KnuHunyecKkue peKkomeHaau

DOI: 10.15690/pf.v13i6.1665

A.A. BapaHoB'' 2, J1.C. Hama3oBa-BapaHoBa?' 2 3, K.B. CaBocTbsiHOBY, T.B. Mapruesa®- 2, E.A. BuuHésa?,
I.T. AxseBal

1 HayyHbIn LeHTp 300poBba aeTeit, Mocksa, Poccuiickas degepaums

2 MNepBblit MOCKOBCKWI rOCYAapCTBEHHbIN MEAULIMHCKUI YHUBEPCUTET M. MU.M. CeyeHoBa, MocKBa,
Poccuiickaa depepauns

3 POCCUMMCKMUIA HAaLMOHaSbHbIN UCCNEA0BaTENbCKUI MeJULIMHCKUIA yH1BepceuTeT uM. H.W. NMuporosa, MockBsa,
Poccuiickaa depepauns

KnuHnyeckue peKomMmeHaaLuu
Nno AUArHOCTUKE U JIeYEeHHUI0
runodocdharazum y jeTtem

KoHTaKTHas undopmauus:

MaprveBa Tea BannkoeBHa, KaHaWaaT MeAMLIMHCKMX HayK, 3aBEAyIoLLas OTAENEHMEM BOCCTAHOBUTENBHOIO lIeHeHnst AETEN ¢ HehPO-YPONOrMYECKUMU
3a601eBaHNAMM, OXUPEHUEM U MeTabonnyeckumu 6onesHamu HLU3

Appec: 119991, MockBa, JToOMOHOCOBCKMI NPOCNEKT, AOM 2, Ten.: +7 (499) 132-28-80

Cratbsl noctynuaa: 19.12.2016 r., npuHATa K neyatu: 26.12.2016 .

funogocparasms — pegKoe reHeTM4yecKoe 3abosieBaHne, 006yC/10BIEHHOE AEPULIMTOM TKaAHEHECTELMPUYECKOMN LLIE/TO4YHOMN
¢ocpartasbl B pesynbtate Mmytalmum B reHe ALPL. B 3aBMCUMOCTH OT QOPMbI U TAKECTU 6OIE3Hb MOXKET AE6OTUPOBAaTbL BHY-
TPUYyTPOBHO, B JETCKOM BO3pacTe uamn y B3pocsbiX. C y4eTOM QyHKLMI LWes104HON pocgaTtasbl y naLmMeHToB HabaaarTcs
MYJIbTUCUCTEMHbIE HapYLIEHNS, B epBYyl0 04epedb KOCTHbIE M3MEHEHUS (OCTEONOPO3, paxmuTmiyeckme gepopmarmnu, nepe-
JIOMbI), OPaKeHne JIerkux (rmrnonnasus ¢ AbixatebHON HEAOCTATOYHOCTbIO) U LIEHTPaIbHON HEPBHOWM CUCTEMBI (CYA0POrH),
runepKaabUMeMns ¢ pas3BUTMEM HEPPOKabLUMHO3a. [1pn OTCYTCTBMM CBOEBPEMEHHOIO /Ie4EHUSI NPOrHO3 60/1€3HN B 60/1b-
LMHCTBE CJlydaeB He6AaronpUSITHbIN 4151 XKM3HW. [TayneHTbl Hy»KAakoTcsl B Ha6I0AEHUN MYyJIbTUANCLIMIT/IMHAPHON KOMaHAoM
Bpayen. EAUHCTBEHHbBIM 3(OEKTUBHbBIM METOAOM /I€YEHUS IBJISIETCS GEepMEHTO3aMeCTUTE/IbHas Teparnus acgotalon aibpa;
HeobXxo0AMMO TaKKe MPOBOANTL CUMITOMATUYECKYIO Tepanuio, a npu peabuantaummn nauneHToB MCroib30BaTh GuanoTepa-
eBTMYECKUE NPOLEAYPbI M Ie4EBOHbIE PUIKYIbTYPHbBIE KOMMNIEKChI YIPaXKHEHMU.

