bl anbda
C L1eJIbI0 TOYHOM OLIEHKH peakluii Ha jedeOHbIN npenapaT/BakiuHy [18].

YpoBens yoeauteabHocTH pekoMenaanuii — C, ypoBeHb JOCTOBEPHOCTH J0KA3aTeJIbCTB - 5
KommenTapuu: nayuenmam c I' @ saxyunayus nposooumcs 6 COOmeemcmeuu ¢ HayuOHAIbHbIM KaleHoapem
npouIaKMUYecKUx NPUBUBOK U KaleHOapeM NPUBUBOK NO INUOEMUYECKUM HOKA3AHUAM C Yeblo
npeoomepaujeHus/ymeHbulenus 6epOSMHOCIU MANHCEN020 (OCIOHCHEHHO20) medeHUs UH@EeKYUl, ¢ y4emom
nepuooa 3a601e8aHus U NOAYYAeMOU mepanuu Ha one cmpoco2o GbINOIHEHUS OUEMUYECKUX U JleYeOHbIX
nHaznauenuu [llpuxaz Munzopasa Poccuu om 06.12.2021 Nell122n «O6 ymeepoicOeHuU HAYUOHATbHO2O
KaneHoapsi npo@uiaKmuyeckux NpuUBoK, KaleHoapsi npo@UIAKMUYECKUX NPUBUBOK NO SNUOEeMUYECKUM
NOKA3AHUAM U NOPAOKA NpOoGedeHUsi NpOQPUIAKMUYECKUX Nnpusueoxy, Memoouueckue ykazanus MY
3.3.1.1095—02. Meouyurckue npomusonoKazanus K HNPOGeOeHUr) Npo@dUIAKMUYecKUx HNpUBUEOK

npenapamamiu HayuoHaibHO20 KAleHOaps NPUSUBOK].



Ilpu neobxooumocmu éaxkyuHayuu y nayueHmos Ha edxceOHe8HoU mepanuu acgomasoi arvgha — ciedyem
ApoONnycmums 0eHb 86e0eHUsl IeKapCMEeHH020 npenapama. /[anHas pekomenoayusi 0CHO8AHA HA KIUHUYECKOM

onvsvlme 6’0061/1/;601’1’160 IKCnepmoe.

5.2 /lucnancepnoe naoawoenue

. PexoMeHI10BaHO NMCIIAHCEPHOE BEJICHUE NMALMEHTOB ¢ ['OP MynbTUAMCUUIUIMHAPHON KOMAaHJIOU
CIEIMAJIMCTOB C LIEJIbI0 OKa3aHUs KaYECTBEHHOW MeAUIMHCKONW rnomou (/lucnancepHslii mpuem (0CMOTp,
KOHCYJIbTAlMs1) Bpada-neanaTpa/lucnaHcepHblii mpueM (OCMOTp, KOHCYJIbTAlUs) Bpaya OOIIel MpaKTHKU
(cemeitnoro Bpava)/ JlucnancepHslii mpuem (0CMOTp, KOHCYJIbTAIHsI) Bpaya-TepareBTa 1 MpHeMbl (OCMOTPHI,
KOHCYJIbTAIlMM)  Bpayda-3HIOKPUHOJIOIra/Bpaya-IeTCKOro  SHIOKPUHOJIOra, Bpaya-Hedposiora Bpaya-
TPaBMaTOJIOra-OpTOIeAd,  Bpada-CTOMATOJIOra/Bpaya-cToMarojora  JETCKOro,  Bpaya-HEBpoOJora) ¢
NpUBJICUYCHUEM, TP HEOOXOAMMOCTH, MHBIX CIIEIHUAIUCTOB (YCIyTH IEePEUnCIIeHbl B KOMMEHTapusix) [20].
YpoBens yoeauteabHocTH pekoMeHaanuii — C, ypoBeHb J0CTOBEPHOCTH 10KA3aTeJIbCTB - 5
KommeHnTapuii: 6 6udy moeo, umo 3abonesanue xapakxmepuszyemcs nopajceHuem MHO2Ux oOp2ano8 u CUCmem,
mpebyem KOMNJIEKCHOU mepanuu, 4mo OUKmyem HeoOX00UMOCMb COBMECMHO20 6e0eHUsl NayueHma
cneyuanucmamu pasHvlx npoguael, NOKA3AHbl, 6 3ABUCUMOCMU OM KIUHUYECKOU KAPMUHbL, Npuembl
(ocmompybl,  KOHCYTbmMayuu)  6pava-ceHemuKa,  6paua-Heepono2d,  6pava-Heupoxupypea, — 6paya-
9HOOKPUHONI02A, 8PAYA-OEMCKO20 YHOOKPUHOI02d, 8PAYA-MPABMAMON02A-0pmoneda, paia-cmomamonozd,
epaua-Heghponoea, 8paua-ny1bMoHo102a, 8PAYA-0MOPUHONAPUH20]I020/8PAUA-CYPOO0I02a-
0MOpUHONIAPUH20NI02A, epaua-ogpmanvmonoza, 8pava-neouampa/8paia-HeoHamon02a/epaia-
mepanesma/spaiua oowell Npakmuku (cemetiHoeo 8pada), 8pava no MeOUyuHCKoU peadourumayuu/epaia
@uzuueckoli u peabUTUMAYUOHHOU MeOUYUHbl NEpeuUdHble U HNOBMOPHble, a4 MAaKdice epaveu Opyaux
cneyuanvnocmei nayuenmam ¢ 1'@D, umerowum Hapyuienus @QYHKYU COOMEEMCMEYIOUUX OpP2aHO8 U
cucmem. Kpamnocms Koncyremayuti onpeoensiemcs UHOUBUOYAIbHO C Y4emoM 603pAcma U maicecmu

3a60ne6anUA.

. PexomengoBano Bcem naiueHtam ¢ ['®@® mpoeneHue oOmiero (KIMHUYECKOTO) aHalM3a KPOBU
Pa3BEpHYTOTO C IIENIbI0 KOHTPOJIS Ha (hoHe Tepanuu acoTazoif anbda [18].

YpoBenb yoeauTeabHOCTH pekoMeHaanuii — C, ypoBeHb 10CTOBEPHOCTH 10KA3aTeJIbCTB - 5
KommenTapuii: kpamnocmo ucciedosanus onpeoensemcs uHOUsUOYaibHo, 8 cpeonem, 1 pas 6 20o.

. PexomennoBano mnanuentam c¢ ['OD wuccrnegoBanue aktuBHOcTH obOmeit I[P B kpoBu mpu
He3(PPEeKTUBHOCTH Tepanuy U HAJTMYUM COMHEHUI, YTO MalueHT noiay4aer npenapat [20].

YpoBens yoeauteabHocTH pekoMenaanuii — C, ypoBeHb JOCTOBEPHOCTH J0KA3aTeJIbCTB - 5
KommeHnTapuii: nocne nauana gepmenmnoii 3amecmumenshot mepanuu ucciedosanue npoeooumcs npu
HAanU4uYU NoKAa3anu, 6 cpeonem He pece 1 pasza 6 3 mecaya; HeooxXo0uMo oopawjams HUMAHUe, YMo Ha hoHe
mepanuu acgomasoli anbpha ommeuaemcs 3HAYUMENIbHOEe NPesbluleHUe GePXHell 2PaHUuYbl pepepeHcHo20

0uanazona (8 KIuHU4eckux ucciedosanusx docmueano 44369 Eo/n [Sugiyama Yet al. Japanese single-center



experience of the efficacy and safety of asfotase alfa in pediatric-onset hypophosphatasia. Orphanet J Rare
Dis. 2022 Feb 23;17(1):78. doi: 10.1186/s13023-022-02230-y]).

o PexoMeH10BaHO HCCIIeIOBaHUE YPOBHS OOIIET0 KajdbIUs M ajdbOyMHHA WJIM HMOHHU3UPOBAHHOTO
KaJblIMA, MCCIEOBAHNE YPOBHS HEOpraHudeckoro ¢ocpopa B KpoBH BceM mnanueHTam ¢ @D c nenbro
OIICHKH KaJIbIIMeBOTO oOMeHa [ 18].

YpoBenb yoeauTeabHOCTH pekoMenaanuii — C, ypoBeHb I0CTOBEPHOCTH I0KA3aTeJILCTB — 5
KoMmmeHnTapuu: xpamuocms ucciedosanus onpeoensiemcs UHOUsUOyaibHo, 8 cpeonem, I pas 6 6-12 mecsayes.
. PexomengoBano uccinenoBanve ypoBHsA 25-OH ButammuHa /| B KpoBM, HCCIIEIOBAaHUE YPOBHS
apaTUPEeoruTHOTO TOPMOHA B KPOBH BceM marueHTtaMm ¢ ['@D B cirydae BBISBICHUS THIEPKATBIUEMUH IS
OIICHKH Kanblmii-pochopuoro oomena. [20,18].

YpoBeHb yoenuTeabHOCTH pekoMeHauuii — C, ypoBeHb J0CTOBEPHOCTH /I0KA3aTeIbCTB — S5
KoMMmeHnTapuu: kxpamuocms ucciedosanus onpeoensiemcs UHOUsUOyaibho, 8 cpeonem, 1 pas 6 6-12 mecsayes.
o PexomengoBano liccnenoBanue ypoBHsS Kanblidsg B Moue U MccienoBaHue ypoBHS KpeaTHHHHA B
MOY€ C pacueToM I[IOYEYHOro KIMpEeHCa KaJblUsd K KIUPEHCY KpeaTMHHHA (COOTHOIIEHUS
KaJbIIMI/KpeaTHHUH) (BCEM TMAalMeHTaM C KJIWHUYECKUMHU Tpu3HakamMu ['@D ¢ 1enpio CBOEBPEMEHHOM
JTUATHOCTHKU HEPPOKAIBIIMHO3a), OIPEACICHHEe CKOPOCTH KIyOOYKOBOH (WIBTpalliKi 110 YPOBHIO
KpeaTHHHHA KPOBU PacueTHBIM METOJIOM, (MallMeHTaM C KJIMHUYeCKUMHU npu3Hakamu ['OD ¢ 1espio oleHKn
bynkun noyex) [18].

YpoBenb yoenuTeabHOCTH pekoMeHaauuii —C, ypoBeHb 10CTOBEPHOCTH 10KA3aTeIbCTB — 5
KommenTapuu: vacmoma onpedensemcs uHOUBUOYALHO.

Pacuemnvie ¢hopmynvr cxopocmu knyoouxoeou guivmpayuu — noopobHee — CM. 8 KIUHUYECKUX
pexomenoayuax «Xponuyeckas 6one3nb noueky (011 603pacmuol Kamezopuu O0emu u OJis 603PACMHOU
Kame2opuu 83pOCibix).

o PexoMeH10BaHO OTpe/ielieHne aKTUBHOCTH acrmapTaTaMHHOTpaHcdepasbl B KpoBH, OmpeneneHne
aKTUBHOCTH aJaHWHaMHHOTpaHc(depassl B KpoBH, VcciemoBaHue ypoBHS CBOOOJHOTO W CBS3aHHOTO
OunpyOnHa B KpOBU BCEM NAIlMEHTaM ¢ KJIMHUYECKUMHU npu3Hakamu ['OO [18].

YpoBeHsb yoenuTeabHOCTH pekoMeHaanuii — C, ypoBeHb J0CTOBEPHOCTH J0KA3aTeJIbCTB — S
KomMmeHnTapuu: uccredosanue npogooumcs 6cem nayueHmam, noay4arumum achomasy anovghas, KpamHocms
uccnedosanue onpeoensemcs UHOUBUOYAIbHO, 8 cpedHem, 1 paz 6 6 mecayes.

° PexomeH10BaHO HCClIeIOBaHUE YPOBHS KalblMsi B Mode BceM mnanueHtaM ¢ ['@D c¢ mensro
UCKJIIOYEeHHS runepkanpunypuu [18].

YpoBenb yoeauTeabHOCTH pekoMeHaanuii — C, ypoBeHb 10CTOBEPHOCTH 10KA3aTeJIbCTB — 5
KomMmeHnTapuu: kxpamnocms ucciedoganus onpeoensiemcs UHOUBUOYaibHo, 6 cpeoHem, 1 pas 6 6-12 mecayes
(0bs13amenvHo NpU HAMUYUU 2UNEPKATLYUEMUU U/UTU NPUSHAKOS HepPOKATbYUHO3A).

. PexoMeH10BaHO TpPOBEICHHE YJIbTPA3BYKOBOI'O HMCCJEIOBaHUS MOYEeK BceM marueHtam ¢ [OD ¢
LeJIBIO BBISIBIICHHS He(poKkanbluuHo3a [18, 20].

YpoBeHsb yoeauTeabHocTH pekoMeHaanuii — C, ypoBeHb JOCTOBEPHOCTH J0KA3aTeJIbCTB — 5



KommenTapuii: kpamnocmo ucciedosanus onpedensemcs uHOUSUOYaIbHo, 8 cpednem, 1 pasz 6 200.
o PexoMeH10BaHO ITPOBEJICHUE TECTA 6-TH MUHYTHOU XOJBOBI.
YpoBenb yoenuTeabHOCTH pekoMeHnaanuii — C, ypoBeHb 10CTOBEPHOCTH I0KA3aTeJIbCTB — 5

KomMmenTapmii: xpamnocms ucciedosanust onpeoensienmcst UHOUBUOYaibHo, 8 cpeonem, 1 pas 6 200.

6. Opranusanus oka3aHusi MeJUIUHCKOH MOMOIIH

Hayuenmam ¢ I' @D, 6 3asucumocmu om HeoOX00UMOCMU, MOdCem OblMb OKA3AHA MEOUYUHCKAS
HOMOWD 1100020 8U0A, YCI08US, opmbl, NPpedyCMOmpenHbIX 3aKonodamenscmeom Poccutickoii @edepayuu.

Beoenuem nayuenmos ¢ I'@D o00viuHO 3aHUMaemcs  8pau-neouamp/8pay-mepanesm/spa-
Mpasmamono2-opmoneod/8pad-3H00KPUHON02/8PAY-0eMCKULL IHOOKPUHONO2/8pay-Hepoioe.
Yawe eocnumanuzayusi ocywecmeisemcs 6 neouampuieckoe/mepanesmuieckoe OmoeneHue uiu 8
Xupypauieckoe/mpasmamonoco-opmoneoudeckoe omoeneHue, Mmakice Jjeuenue ModHcem HNpo8oOUmMvbCs 8
9HOOKPUHONIOSUHECKOM, HEPPONIOSULECKOM, NYTbMOHOIOSUYECKOM, HEBPOJIOCUYECKOM U Op. 8 3A8UCUMOCTIU
OMm OOMUHUPYIOWUX CUMIIOMO8 3A001€8AHUSI.
Ilpumeproe Koauuecmseo OHell HAXONCOEHUSI 6 KPYenocymouHom cmayuonape — 10-14 Owueil, 6 OnesHOM
cmayuoHape — npu OKa3aHuu NIaHo80U MeOUYUHCKOU nomMowu 5-7 OHell (UHOUBUOYAIbHO — 8 3a8UCUMOCHIU
om Heobxooumocmu,).
Ilpu nposeoenuu pepmenmuol 3aMecmumenbHoU mepanuu HauaI0 Mepanuu PeKOMeHO08AHO NPOBOOUND 6
cmayuonape ¢ OalbHeuuumM nepeeooomM Ha amOYIAMOPHO-NONUKIUHUYECKUT MAn ¢  OUHAMUYECKUM
HaOII00eHUeM 8PaA4OM-NeOUAMPOM/BPAYOM-MEPANEBMOM.
Tlosmopuas eocnumanuzayusi 8 CmayuoHap oCyujeCmensaemcs 0 KOHmpois OUHAMUKY Mepanuu, NOOOYHbIX
aghpexmos mepanuu, 1eueOHOU GUIKYIbMYPbL, Guznomepanuy, KOHMpOJsi COCMOAHUSL KOCIMHOU MKAHU U
Opyaux opeano8 u CUCmeM.
Heobxo0umvle ocmompul épaueti-cneyuanucmos, 1aoopamopuvie U UHCMPYMEHMAIbHble 00C1e008aHUSA U

PpeKoMeHOYeMas 4acmoma ux npogedenus npedcmasieHa 8 pazoene 5.2.

6.1 Iloxa3zanus AJd IJIAHOBOM IOCIIUTAJIN3AINN

1. NPOBE/ICHUE [UArHOCTUKM W JICUCHHS, TPEOYIOMIMe MPOJOIDKUTEIHHOTO (IHEBHOE WIIH
KPYIJIOCYTOYHOE IPeObIBaHNE) MEAULIMHCKOTO HAOIIOIEHHUSI © MOHUTOPHUHTA KIIMHUKO-1a00paTOPHBIX
MoKa3aTeleii;

2. HEOOXOIMMOCTh TPOBENCHUS PA3TUYHBIX BUAOB OKCHEPTH3 WIH OOCIECIOBaHUS B
MEIUIIUHCKOW OpPTaHU3aIMH ITPU HEBO3MOKHOCTH TTPOBE/ICHUS X B aMOYJIATOPHBIX YCIOBUSX (B TOM
qucie oQpopMIIeHHE 3aKITI0UeHUs (eiepaaIbHOr0 KOHCHINYMa/BpaueOHONH KOMUCCHH);

3. COCTOsIHUE, TpeOyIolee aKTUBHOTO JICYUEHHUS U KPYTIOCYTOUHOTO METUIIUHCKOTO HaOJII0ICHUS
(xXupyprudeckas KOPpEKIHs CKEJIeTHBIX nedopManuii, moa00p MPOTHBOCYIOPOKHOW Teparmuu M
ApyrHe);

4. coCTOosIHUE, TpeOyroliee MPOBEJCHNS BEHICOKOTEXHOIOTUYHBIX METOOB JIEYeHHS (B TOM YHUCIIEe

KOHTpoJb 3 pexkruBHOCTH D3T)



5. OTCYTCTBHE BO3MOHOCTH oOecriedeHus: O3T B aMOyJnaTOPHBIX M CTAI[MOHAPO3aMEIIAIOIINX
YCIIOBHSIX;

6. HEOOXOJUMOCTh TPOBEACHUS PA3NUYHBIX BUIOB JKCIEPTU3 WJIM OOCIEIOBaHHS B
MEJUIIMHCKOW OpraHu3allii TpHU HEBO3MOXKHOCTH TPOBEICHUS WX B aMOyJIaTOPHBIX YCIIOBHSIX,

TPEOYIOIMX TUHAMUYECKOTO HAOIOICHHUS.