Knio4eBbie cnoBa: rnnogpocepartasus, WenoYyHas pocoartasa, Cyaoporu, runonnasns 1erkmx, paxut, 0CTeornopos, Heppo-
Ka/lbLyMHO3, 1Ie4yeHne, JeTu.
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Clinical Recommendation to the Diagnostics and Treatment
of Hypophosphatasia in Children

Hypophosphatasia is a rare genetic disorder caused by deficiency of tissue-specific alkaline phosphatase as a result of mutations in
the ALPL gene. Depending on the form and severity of the disease, pathology may spawn in utero, in childhood or in adult age. Given
functions of alkaline phosphatase, patients experience multisystem disorders: primarily changes in bone (osteoporosis, rachitic
deformations, fractures), lung disease (hypoplasia with respiratory failure) and central nervous system (seizures), hypercalcemia
with development of nephrocalcinosis. Without timely treatment, the disease may be harmful to life in most cases. Patients required
observation of a multidisciplinary team of physicians. The only effective treatment is enzyme replacement therapy with asfotase alpha.
It is also necessary to carry out symptomatic treatment and rehabilitation of patients with the use of physiotherapy and therapeutic
physical training complexes of exercises.
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KnuHuyeckue peKkomeHaauum

METOAOJIOrUsA

Mpn pa3paboTKe KIMHUYECKUX PeKOoMeHZaluhn cobito-
Janu NPUHUMMBLI JOKa3aTeNbHOW MeAULMHbI, 415 OLLEHKM
KayecTBa W CUJIbl JOKa3aTeNbCTB OPUEHTUPOBAIUCH Ha KOH-
CEHCYyC 3KCNEePTOB, a TaKXe OLEHKY 3Ha4MMOCTU B COOTBET-
CTBUMU C PENTUHIOBOW cxemoMm (Tabn. 1).

ONPEAENEHME

Mnodocdatasms — nporpeccupytoliee HacneaCcTBEHHoe
MeTabonnyeckoe 3aboneBaHue, BbiIsBaHHOE AePULMTOM TKa-
HeHecneundbuyeckon WwenovHonm dpocdatasbl (LLUP) B pesynb-
TaTte MyTauuu B reHe ALPL. B 3aBMCMMOCTH OT GpOpMbI U CTe-
neHn TKeCTH 60Ne3Hb MOXKET MPOSBUTLCS BHYTPUYTPOOHO,
B [IETCTBE MM BO B3POC/IOM Bo3pacTte. bonesHb xapaKrepu-
3yeTcs LUMPOKOM BapuabenbHOCTbIO TAXECTU MNPOSBAEHUM
M NPOrHOo3a Ans NauMeHTa OT JIErKoro TeYeHWs C He3Hauw-
TENbHbLIM MOPaXKEHWEM KOCTEN UMW WUCKIIOYUTENBHO 3y6oye-
JIIOCTHOM 06nacTu A0 TaKenblx GOpM C MOParKEHUEM HEpB-
HOW CUCTEMBbI, JIEMKMX, NOYEK, UHBANMAN3UPYIOLLMX pebeHKa,
a TaKKe NPMUBOASALLMX K CMEPTH, B TOM YKUCIE BHYTPUYTPOOHOMN.

Kopa no MKB-10: ES83.39.

OMIM: 146300, 241510, 241500, 146300.

3TUOJIOIUNA

Mnodocdarasna pa3BmMBaeTCcs B peadynbrate MyTauum B
reHe ALPL, kogupytowem depmeHT L. Ten ALPL pacnona-
raetcs Ha 1-i xpomocome (1p36.12); 60n1e3Hb Hacneayer-
CSl KaK Mo ayTOCOMHO-peLecCMBHOMY, TaK M MO ayTOCOMHO-
LOMWHAHTHOMY TUMY.

Taxenble dopmbl rMnodocdaTa3mm BOSHUKAIOT, KaK npa-
BWJI0, NPU HaIM4UKU TOMO3UTOTHOM UKW KOMMayHA-reTeposu-
roTHoM MyTaumu B reHe ALPL (OMIM 171760). LLLd akcnpec-
CUpYeTCS Ha NMOBEPXHOCTU KNETOK KaK roMoAnMeEp, MO3ToMy
NP CHUKEHUW aKTUBHOCTM BCEr0 romMoguMmepa HeKoTopble
reTepo3nroTHble MyTaLuu MOTMYT NPUBOANTb K AOMMWHAHTHO-
HeraTMBHOMY 3dbeKTy. Beneacrame aToro HanMyune mytaumm
[laxe B OfHOM ajsiesie MOXeT MpoBOoLMpOBaTb pas3BuTUe
3aboneBaHusd. Hocutenu oAMHaAKOBOWM MyTaluKM B CeMbe
MOTYT AEMOHCTPMPOBATL Pa3/IMyHbIE CTENEHU NPOSIBAEHUS
3ab6oneBaHus, YTO B CBOIO O4epedb YKa3blBaeT Ha Hanunyune