6.2 IloxazaHus /151 HEOTJIOKHO/IKCTPEHHOM NOCIIUTAIN3ANNM

1. OCTpBIE YIpOXKAloOIIMe s JKU3HU M PAa3BUTHS OCIIOKHEHUU COCTOSIHMSI, Tpedyromue
HEOTJIO)KHOTO JICUEHHUS, B TOM YHCIE HWHTEHCHUBHOM TEpamuu, a TakkKe KPYIJIOCYyTOYHOIO

MCIUIIMHCKOTI'O Ha6JIIOI[eHI/ISI U MPOBCACHUA CIICHHUAIBHBIX BUIOB 06CJI€IIOBaHI/ISI " JICUCHUA.

6.3 Iloxka3zaHus K BbINUCKE MALUEHTA U3 CTALIMOHAPA

1. OTCYTCTBHE YTpO3bl JUIS KU3HU IMAlMEHTAa W YIPO3bl PA3BUTHS OCIIOKHEHUH, TPEOYIOIIIX
HEOTJIOKHOTO JICYCHHUS TIPH 3aBEPIICHUE TUATHOCTUICCKUX MEPOITPUSATHIA.

2. CTa0WIM3alusi  COCTOSIHAS W OCHOBHBIX  KJIIMHUKO-TAa0OpaTOPHBIX  IOKa3aTeleH
MATOJIOTUYECKOTO TPOIIEcCca, OTCYTCTBHE HEOOXOJAMMOCTH B MPOJODKUTEILHOM MEIUIIMHCKOM
HaOJIIOZICHUY (JIHEBHOE UJTH KPYTJIOCYTOYHOE MPEOBbIBaHUE);

3. BBITIOJTHEH TUIaH 00CTICIOBAHUS U JICUCHUS MMAlMEHTA, JaHbl PeKOMEHAINH 110 JaJIbHEHIIIeMY
HaOJIIOICHUIO U JICYCHUIO.

4. HEOOXOJIMMOCTh TIEPEBO/Ia MAIUCHTa B IPYTO€ MEIUIIMHCKOE YUPESIKICHUE WU YUPESKICHHE

COIMAIIBHOTO 00ECTICUEHMS.

7. JonosHuTeibHASE MHPOpMAUd (B TOM YuC/Ie (PAKTOPBbI, BJIUAIOLINE HA UCXO0/

3200/1eBAHUS WJIH COCTOSTHMS)

7.1 Hcxoowt u npocnos

Qopmol ['OD ¢ manupecmayuel KIUHUYECKOU KAPMUHBL 8 NPEHAMAILHOM UIU HEOHAMAIbHOM
nepuooe 6e3 c60e8peMeHHO OKA3AHHOU NOMOWU NPAKMUYECKU 8Ce20a 1emalbHbL.

Ipu mascenvix penomunax I @D npoero3 01 HcU3HU Onpedensemcs CmeneHvlio NopPadceHus Kocmel,
Hanuyuem cyoopoe u SUNONIA3UU Je2KUX, HeoOX00UMOCMbI0 KUCIOPOOHOU nododepdicku. bes npoeedenus
namoceHemu4ecKoll mepanuu CMepmHoCcms cpedu nayuenmos ¢ msoicenou popmou I @D cocmasnsem 50%
6 nepsvie 9 mecayes HCU3Hu, U, 8 OCHOBHOM, 00VCIL06eHA ObIXAMENbHOU He0OCMAamoyHocmoio. [47].

Ilpu Hanuuuu cunepranbyuemuu, OCIOHCHEHHOU HePPOKATLYUHOZOM, NpU €20 NPOcPeccuposaHull
B03MOJNCHO pa3sumue no4e4Hol HedoCmamoyHOCmu.

Ilpu oebrome I'dD 6 so3pacme cmapuie 18 nem npocno3 0ns Hcuznu ONACONPUSAMHBIL, HO HPU

ecmecmeeHHOM medyeHuu 001e3HU 803MONCHA uneaﬂu()us’auuﬂ nayuerma u HapyuieHue mpy()ocnoco6uocmu 6



pe3yibmame HapyuwleHus @QYHKyuu OHOPHO-08USAMENbHO20 annapama (passumue ncesoonooazpol,
XOHOPOKANbYUHO3A, APMPONAMULL), A MAKHCe HAPYULeHUA PYHKYUU NOYeK (XpOHUYecKas 60ae3Hb nouex).

Ilpu ooonmoeunogocgamasuu npocHo3 O HCU3HU OMHOCUMENLHO OIA2ONPUAMHDBL.
Kpurepuu oieHKN KauyecTBa MeIUIIMHCKOH MOMOIIH

KpI/ITepI/II/I Ka4yCCTBA OKa3aHM HepBH‘{HOﬁ MeI[HKo-caHHTapHOﬁ ITOMOIIH.

No Kpurepun xkavecTBa OueHka BbINOJTHEHUS

1. Brimonneno uccnenoBanue aktuBHOCcTH ooOmeit 11D (2- Tla/Her
KpaTHO IIPH IMMOCTAHOBKE JINAarH03a)

2. BBINOJTHEHO MOJIEKYIISIPHO-TEHETUYECKOE HCCIIEI0BAHUE:! Jla/Her
ONpENCICHNE  BAPDUAHTOB  I€HOB B obpasue
6MOoJIOrnYecKoro MaTepuasa Jpyrom Ui HEYyTOUHEHHOM,
HEKJIaCCU(UIMPOBAHHBIC B IPYTUX PyOpHKax, METOJIOM
ceKkBeHHpoBaHMs 10 CeHrepy WM METOJOM TapreTHOIO
BBICOKOIIPOM3BOJAMTEIBHOIO  CEKBEHMPOBAaHUS  WIH
METOJOM IOJIHO3K30MHOI'0 BBICOKOIIPOU3BOJUTEIBHOIO

CEKBEHUPOBAHUS U METOZIOM
BBICOKOIIPOU3BOIUTEIHHOTO CEKBEHHPOBaHUS 1503051
METOI0M MHO>KECTBEHHOU JIUTa3HO-3aBUCUMOM

amIuuKay 30H10B (ONpeaeIeHre BapUaHTOB B FeHE
ALPL) (BbiBIEeHUE BapuaHToB B reHe ALPL) (mnpu
IIOCTaHOBKE JMarH03a)

3. BrimosiHeHO  ompeneneHre  MOKa3aTeled  KaJbLUi- Jla/Her
dochoproro obOmeHa (ecaM HE TPOBOJIUIOCH B
MpEAIIECTBYIOINE 6 MECSLIEB)

- HccnenoBanue (ompeneneHue) oOIIETO KalbIUs B
KpPOBH U B MOY€ (MOHOCEIIEKTUBHBIM METOJIOM )

- HccnenoBanue (ompeneneHue) HEOPTaHUYECKOTO
docdopa B KpoBU (MOHOCENEKTUBHBIM METOIOM)

- nuccnenonanue 25-OH Buramuna /I B kpoBu

- HCCIEOBAaHUE YPOBHS MapaTUPEOUTHOTO TOPMOHA B

KpOBU

4. BoimonnHeHa  peHTreHorpagus = MOpaX€HHOW  4acTu Jla/Her
ckenera (ecinM He MPOBOAMIOCH MpeiecTByromel?2
MECSIIEB)

5. BrInosiHEHO yIbTpa3ByKOBOE UCCIIEIOBAHUE MTOYEK (€N Tla/Her

HE TIPOBOJIUIIOCH B TIOCTeAHUE 12 MecseB)

6. Brimonaena snektposHnedanorpagus marueHTaMm  C Tla/Her
HAIMYUEM HEBPOJIOTHYECKONH CHUMITOMATHKU (eclu He
MIPOBOJIUJIACK B TIOCIEeHNE 12 MecsIeB)




7. BrimonneHo onpeneneHe GyHKIINA BHEITHETO TbIXaHUS Tla/Her
(ecmn  HE TPOBOAWIOCH TOCIEAHHE 12 MecsueB)
MalMeHTaM CTaplie S5 JeT

8. BoinosniHeH npueM (OCMOTp, KOHCYJbTALMsI) BpauoM- Tla/Her
IE€HETUKOM IIpHU YCTAHOBJICHUU JUAarHO3a

0. BrimonnHeH 6-MHHYTHBIH TeCT ¢ XOanOoi (eciu He Jla/Her
NpOBOJMJICS B TMpeAliecTByomue 6 wmec.) (mpu
OTCYTCTBUM MEIUIIUHCKUX MPOTUBOIOKA3aHU)

Kpurepuu kauecTsa 0Ka3aHus ClICHUAIN3UPOBAHHON MEAUIMHCKON ITOMOILN.

No Kpurepun kavyectBa OueHkKa BbINOJTHEHUS

1. Bremonneno HasHadeHWe (EPMEHTHOM 3aMECTHUTENBHOM Jla/Her
Tepanuu C NpuUMeHeHueM achoTas3bl aibda HalueHTaMm C
MOATBEPKAECHHBIM  aAuarHozoM ['dD rnpu  Hanuuuu
CKEJIETHBIX IPOSIBIICHUH 1 1e010Te B IepUHATAIIbHBIN IEPUOJT
U B JETCKOM Bo3pacTe (IpU OTCYTCTBUU MEIULMHCKUX
IPOTHBONOKA3aHUI)

2. BeimonHeno  ompeneneHue  mokaszarened  KaybLUi- Tla/Her
dbocpopHoro obmeHna (ecam  HE  TPOBOAMIOCH B
IPEIIECTBYIOLINE 6 MECSIIEB)

- HccnenoBanue o01mero kajablusi B KpPOBU M B MoOue
HMOHOCEJICKTUBHBIM METOJIOM

- MHccnenoBanue Heopranuuyeckoro ¢ocpopa B KpoBU
HMOHOCEJIEKTUBHBIM METOJIOM

- uccnenoanue 25-OH Buramuna [l B kpoBu

- CCJIEI0BAaHUE YPOBHS N1apaTUPEOUITHOTO TOPMOHA B KPOBU

3. Brimonnena peHTreHorpadgusi mopakeHHOW YacTH CKelera Tla/Her
(ecnu He TPOBOIMIIOCH TPEIIIIECTBYIOIHE ]2 MecCsIIIeB)

4. BrinonHeHo yiabpTpa3ByKOBOE UCCIIEIOBAHHE MTOYEK (€CIU He Jla/Her
MIPOBOIMIIOCH B TIOCIIeTHUE 12 MecAIIeB)

5. Brimonnena  anextposHuedanorpadus  manuMeHTaMm Tla/Her
HAJIMYHMEM HEBPOJOTHYECKOH CHUMIOTOMATUKH (€CIU He
MIPOBOIMJIACH B TTOCEIHNE 12 MecsIeB)

6. BrinmosnneHo YbTpa3ByKOBOE HCCIEIOBAHUE TOJIOBHOTO Jla/Her
MO3Ta W/UIU KOMITbIOTepHasi TOMOrpadus U/WiId MarHUTHO-
pe3oHaHCHasi ToMorpadus TOJIOBHOTO MO3Ta MPU HATTUIUHU Y
nanueHTa ¢ ['@O KpaHMOCHMHOCTO3a, HEBPOJIOTHYECKOMN
CUMIITOMATUKH (€CITU HE TPOBOIWIOCH B TocheaHue 24
MECSIIICB)




7. BrimonueHno omnpeneneHue (YHKIUU BHEITHETO JIBIXaHUS Tla/Her
(eci HEe TPOBOJUIIOCH MOCIEAHUE 12 MecsIeB) malueHTaM
crapuie S Jier

8. BoinonHena mnpueM (KOHCYyJbTalMs) BpauoOM-T€HETUKOM Tla/Her
Je4eOHO-TMarHOCTUYECKUI IIPU YCTAHOBJIEHUH TUarHo3a

0. BreimonHeH 6-TUMUHYTHBIH TeCT C XOAp00W (eciu He Jla/Her
MPOBOJMJIICS B IpealecTByromue 6 mMec.) (Ipu OTCYTCTBUU
MEAUIIMHCKUX MTPOTUBONOKAa3aHUIN)

10. BoinonHnen npuem  (OCMOTp, KOHCyJIbTalusl) Bpaya- Tla/Her
CTOMATOoJIOra/Bpaya-cToMaToJIora JETCKOTO npu
YCTaHOBJIEHUM UArHo3a
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Poccuiickoiit denepannu

2. bapanoB A.A. - mpodeccop, n.M.H.; moueTHbIM mpe3ugeHT Coroza meauaTpoB Poccuu, COBETHUK
pykoBogutens HUM nenmatpun u oxpanel 3a0poBbs aerei HKI[ Ne 2 ®OI'BHY «PHIOX wnwm.
akan.b.B.IletpoBckoro», mpodeccop kadempsl mnemamatpuu U AeTckod  peBmarosiormn  KNJI3
uM.H.®.®OunaroBa ®PI'AOY BO «Ilepsoiit MI'MY um. U1.M. CedyenoBa» Mun3zapaa Poccun (CeueHoBCKHit
YHUBEpCUTET), TJIAaBHBIN BHEMITATHBIN CIIEHAIUCT NeauaTp Mun3apaa Poccun

3. bareimesa T.T. mpodeccop, M.M.H., TPE3HUISHT acCONMANNU JETCKUX peadunutonoroB Poccuu,
mupektop I'bBY3 HIIL] netckoit ncuxoneBpoioruu J[3M, 3aBeayromuii kadenpoii HeBpoJioTuu, (GU3HIECKOM
1 peadMIMTAIIMOHHON METUIIMHBI IeTckoro Bo3pacta ®HMO MU PY JIH, riaBHbIN BHEIITATHBIA CIICIIUATUCT
neTckuit peaduuronor Munzapasa Poccun, 3acmyskenHsiii Bpau Poccun.

4. benas X.E., mpodeccop, A.M.H., 3aBeIyrolIasi OTJASICHHEM ocTeornopo3a u ocreonaruid, [ HI| ®I'BY
HMMU L] »npokpunonorun umenu Axkaaemuka MW JlemoBa, M3 P®, unen Poccuiickoit Accoumanuu
OHJIOKPUHOJIOrOB, WieH npe3uauyMa Poccuiickoil Acconmanuu Ocreonopo3a, 4ieH HAy4YHOro KOMHUTETa
Mexnynapoanoro @onya Ocreonopo3a

5. byknemumies 10.B. - Bpau-TpaBmaronor oprones Boiciieit kareropun, ®I'bY «HarnmonanbHbIit
MEJIUIIMHCKUI UCCIEI0BATENIbCKUM LIEHTP TpaBMartojaoruu u oproneanu nmenu H.H. TIpuoposay»
Munsnpasa Poccun, r. Mocksa

6. beikoBa O.B. — a.M.H., 3aBenyromuii Hay4HO-HccienoBarenbCckuM otaenoM PI'BY  Hayuno-
npaktudyeckuit Llentp Jlerckoil ncuxonespoioruu JI3M, npodeccop kadeapsl HeBponoruu, Gpusndeckoit u
peadMINTAIIMOHHONW METUIIUHBI IeTcKoro Bo3pacta DHMO MU PY JIH

7. berukoB N.0. - ®I'BHY "Menuko-reneTndeckuii Hay4HbId eHTp uM. Akanemuka H.I1.boukosa",

8. Bamakmanze H.JI. - 1.M.H., pyKoBoauTenb oOTae’da opdaHHbIX Oone3Held M MNPOQPHUIAKTUKH
uHBanuAM3Npyomux 3adoneBannii HUW neanatpun n oxpansl 310poBbs gereit HKI Ne2 ®I'BHY «PHIIX
uM. akaj. b.B.IlerpoBckoroy», mpodeccop kabenps! hakyabTeTCKON neauaTpu MHCTUTYTa MaTepUHCTBA U
nercrBa ®T'AOY BO «PHUMY um. H.U. [Muporosa» Munsnpasa Poccun (IIuporosckuii YHuBepcurer),
wieH Coro3a neguarpos Poccun

9. Bucno6okosa E.B. -accuctent kadenapsl 1€TCKON CTOMATONIOTHU CTOMATOJIOTHYECKOTO (aKyIbTeTa
OI'bOY BO «Poccuiicknii yHUBEpCUTET MEIUMLMHBD MuHHCTEpCcTBA 3ApaBooxpaHeHus Poccuiickoii
®denepannn

10. Burebckast A.B. - K.M.H., Bpau-J€TCKUN HHJOKPUHOJOL, TOLUEHT Kadeapbl IeTCKUX Ooie3Hen
Kimangeckoro nHctutyTa nerckoro 310poBbs uM H.@. @unatoa PI'AOY BO Ilepsriii MIMVY um U.M.

CeuenoBa Mun3znpasa Poccun (CeueHoBckMiT Y HUBEPCUTET).