Ta6nuua 1. PenTuHroBas cxema Afa OLEHKMU CUTbl peKoMeHJaunm*

Moaynupylowmnx GaktopoB. B HEKOTOpPbIX cnyvyasx runodoc-
daTta3un He yaaeTcs OOHapyXuTb MyTauuin B reHe ALPL,
NnoaToMy AJ19 MOCTAaHOBKMU AMArHo3a BeayLnMu Kputepmusamm
ABNAIOTCA HaNM4yMe KIMHUYECKMX NMpU3HaAKOB 3abosieBaHus
N CHUXEHWEe aKTUBHOCTK LD (HMKe HMKHEW rpaHuLbl HOp-
Mbl AS19 faHHOro BO3pacTa W nona).

MATOrFEHE3

HecmoTps Ha 1o, 4To LD npucyTcTByeT BO MHOMMX TKa-
HSIX U OpraHax, oOCHoBHasa ee GYHKLUMA 3akitoyvaeTcd B Gop-
MUPOBaHWM KOCTHOW TKAHW — y4yacTue B PerynnpoBaHuu
6anaHca MHrMéuTopa MWUHEpann3aLnn HeopraHM4ecKoro
nupodocodara.

LLld kaTanuaunpyet oTwennenne docdaTta oT psga cyb-
CTpaToB, HanGosee BaXKHbIMU 3 KOTOPLIX ABASIOTCS HeEopra-
HUYecKkun nupodocdaT u nupuaokcanb-5-docdar, a Takxke
LpYyrux cybCcTpaToB, poO/b KOTOPbIX B natoreHe3e MeHee
nsyyveHa. lMNpu otwenneHnn docdatHoM rpynnbl OT Heop-
raHmyeckoro nupodocdarta npu ydactun LD BbICBOGOXK-
nawolmmnca docdart cBa3bIBAETCA C KanblLmem ¢ GoOpMUpPO-
BaHWEM KPUCTa/NIOB FMApoOKcHManatuta, Heo6xoaMMbIX AN
YyBENMYEHUA MacChbl KOCTHOW TKaHW. Mpu runodocdatasuu
HeopraHuyecku nupodocdaT He pacliennseTcs, noaTomy
€ro KOHUEHTPaLnUs BO BHEKIETOYHOM KUAKOCTU 3HAYUTENb-
HO YBENWYMBAETCS, @ KpUCTanbl rMapoKcHManaTuta He o6pa-
3ytoTcs. 370, B CBOKO 04epedb, NPUBOAMT K HEMPaBUIbHOMY
GOPMHUPOBAHUIO KOCTHOM TKAHW W CKENETHbIM Aedopmaliy-
M. HakannuBatlowmincs B Nnasme U TKaHsaX HeoOpraHM4yecKun
nupodocdar coeguHaeTcs ¢ amopdHbiM docdaTom KanbLng
¢ o6pa3oBaHMeM KpucTanioB nupodpocdaTa KanbLms, KOTO-
pblIl MOXET OTKIaAblBaTbCA B MOYEYHOM TKaHM (Bbl3biBad
HedbpOoKaNnbLMHO3) UAK CcycTaBax (ABASSCb MPUYMHOW KpU-
CTaN/IMYECKOro apTputa M Ncesaonoaarpsbl).

Kpome Toro, HenpaBuinbHOe GOpMUPOBaHUE KOCTEN
rPYAHON KNETKM NPUBOAMT K MHTpPaHaTallbHOMY Hapylue-
HWIO Pa3BUTUA NErKMX (TMNonaasun), 4To MOXKET NPUBOAUTb
K [blXxaTe/bHOM HeAOCTaTO4YHOCTWU, OMpeaensis MpPorHos y
HOBOPOX/EHHbIX M AeTeN rpyaHOro Bo3pacTa.

[pyron BaxkHon GyHKUmMen LLID aBnaeTcs perynmpoBaHue
MOCTYM/IEHNA BUTaMUHa Bg B TKAHW rOIOBHOMO MO3ra, 3a CYeT

CTeneHb peKOMeHJauuu

KavecTBO fOKa3arenbcTBa

CunbHas pekomeHaauums.
BbICOKOKa4YeCTBEHHOE 0Ka3aTeIbCTBO

1A Cornacytoliecs aHHble XOPOLLO BbIMOHEHHbIX PAHAOMU3UPOBAHHbBIX KOHTPOMPYEMbIX
MCCe0BaHNi UM HEOMPOBEPXKMMbIE JOKa3aTENbCTBA B KAKOM-MG0 Apyroi dpopme.
[anbHeune UCCneaoBaHns BPAL S MU3BMEHST YBEPEHHOCTb B OLIEHKE MoJb3bl M pUCKa

CunbHas pekomeHaaums.
[loKka3aTenbCTBO yMepeHHoe

[aHHble paHLOMU3UPOBAHHbIX KOHTPONUPYEMBbIX UCMbITAHWUI C BaXKHbIMWU OFPaHUYEeHUAMU
1B (MpoTMBOpEeYMBbIE peayNibTaTbl, METOLONOMMYECKUE HEJOCTATKU, KOCBEHHbIE UM HETOYHbIE),
U O4eHb Y6eanTenbHble AoKa3aTenbCTBa B Kakon-n16o apyron dopme.

[anbHenwune nccnefoBaHus (€Civ OHU NPOBOAATCS), BEPOSTHO, OKaXyT BAUSHUE

Ha yBEPEHHOCTb B OLEHKE NOMb3bl U PUCKA U MOTYT UBMEHUTb OLLEHKY

CunbHasi pekoMeHaauums.
HW3KMI ypoBeHb JoKa3aTeNnbCcTBa

ic [aHHble N3 HabloaaTeNbHbIX MCCNEA0BaHNi, 6ECCUCTEMHOMO KIIMHUYECKOrO OnbiTa Man
13 PaHAOMU3MPOBAHHBIX KOHTPONMPYEMbIX UCTbITAHWI C CEPbE3HBIMK HegocTaTKamu. Jlio6as
oLleHKa abdeKTa ABNseTca HeonpeaeneHHom

Cnabas pekomeHzaums.

2A Cornacylolmecs AaHHbIe XOPOLLO BbIMOMHEHHbIX PAHAOMU3UPOBAHHbIX KOHTPOIMPYEMbIX
ncenefoBaHuin UM HEONPOBEPXKMMbIE AOKa3aTeNbCTBa B KaKon-nn6o apyron dopme.

[loKa3aTtenbCTBO BbICOKOro KayecTsa

[anbHeWwmne uccnefoBaHusa BPSA v UBMEHAT YBEPEHHOCTb B OLIEHKE NONb3bl U PUCKa

2B
Cnabas pekomeHzaums.
YMepeHHOe KayecTBO [JoKa3aTeNbCTBa

[aHHble paHAOMU3UPOBAHHbIX KOHTPOMPYEMbIX UCMbITAHWUIA C BaXHbIMW OrPaHUYeHUSIMK
(MpoTMBOpEeYMBbIE pe3dyNnbTaThl, METOLONOMMYECKNE HELOCTATKU, KOCBEHHbIE WX HETOYHbIE)
UNW 04eHb yb6eanTenbHble JoKa3aTelbCTBa B KAKOM-1M60 Apyron dopme.