1. Bumnera E.A. - n1.M.H., podeccop PAH, rimaBHbIi BHEIITATHBIN TETCKUHN CIICIIHAIUCT aJJIEPTOJIOT-
UMMyHoJIOr JlermapraMeHTa 31paBoOXpaHeHUs I'. MOCKBBI; 3aMecTUTENb pyKoBoauTens no Hayke HUN
neauatpun U oxpanel 3710poBba aere HKIL[ Ne2 ®I'BHY «PHIIX wum. akan. b. B. IlerpoBckoro»
Munob6puayku Poccuu; Bpau-aimepronor-ummyHosor I'bY3 «MMKI] «Kommynapka» JI3M; mpodeccop
kadeapsl paxynprerckoit neguatpu UM/ ®I'AOY BO «PHUMY um. H.W. ITuporosa» Munsnpasa Poccuu
(IImporosckuii YHuBepcurer), uiaeH Coro3a neauatpoB Poccun, unen Poccuiickoii accolpanuy ajuieproyioron
Y KJIIMHUYECKUX UMMYHOJIOTOB.
12. Bowunosa B.1O. - 1.M.H., 1.H.c. «HayuHO-HcCcle10BaTeIbCKU KIMHUYECKUM MHCTUTYT NIEIUATPUH UM.
akagemuka lO.E. Benprumena» ®I'AOY BO PHUMY um H.U. ITuporosa
13. ['ypkuna E.JO. - K.M.H., 3aMecTUTEIb TTIAaBHOTO Bpaya 1o JeuebHoil padore Jlerckuii neueOHO-
peadbunuTalMoHHbIM KoMIuleke KIIMHUKY MaTepuHCTBa U JIETCTBA Y HUBEPCUTETCKON KIMHUKU PI'BY
"HMUILI um. B.A. Anma3zoBa" Munsnpasa Poccuu
14. Kypkosa H.B. - k.M.H., Benymuii Hayunbslii corpyaHuk HMU nenuatpuu n oxpaHsl 310pOBbs AETEH
HKII Ne 2 ®I'BHY «PHIIX um. akaa. b.B.IlerpoBckoroy, uinen Coro3a nenuarpos Poccun, wien Accommanuu
MEAMIMHCKUX FeHeTUKOB (AMI)
15. 3axapoBa E.}O. — a.M.H., 3aBenyroas n1adopatopueil HaclneACTBeHHbIX Ooisie3Heil oomena ®I'BHY
"Menauko-reHeTUUeCKUid Hay4yHbId 1eHTp uM. Akanemuka H.IT.boukoBa", unen Poccuiickoro obmiectBa
MEUIIMHCKUX TeHETUKOB, WICH €BPOMNEHCKOro O0IIECTBA M0 U3YYCHHUIO HACIEICTBEHHBIX 0oJie3HElH oOMeHa
BemecTB (SSIEM).
16. Kamunuenko H.KO.  k.m.H.  HanuoHanpHbI ~ MEIUWIMHCKUN — MCCIEIOBATEIBCKUM  LEHTP
SHJI0KpHHOJIoruM uM. akanemuka .M. /lenosa, Mocksa, Poccus
17. Kenuc B. M., 1.M.H., Bpau-TpaMaroior- opTomNel], 3aMECTUTENIb AUPEKTOpa MO WHHOBALIMOHHOMY
pasBututo u padore ¢ peruonamu, ®I'bY HMUIL] nerckoit TpaBMaronoruu u oproneanu umenn [.M. Typrepa
18. KucensaukoBa JLII. - 3aBemyromass kadeapoil METCKOM CTOMATOJIOTHM CTOMAaTOJIOTHYECKOTO
dakynprera O®I'BOY BO «Poccuiickuii yHUBEpCHUTET MEAMLMHBI» MMUHHUCTEPCTBA 3/IPABOOXPAHEHHS
Poccuiickoit denepanuu
19. Koctuk M.M. - noKTOp MEIMIMHCKHMX Hayk, mnpodeccop Kadeapbl TOCHUTAIBHON NenuaTpuu
CIIOI'TIMY  Cankr-IlerepOyprckuil  rocyAapcTBEHHBIH MNEAUMATPUUYECKHM MEIUIUMHCKUN YHHUBEPCUTET;
HaunonanbHbIi MEAUIIMHCKUN HCCIeN0BaTeIbCKUN HEHTp UM. B.A. Anma3oBa
20. Kysenkosa JI.M. - 1.M.H., mpodeccop, HadalbHUK EHTpa JeTCKoi rncuxoneBponoruu ®I'AY «HMUIL]
310pOBbs AeTei» Munszapasa Poccun
21. Kyues C.U. - akagemuk. PAH, nmpodeccop, a.m.1., [Ipesunent Acconuanum MeIUIIMHCKUX T€HETUKOB
(AMTI'), nupextop ®I'BHY «Menuko-reHeTndeckuii HayuHbli 1IeHTp UM akaaemuka H. 1. BoukoBa»
MunoOpHayku Poccum, r1aBHBIN BHEIITATHBINM CIEITUAIMCT IO MEAWIIMHCKON TeHeTnke Mun3apasa Poccun
22. Mapruesa T.B. — K.M.H., TJIaBHBIM CIENHATUCT METOIMYECKOTO EHTPA aKKPEUTALIMH CIEIUATICTOB
OI'AOY BO «Ilepsoiit MI'MY um. 1.M.CeuenoBa» Munznpasa Poccun (CedeHOBCKUI Y HUBEPCUTET), Bpad-

Hedpodor, wien Coto3a neguatpoB Poccun



23. MepkypbeBa E.C. — K.M.H., Bpau-reHETUK, CTapIINI HAYYHBIH COTPYAHUK HAYYHO-KOHCYJIbTATUBHOTO
ornena ®I'BHY Menuko-reHeTndyeckuii Hay4dHblid meHTp UM akaaemuka H. I1. BoukoBay MunOoOGpHAYKH
Poccun

24, Muxaiinoa C.B. - amu., ®I'AOY BO PHUMY wum. H.U. [luporoBa MunsapaBa Poccuu

«Poccwiickas gerckas KIMHUYECKast OOJbHHIIA» 3aBEIYIOIasi OTACICHUEM

25. Mowucee C. B., - nm.H., ®TAOY BO Ilepsriit MI'MY um. U.M. CeuenoBa (CeueHOBCKHI
yHuBepcuteT) Munsnpasa Poccun

26. MynosB JI.M. - ®I'bHY "Menuko-renernueckuii HayuHbid neHtp um. Axkaagemuka H.I1.boukona",

217. Haropuosa T.C. - Bpau-naboparopusiii renetuk, ®I'BHY "Menuko-reneTnyeckuii Hay4HbI LIEHTP
uM. Axagemuka H.IT.boukosa"

28. HamazoBa-bapanoa JI.C. - akamemux PAH, npodeccop, n.m.H., npesuaeHt Coro3a IneauaTpoB
Poccun; nact-npesunent EPA/UNEPSA; pykoBogutens HUM nenuatpuu u oxpansl 310poBbs aereir HKI]
Ne2 ®I'BHY «PHLX wum. akan. b.B.IlerpoBckoro», 3aBemyromas xkadeapoi (akyIbTETCKOW NeauaTpuu
WNuctutyra marepunctBa u aercrsa ®I'AOY BO «PHUMY um. H.U. ITuporoa» MunsnpaBa Poccun
(ITmporoBckuii YHuUBEpCUTET), TIJIaBHBIM BHEIUTATHBIM JETCKUN CHEUUATUCT MO HPOPHIAKTHYECKOM
MmeaunnHe Munsapasa Poccuun

29. OuupoBa I1.B. k.M.H., Yuenslii cexperapp Llentpa MnuzapoBa, TpaBMaTOJOr-opTONE] KIWHUKU
[aTOJIOTUU NO3BOHOYHMKA U penkux 3a0oneanuil PI'BY «HMUL TO numenu akanemuka I'.A. Unuzaposa»
Munzapasa Poccuun

30. IToroa B.M. - Bpau-renetuk, HayuHbii corpyauuk HUW nenuarpun u oxpassl 310pOBbs 1€TEU
HKII Ne2 ®I'bHY «PHIIX um. akan. b.B.IlerpoBckoroy, wien Coro3a neauatpos Poccuu

31. [TortoBuu C.I'. Hay4HbIil coTpyJHHUK J1JaOOpaTOPHM HEPBHBIX O0JIe3HEH, Bpayd ~-HEBPOJIOT OT/AEICHUS
ncuxoHeBposoruu u Heipopeadbunurauuu OPI'AY «HMUL] 3n0opoBes aereit» Munsapasa Poccun

32. Cenumisanosa JI.P. - K.M.H., 3aBelyto11ast OTAEJIOM CTaHIapTU3AL[MHU U U3yUYEHHUsI OCHOB JI0Ka3aTeIbHON
meauuuebl HMM nemmatpum m oxpanel 3710poBbs geret HKIL Ne2 ®I'BHY «PHIX wum. axan.
b.B.IlerpoBckoro», mouneHt kadenpsl neauarpuu u aerckoil pesmarosoruu KUA3 um.H.dD.dDunarosa
OI'AOY BO «llepsriit MI'MVY um. U.M. CeuenoBa» Munszapasa Poccun (CeueHOBCKMIT YHUBEPCUTET),
notieHT kadeapsl GpakynbTeTcKoi nenquarpuu Mucturyra marepunctsa u nercrsa ®I'AOY BO «PHUMY um.
H.U. ITuporosa» Munznpasa Poccuu (Iluporosckuit Yuusepcurer), uien Coro3a neguarpos Poccun

33. CmupaoBa O.5. — Bpau-reHeTHK MeIUKO-TeHeTHUeCKoro otaeneHust MockoBckoro obnacraoro HUU
aKymepcrBa M TMHekosoruu umeHn akaaemuka B.M.Kpacnomoneckoro I'bY3 MOHHUAIL, unen Corosa
neauatpos Poccun, wien Accounanuy MEAUIIMHCKUX T€HETUKOB

34. [atoxuna H.C. - k.M.H., Bpau neguaTp BbIciIel kaTeropun neguatpudeckoro oraenenus I'bY3 IKKb
M3 Kpacnomapckoro kpas

35. [lonoxoBa H.A. - 1.M.H., 101IEHT, ipodeccop Kadeapsl JTy4yeBOH IUATHOCTHKHU JETCKOTO BO3pacTa
OI'bOY JIIO «Poccuiickas MEIUIMHCKAs aKaJeMusi HEMPEPhIBHOTO MPO(ECCHOHATBHOTO 00pa30BaHUs»
MunsapaBa Poccum; 3aBemyromasi otneneHueM JydeBod amarHoctuku ['BY3  «Jlerckas Topomckas

KJIMHUYecKas 6opHUIA cBATOr0 Biianumupa JlemapramenTa 37paBooXpaHeHus Toposia MOCKBBI»;



IIpencraBuTe/ b MAIIMEHTCKOTO COO0IIECTBA

[MumansaukoBa C. B. — npencrasurens Beepoccuiickoro obmmecTBa opdanHbIX 3a001eBaHUN

ABTOpPBI NOATBEPKAAT OTCYTCTBHE (PUHAHCOBOIN MOMIEPKKH/KOH(IUKTA HHTEPECcOB, KOTOPbI

He00X0IMMO 00HAPOI0BATD.



IIpuno:xenue A2. MeTonoJi0rust pa3spadoTKi KJIMHUYECKHUX PEKOMEH A
HaCTOHH_[I/Ie PEKOMCHIAAIMNU IMPEAHA3HAYCHBI I IPUMCHCHHA MCIUIUWHCKHUMU OpraHu3alusiMu U

yUpeKIACHUSIMUA  (enepalibHbIX, TEPPUTOPUATBHBIX W  MYHHIMNAIBHBIX  OPraHOB  YIPABJICHHS
3IpaBOOXpPAHEHUEM, CHUCTEM O0053aTeIIBHOTO M JOOPOBOJBHOTO MEIUIIMHCKOTO CTPaxOBaHHS, JAPYTHMH
MEAWIIMHCKIMH  OPTaHM3AlUSIMH  PA3UYHBIX  OPraHU3allMOHHO-TIPABOBBIX  (QOpPM  JESATEIHHOCTH,
HaIpaBJICHHON HA OKA3aHHE MEIULIMHCKOW TOMOLIH.

KnnHnueckue pekoMeHJauy co3aHbl Ha OCHOBaHUM 0030pa JIMTEpaTyphbl K COBPEMEHHBIX MEXTYHAPOHBIX
KIIMHUYECKUX PEKOMEHJAIMI 110 JUAarHOCTHKE, JICYCHUIO M BEICHHIO IAIMEHTOB C METa0OJIMYECKHUMHU

OO0JIE3HSIMU.

rI/IHO(I)OC(baTa?»I/IH OTHOCHUTCA K PCIAKHM HACJICACTBCHHBLIM 3360H6B3HI/I5{M, YTO HCKIOYAaCT BO3MOXHOCTH
IMPOBCACHUA 0OIBIINX KOTOPTHBIX W PaHAOMHU3IHUPOBAHHBIX KOHTPOJUPOBAHHBIX I/ICCJIGIIOBaHI/Iﬁ n i
CO3aaHuA IIPOTOKOJOB JUArHOCTHKU MW TEpalKHu MCIOJIB3YIOTCA JIMIIb TEMATHYCCKUC MCCICIOBAHUSA

OKCIICPTOB, OHY6J'II/IKOBEIHHHG B IIOCJICAHHUEC IBA ACCATUIICTHA.

OHGHK& KadyeCTBa A0Ka3aTCJIbCTB U CHIIBI peKOMeHIIaIII/H\/JI MNPUMCHCHUA MCIULMHCKUX TEXHOJIOTHI

IIPOBOJIMIIACH B COOTBETCTBUHU C YHH(PHIIMPOBAHHOH IIKAIOH, IPUBEICHHOMN B Tabaumax 3-5.

IleaeBasi ayIuTOPHS JAHHBIX KIHMHNYECKUX PEKOMEHIAIIMI:

1. Bpauu o61eit npakTHky (ceMeliHble BpauHl);
Bpauu-nenuarpsi;

Bpaun-TepaneBTsl;

Bpaun-renerukuy;

Bpaun-nabopatopHble reHeTHKH;
Bpauu-nesponory;

Bpauu-nenpoxupypru
Bpaun—tpaBmaToiaoru-opromneast
Bpauun-xupypru

Bpauu nerckue xupypru

= = 0 0 =N ok we
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Bpauu-kapauosnoru

_
N

Bpauu-nerckue kapauonoru

—
[98)

Bpauu-nedpomnory;

[S—
o

Bpaun-pentrenosnory;

[S—
hd

Bpauu-odransmornory;

_
N

Bpauu ¢pyHKIIMOHATBEHON THATHOCTUKY;

_
~

Bpauu ¢usndeckoit 1 peabMIMTaIIHOHHON METUITUHBI

[S—
*

Bpauu-ncuxuarpsi;



19. Bpaun-oTopuHOIapUHTOJIOTH;

20. Bpaun-cyp1010ru-oTopuHOIApUHTOJIOTH
21. Bpauun-aHecTe3noa0ru-peaHuMaToIoru
22. Bpauu peBmarosoru

23. Bpauu-neonarosoru

24. Bpauu-nynsmoHon0rn

25. Bpauu sHg0kpuHONIOrH

26. Bpauu-nerckue sHI0KPUHOJIOTH

27. Bpauu-cromarosioru

28. Bpauu-nerckue ctomaTosioru

29. MeauiHCKHE IICUXOJIOTH;

30. Cryznentsl MmenquuuHckux BY30B;

31. OOyuaroniuiecs B OpJIMHATYPE U aCIIUPAHTYPE.

Tadoauua 3. 1llkana oreHKH ypoBHEH J0CTOBEepHOCTH aoKkazaTenbCcTB (Y Jl) it METOn0B AMArHOCTUKH
(TMarHoCTUYECKUX BMEIIATEIbCTB)

Y Pacummdposka

1 Cucremarnueckue 0030pbl  HCCIIEAOBAHMH C KOHTpPOJeM pedepeHCHBIM METOJIOM WU
CHUCTEMAaTHYCCKUH O630p PAHAOMHU3UPOBAHHBIX KIMHHUYCCKUX I/ICCJIGI[OBaHI/Iﬁ C INPUMCHCHUCM
MeTa-aHaln3a

2 OtaenpHble UCCIENOBaHUS C KOHTPOJEM pePEepeHCHBIM METOJOM HIU  OTJCNIbHbBIE
PaHIOMU3UPOBAHHBIE KIMHUYECKHE UCCIICIOBAHUS U CHCTEMaTHYeCKHe 0030pbI HCCIeT0BaHUI
m000r0 Au3aiiHa, 3a WUCKIIOUEHHEM pPaHJAOMHM3UPOBAHHBIX KIWHUYECKUX HCCIECIOBAHUM, C
MPUMEHEHNEM METa-aHan3a

3 UccnenoBanus 6e3 mociie10BaTEILHOTO KOHTPOJIS pePEPEHCHBIM METOJIOM WJIA MCCIICTOBAHUS C
pe(bepeHCHHM METOJAO0M, HE ABJAIOIIMUMCA HE3aBUCHUMBIM OT HCCICAYEMOro MCETOoAa HIIN
HEPaHOMHU3UPOBAHHBIE CPABHUTENbHBIE HCCIIEIOBAaHUS, B TOM YHCJIe KOTOPTHBIC UCCIICIOBAHUS

4 HeCpaBHI/ITeHBHHC HCCJIICAOBAHUS, OITMCAHUC KIIMHUYCCKOTO ClIydas

5 Nmeertcs nuiib 000CHOBaHNE MEXaHU3Ma JAEUCTBUSI UM MHEHHE SKCIIEPTOB

Ta6auna 4. Ilkana olleHKU ypoBHEH TOCTOBEPHOCTH Hoka3atenbcTB (Y /1) ams MeTomnoB mpopuIakTHKH,

JCYCHUA 1N peaﬁI/IJII/ITaI_II/II/I (HpO(I)I/IJ'IaKTI/IquKI/IX, .IICLIC6HBIX, peaGI/IHI/ITaI_II/IOHHHX BMCH.I&TCJ'ILCTB)

YA Pacimiugposka

1 Cucremaruueckuit 0630p PKU ¢ mpumeHneHneM mera-aHanu3a

2 Otnensabie PKU u cucremarnueckue 0630pbl MCCIEAOBaHUMN JTHO00TO MU3aifHA, 32 UCKIIOYCHUEM
PKU, c npuMeHEHHEM MeTa-aHaIn3a

3 HepaHI[OMI/ISI/IpOBaHHI)Ie CPaBHHUTECIIbHBIC UCCIICAOBAHN, B T.4. KOTOPTHBIC UCCIICAOBAHUA




4 | HecpaBHuTENbHBIE HCCIENIOBaHUSA, OINUCAaHME KIMHUYECKOTO Cllydas MM CEpUM  CIydaes,
MICCJIEIOBAHMSI «CIIY4al-KOHTPOJIbY

5 Nmeercs numb  000OCHOBaHHME MeEXaHHW3Ma JICHCTBUS  BMEIIATEIbCTBA  (JOKIMHUYCCKUE
WCCJICIOBAHMS) WJIM MHEHHE DKCIIEPTOB

Ta6auua 5. [llkana onenku ypoBHel yoenurenbHocTH pekomenaanuii (YYP) amnst MmetonoB npouiakTHKY,

JUAariOCTHuKH,

JedeHUss ©  peabwnuranuu  (IpOQHUIAKTHYECKUX, JUATHOCTUYECKHUX, JICUYCOHBIX,

peadIIMTAIIMIOHHBIX BMEIIATEIIHCTB)

Yyp

Pacimiugposka

A

CuiibHasi pexkoMeHaaIus (Bce paccMaTpuBaeMble KpuTepud 3P(HEKTUBHOCTH (HMCXOJIbI)
SIBIITFOTCST BaXHBIMH, BCE HCCICJAOBAHUS HMMEIOT BBICOKOE WJIHM YJIOBICTBOPHTEIHLHOE
METOOJIOTMYECKOe KauyeCTBO, WX BBIBOJBI 110 HMHTEPECYIOIIUM HUCXOJaM  SIBIISIOTCS
COTJIaCOBAaHHBIMHU)

YcnoBHas pekoMeHanus (He BCe paccMaTpuBaeMble KpuTepuu 3(HPEeKTHBHOCTH (MCXOIbI)
SIBJITFOTCSI BOXKHBIMH, HE BCE HMCCIICAOBAHUS MMCIOT BBICOKOE HIIM YJIOBICTBOPHUTEIHLHOEC
METO0JIOTMYECKOE KAYeCTBO W/WJIM X BBIBOIBI 10 HHTEPECYIOIUM HCXOaM HE SBIISIOTCS
COTJIACOBAaHHBIMHU)

Cnabas pexkoMeHganusi (OTCYTCTBHE [OKA3aTENbCTB HAAJEXKalIero KadecTBa (Bce
paccMaTpuBaemble KpuTepuu 3((HEKTUBHOCTH (MCXOIBI) SIBIISIIOTCS HEBAXHBIMH, BCE
HCCIIEIOBAHUS HMEIOT HHU3KOE METOJO0JIOTMYECKOE KayeCTBO M MX BBIBOABI IO
MHTEPECYIOUIMM UCX0/1aM HE SIBJIIIOTCS COTJIACOBAHHBIMU)

HOpﬂ}IOK O0OHOBJIEHHS KJIHHHYECKHX peKOMeHI[aHHf/'I.