[anbHenwne uccnefoBaHus (€Cnv OHW NPOBOAATCS), BEPOSTHO, OKaXYT BAUSHUE

Ha YyBEPEHHOCTb B OLIEHKE MOJIb3bl U PUCKA U MOTYT USMEHWUTb OLEHKY

2C
Cnabas pekomeHzaums.
[loKkasaTenbCTBO HM3KOro KayecTsa

[aHHble N3 HabnoaaTeNbHbIX UCCIeA0BaHUIA, 6ECCUCTEMHOMO KIIMHUYECKOro onbiTa Um
13 paHAOMU3UPOBAHHbIX KOHTPOIUPYEMbIX UCMIbITAHWI C CEPbE3HBLIMU HeaoCcTaTKamu. Jlio6as
oLeHKa adpdeKTa aBnseTca HeonpeaeneHHon

lNpumevanmne. * — B Tabnuue UMdpPoOBOE 3HaYEHME COOTBETCTBYET CUle peKOMeHaL M, GYKBEHHOE — YPOBHIO JOKa3aTebHOCTH.




oTwenneHus ¢ocdarta OT nMpmnaoKcanb-5-pocdata. 310 cno-
CO6CTBYET NPOHUKHOBEHUIO NMUPUIOKCANA Yepes KIeTOYHble
MeM6paHbl B LIEHTPasbHYIO HEPBHYIO CUCTEMY, FAe Mpouc-
XOAUT MOBTOPHOE npucoeanHeHne docdarta K NUpuaoKca-
N0 ¢ obpazoBaHMeM Nupuaokcanb-5-pocdata. MocneaHni
ABNSETCA KOGaKTOPOM MHOMMX HEMPOTPAHCMUTTEPOB, HaMpwu-
Mep CepPOTOHOHWHA, onaMunHa, raMMa-aMUHOMaCIHON KUC-
NOTbl U Ap., ero aeduumnT B LEHTpalbHOM HEPBHON CUCTEME
NPUBOAWT K PA3BUTUIO CYLOPOT, KOTOPbIE KYNnupytoTcs BBeae-
Huem BUTaMuHa Bg. Hanuuune cygopor npu runodpocdarasnm
ABNSETCA MPOrHOCTMYECKMM MpPU3HAKOM 6onee TAXKenoro
TEYEHUS U BbICOKOW BEPOATHOCTU JIETa/lbHOro UCXoAa.

ANMUAEMUONIOrUd

[laHHble 0 pacnpocTpaHeHHOCTU 3ab6oNeBaHNa pasnnyatoT-
€S B pa3HbIX CTpaHax, npeanonaraemMas CpefHas pacnpocTpa-
HEHHOCTb Taxenbix dopm runodocdarasmm — ~3,3 cnyyas
Ha 1 MJIH HOBOPOXAEHHbIX. PaccynTaHHbIM ypoBEHb 3abose-
BaeMoCTU cpeaHux dopm cootBeTcTBYET ~1 K 6000. B Poccuun
oXmaaemas pacnpoctpaHeHHocTb — 1:100000 HaceneHus.

K/IACCUDOUKALUA

B 3aBucumocTn oT BpeMeHu aebiota runodocdarazuu
BblAensoT cnegyowme Gopmel:

° nepuHaTanbHylo (pasBUTME CUMMMNTOMOB BHYTPUYTPOOGHO

WU TIPU POXKOEHUK);

° MIafEeHYeCKylo, UAM MHOAHTUABLHYIO (A0 B-MecsiHHOro

BO3pacTa);

e peTckyto (6 mec — 18 ner);
e B3pocnayto (cTapuwe 18 ner).

Kak npaBuno, ¢popma 601e3HM onpeaensier uU TaKeCTb
TEYEeHUS — OT CamMOro THXKEeNoro Npu nepuHaTanbHon Gopme
[0 OTHOCWTE/IbHO IErKOro Npu B3pOC/ON.

OTaencHon dopmown asnsetca opgoHTornnodocdarasmng,
NpW KOTOPOM HabAOAaeTCa TOSIbKO NopaxeHue 3y60B.

NMPUMEPbLI AUATHO30B

1. Tmunogocoatasus, MHGaHTUIbHasA popMa. BbipaxkeHHas 3a-
JepKKa (PU3NYECKOro U MOTOPHOro pas3BuTHs. MbllevyHas
rMnoToHus. Paxutuyeckme aedopmaumn Kocted. Buta-
MUWH Bg-3aBuCHMble CyOpOru, rynoniasus Aerkux, Abixa-
Te/IbHasi He40CTaTOYHOCTb (CTerneHb). HeppoKaabLmMHO3.

2. Tunogocoatasus, getckass ¢opma. 3agep)kka ¢Gusun-
4YECKOro n MOTOPHOro pas3BuTus. [epopmanmm HUKHUX
KOHeYyHocTen. HegpoKaibLnHO3.