Mexannzm

OOHOBIICHUS KIMHHUYCCKUX pCKOMeHILaHI/If/i npeaycMarpuBact HUX CHCTCMATHUYCCKYIO

AKTYAJIM3alliul0 — HE PCKE UYCM OAWH pa3 B TpHU I'OJ4d, a TAKKEC IIPU MOABJICHUHU HOBBIX HAHHBIX C IMO3UIUU

JIOKa3aTeJIbHOM MEIULIMHBI 110 BOIIpOCaM JHUArHOCTUKH, JICUCHMUS, HpOCI)I/IJ'IaKTI/IKI/I u pea6I/IJ'II/ITaI_[I/II/I

KOHKPETHBIX 3a00JIeBaHM, HAIMUYUU OOOCHOBAaHHBIX JIONOJHEHUI/3aMeuaHuil K paHee yTBepkaEHHBIM KP,

HO He yarie 1 pa3za B 6 MecsIeB.




IIpuno:xkenue A3. CipaBo4HbIe MAaTePHAJIbI, BKJIHYasi COOTBETCTBHE MOKA3aHUM K
NPUMEHEHHUIO ¥ NPOTUBONOKA3AHMI, CII0CO00B NNPUMEHEHUS H 103 JIEKAPCTBEHHBIX
NpenaparoB, HHCTPYKIUM 110 NPMMEHEHHIO JIEKAPCTBEHHOI0 Ipenapara

1. [Tpukaz Munzapasconpazsutust PO No 185 or 22.03.2006 roma «O maccoBoM 00CIeAOBaHUH
HOBOPOJKJCHHBIX JIETEI Ha HACJIEICTBEHHBIE 3a00JIEBaHUS»,

2. [Tpuka3 MunucrepcTBa 34paBOOXpaHeHUs U colManbHOoro pa3sutus PO ot 16 anpens 2012 r. N 3661
«O06 yrBepxaenuu [lopska okazaHus meAMaTPUUECKON TTOMOIIN»

3. [Tpuka3z MunucrepctBa 3apaBooxpaneHuss PO «O06 yreepxkaenuu [lopska okazaHUs METUITTHCKOM
MOMOIIH OOJILHBIM C BPOXKIACHHBIMU U (WJIM ) HACJIEICTBEHHBIMU 3a00seBaHusIMI» oT 21.04.2022 No 274n

4. ITpuka3z Munszapaa Poccun (MunuctepctBo 3apaBooxpanenus P®D) ot 24 nos6ps 2021 r. Ne1094n
«O06 ytBepxkaenun llopsaka Ha3HaYeHHS JIEKAPCTBEHHBIX MpermapaToB, GOpM peLeNnTypHbIX OJaHKOB Ha
JeKapcTBeHHbIE Tpenapartsl, [lopsaka odopmiieHUs yKa3aHHBIX OJIAHKOB, WX Yy4y€Ta W XpaHeHUs, (opMm
0JIAaHKOB PEILENTOB, COJEPKAIIMX Ha3HAYEHWE HAPKOTHYECKUX CPEJICTB WM TCUXOTPOIHBIX BEIIECTB,
[Topsimka MX U3rOTOBJICHUS, PACIIpeIeICHHs, PETUCTPALINH, YUeTa U XpaHeHus, a Takxke [IpaBun opopmieHus
OJIaHKOB PELIETITOB, B TOM YKcie B POpME 3JIEKTPOHHBIX JOKYMEHTOB)

5. Pacnopsoxenue [IpaBurensctBa P® ot 31 nexadps 2018 1. Ne 3053-p «O0 yTBep:KACHUU TEepeyHEe
MEUIIMHCKUX H3JEIHNM, UMIUIAHTUPYEMBIX B OPraHU3M 4YeJIOBEKa MPU OKa3aHWU MEIUIIMHCKON MOMOIIHU B
paMKax MporpaMMbl FOCYAapCTBEHHBIX TapaHTUN OECIIIATHOTO OKa3aHUs rpaKIaHaM MEIUIIMHCKOM MTOMOIIT

" OTITYCKACMBIX IO pe€uelTaM Ha MCAUIUHCKUC U3ACIINA ITPU ITPEAOCTABIICHUN Ha60pa COINUAJIbHBIX YCIIYT»

6. MexnyHapoaHast kiaaccudukaius 00JIe3HEH, TpaBM U COCTOSIHUMN, BIustomux Ha 370poBbe (MKbB —
10);
7. [Tpuka3z M3 P® ot 20 nexabps 2012r. Ne 11831 «O06 yTBep)KIeHUH HOMEHKJIATYphl JOJDKHOCTEH

MEIUIUHCKUX PaOOTHUKOB U (hapMalleBTUYECKUX PaOOTHUKOBY.

8. [Tpuxa3z M3 P® ot 23 utonst 2010 r. Ne 5411. Equnbrii kBanupuKauoHHbIN CIPABOYHUK JI0JKHOCTEN
PYKOBOJUTENEH, CIELUATIUCTOB U CIy)XalluX, pa3aen KpamupukanroHHbIE XapaKTEPUCTUKH JOJKHOCTEH
pabOTHUKOB B chepe 31paBOOXpaHEHHUSL.

9. ®epnepanbublii 3ak0H oT 25.12.2018 Ne 489 489-®3 «O BHeceHuu u3MeHeHUM B cratbio 40
®enepanpHoro 3akoHa «OO0 00s3aTeTbHOM MEIMIIMHCKOM CcTpaxoBaHWM B Poccmiickoit ®enepamum» u
®denepanpHbIil 3ak0H «O0 OCHOBaX OXpaHBI 3/I0pPOBbs TpakaaH B Poccuiickoit denepanuny mo Bompocam
KJIIMHUYECKUX PEKOMEHJAINI.

10. [Tpuka3 MunzapaBa Poccum Ne 103n ot 28.02.2019 1. «OO6 yTBep)KIACHHU TOpPsAKAa U CPOKOB
pa3paboTKU KIIMHUYECKUX PEKOMEHAIH, UX TIepecMOoTpa, TUIIOBOM (JOPMBI KIMHUYECKUX PEKOMEHIAuN 1
TpeOOBaHUII K HUX CTPYKType, COCTaBy M HaydyHOM OOOCHOBAaHHOCTH, BKJIIOYaeMOM B KIMHUYECKHE
pEeKOMeH1altui UH(OPMAITM.

11. [Tpuka3 Munsapasa Poccun ot 13.10.2017 Ne 804H «O0 yTBep>KACHUN HOMEHKIIATYPbl MEAMLIUHCKUX

YCIIyT».



12. IIpuka3z MunuctepcTBa Tpyaa u comuaibHoM 3anmutbl PO ot 27 asrycra 2019 r. n 585 «O
KIACCU(UKALUAX U KPUTEPHSIX, HCIOJB3YEMBbIX IMPU OCYIIECTBICHUU MEIUKO-COIMATBHOW JKCTIEPTU3HI
rpaxaaH (enepaabHBIMU TOCYIAPCTBEHHBIMU YUPEKICHUSIMHI MEIUKO-COIUATBLHON IKCIIEPTU3BI;

13. [Ipuka3z MuHHCTEpPCTBa 3paBOOXpaHEHUs U CcolUaIbHOTO pa3Butus Poccuiickoit denepanuu «O
MOpsIKE MPUMEHEHUS JIEKAPCTBEHHBIX CPEACTB Y OOJBHBIX MO KU3HEHHBIM MOKa3aHusIM» oT 9 aBrycra 2005
r. No 494

14. Nudopmannonnoe mnucbMo Mun3npaBa Poccun 1O BO3MOXKHOCTH 3aKyIKH JIEKapCTBEHHOTO
npenapara mo toproBomy HanMmeHoBaHuio (https://www.rosminzdrav.ru/news/2019/12/18/13043-minzdrav-
podgotovil-informatsionnoe-pismo-po-vozmozhnosti-zakupki-lekarstvennogo-preparata-po-torgovomu-

naimenovaniyu);

HNudopmanus 0 JIEKapCTBEHHbIX cpeacTBax: https://grls.rosminzdrav.ru/,
https://pharma.eaeunion.org/pharma/registers/26/ru/register

OcHOBHbIE HOPMATHBHO-NIPABOBbIE AKTHI, PeryJHpPYyIONIde OKa3aHHe NAVIMATUBHOH MeIUIMHCKOM
MOMOIIH

1. ®enepanbhblii 3akoH "O BHeceHUH n3MeHeHul B denepanbHblii 3ak0H "O0 0CHOBaX 0XpaHbl 310POBbsI
rpaxnaaH B Poccuiickoit ®denepanuu' mo BonpocaMm OKazaHus NaJIMaTUBHON MEIUIIMHCKON moMouu"
o1 06.03.2019 Ne 18-@3.

2. Ilpuka3z MunznpaBa Poccun Ne 208H, Muntpyna Poccun Ne243n ot 14.04.2025 «O06 yTBepxaeHun
MOJIOKEeHUs 00 OpraHM3alMM OKa3aHWs NaJTHATMBHOW MEAMIIMHCKON MOMOIIM, BKJIIOYAsl MOPSIOK
B3aUMOJICCTBUSL MEIUIIMHCKUX OpraHu3allii, OpraHu3aluidl COIUAIBHOTO OOCTY>KUBAHHUS U
OOILIECTBEHHBIX OOBEAMHEHUN, WHBIX HEKOMMEPYECKHX OpraHu3alud, OCYIIECTBISIONIUX CBOIO
JESITEIIBHOCTD B cpepe OXpaHbI 370POBBSI».

3. Tlpuka3z Munznapasa Poccun Ne 3981 o1 9 utons 2025 rona «O0 yTBEpKACHUH MEPEUHS METUITUTHCKUX
W3JIeNUi, TpeIHA3HAYEHHBIX [UIS TOJAJEp)KaHUS OpPraHOB W CHCTEM OpraHu3Ma 4YeJIOBeKa,
MPEAOCTABIAEMbIX MMAIIMEHTY TMpPU OKa3aHWM NAUIMATUBHOM MEIWUMHCKOM TOMOIIM IS
WCIIOJIH30BaHUS HA JIOMY».

4. TIlpuka3z Munzapasa Poccun Ne 5051 ot 10 urons 2019 rona «O0 ytBepxaenun ITopsaka nepenaun
OT MEJUIIMHCKOW OpraHU3allluy MAIUMEeHTy (€ro 3aKOHHOMY MPEICTaBUTENI0) METUITMHCKUX U3/IEITHH,
MpeIHa3HAYeHHBIX IS TOJAep:KaHus (QYHKIMNA OpraHOB M CHUCTEM OpraHu3Ma 4YeloBeKa, s
WCIIOJIb30BAHUS HA IOMY MPU OKa3aHUH MAJJTHATUBHON MEIUITMHCKON TTOMOIIIN.


https://grls.rosminzdrav.ru/

Ipuiaoxenue A3.1 IlpyunHbl HU3KOH aKTUBHOCTH 0011eil D B KpoBHM

AnantupoBano u3 [Khan AA, Brandi ML, Rush ET.et al. Hypophosphatasia diagnosis: current state of the
art and proposed diagnostic criteria for children and adults. Osteoporos Int. 2024 Mar;35(3):431-438. doi:
10.1007/s00198-023-06844-1. Epub 2023 Nov 20. Erratum in: Osteoporos Int. 2024 May;35(5):933-934,
Riancho JA. Diagnostic Approach to Patients with Low Serum Alkaline Phosphatase. Calcif Tissue Int. 2023

Mar;112(3):289-296. doi: 10.1007/s00223-022-01039-y. Epub 2022 Nov 8. PMID: 36348061].

I'pynna npuyuH HU3KOH
AKTHBHOCTH 1IEJ0YHOM
docharassl B KpoBH

ITpumepsbi

JlekapcTBeHHas Tepanus

AHTHpEe30pOTHBHAS TEepaIns
XuUMHOTEPAIIUSL
W30bITOYHOE TPUMEHEHHUE MPenapaToB IPYIIbI BUTAMHUH D 1 ero aHajioru

OHIOKPUHHBIC PacCTPOMCTBA

I'unonapartupeos

I'unotupeos

I'mnepkopruzonusm

[Toueunas ocreomucTpodust U afuHaMu4eckas 60Je3Hb KOCTEeH
3azepKa pocTa U MOJIOBOTO CO3PEBAHMSL.

I'emaTonorudueckne
3a00JIeBaHUA

310Ka4YeCTBEHHAS] AHEMHUSI

MaccuBHbIE IEPETUBAHNS KPOBU
MuenonponudeparuBHble 3a001€BaHUS
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BEILIECTB

Maruwuit

IMunk

Butamun C
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Menp
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AxoHzpomnnasus

Hecogepennsriit octeorenes, Tum 2 (OMIM 166210)
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Henmaxus (OMIM 212750)

Hapymenne cunresa rimkocuidocharnanannosurona 2 (OMIM 619985)
OHTeponaTHyecKuil akpojiepMaTht ¢ aeduiutom nuaka (OMIM 201100)
CHHIPOM MHOKECTBEHHBIX BPOXKJICHHBIX aHOMAJIHH, THIIOTOHHH,
CYJOPOXXHOTO CHHIPOMA,

tun 3 (OMIM 615398)

Hapyuienusi, Bausirole Ha JIMHEWHBIN POCT B ISTCKOM BO3pacTe

JlaboparopHsbie (akTopsI

Ucnonb3oBanune DA TA nim nurpara B mpodupke
Hcnonb3oBaHue okcanara B IpoOUpKe
I'emonus




IIpuno:xenue A3.2 Oco0eHHOCTH MOJIEKYJISIPHO-TeHETHYECKOH THArHOCTUKH [ DD

['®D Bo3HUKAET MO NMPUYUHE BApUAHTOB reHa ALPL u Hacieayercs o ayTOCOMHO-IOMUHAHTHOMY
WIM  peliecCHBHOMY  Tumy. bonee — Tskenble  kiumHHUYeckue — (eHOTHNBI  (TepUHATAIIBHBIMN
JeTaNbHbIN/MIIQICHYECKUN) HACIEeNyIOTCS 10 ayTOCOMHO-PELECCUBHOMY THUIY, M CBSI3aHbl C HAJIWYHEM
TSDKETIBIX OMaIeNIbHBIX BapHAHTOB TeHa ALPL (rOMO3UTOTHOE WJIM KOMIAYH T€TEPO3UTOTHOE COCTOSHUE),
OPUBOANINX K HApYIICHHUIO CHMHTe3a OelKka WIM HapyLIaloIIUX KpUTUYecKH BakHble nomenbl THILD.
VYMmepeHnHble (GOpMBI TOKE MOTYT OBITH BBI3BaHBl JBYMsI PELIECCUBHBIMH BapHaHTaM, HO YXKe C
HE3HAYUTENbHBIM H/HIU yMepeHHbIM 3¢ ¢dexkrom BHE ropsunx touek THIID ¢ yacTMyHBIM HapylIeHHEM
¢ynkuuu. IlomMuMoO 3TOrO, Ui TPOSBICHUS CHUMITOMOB YMEPEHHBIX M JieTkux ¢opm ['@D ObiBaer
JIOCTaTOYHO OJHOTO BapuaHta reHa ALPL B TeTepO3UrOTHOM COCTOSIHMM H3-3a HAJIM4yusl Yy BapHaHTa
JOMHHaHTHO-HeratuBHOro 3ddexra (JJHDI), a Takxke m3-3a rarioHeAOCTATOYHOCTH, BO3MOKHOTO BIUSHUS
TeHOB-MOAM(DHUKATOPOB M DJMHUIeHETHYECKUX (akTopoB (B cimyuyae otcyrctBus JIHD y wumeromerocs
BapuaHTa). YMEpeHHBIM U JieTKuM Gopmam ['@D cBoiicTBEHHA HEIMOHAS NICHETPAHTHOCTh U BapuabenbHas
9KCIIPECCUBHOCTH (Y POACTBEHHBIX JIMII C OJJMHAKOBBIM T€HOTHIIOM MOTYT ObITh pazHbie peHoTur sl ['dD i
OTCYTCTBOBaTh cUMNTOMBI BoBce) [Mornet, E., Taillandier, A., Domingues, C. et al. Hypophosphatasia: a
genetic-based nosology and new insights in genotype-phenotype correlation. Eur J Hum Genet 29, 289-299
(2021). https://doi.org/10.1038/s41431-020-00732-6].