3. Tunogpocpartasus, seTcKkas popma. HU3kopocaocTb. X-06-
pasHasi gepopmaunsi HUKHUX KOHEYHOCTEH, M/10CKO-
BaJibrycHble cTorMbl. MHOXXeCTBEHHasi BTOPUYHas afeHTUs
MOJI0YHbIX 3y60B.

4. OpoHTOorunogpocoatasus.

K/IMHUYECKASAl XAPAKTEPUCTHKA
MepuHaTtanbHas popma (MHOrLa Ha3blBaemas nepuHaTtab-
HOWN NIeTanbHOM), XapaKTepHU3yeTCs CaMblM TAXKENbIM TEHEHUEM,
BbICOKOM NETaNbHOCTbIO, MOMET AMArHOCTMPOBATLCA MpeHa-
TanbHO MPK YNbTPa3BYKOBOM MCCNEAOBaHWM MAK cpasy nocne
POXKAEHMS. Y POXKAEHHbBIX XMBbIMW NALMEHTOB OTMEYatoTCs:
® pecnupaTopHbli [AUCTPEecC-CUHAPOM, HeOo6XOLMMOCTb
KUCNOPOAHOM MOALAEPIKKM;
° Bblpa)eHHas MbllleYyHas rMnoTOHUS, BANOE COCaHUE;
° pBOTa, Aerngpartauus, TMxopagKka, aHopeKcus, 3anopbl;
® OCTEOMANALMS C TKENbIMU AedopMaLmUsaMmU KOCTEN U YKO-
pPOYEHMEM KOHEYHOCTEN, NanbLEB, pebep, NO3BOHOYHMKA;
° MeMOpaHO3HbIN Yepen;
°  BHYTPUYEPENHOE KPOBOU3NUSHUE, CYAOPOTH;
° MuenodTndHas aHeMus (BEpPOSiTHO, BCNEACTBUE YMEHb-
LweHnsa o6bema GYHKLMOHMPYIOLLErO KOCTHOrO MO3ra);
° 3ajeprKKa pocTa, nnoxas npubaBKa Macchl TeNa;

° pa3BuTUE HedpOKanbLMHO33;

® nepenoMbl, BOZHUKLLIME BHYTPUYTPOGHO.

Mpw MHpaHTUILHON GOopPME TaKKe OTMEYaeTCs TaXenoe
TeyeHue, 0N Hee XxapaKTepHbl:
® [JbIxaTeNbHas HeAOoCTaTO4YHOCTb, Tpebylollas KUcnopoa-

HOW NOALAEPHKKM;

° OBbllUeHHas HepBHas BO36YAMMOCTb, BUTaMUH Bg-3aBu-
CHMble Cyaoporu;

®  MbllEYHAs rMNOTOHWS;

° BblpaXKeHHble CKeneTHble gedopMaLmn, CXOXKMUE C TaKo-
BbIMMW NMpKY NepuHaTanbHom Gopme;

° runepkanbunemuns 1 HedpoKanbLMUHOS;

° oOTCTaBaHMe B O(U3NYECKOM W MOTOPHOM Pa3BUTUM
(B OCHOBHOM 3a CYET pocTa);

®  COXPaHHbI UHTENNEKT.

Y pnetei ¢ nepuHatanbHon U MHdaHTUNbHOW dopmamu 60-
NIe3HU HenpaBUIbHOe GOPMUPOBaHKE KOCTEN Yepena NpMBOANT
K KPaHWOCMHOCTO3Y M MOBbLILEHUIO BHYTPUYEPENHOrO AaBne-
HUS, 4TO MOXKET NOTPE6OBaTh HEMPOXUPYPTUYECKOr0 IeYEHUS.

B paHHem Bo3pacTe, Korga 3aboneBaHWe MposiBUIOCH
10 6 MEeC )MW3HW, NeTaNbHbIM Ucxod O6bl4HO HaCTynaeT B
pesynbraTe TAXeNon rmnomMmumHepann3aunmn KocTen creneta,
obycnoBnunBaloLLen MOPOKK Pa3BUTUSA TPYAHOM KNETKM, TMNOo-
nnasuto Nerkux, ablxatenbHylo HEAOCTaTOYHOCTb.