Bxnan B deHOTHIMUECKHE pa3muyMs MPHU OJHUX U TeX e BapuaHTax reHa ALPL MOryT BHOCHUTH
pa3Hbie (DaKTOPBI — cTeNeHb (PU3NYECKON aKTUBHOCTD, HAJIMUKE COMYTCTBYIOIIUX 3a001eBaHui (THIIOTHPEO3,
TUIONapaTUpe03, HapyLIeHUs TUTaHUs U METa00IM3Ma, CHHIPOM MajbabcopOLnu, TUNO/TUIIEpBUTaMUHO3 /],

00J1€3HU TIOYEK), TEHETHUECKHE MOIU(DUKATOPBI, SITUTEHETUUECKUE U IPYTHE.

K MeTonam MoJieKyJIsipHO-TeHeTHYeCKO# 1HarHocTUKH I'PD oTHOCHAT:

(1) cexBenupoBanue »k30HOB reHa ALPL mno ConHrepy (orpaHudeHusi B koHTekcre ['PD: mouck
MYTallUi TOJIBKO B KOAUPYIOIIEH YaCTH SK30HOB U HEOOJBIION YacTH MPUIIEKAIIUX UHTPOHOB, YITyCKAIOTCS
BapHaHThl TJIyOOKO B MHTPOHAaX, MPOMOTOPE M PETYJIATOPHBIX 3JIEMEHTaX, MPOTSHKEHHBbIE JeJelnH,
IYTUIMKALlUU, UTHBEPCUH, CIIOKHBIE IIEPECTPOMNKH, Mo3auu3M <15-20%);

(2) cexBeHupoBaHHe SK30HOB reHa ALPL MeToIOM BBICOKOIPOU3BOJIUTEIBHOIO CEKBEHUPOBAHUS
(orpanndenus B kKoHTekcTe ['@D: mouck MyTaluii TOIBKO B KOJUPYIOIIEH 4acTH SK30HOB U HEOOJIbIION YacTu
npuieXaluXx HHTPOHOB, YIYCKAlOTCS BapHaHTbl TNyOOKO B HMHTPOHAX, MPOMOTOPE U PETYISATOPHBIX
JJIEMEHTAaX, MPOTSHKEHHBIE JIIeUH, TyTIIIMKAIUY, UTHBEPCHUH, CIIOKHBIE TIEPECTPOIKN );

(2) TapreTHoe CEKBEHHUPOBAaHHE TOJHOTO TeHa ALPL MeTOAOM BBICOKOIPOHU3BOIUTEIHLHOIO
CEKBEHHUPOBAHMSI, TOKPHIBAIOIIEE TPOMOTOPHBIN/PErYISATOPHBIE JIEMEHTHI T€Ha, HHTPOHHBIE PETMOHBI IeHa
(TTO3BOJISIET BBISIBUTH BapUAHTHI, HAXOSIIUECS BHE KOIUPYIOMIMX o0nacTei reHa, mo3annmsMm <15-20%, a

TaKKe JAeNey Wi nHcepiuu 6onee 10 map HyKI€OTHIOB);



(3) nanenpHOE CEKBEHHMPOBAHUE MHOYKECTBA TeHOB, BKI04asi ALPL (103BOJISET BBISIBUTh BAPHUAHTHI B
rene ALPL w B Jpyrux reHax, Moauduuupyoumx ¢eHotun ['@D, wunm nocTaBUTh ApPYyrou
g hepeHIMaTbHBINA JUArHO3);

(4) momHo3K30MHOE cekBeHupoBanue (WES) (orpanudenusi manenbHOTo cekBeHupoBanus u WES:
MOKMCK BApUAHTOB TOJIKO B 3K30HAaX M HEOOJBIION YaCTH NMPUIISKAIINX HHTPOHOB, YITYCKAIOTCS AETCIUH UK
uHcepiuu 6osee 10 map HyKJI€OTHIOB, IPU HEJOCTATOYHOM IOKPBITHH MOYKHO YITyCTUTh BapUaHT);

(5) monmrorenomHoe cexkBeHupoBanue (WGS) (pacmmdpoBka MOTHONW MOCIEIOBATEIHHOCTH BCEX
TeHOB, CIIOKHOCTh B MHTEPHPETAIMU IMOJYYCHHBIX JAaHHBIX, YACTO TPEOYIOUIUX MOJITBEPKICHUS METOJIOM
Conrepa, 00JbIION CPOK BBHITOJIHEHHUS, OJHAKO MO3BOJISIET BBISBUTH MPOTSHKEHHBIC JIENICLHNU, TYTITUKALUY,
MHBEPCHUHU, CII0KHBIE TIEPECTPONKH);

(6) mynbrunnekcHas jurasHas peakuus (MLPA) (mpenHasHaueHa TOJIBKO AJii MOMCKAa KPYITHBIX
CTPYKTYPHBIX TEPECTPOCK C HM3MEHEHHEM YHWCjia KOMHIl TeHa, MPOTSHKEHHBIX AeNelui, AYyTUTHKAIHii,

WHBEPCHUIA).

Kak npaswio miga 95% O6onpHbix '@D Bapuantel B reHe ALPL BbIABIAIOTCA NPU CTaHAAPTHOM
TeHETUYECKOM 00CII€/IOBAaHUHU KOJUPYIOIUX PErMOHOB (3K30HOB) M HEOOIBUINX YacTel MPUIIEralouX K HUM
UHTPOHOB. B ocTasibHbIX 5% cily4yaeB BapuaHThl HE BBISBISIOTCS B CBSI3U C TEM, UTO MOTYT JIe)KaTh B INIyOnHE
PETYISITOPHBIX 00JIACTEH/MHTPOHAX, WITH TIPEJCTABIISIOT U3 ce0s1 KPYITHBIC ACIICIIUU/ Ty TTuKauu rena ALPL,
wi cuMnTombl ['OD BbI3BaHBI BApHAHTAMHU B IPYTHX TeHaX, BoBIeueHHBIX B peryisinuio THIL® [Seefried,
L., Petryk, A., del Angel, G. et al. Whole genome sequencing in adults with clinical hallmarks of
hypophosphatasia  negative  for ALPL  variants. Mol Biol Rep 51, 984  (2024).
https://doi.org/10.1007/s11033024-09906-7]. Ilo HekOTOpbIM AaHHBIM, JUIs Oonee nerkux (opm I'OD c

ne00TOM BO B3pOCIOM Bo3pacte aaxe y 45-50% mnanueHTOB MOTYT HE BBIABIATHCS BapuaHThl ALPL, uTo
CBSI3aHO WJIM C HAJIMYUEM JPyroro 3a00JeBaHMs, TATOT€HHBIMU BApUAHTAMH B PETYJIATOPHBIX U CBSI3aHHBIX C
ALPL renax, npuémom OuchochoHaToB U JpyruMH NPUUMHAMU, UMUTHPYIOUIUMH OMOXUMUYECKUN W/WIH
kiuHndeckuit penorun I'@® [Hepp N, Frederiksen AL, Duno M, Prast Holm J, Rye Jorgensen N, Beck
Jensen JE. Biochemical, clinical and genetic characteristics in adults with persistent hypophosphatasaemia;
Data from an endocrinological outpatient clinic in Denmark. Bone Rep. 2021;15:101101. Published 2021 Jun
28. doi:10.1016/j.bonr.2021.101101].

B EBpormie nHaunbonee pacrnpoctpaneHHbIMU Bapuantamu ALPL sBnstores ¢.571G>A, c.407G>A u
¢.1250A>G, Torsa kak B MUpe HanboJee YacTo BhIABISEMBIMH BapuaHTaMu ABIstoTcs ¢.1250A>G, ¢.571G>A
u c.1133A>T. (Lipinski P, Rusecka J, Zuber ZM, Smigiel RS. Hypophosphatasia in children: From low
alkaline phosphatase activity to diagnosis, genetic testing, and treatment options. A narrative review. Adv Clin
Exp Med. 2026 Jan 13. doi: 10.17219/acem/205341. Epub ahead of print. PMID: 41528835.)

[To panabiM 6a3bl Clinvar  BapuanT ¢.571G>A (p.Glul91Lys). sBiaseTcss pacHpoCcTpaHEHHBIM
natoreHHsIM BapuanToM B rene ALPL (Hérasse, 2002; Mornet, 2021). Cpennsist uactota no gnomAD v.4.1.0
- 0,14%. On SBIISICTCSI THIIOMOP(HBIM MHCCEHC-BapUaHTOM, YTO TIIOATBEPKIACTCS MHOTUMH

HCCJIEIOBAHUSIMU 1N Vitro, MOKAa3bIBAIOUINX OCTaTOYHYIO aKTUBHOCTH (hepmenTta 50-70% u orcyrctBue JJHD


https://doi.org/10.1007/s11033024-09906-7

[25]. Otot BapuaHT BbIsABIsAeTCS B rerepo3uroTHoM (Hofmann, 2014; Taillandier, 2018; Mornet, 2021;
Ambry) 1 komMmnayHaHOM-TeTepo3urotHoM coctostann (Henthorn, 1992; Schalin-Jéntti, 2010; Hofmann, 2014;
Zurutuza, 1999; Mornet, 2021; Sperelakis-Beedham, 2021) y nammmentoB ¢ '@® u vHuzkum ypoBHeMm LD,
OpU 3TOM TSDKECTh KIMHUYECKHX IMPOSIBICHUN KOPPEIHPYEeT CO CTENeHbI0 MOoTepH (YHKIUH.
MHorouuciennble QyHKIMOHAIBHBIE UCCIEAOBAHUS 1N Vitro ¢ UCIONIb30BAaHUEM TPAaH3UEHTHOM AKCIpeccruu
B KJIETKaX MOKA3bIBAIOT HE3HAUYUTEIHHOE CHIYKCHHE aKTHBHOCTH, COOTBETCTBYIOIIEE AIICII0 ¢ YMEPEHHOM
norepeil GYHKIUU [0 CPaBHEHHIO CO 3OPOBBIMU JIFOJIbBMUA M TATOTCHHBIMH KOHTPOJIBHBIMU 00pasiaMu
(Hofmann, 2014; Zurutuza, 1999; Del Angel, 2020). B OonpIIMHCTBE cily4aeB, B OTCYTCTBHH BTOPOTO
BapuaHnTa, BapuaHT ¢.571G>A (p.Glul91Lys) B reTepo3uroTHOM COCTOSIHUM HE SBIIACTCS MPUIMHON OOJIC3HU
U TOJBKO B COYETAHHWH C JPYTMMH BapUAHTAMH MOXET OBITh PACCMOTPEH KaK MOJICKYJISIPHO-TEHETHYEeCKas
npuYrHa 3200JIeBaHusI.

Oxkono 30% wusBecTHbIX BapuaHToB B ALPL (mo 6a3e nanubeix ClinVar) sBisioTcs BapuaHTamH C
HESICHOM KIMHUYECKOM 3HaunMocThio (BH3), cooTBeTCTBEHHO O0HApyXeHHE TaKHX BApUAHTOB HE PEIKOCTh
¥ OHU CO3/AIOT CIIOKHOCTB JUIs Bepuukanuu auarHo3a. MaGopmanmio mo oOHapyKCHHBIM BapHaHTaM U3
pPE3yNBTaTOB TEHETHYECKOTO TECTUPOBAaHUS HEOOXOIMMO HCKaTh B OOMIEHOCTYIHBIX 0a3ax JaHHBIX
BapuanToB (ClinVar, LOVD, HGMD), nonynsunonHbix 6a3ax gaHHbX (gnomAD) u B cienuduueckoi 6ase
naHHbIX BapuaHToB ALPL (https://alplmutationdatabase.jku.at/). Ecnu kinHnYeckas 3HaUMMOCTh BapuaHTa He
U3BECTHA, ClielyeT pyKoBoacTBOBaThCs Kputepusmu ACMG (DOI: 10.1038/gim.2015.30) u B 9acTHOCTH UX
Mo pUKAIEH JUISt I'€HOB, aCCOLIMMPOBAHHBIX c 3a00JiIeBaHUAMU CKeJeTa
(https://doi.org/10.1093/jbmr/zjaf183). DTuX KpUTEpHUEB MOXKET OBITH HEJOCTATOYHO IS PeKIacCH(PUKAITIN
BH3 3HauMMOCTH B BEpOSTHO-TATOTEHHBIA WU BEPOSITHO-AOOPOKAYECTBEHHBIN, W B TaKUX CIydasx
PEKOMEHIOBAHO HCIIONIBb30BaTh (PYHKIIMOHANBHBIN aHalW3 BapuaHTa, MO pPe3yJbTaTaM KOTOPOTO MOKHO
npucBouTh cuibHbIN KpuTepuil (PS3 wnm BS3). B mupoBoii nureparype usBectHo o Oonee uem 300
pe3yabpTatax GyHKIMOHATLHOTO aHaJInu3a BapUaHTOB B TeHe ALPL (pe3ynbTaThl 0TOOpaXXeHbI B 0a3e JaHHBIX

BapuanToB ALPL https://alplmutationdatabase.jku.at/).

Ipuaoxxenne A3.3 Tect 6-MuHyTHOM X01b0b1 (6MTX) [48]
6MWT — tect 6-MmuHyTHO# X0Ab0bI (6 minutes walking test, 6MWT)

Tect 6-MuHYTHOH XOABOBI SABJISIETCS OAHUM M3 HauboJiee MPOCTHIX U JIOCTYNHBIX B MUPOBOM IpaKTUKE
CI10c000B OII€HKHU BBIHOCJIIMBOCTHU U (bYHKHI/IOHaJ'IBHI)IX BO3MOKHOCTEH ITIaITUEHTOB C K&p)lPIOJ'IOFPI‘—I@CKOﬁ nu
JIETOYHOH MMaTOJOrusAMHU, a TaKX€C BBISIBJICHUA TaAKOBBIX, B TOM YUCJIC U Y neTeﬁ.

Tect 6-MUHYTHOH X0abOBI 3aKJI0YaeTCs B TOM, YTO PeOEHOK IOJKEeH 3a 6 MHHYT NpoOiTH
MAaKCHMMAJbHO BO3MOKHOe /UIA ce0sl paccTosiHHe Ha Tpeke B KOoM@opTHOM ajsi cedsi Temile.
3anpemaeTCﬂ MmepeExoJaIuTbL Ha oer mum NMPBI)KKH, HO MOYKHO 3aMEAJIUTHCH UJIH OCTAHOBHUTLCH, €CJIH
BO3HHKAET TaKasli NOTPe0OHOCTh (OLeHKa pe3yJbTATOB TecTa NPOBOAUTCH Mo mkane bopra — cm

IIpuniaoxenne I'1)



6MWT npoBoauTCS B MOMEIIEHUH, XOPOIIO 3HAKOMOM NAlMEHTY, UMEIOUIEM AOCTATOYHO JIMHHBIN
KOPHUJIOp C TBEPIBIM MOKPHITHEM. JJIMHA IPOXOAMMOro MyTH JTOJKHA COCTaBIATh HEe MeHee 30 METpoB ¢
pa3MeTkoi kaxapie 5-10 MeTpa, a Takke TOUKaMH MOBOPOTOB/pa3BopoToB. Ha 000X KOHIAX MyTH HYXKHO
pa3METHTh Kpecia s MOATOTOBKM M OTAbIXa MalueHToB. Kpome Toro, HEoOXOAMMO IM03a00THUTHCS O
HaJIMYMH UCTOYHUKA KUCIOPOia U AehUOPHILIATOpA.

Taxxke ais Tecta BaM TOHATO0SATCS: TOHOMETP, Yachl C CEKYHIHOU CTPENIKOM, IMyJIbCOKCUMETP U TenedoH.
TecT pekoMeHIyeTCsl MPOBOAUTH B YTPEHHUE Yachl MOCJE JIETKOTO 3aBTpaka. Ha manuente goikHa ObITh
yaoOHas OeXKIa M MOIXOAIIAs I MPOTYJIKH O0yBb. 3anpenieHbl HHTCHCUBHBIE (PU3MUYECKHE HArpy3KH
MEHee uYeM 3a JBa 4Yaca 10 HCHbITaHus. JledeHwe manueHTa MPOXOAUT B OOBIYHOM pexkume. Ecimu B
HOBCCHHGBHOﬁ KHN3HU p€6éHOK I/ICHOJILSyeT JJIA XOHB6BI TpOCTB, KOCTBIJIM UJIN XOHYHKI/I, cne;[yeT OCTaBUTH
UX 1 4J1s1 Tecra.

[lepen HauanoOM TecTa U MO UCTCUECHUU IIECTH MUHYT CIIEHUATMCTOM OLEHUBACTCS IPOWICHHBINA My Th

C TOYHOCTBIO IO METpa, a TaKXke MEePeHOCMMOCTh Harpy3ku mo mikaie bopra, aprepuanbHOe AaBlieHUE,

JaCTOTy CCPpACHHBIX COKpElHIGHPIfI, YaCTOTY AbIXaHUWA U CaTypaluro.

Pe6EHOK NoKeH 32 6 MUHYT IPOMTH MaKCUMaJIbHO BO3MOXKHOE /IS ce0s1 paccTOosiHUE B KOM(OPTHOM IS
ce0s temne. JlucrtaHuuio, NpoieHHy0 B TedeHue 6 MuH (6MTX), u3MepstoT B MeTpax, OLEHUBAIOT B
nuHamuke 1 pa3 B 6 Mec. U CpaBHMBAIOT C JaHHBIMU MPEIbIIYLIEr0 UCCIEA0BaHUS (TECT UCIONb3YETCs B
JTUHAMUKE Y OJTHOTO peOeHKaA).

A0COJIIOTHBIE IPOTHBONOKA3aHUS K IPOBECHHUIO TecTa:

o ocTpas 60J1b B TpyTHOU KJIETKE,

O JEKOMIICHCHUpPOBaHHAsl CEpEeUHas U JIbIXaTelIbHAasl HEJOCTaTOUYHOCTb,

O ocTpble 3a00JeBaHu,

O JIAXOpAJIKa,

o 3aboseBaHus ONMOPHO-ABUraTEIBHOIO aNapara NpensTCTBYIOIINE BBIITOJTHEHNUIO TPOOLI.
OTtHocuTeIbHBIC NPOTHBONOKA3aHUSs ISt NPOBEACHUSA TecTa:
BbIpaXX€HHas Opa/iu- WK TaXuKapaus,

O BBICOKas apTepuajbHasi THIIEPTEH3US

O BO3pacT pebeHka (ManplllaM TPYAHO OCO3HAThb W HCIOJHUTH BCE IpaBHJa TECTa, IOATOMY

BBITTOJIHSETCSI KOT/1a peOEHOK MOXKET COTPYAHUYATH)

Ecnu manueHT HaxoIuTCsa Ha MOCTOSTHHOM KHCIOPOJHOW MOJJIEPKKE, CKOPOCTh MOJIa4u KUCIOpOaa IPH
IPOBEJCHUN TecTa JOJDKHA COXPAHAThCS B COOTBETCTBUU C MpPENNMCAHUEM Bpaya, HA3HAUYMBILETO U
KOHTPOJIMPYIOIIETO TEPAIHIO.

KpuTtepun 10cpoyHoOro npekpameHus recra:
O TOJIOBOKpPYKEHHE,
o 0onb B TpyH,
O BBbIpaXXEHHAsI OJBIIIKA,

o OJIeIHOCTb,



O IMaHO3,
O CHWXXEHHME caTypauuu Huxe 85%,
O Hapacraromas ciadocThb,
O TOTeps yCTOMYMBOCTH;
O OTKa3 peOeHKa MPOJIOJIKUTh TECT.
Kiaunnyeckoe 3HaueHne HMEIOT:
O CHIKEHHE AMCTAHIIMU 10 CPABHEHHIO C PEABLAYIINM HUCCIIEIOBAaHUEM,
O BBIpaKEHHas JecaTypaluus,

O BBIpaXCHHAsA TaXUKapaAus.

[ATS statement: Guidelines for the Six-Minute Walk Test. American Journal of Respiratory and
Critical Care Medicine. Vol. 166, No.1. Jul 01, 2002].



Ipuaoxenue A3.4 HexkenatesbHble siBJIeHUs Tepanuu acgorason anbda

Ta6muia 6 HexenarenbHble siBieHUs Ha (poHe Tepanuu achoTazoi anbda U IPUHIUIEI KoppeKiuu 1o [18].

HexenarejbHoOe siBJICHHE MOHUTOPHMHT U peKOMeHAalUU

MecTHas peakuus B MecTax *  PerynspHblii MOHUTOPUHT

BBEJICHUS Tpernapara
*  CobOmoneHne TeXHUKA BBEACHUS —MHBEKINS TIOIKOKHO, POTAITH

MCCT BBCIACHHUSA

. B cirydae ymepeHHO#/cpeHel CTeNeHH BEIPaXKEHHOCTH
BO3MO)KHO TIPIMEHEHUE aHTUTUCTAMHHHBIE CPEACTBA CHCTEMHOTO
JEUCTBUS

Jlumoxuctpodus *  PerynspHblii MOHUTOPHUHT

° CO6JI}O,ZI€HI/IC TEXHUKHU BBECACHUS — NHBECKIUA ITOJAKOKHO, pOTAIINA
MECT BBCACHHUA

I'unep- (rumo)xanbIrpeMus *  KoHTposas nueTsl (HOHMKEHHOE COAep)KaHNe KaIbIiHs)

*  KoHTpoas ypoBHS NapaTUpEeOUTHOIO TOPMOHA B KPOBH, YPOBHS
00ILIer0 ¥ MOHU3UPOBAHHOTO KAJIBIHUS B KPOBH, YPOBHS
Heopranmdeckoro ¢ocdopa B kpou, Uccrenoranne 25-OH ButamMuna
[ B xpoBHU

*  Mosxket oTpeGOBaThCS BBEICHUE TIPETIAPATOB KBS, & TAKXKE
MPEnapaToB IPYIIbl BATAMUH D U €ro aHaJIOrH B PAal[MOH NPH UX
neduiute

Kpanmnocunoctos *  Peructpuposaics B KU y manueHToB Ha Tepanuu acQoTa3oii anbda

*  MOHHUTOPHUHT HCXO/HO, KaX/IbIe 3 MeCsIa B EPBbIi rOJI, Aajiee
KaXkaple 6 Mec 10 3-X JIeT U Kaxkasle 12 Mec mociie 3-X JIeT

° KOHTpOJ’IB JAUCKa 3pUTCIIBHOTO HEPBA
° OLIGHKa HeBpOJ’IOFH‘IeCKOﬁ CHUMIITOMAaTUKH

* KommeioTepHas ToMmorpagust roJoBHOTO MO3ra/ peHTTeHOrpadus
BCETO Yeperna, B 0IHON HiH 00Jiee IPOEKIUIX W/WIIM MarHUTHO-
pe30HaHCHAsE TOMOTpadus TOJIOBHOTO MO3Ta IPH MTOJI03PEHUH Ha
pa3BUTHE KPAaHHOCHHOCTO3a

* Pemenue Bonpoca 00 onepaTHBHOM JICUSHHH MIPU OATBEPKICHUN
KC

Hedpoxanpumnos * PeructpupoBaiics B KM y manmeHToB Ha Tepanuu achoTa3oit aibdha

* VYnbpTpa3BykoBOe€ HcclenoBaHue nouek u McecnenoBanue kanpnus u
KpeaTUHNHA B MOYE C PACYETOM [IOYEYHOI'0 KIIUPEHCa KaabLus K
KIIMPEHCY KPEaTUHHUHA

*  OreHKa IIPU3HAKOB UCXOTHO M KaXKABIE 3 MEC TPH TSDKENBIX
(opmax; UCXOTHO U Kaxkable 6 Mec Tpu OoJiee MATKUX (hopmax

I'unepuyBCTBUTENBHOCTH » TIpocBemats / 00CYX)aTh C TAIMEHTOM (POIUTEIISIMU) TIPU KAXKIOM
TOCETEHU N
* U3berath MHBEKIINUHN, €CITM MAIIMEHTY TPOBOJINUTCS BAKIIMHAIIUS VITH

AaHCCTE3UA B TOT XK€ JICHb




* Ilpu pa3BUTHH PEaKINU THIEPIYBCTBUTEIHHOCTH, IIPEKPATUTD
BBeJIeHHE acoTasbl allb(a U pacCMOTPETh BOIPOC O Hadase
COOTBETCTBYIOLICTO JICUCHHS, BKITFOYAS:
— Beenenue snunedpuna®*
— BBeneHue aHTUTHCTaAMUHHOTO CPEIICTBA CUCTEMHOTO
JEACTBUS
— B/B BBeneHHE KOPTUKOCTEPOHUIOB CUCTEMHOTO JICHCTBUS
— HWHdy3uoHHas Tepanus sl yIPABICHUS TUIIOTCH3UEH U
KOppeKIu 00beMa
— Ilpu pecniupaTopHBIX CUMITOMAX MPUMCHCHHE
WHTaJSIIIMOHHBIX CEJICKTUBHBIX O0eTa 2-aIpeHOMUMETHKOB
—  Ilpu TsoxenbIXx HapyIICHUSIX (GYHKIUU TbIXaHHUS U
MOSIBIICHUS [UAH03a — MPUMEHEHUE KUCTIopoa (Macka,
HOCOBBIE KaHIOJIN)
— IIpu HE0OXOAUMOCTH - CEpACTHO-JICTOYHAS peaHIMaITUs]
OHCHI/ITI) PUCKHU U TPEUMYIIECTBA, CBA3aHHBIC C IMIPOJOKEHUEM JICUCHUSA
acdoTa3oii anb(ha; ecIu MPUHATO PEUICHHE O IPOICHUH — MOHUTOPHHT
MIPU3HAKOB ¥ CHMIITOMOB PEaKIH TUIIEPIyBCTBUTEIEHOCTH; TOCTYII K

npenaparam 1 000pyJOBaHHMIO U KyTTHPOBAHHS OBTOPHBIX PEaKIUH

Ipuioxkenue A3.5. ConmyTcTByOmas U CMMIITOMaTHYeCKas Tepanus npu I' @@

Tabmuna 7 ConyTcTBylomiast U cuMntToMaruyeckas Tepanus npu [ OO

IIpenapatsi MOHUTOPHMHT U peKOMeHAALUU
IIpoTuBOCY1OpOKHAS TEpATIHS . Tpebyetcst mox6op B CienManu3UpPOBAaHHBIX IIEHTPax
#nmpuaokcuH ** . Heo0xoanmo Ha3HaueHHE IpU Pa3BUTHH BUTAMHH Bg —

3aBUCUMBIX CyAOPOT ITPU TAXKEIIBIX (bopMax B MaKCHUMAaJIbHBIX
TCPANCBTUYCCKUX N03aX

. JUTUTEeIbHOCTD TEPAITUK OTIPEACISIETCS HHMBUAYAIBHO
AHTHTUCTaMUHHBIE CPE/ICTBA . Bo3MoxkHO Ha3HaYeHKUE IPU PA3BUTHU
CHCTEMHOI0 JIEHCTBHS YMEPEHHBIX/CPEIHUX PEaKIMii B MECTaxX BBEACHHUS Mperapara
npenaparsl, 00J1a1aomme . B03MOXHO KypCOBOE Ha3HAYCHHUE ISl KyTUPOBAHUS
00€e300IMBAIOIINM IEHTCBUEM 00JIeBOTO CHHIAPOMA
(HecTepouHBIC
HpOTI/IBOBOCHaHI/ITeHBHBIC nu
MIPOTUBOPEBMATUYECKHE
npernapaTsl)
IIpenapats! kanbuus . Hasznauyenue A0MKHO MPOBOAUTHCS IIPU CTPOTOM KOHTPOJIE
ypOBHf{ KaJlblIUsd. HpOTI/IBOHOKaSaHI)I l'lpI/I FI/IHCpKaHBHI/IeMI/II/I.
bucdochonars . IIpoTuBONOKa3aHbl, MOCKOIBKY MOTYT YXYIIIUTh TEUCHUE

runodocdarazuu




Buramun D u ero anamorn

. [IpoTrBOMOKa3aHO HA3HAYECHNE MIPETIAPATOB TPYIIIIEI
BUTaMHH D U €ro aHaJoru B BBICOKHX JI03aX

. Haznauenue nOMKHO MPOBOJUTHCS MO KOHTPOJIEM YPOBHS
25-OH BurtamuHa /[ B KpoBH.




Ipuaoxenue A3.6. [lapameTpbl MOHUTOPUHTA NALMEHTOB ¢ [' DD,
nojayyarmux ©@3T nexkapcTBeHHBIM npenapaToM acgorasza anbda



JlaGopaTopHblii noka3arejb

Cpoxu BbITIOTHEHHST

IMpumedanust

Onpenesienne akTuBHocTH 001eii 111D B

KpOBH

Bceem namentam ¢ I' @D nipu
IIOCTAHOBKE IMarHo3a, yepes 2
Hezeny, 3ateM uepes 3, 6 u 12
MECSLEB, AAIEE EKETOIHO

* Ba)KHO JJIsI TOCTaHOBKH
JMarHo3a

* HEOOXOIMMO YUHTHIBATh
KOHTPOJIbHBIE JTHAIa30HbI C
TIOTPABKOI HA BO3PACT U IO
* 3HAYUTEJILHBIE OTKIOHEHUS
TpeOYIOT paclIMPEHHOI0
JUarHOCTHYIECKOTO MOUCKa

* [I0JIE3HO IIPH OIIEHKE
KOMILTaeHca

HccnenoBanue ypoBHs 0011ero u
HOHM3UPOBAHHOIO0 KaIb1us B KpoBHu (Ca)

Bcem narmentam ¢ 'OO: npu
ITOCTAHOBKE, Uepe3 3 MecsIa, aajee
€KEroIHo.

* KaJbI[UI CBIBOPOTKU
HEO0XOIMMO
CKOPPEKTHUPOBATH C YIETOM
YpOBHS aTb0yMUHA B KPOBH
* HCCIIEZOBAHUC
HMOHHM3UPOBAHHOTO KAJIBIIHS
npeanouTurensHee (0osee
CTaOWIICH)

* TUMEPKATBIIUEMHS MOKET
OBITh OUCBHTHON MPU
IIFarHO3E

TUICPKATBIIUEMUA MOKET
[PA3BUTHCS HA (1)0He TCpaInmn;

HccnenoBanue ypoBHsi NapaTHPEOHTHOTO

ropmona (II'TT)

BepOsITHA HEOOXOTUMOCTh
IMOTIOJTHUTENTLHOTO KOHTPOJIS
Ha (oHe Tepanuu achoTazoi
anbda

OTKJIOHEHUS KaJIbLIHS PEAKH
Y B3pOCIIbIX, OJTHAKO MOTYT
HaXOJUTHCS Ha BEpXHEH
rpaHule HOPMBI

[Ipu nmocTaHoBke u nanee
TIEPUOINIECKH, OTIMPASICh Ha
MeTa00IN3M KaJbIIHs
WHIUBUAYAIbHO

* ISl OOHAPYKCHHS
M3MEHEHUH
KOCTHOTO/MHHEPAIBLHOTO
oOMeHa

* CBSI3aHO C JOJITOCPOYHBIM
YPOBHEM KaJIbIIHs B KPOBH
* BEITIONTHSACTCS MIPH
00HapyKEHUH OTKIIOHESHHUH
KaIbIHs




* JUTSl UCKJTFOUEHUS HHON

MPUYHHBI HEJOCTATOYHOCTH
MUHEPAIN3aUH

* obecreyeHne HeOOXOUMBIM

Jo0aBJICHHEM TpernapaTa

rpymIsl BUTaMuH D 1 ero

Bcem nmarenram ¢ ['@D: mpu
TIOCTaHOBKeE, uepe3 3, 6 u 12
MECSLEB, Jallee €KEr0IHO M0CIIe

JOCTHXEHUS! HOPMAJIBHOTO YPOBHS
aHAJIOTH IIpU JICUCHUU
Hccaenopanue yposHs 25-OH surtamuna

* MMalUEHTHI C
J B kpoBH
MOATBEPKACHHBIM JIe(DUITUTOM

JTOJDKHBI ITOJIy4aTh IpenapaT
W3 Tpymnibl BuTaMuH D u ero
aHaAJIOTH (a TaKxke
KOMOMHHMPOBAHHBIX ), a TAKIKE
PETYIISIPHO KOHTPOJIUPOBATHCS

* MOHHUTOPHPOBAaHUE YPOBHS
Heopranudeckoro ¢pocdopa B
KpOBH (B KIIMHIMYECKUX
WCCIIeIOBaHUAX
MIepBOHAYAIBHBIC I3MEHEHHS
Beem nanpentam ¢ I'OD: npu YPOBHS HEOPTaHUYECKOT'O
MIOCTAaHOBKE JMArHo3a, 4epes 3 ¢octopa B kpoBH ObLIN
MecsIa, auee eXeroaHo Pa3HBIMH B OTBET Ha JICUCHHUE,
HccnenoBanue ypoBHsl HEOPraHUYECKOI 0 y OJTHHX HallUEHTOB
¢ochopa B xkpoBHn 0TMEYaJIOCh MOBBIIICHUE, Y
JPYTHX - HOHWKEHHE, OTHAKO
Ha (pOHE IPOFOIDKUTEIEHOTO
JICYSHUsI 3HAYCHUS
HOPMaJIM30BaJIHCh.
HexoTopsle cirydan CHIKEHHS
(dhocdara comanu co
CHIDKEHHEM KaJIbIIHs B
CBIBOPOTKE B IIEPBBIE HEJETH




JlaGopaTopHbIii NoKa3zaTeJb

CpOKH BbINNOJIHCHUSA

Mpumevanus

JICYCHUS, BEPOSITHO, B CBSI3H C
MOBBIIIEHHEM MUHEPaIN3alnH
KocTek).

* PEKOMEHJIOBaHO OoJiee
4acToe 00CIiIeI0BaHKE, ECITH
MAlMeHT He OTBEYaeT Ha
TEpaImio

CKpUHUHIOBbIE Ja00paTOPHbIE
uccjieaoBaHus (001Ul (KIMHUYECKUIH)
aHaJIM3 KPOBH Pa3BepPHYThIM,
HccnegoBanue ypoBHsi CBOOOAHOTO B
CBSI3AHHOI0 OUJIMPYOUHA B KPOBH,
OmnpenesieHne aKTUBHOCTH
aJIJaHMHAMUHOTpPaHc(depasbl B KPOBH,
Omnpenesienue aKTUBHOCTH
acnapraTaMMHOTpPaHc(epasbl B KPOBH)

Bcem nanmentam ¢ I'OD: mpu
MMOCTaHOBKE JAMAarHo3a, yepes 6
MECSIIEB, JajIee €KETOIHO.

Ouenka pynkuuu nouek (Mccaenopanue
YPOBHSI KPeaTHHUHA B KPOBH,
HccnenoBanue ypoBHA MOYeBUHbBI B
KPOBH)

Bcem manuentam ¢ I'OD: mpu
MMOCTaHOBKE JAMAarHo3a, yepes 6
MecseB, 4epe3 6 Mecsles,
Jajee eXeroaHo

* KpCaTHHWH, MOYEBHHA

* CKOPOCTh KITYOOYKOBOH

¢mnpTparmu (CKD)

B3POCIIBIM

* OTHOIIICHHE

kanbIuii/kpeatiuauH (Ca/Cr)
MOYH (MOHHUTOPHHT
He(POKAITBIIMHO3a)

HccienoBanne ypoBHS KaJabIUsl B MO4e

Uccnenosanue 06s13aTeNbHO pU
HaJIMYHUN FI/IHepKaJ'II)HI/IeMI/II/I I/I/I/IJ'II/I

MPU3HAKOB HE()POKAIBIIMHO3a




IIpunoxkenue A 3.7. [lapameTpbl MOHUTOPUHIA NALHEHTOB ¢ ' DD, He
noayyapmux ®3T jiekapcTBeHHBIM NpenapaToM acgorasa aabpa

JlaGopaTopHblii MoKa3aTeJib

CpOKH BbINNOJIHCHUSA

Mpumevanus

Omnpenenenne akruBHocTH o0meii D B
KPOBH

Bcem nmarmmentam ¢ @O ipu
MIOCTaHOBKE IAarHo3a, yepes 6 u 12
MECSIIEB, Aaee eKETOAHO

* BXXHO JUISI TOCTAaHOBKHU
JIMarHo3a

* HEOOXOIUMO YUHUTHIBATh
KOHTPOJIbHBIE JIHAIIa30HBI C
MIOIPABKOW Ha BO3PACT H ITOJT
* 3HAYUTEJIbHbIC OTKIOHEHHUS
TpeOYIOT pacuIupeHHOTo
JUAarHOCTUIECKOTO TIOUCKA

* [I0JIE3HO IPH OLIEHKE
KOMILTaeHca

HccnenoBanue ypoBHs 0011€ro U
HOHM3MPOBAHHOI0 KaJabluA B KpoBH (Ca)

Bceem nammentam ¢ ['OD: npu
IIOCTAHOBKE, JaJIe€ S3KETOHO.

* KaJIbI[U CHIBOPOTKA
HEOOXOIUMO
CKOPPEKTHPOBATH C YUETOM
YpOBHS aIb0yMHUHA B KPOBH
* HCCIIEIOBaHNE
HOHU3UPOBAHHOTO KaJIBIIHS
npenmnoutuTenabHee (0oiree
CTaOWIICH)

* TUMEPKATBIIUEMHS MOKET
OBITH OYCBHTHOW TIPH
JIMarHo3e

* TUMEPKATBIIUEMHS MOXKET
pa3BHThCS O€3 Teparuy;

HccnenoBanue ypoBHsi NapaTHPEOUIHOTO
ropmona (IITT)

Bcewm naruentam ¢ ['@D: npu
IIOCTAaHOBKE M JIajiee
MIEPUOANYECKH, OTIHPAsICh Ha
MeTA00JIN3M KAJIbIIHS
WHIUBUTy AITHHO.

OTKJIOHCHUSA KaJIbIIUS pemm
Y B3POCIIBIX, OJTHAKO MOTYT
HAXOJUTHCS Ha BEPXHEU
TPaHMIIE HOPMBI

JUIsL OOHAPY>KEHHSI
U3MEHEHUH

KOCTHOTO/MHUHEPAIBHOTO
obOmeHa

CBSI3aHO C JJONTOCPOYHBIM
YPOBHEM KaJlbIUs B KPOBH
BBITTOJTHSIETCS TIPH
00HapyKEHUH OTKIOHCHUH
KaJIbITHsI

Uccnenosanue ypoBusa 25-OH Butamuna /I B
KpOBH

Bcewm nanentam ¢ I'OD: pu
TMOCTaHOBKE, Uepe3 3 MecsIia, aanee
€KETOJTHO IOCJIE TOCTHKEHHUS
HOPMAJIBHOTO YPOBHS

* ISl UCKIIOYEHHUSI MTHOM

l'[pI/ILII/IHLI

HEJIOCTaTOYHOCTH
MI/IHepa.]'II/I3aI_II/II/I

* oOecrieueHrne HeOOXOINMBIM
J00aBJICHUEM MpernapaTa
rpynibl BATaMUH D 1 ero
aHaJIoru HpI/I JICUCHUU

® [TIAITMCHTEI C

MOJITBEPKACHHBIM
JIeQHUINTOM JOIDKHEI
MoJTy4yaTh Mperapar u3
rpynnsl BUTaMuH D u ero
aHaJIOTH (a TaKxe

KOMOMHHMPOBaHHBIX), &




TaKXKe PEryispHO
KOHTPOJIMPOBAThCS

HccnenoBanue ypoBHS HEOPraHUUECKOTO
(dhocdopa B kpoBH

Bcem nmanentam ¢ I'OOD: ipu
MOCTAHOBKE TUarHo3a, yepes 3
MeCsIIIa, Jajee €KEroaHo

* MOHHTOPHPOBAHUE YPOBHS
Heopranudeckoro ¢ocgopa B
KPOBH (B KIIMHUYECKHX

HCCIICAOBAHUAX

HepBOHAYAJIbHbBIE
U3MEHEHUS YPOBHS
Heopranmdeckoro gocdopa
B KPOBH OBLIH

pa3HBIMHU B OTBET HA
JIeYeHUE, y OJHUX
MaIueHTOB

OTMEYAJIOCh MOBBIIICHHUE, Y
JPYTHX - HOHIKEHHE,
OJIHaKo Ha (OoHE
HPOJIOJKUTEIBHOTO
JIeYCHUST 3HAYCHUSI

HOPMaIN30BaIIUCE.

Hekotopsle ciryuaun
cHWXeHus pocdara
COBHAJIM CO CHIKEHHEM
KaJIbIIUs B CBIBOPOTKE B
TIepBEIe HEJeH

Ipuiaoxkenue A 3.8 PekomeHaauuu mo peHTreHOJI0rHYeCKUM
uccae0BaHuAM NanueHToB ¢ I'PD, nonyyarwmux @3T JiekapcTBeHHBIM

npenaparom acgorasa aabpa




HUccaenoBanue

YacToTa BBINOJHEHHUS

[pumeuanns

Pentrenorpapu
a1
00513aTeILHBIX
30H!

IIpu nocraHOBKE AUArHo3a, uepes 3,
6, u 12 mecsmieB, u gajee €KErogHo
JUIA 3aIBICTHN M Ka)KIble 2 roaa uIst
KOJIEH, WU TT0 KIMHUYECKUM
MTOKa3aHHsIM

* BaYKHO JIUIS TUATHOCTUKU

* KOMIUICKCHOE 00CIICIOBaHUE CKETIeTa

* peHTreHorpadus 000uX KOJICHHBIX U

TOJICHOCTOIHBIX CYCTABOB, JIy4€3aIsICTHBIX

CYCTaBOB H TPYIHOM KJIETKUA HEOOXOIUMBI JIS

MOHHUTOPUHTA TePATUH

* HEOOXOIMO PACCMOTPETh BO3MOKHOCTD
KOPPEKTHUPOBKH J103bI acpoTassl alib(a uepes 6
MECSIIIEB JICUCHHUS TIPH OTCYTCTBUH YIYUIICHUS

WJIH €CITH HE BBISIBJICHBI PYTHE TPUINHBI
nexapcTBeHHON HedpeKTHBHOCTH.

* COIIIACHO JIaHHBIM HCCIIeIOBaHUM YacToTa
MPOBEACHUS KaKIbIC 3 McECia1a

* opronaHToMorpagus

Pentrenorpagu
sl IOpaKeHHOM
YaCTU KOCTHOIO

* BOJKHO JJIs1 TUarHOCTHKH
* KOMIIIEKCHOE 00CIIeIOBaHNE CKeTIeTa
* perTreHorpadus 000MX KOJICHHBIX U

CKeJiera Ipu ocTaHOBKE IHArHO3a, uepes 3, | TONICHOCTOIHBIX CyCTABOB, JTyYe3alsICTHEIX
(pentrenorpad 6, 1 12 MecsIIeB, U aliee eXXETOHO | CYCTaBOB M TPYAHOMN KIIETKHA HEOOXOAUMBI JITst
un qepeﬂva, JUTSL 3aIACTUI U Kaxple 2 roja Julsl | MOHUTOPUHTA Teparuu
rpyaHon KOJICH, WU 110 KIIMHUYIECKUM
KJICTKH, IMOKa3aHUSAM * He0OXOMMO PACCMOTPETh BOBMOKHOCTb
JJIMHHBIX KOPPEKTUPOBKH 10361 achoTasbl ab(a uepe3 6
prﬁ‘lanlX MECSILIEB JICYECHUS IIPU OTCYTCTBUU YIyUIIECHUSA
KOCTEH WIN €CJIM HE BBISABIICHBI IPYTHE IPUYNHBI
BEPXHHUX H JexapcTBeHHOI HeaddexkTuBHOCTH.
HHKHHX . COIJIACHO JaHHBIM HCCIIEOBAHMM YacTOTa
KOHEYHOCTEN, e  opromaHToMorpadus
BKJIIOY st
KOCTH KHCTH,
KOJICHHBI

Ipuaoxenue A 3.9 PekoMeHIAIUM 10 PEHTTeHOJOTHYECKUM
HUCCIe0BAHUAM NANUEeHTOB ¢ DD, He nosyyaromux O3T nekapcTBeHHBIM
npenaparom acgorasa aabpa

HccaenoBanmne YacToTa BBIITOJTHEHHUSA IMpumeyanus
Pentrenorpadus * BYKHO JUJIs JUArHOCTUKHU
00513aTEeILHBIX * KOMIIJIEKCHOE 00CiIeIoBaHNE CKEJIETa
30m! * pertreHorpadus 060MX KOJIEHHBIX U

[Ipu mocTaHoBKe qUarHosa, aanee
©XETOJIHO MPH CTAOMIBHOCTH HITH
Kaxple 6—12 MecsI1eB Npyu akTUBHOU
CHMITOMAaTHKE/POCTOBBIX CKauKax/
MHTEHCHUBHBIX Harpyskax;
BHETUIAHOBO IIPH YXYyIIICHAHN/ TIPH

00JI1/TI0AO3PEHUH Ha TIEPEIIOM.

FOJICHOCTOITHBIX CYCTaBOB, JIy4€3aIlsICTHBIX
CYCTaBOB M I'PYIHOM KJICTKHA HEOOXOIUMBI ISt
MOHHUTOPHUHTA TEPATTHH

* opTonaHToMorpadus




Pentrenorpagpus * BO)XHO JJIs1 JTUArHOCTUKHU

NOPAKEHHOl 9acTH * KOMILIEKCHOE 00CIIEI0BAHME CKEIIETA
KOCTHOIO CKeJIeTa * pentreHorpadus 060MX U TOJEHOCTOMHBIX
(pentrenorpadgun IIpy nocTaHOBKE MArHO3a, AAIEE | ¢y eTaROB, TyUe3aNsCTHBIX CyCTABOB I
"epena, rpyiHon €KeTOJHO MPH CTAOMIBbHOCTH MK | TPYAHOU KIETKA
KJIeTKH, IJTHHHBIX * opTonanTomorpadus

TPyGUATHIX KoCTei Kaxkable 6—12 MecseB npu akTUBHOM

BCPXHUX M HIZKHUX | cHMIITOMATUKE/POCTOBBIX CKavKax/
KOHEYHOCTei,

BKJ/IIO4Yasi KOCTH

M HeO6XOI[I/IMI)I JJIs MOHUTOPHUHTA TEPAITNU

WHTCHCUBHBIX HATPy3Kax;
KHCTH, KOJICHHbIH BHEIUTAHOBO TIPH YXYJIIICHUH/ TIPH

6OHI/I/HOI[03peHI/II/I Ha nepeJioM.

lpumeuanus.

' - Penmeenozpaghust xucmeii u nyue3aniacmuvix cycmaeoe 6 npsmoil npoeKyull, Moxicem Obimb,
UCNONBL306AHA OISl MOHUMOPUPOBAHUS COCMOSAHUSL KOCMHOU MKAHU SNUPU306 U Memadusos, a
makoice Olisl OYeHKu Kocmuozo eozpacma y demeti ¢ I @D 00 noopocmroso2o 603pacma u Mojicem

NPOBOOUMBCS €HCe200HO.

Penmeenocpagpus xocmetl cxerema exmouaem npsmvle NPOSKYUU HUICHUX KOHeUHocmell Ha
NPOMAICEHUU, 8 Kauecmee ANbMEPHAMUBl  PEKOMEHOO8AHA — peHmeeHozpagus  masa U
MazoHeo0peHHbIX CYyCmaso8 u KOCmell 20eHell ¢ 3aX6amoM KOAEHHBIX U 20AeHOCIMONHbIX CYCMABO8,
cmynuell, epyoryIo KIemKy, NO360HOUHUK cmosi (+0oKosas npoekyus), uepen (OHO uepend, KIo4as

0O0K08YI0 NPOEKYLUIO).

C pocmom u 3axkpvimuem nu@pu3zos, peHmeeHozpapuio nPosoosm, 8 OCHOBHOM, XAPAKMEPHbIX
NPOOIEMHBIX 30H ¢ UHOUBUOYATLHLIM NOOX000OM, 8 3ABUCUMOCMU OM KIUHUYECKUX NPOsEIeHULL.
Penmeenonoeuueckoe obcredosanue Ons OYeHKu NPOSPeccupo8anuss NPoyecca Ul OCHOBHbIX
OCNI0JICHEHUl  (KUPDOCKONUO3, XOHOPOKANbYUHO3, CHUJICEHUEe MUHEPAIbHOU NIOMHOCIY)  UIU
OCNOJNCHEHUT, XAPAKMEPHBIX OJISl PA3HBIX BO3PACMHBIX NEePUOO08 (HANpumep, KPpAHUOCUHOCMO3 Y
Oemetl, CmMpecco8blil NEPeoM KOCmell CIOon Y 3POCiblX) OOMNCHbL BPOBOOUMbBCSL 6 3A8UCUMOCTIU OM

803PACMHOU MEMOOONOUU.




IIpunoxenue A 3.10 HuskHue rpaHuibl pepepeHCHOro 1uana3oHa
akTuBHOCTH LI{®P B CHIBOPOTKE KPOBHU B 3aBUCHMMOCTH OT BO3PacTa M 1moJja
it JMarHoctuku ['dd

Tabnamua 1. HuxKHMe rpaHuubl pedepeHCHOro AuanasoHa akTMBHOCTM L@ B cbiBOPOTKE KPOBU B 3aBMCUMOCTU OT

BO3pacTa ¥ Nona A4NA AuarHoctmkm reood* [22]

Bospact ¥eHwwuHbl, ea/n My:3KunHbl, ea/n
OT10 go 14 pHen 90
Ot 15 gHeit po <1 roga 134
OT11 po <10 net 156
O71 10 po <13 net 141
O71 13 po <15 net 62 127
OT1 15 po <17 net 54 89
OT117 po <19 net 48 59
Ot 19 net 40 40

* B 0annom uccaeoosanuu CALIPER onpedenenue akmusnocmu obweti LL{® nposodunoce  cbi8opomku Kposu CO2NACHO
cmanoapmy IFCC 37°C ons onpedenenus LL{® na npubope ABBOTT Architect c8000 xunemuueckum memooom ¢
ucnovsoganuem cyocmpama 4-numpoghenungpocgham. B coomeememauu ¢ uncmpykyuamu npou3gooumers, 0ia KOHMpois
AHATUMUYECKUX MEMOOUK NPUMEHATU NPOPUIAKMUYECKOe MEeXHUUecKoe 00CIYHCUBanue, YHKYUOHATbHbIE NPOBEPKU,
KanubposKy u KOHmpoaib kavecmaa. Bee o6pasywi npoxoounu asmomamuieckuti ananu3 Ha 2eMOIU3, HCENMYXY U MYMHOCHb Ol
onpedenenus unmep@epenyuu. Kavecmeo ananuza cmpozo KOHmponuposanu u npogoouny anaius 06pasyos ol onpeoeienus
peghepermubix OUAna3oHO8 MOALKO 8 MOM CIyYae, eciiu 6Ce AHATUMUYECKUe Napamempsl HaAX0OUIUCh 8 OONYCIUMbBIX HPeOeNax.

Ipuioxkenue b. AJropuTmMsl AeCTBUH Bpaya

MauneHT c nogo3peHnem Ha Fed

!

AnarHoctuka

|

KoHcynbTauua
Npo¢punIbHOrO HET OdunarHos
4—
cneumanncta
NOATBEPXKAEH?

JA

HET [ncnaxcepHoe
HabnoaeHne n neyexne

C nepnoanyeckmm
KOHTpPO/EM B
cneunannnpoBaHHOM
oTaeneHnn

Ectb

noKasaHuA K
®3T7?




IlAl

UHuumauma Tepanum acooTtasa
anbda B CTauMoHape nam
ambynaTopHo (B 3aBUCUMOCTU OT
TAXKECTU COCTOAHMA)

l

MOHUTOPUHF COCTOAHUA
nauueHTos, nosyyatoumx 3T

Peabunutauns




IHpuiaoxenue B. Uupopmanus 1y nauueHToB

I'unogocdarazus (I'OD) 310 peakoe BpokIeHHOE (TEHETHYECKOE) IMpOorpeccupyromiee 3a0oJieBaHUE,
CUMITOMBI KOTOPOT'O MOTYT IIPOSIBUTHCA B JIF0OOM Bo3pacte. Pacnpoctpanennocts 'OD kpaiine HU3Kas, MO
OIICHKaM B pa3HbIX CcTpaHax - oT | mauuenta Ha 100 Thicsu Hacenenus a0 1 Ha 300 teicsay. [Tpuunnoit I'OD
sIBJsieTCsl MyTauus B reHe ALPL, B pe3yibTaTe KOTOPOM B OpraHM3Me 3HAUUTENIbHO CHUXKAETCSI aKTUBHOCTh
nienouHoi gocdarassl — pepMeHTa, BHIIOIHSIIOMIETO BaKHEHIIYIO POJIb B CTPOUTENIBCTBE U MUHEPATU3aluN
kocteil u 3y6oB. Ilpu nedunure menounoit docdaraspl B KOCTAX HapylIaeTcs YCBOCHHE MHHEpPATbHBIX
BemecTB (Kanbiust u  ¢docdopa), OHM CTAHOBATCS HEJOCTATOYHO KPENMKMMU U JIETKO TTOABEPKEHBI
negopmanusM M TeperoMaM. Y JeTed XapakTepHbIM mposiBieHueM [P ABASIOTCS paxUTHUECKHUE
nedopMaluu cKelera, 3a/iepKKa pocTa U pa3BUTHSA, MPEXKACBPEMEHHOE BBINIAJCHUE 3y0OOB, a y B3POCIbIX —
00Jb B KOCTSIX, YacTble IEPeIOMbl, BbIpaKEHHAs MbIlIeyHas cIab0CTh, BIUIOTH /10 HEOOXOIUMOCTHU
WCIIOJIb30BaHUsI MHBAIMAHOrO Kpecia. Ho momumo ckenera, I'@D oka3piBacT BO3AECHCTBUE WM HA JIPYTHE
OpTaHbl ¥ CUCTEMBI: TIPY HU3KOM YPOBHE IIETI0YHOU (hocdaTaszbl MOKET HAPYIMIATHCS PYHKIIHS JICTKHX, IIOYEK
U HEPBHOUM CHCTEMBI, cTpajiaeT olIiee pa3Butue. TspkecTh 3a00NeBaHuUs, KaK MPaBUIIO, 3aBUCUT OT TOTO, B
kakoii MOMeHT [' @D cebst mposiBuUia - HAUOOIBIITYIO OTTACHOCTh OOJIE3HB MPEACTABISAET ISl HOBOPOXKIACHHBIX,
MJIQJICHIIEB W JeTed, HO U Yy B3pociblx ['@D MoxkeT NPUBOAUTH K TSXKEIbIM, WHBAIMIAU3UPYIOIIHM
MOCJICACTBHSIM, YTO HETAaTUBHO BIIMSET Ha 00IIIee COCTOSIHUE, Pab0TOCIIOCOOHOCTh B 00pa3 KU3HU MAIUECHTOB.
Hacnenosanmue.
Hacnenyercst 'unodocdaraszus mo oqHOMy U3 ABYX THUIIOB:

l. AyTOCOMHO-PELIECCUBHBIN TUI HACJIEIOBAHMS - MAIlMEHT HacjleayeT 2 reHa ¢ MyTauuen, 1o

OJIHOMY U3MEHEHHOMY T'€HY OT KaXKI0Ir0 U3 POJIUTENEH.

2. AyTOCOMHO-JJOMHHAHTHBIA TUT HAClIeOBAaHUs — Hacieayercs | reH ¢ myTaiuei (0T OJJHOTO

U3 poJuTeNelt), MPU ITOM THIIE TOCTATOYHO TOJIBKO OJHOW MyTaluU, YTOOBI O0JIE€3HB ceOs MPOSIBUIIA.

He xaxpas MyTauus MOXET OKa3blBaThb TaKO€ BO3ACHCTBUE. ODTO ONPEEICHHbIE MYTAallUH.

BonpmuHCTBO HOCUTEIIEH 00JIE3HN HE MMEIOT KIIMHUYECKUX HOSBIICHUM

Kak cTraBuTcsi nuarmos.

Bpaun Ha OCHOBaHMM KJIMHMYECKHX CHMIITOMOB MOTYT 3alof03pUTh 00se3Hb. B 3TOM citydae mpoBoasTCs
1ab0paToOpHbIE TECTHI U PEHTTEHOJIOTNYECKOEe HcciieloBaHne KocTe. OTHUM U3 CaMbIX BaXKHBIX [TOKa3aTesei
ABJISIETCS] aKTUBHOCTh (pepMeHTa 11eJI0UHOH (hocdaTaszbl, y BceX MAllMEHTOB B aHAIN3€ KPOBH ATOT IOKa3aTelb
Oyzner cHmkeH. Takke u3MepsieTcs ypOBEHb MHMHEPaJbHBIX BeIIEeCTB (Kanbluii, ¢pochop), Butamuna J| u
TOPMOHOB, OTBETCTBEHHBIX 3a HMX o0OMeH. [Ipu coyeTaHuM KIMHMUYECKUX TNPU3HAKOB, OTKIJIOHEHHM

71a00paTOPHBIX MTOKA3aTeIe U BBISIBICHHS XapaKTEPHBbIX U3MEHEHUI Ha pEHTTeHOrpaMMax yCTaHaBIUBAETCs



nuarHo3 ['mmodocdarazus. st MOMOJHUTENEHOTO TMOATBEPXKICHUS JWAarHo3a Bpad MOXKET Ha3HAYUTh
TEHETUYECKOE UCCIIEIOBAaHNE JIJISl BBISIBJICHUSI MyTalluu B reHe ALPL.

JleueHnue.

['unodocdaTazuss OTHOCUTCS K YHUCITY HACIEACTBEHHBIX OOJIE3HEH, JJII KOTOPBIX CYIIECTBYET JICUCHHE.
CoBceMm HemaBHO OblIa pa3paboTaHa creruanbHas (GepMeHTHas 3aMecTuTeNbHas Tepanus. CyTh Tepanuu
3aKJTFOYAETCS B TOM, YTO MAIMEHTY PETYJISIPHO BBOAST HEAOCTAIONIMN (EpMEHT B BHJC IMOJKOXKHBIX
uHbeKIMi. [Ipolenypa HaCTONBLKO HECIIOKHAS, YTO MAIMEHTHI MOTYT TIOJy4YaTh JIeYeHUE Ha JoMy. D ekt
TEepanmuyd BO MHOTOM 3aBHCHT OT TOTO, Korja ObLI0 Hadaro jedeHue. [Ipu panHem Haudane (hepMEHTHOM
3aMECTHTEIIBHOW TE€paruy BBIIIC MIAHC, YTO OYJET AJOCTUTHYT OXHUAaeMbIil 3P (heKT, n y peOeHKa MOSBUTCS

BO3MOXHOCTb paCTH U Pa3sBUBATHCA, HpHGJII/I)I(aSICB K BO3paCTHBIM HOpMaM.

Oo0mecTBeHHble opranusanuun Poccun

[TaumenTs! ¢ quarHo3oM runodgocgaTtasuss UMEIOT BO3MOXKHOCTb JieunThest B Poccun. Ilomoub nanueHntam
MOJYYHTD JIEYeHUE, TIOBBICUTh MH()OPMUPOBAHHOCTH OOIECTBA O PEAKUX OOJIE3HSX, a TaKKe TOOMBATHCS
IPOJBUKEHMSI 3aKOHOJATEIbHBIX MHUIMATUB B 00JacTU OpgaHHBIX 3a00JIeBaHUN MOTYT OOLIECTBEHHBIE
OpraHu3aluHy.

OO011ecTBEHHBIM OPraHU3aLUAM IIOMOTAlT MEIUIMHCKHE IICUXO0JIOTH, TIPOBOASTCS IPYIIbl B3aUMOIIOMOIIH,
/1€ MOKHO MOJENIUTHCSA TPYAHOCTSMU U YCIIEXaMHU C TEMU, KTO I€CTBUTEIBHO IOHUMAET CUTYALHIO.
OO01ieHue ¢ ApyrMMHU CEMbSIMM J1a€T CWJIbl, HAJACKIY U NPAKTUYECKUE COBETHI B IOBCEIHEBHOW KU3HM.
[IpoBenuTe mouck opraHu3ali B MHTEPHETE, B COLICETSAX WJIM CIPOCUTE COBETA y Bpaya.

Ha sTane npunsTus nuarnosa, Ha3HaYeHHs Tepalnuy OOLIECTBEHHbIE OpraHU3aliy IOMOIal0T MAlUEHTaM U

pOoAUTEIIAM HE IOTEPATHCA B MHUPC PECAKUX THATHO30B.



Ipuaoxenue I'1-I'N. IlIkajbl OlleHKH, BONPOCHUKHU U JIPYIrHe OlleHOYHbIEe
UHCTPYMEHTBbI COCTOSIHUA NMAIMEHTA, IPUBeIeHHbIe B KIMHUYECKUX PEeKOMEeHAAUUAX

IIpunoxenue I'l Llkasa cy0beKTUBHOM OLIEHKH NEPEHOCUMOCTH (PU3NUYECKOI

Harpy3ku (mkaJsa bopra) (Borg scale)

HUcrounuk: [49, 50, 51].

Tun: mkana oneHKu

Ha3nayenue: cyObEeKTUBHOM OLIEHKA IEPEHOCUMOCTHU (PU3UUECKON HArpy3Ku

OueHOYHbIH HHCTPYMEHT: IIKaJIa

Conep:xxaHue M KJIOY:

[TarueHT noy4yaeT MHCTPYKLUHU MO OIIEHKE OJIBIIIKY BO BpeMs (hu3ndeckoi Harpy3ku: ot 0 6amos -
CIIOKOMHOE JIbIXaHue, HET OIYIIEeHUs OJBIIKH U Aanee — 10 10 6aisioB, Koraa ojblKa MaKCUMallbHa.

OneHuTe CBOU ONIYIIEHHUSI B HACTOSIIUNA MOMEHT.

Baaibl OurynieHust OABIIKH

0 OtcyrcTBYyeT

0,3

0,5
[IpakTruecku HET (e1Ba 3aMeTHAs)

0,7

1
Ouens cnabas

1,5

2,5 Jlerkast onpIIka

3 JI0BOIBHO TsDKEIast OJIbIIITKA

4

5 Tsoxemast opIIKa

6

7 CuIIbHO BBIpQKEHHAS TSDKEIask OJIBITITKA

8

9

10 N
OdeHb BRIpKEHHAS TsDKeJIas OJIbIITKA (Ha Mpejiesie BO3MOKHOCTEH)

Hpuaoxenne I'2. Hlkana a1uy Wong-Baker

HasBanue Ha pycckoM f3bIKe: pelTUHIOBas mkana BoHnr-belikep.
OpurunaasHoe Ha3Banue: Wong-Baker FACES® Pain Rating Scale.
Hcrounuk (opuumanbHelil caiT pa3paboTUNKOB, MyOJIMKAIUS C BaJuAalmeil):



Donna Lee Wong, Connie Morain Baker. Comparison of the assessment scale. Pediatric Nursing. Pain in
children.Jan-Feb 1988. Vol.14. Nel.

Anekcanaposud FO.C., I'opaees B.U. OueHoyHble U MPOTHOCTUYECKUE IIKATbI B MEAUIIMHE KPUTHUECKUX
COCTOSIHUH -3-¢ u3.. nonouH. u ucnp.-CII16.: 3JIBU-CII6, 2015.-320c.

Tumn: mxana.
Hasnauenue: o011as OLEHKA UHTEHCUBHOCTH OOJIH.

Conep:xanue (1adJI0H):
@) (@ 09 ) (&9
Nesi? N g 7N\
0 1 3 4 5

He 6onut Enga YyTb-4yTb YMEpeHHO OueHb HeBblHOCUMO
60MNbHO 60NbHO 60NbHO 60nbHO 60NbHO

2

Kuarou (marepnperanun): Illkana rpumac npegHazHadyeHa Ui OLEHKU COCTOSIHUS B3POCIIBIX ITAlMEHTOB
u gereil crapue 3 ner. Illkana rpumac coctouT u3 6 nMI, HauumHasg OT cMmerouierocs (HeT 60iaM) 110
magymero (001p HeBbIHOCHUMAsH). CHeNUaNnCT, ONESHUBAIOMUNA 00JIb TOKEH OOBSICHUTH MAlUCHTY B
JOCTYIIHOH (hopMe 0 HEOOXOIMMOCTH BbIOpATh, KAKOE U3 MPEICTABIECHHBIX JIUI ONUCHIBAET YPOBEHb €0
6omu.

IlosicHeHMsI: TIOMUMO MEIMLIMHCKUX pPAOOTHUKOB HCIOJIb30BaTh JAHHYIO ILIKaJly MOIYT 3aKOHHbIE
IPEICTaBUTENN/ITUIA TI0 YXOIy TMOCIe HHCTPYKTaKa MEJUIIMHCKOTO pabOTHHUKA.

[puiaoxenue I'3. banbHas mKaga moaAC46TOM HHACKCA «TSHKECTH» PAXUTA
(Rickets Severity Scale, RSS)

Ha3BaHue Ha pyccKoM si3bIKe: bajbHas mkama moIcuéToM WHIIEKCA «TSIKECTH» paxuTa
OpurnnaiabHoe Ha3BaHue: Rickets Severity Scale, RSS

HUcrounuk (opunmanbHbIN caliT pa3paboTunkos, myonukarus ¢ Banuaamnueit): Thacher, TD, Fischer, PR,
Pettifor, JM, Lawson, JO, Manaster, BJ, Reading, JC. Radiographic scoring method for the assessment of
the severity of nutritional rickets. J Trop Pediatr 2000;46:132-139, Whyte MP, Greenberg CR, Salman
NJ, Bober MB, McAlister WH, Wenkert D, Van Sickle BJ, Simmons JH, Edgar TS, Bauer ML, Hamdan
MA, Bishop N, Lutz RE, McGinn M, Craig S, Moore JN, Taylor JW, Cleveland RH, Cranley WR, Lim
R, Thacher TD, Mayhew JE, Downs M, Millan JL, Skrinar AM, Crine P, Landy H. Enzyme-replacement
therapy in life-threatening hypophosphatasia. N Engl J Med. 2012 Mar 8;366(10):904-13. doi:
10.1056/NEJMoal106173. PMID: 22397652, Whyte MP, Rockman-Greenberg C, Ozono K, Riese R,
Moseley S, Melian A, et al. Asfotase Alfa Treatment Improves Survival for Perinatal and Infantile
Hypophosphatasia. J Clin Endocrinol Metab 2016;101: 334—42. doi: 10.1210/jc.2015-3462, Kitaoka T,
Tajima T, Nagasaki K, Kikuchi T, Yamamoto K, Michigami T, et al. Safety and efficacy of treatment with
asfotase alfa in patients with hypophosphatasia: Results from a Japanese clinical trial. Clin Endocrinol
(Oxf) 2017;87: 10-9. doi: 10.1111/cen.13343, Whyte MP, Madson KL, Phillips D, Reeves AL, McAlister
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Ha3nauyenmue: omieHKa TSHKECTH PAXUTOIOTOOHBIX U3MEHEHUN KOCTEH

Copepxanne (1adJioH):

Kuarwou (mHTepniperanum):

s pacuéra RSS BeIOMpaloT 0JHY BEPXHIOI M OJHY HIDKHIOI) KOHEYHOCTh C HamOoJee BBIPAKEHHBIMU
W3MEHEHUSIMU; B KaXJ0W M3 HUX OLEHUBAIOT KAKIYI0 KOCTh OTAENbHO. [Topsinok onenku (pemakmmst 2019
rojaa):



1. cnauana ananuzupyrom oucmanbHvle omoevl npeoniedbs — JOKMeEYIO U 1y4esyro KOCHU.

0 Gau HOpMaJIbHAasi 30Ha POCTOBOM IIACTUHKH 0€3 PaXUTHUUECKUX U3MCHEHHIA
0,5 6amma TIpO3payHbIil Kpaif MeTadnza 6e3 ToTEPTOCTEH WM HEPOBHOCTEH

| 6am pacimpeHue IIaCTHHKU POCTa, HEPOBHOCTH MeTadu3apHOTo Kpasi, 0e3 OOKaIoBHIHBIX

BIIABJIEHUM

1.5 Gana YacTHYHAsl BOTHYTOCTh MeTa(hy3a Ny HeTIoJIHOE CTUPAHUE Kpasi MeTadusa

b

2 Gata MeTa(u3bl UMEIOT OOKATOBUAHBIC BIABICHHUA U CTEPTOCTH KpacB

Maxcumanvno: 2 kocmu no 2 6aina = 4 banna

2. Huoicnue xoneunocmu. oyenusarom beopenmvie u 6onvuebepyosoie KOCmu, peHmaeHo2papus blnoIHACMC 6
npamotl npoexyuu. s pacuéma cymmapHo2o Oaiid CHAYALA ORUCHLIBAION CHENneHb pPAaxumonooobHbix
usmenenuti 6 memaguzax (brox A), zamem onpedensiom, HACKOALKO G06NeHeHd WIACMUHKA POCMdA Uil
mviwyenxu (oaok b).

JlyyesanacTHbIl cycTaB

PasnuuHble cTeneHn peHTreHONorMYecknx M3MeHeHui
Ny4e3ansacTHOro N KOIEHHOro CyCTaBoOB Npu paxuTe: A:
HOpManbHbIN ly4e3anACcTHbIV cycTaB; B: nnactuHka pocta
HepoBHas 1 paclumpeHa 6e3 BorHytoro valueobpasHoro
yrnybnenusa; C: BorHytoe yaLleobpasHoe yrnybneHve n
HeueTkMe kpaa MeTadumsa. D: HopMasbHbIV KONEHHBIN CyCcTaB.
E: nopa>keHbl TONbKO MeanasnbHble OTAeNbl MeTadn30B
6enpeHHoN 1 6onbLuebepLoBor kocten. Habntonaetca
YaCTUYHaA PEHTreHONPO3paYHOCTb MeTadM30B, 04HAKO Kpas
YeTKO BMU3yanmnaupyrotcs (ykasaHbl cTpenkamu). F: yactnyHas
PEHTreHONPO3paYHOCTb MeTadn30B, MPY ITOM Kpas YETKO He
onpegenatoTca. OgHako 30Hbl NpeaBapUTENbHON
KanbundurKaLmMm He NOMHOCTBI0 PEHTIEHONPO3PaUHbl, U B HUX
BU3yanunampyeTca HekoTopasa cneHeb kanbumdukauum. G:
nosiHasA PEHTreHoNPO3pPayYHOCTb 30HbI NPeaBapUTENbHOM
kanbumdukaumm. Cosgaerca BneyatsieHve, Yto aNModu3abl

CreneHb

1
pacnono>XeHbl Aaneko oT AMUCTasibHbIX MeTa¢M3OB .
CreneHb

IMosicnenusi: paszpaboTaHa ¥ BaluWIMpOBaHAa /I paxuTa, OKCTPANOJUPOBAHA B OTHOILICHUU
runiopocdarazun, T.K. U3SMEHEHHUSI KOCTHOH CHCTEMBI — paxuTonogo0usie. [IpuMeHsacy mpu OIEeHKE B
KJIIMHUYECKUX UCCIeOBAaHUIX acoTasbl anbha/

[Ipu wucnonws3oBanmu 1mkansl Rickets Severity Scale (RSS): BoiGuparor oany Haubomee
NOpaKEHHYI0 BEPXHIOI KOHEUHOCTH (MpeArieube — JydeBas U JIOKTeBas KOCTH) M OJHY HUIKHIOIO
KOHEYHOCTh (0epo/ToJieHb), OIEHUBAIOT MeTau3apHyO Ae30praHHU3aIuio, YIIUpEeHHe MeTadu3os,
KJIIMHOBHUIHBIE yYaCTKU MPOCBETIEHUS U cyOdu3apHbIe MOMEepeuHble MOJI0Chl, TPUCBAUBAIOT OBl 1O
CTEIICHH BBIPAXKEHHOCTH U CYMMHPYIOT JI0 HHTETpaIbHOTO HHIeKca (0 — OTCYTCTBYIOT M3MeHeHUs, 10 —
MaKCUMallbHas TsKecTh). RSS npumenstor myis MouutopuHra 3¢ (HeKTUBHOCTH TepPAIUK: MPU aJeKBATHOM
JICYCHUN WHJICKC JOJDKEH CHIKATHCSA U OOBIYHO KOPPEIMPYET ¢ AKTUBHOCTHIO MIeI09HON (ocdaTassl