Mpwu getckon popme oTmevaeTcs 6osiee GnaronpusTHoe
TeyeHne. PaxutonogobHble gedopmMaLunM CKeneTa (4auwe
no Tuny genu valgum) pa3BuBatloTCsl NOCTEMNEHHO W Bapbupy-
0T MO CTEMEHW BblPaXEHHOCTU. XapaKTePHO:

° MpeuMMyLeCTBEHHOE NOPaXKeHNEe HUKHUX KOHEYHOCTEN B
Buae gedopmaumm, ykopoyeHus;

° oTCcTaBaHWe OGU3MYECKOr0O M  MOTOPHOrO pPasBUTUSA
(3a cyeT peduunta pocra);

®  4acTO KPaHWMOCKMHOCTO3;

° Hemnporpeccupyiolas mmonaTms;

® CKOBaHHOCTb ABW}KEHWS B cycTaBax, 3afep)kKa Hadana
X0AbObI M «yTUHAS» NOXOAKA;

® MOBTOPHbIE MEPENoMbl, 601U B KOCTAX U MblLLAX;

® yYMeHblUeHHe rpyaHon KIEeTKM B 06beMe 3a CHET YKOPOo-
yeHus pebep;

° runepKanbuMemua U HePpPOKanbLMHO3 (pexe, YeM npu
MHdaHTUNbHOM dopme);

° npexAaeBpeMeHHOoe BblMageHWe MONOYHbIX U MOCTOSH-
HbIX 3y60B C MHTAKTHbIMWU KOPHAMM (CHMTAETCS NMaToOrHO-
MOHMWYHbIM MPU3HAKOM).

[Ons B3pocaon ¢popmbl rnnodocdaTadnn xapaKTepHbl
nceBAoNepenoMbl, @ TaKXe MHOMOKPaTHbIe MJIOX0 3aXKMBa-
loLLMe NepenoMbl KOCTeN, HepeaKo Tpebyloume xupypruye-
CKOro BMewartenbcTBa. [penMylecTBEHHO MnopaatTcs
HUXHWE KOHEYHOCTM, BO3HUKAET YKOPOYEHWE U UCKPUB-
NeHne ONMHHBIX TpybyaTbiX KOCTEW, MOXoAKa O0JSIbHbIX
HapylleHa, POCT CHUXeEH. HepeKo 06HapyKMBaOTCA XOH-
[APOKanbLMHO3, nceBgonogarpa U apTponatuu, COnpoBo-
Oaemble CUNbHOW 060/blo, NMPUBOASLLME K HapYLIEHWUIO
TPYAOCNOCOBGHOCTH.

Ecnv BbinageHne 3y60B ABNAETCS €ANHCTBEHHbLIM MPOSIB-
neHneM 60ne3Hu (C MHTAKTHbIM KOPHEM) yCTaHaB/IMBaETCH
[nMarHo3 ogoHTornodocharasunu.

AUATHOCTUKA

JTaGopaTopHasi AuarHocTuKa

OCHOBHbIM AWArHOCTUYECKUM KPUTEPUEM ABASETCS HU3-
KWW ypOBEHb aKTUBHOCTU LWenovyHon docdatasbl. [na npa-
BW/IbHOW MHTEpnpeTauun aHanmM3a KpoBW HEOOXOAUMO Y4u-
TbiBaTb NMOA U BO3PACT NauneHTa; pedepeHcHble 3HaYeHUs
Y pa3HbIX NPOU3BOAUTENEN ANArHOCTUKYMOB MMEIOT OT/IUUUS.

[dunarHos runodocdarasnm NoaATBEPKAAIOT:
® HM3Kas aKTMBHOCTb LEeIoYHOM pocdaTtasbl;
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KnuHuyeckue peKkomeHaauum

° TOBbIWEHHbIE YPOBHU CY6CTPaToOB TKaHeHecneunbuye-
CKOWM Leno4yHon docdatasbl (HeopraHMyeckui nupodoc-
daT 1 nupuaokcanb-5-pocdar) B KPOBH;

° MOBbllWEeHHas aKcKkpeuunsa dochoaTaHoaMmUHa C MOYOW;

° runepkanbLmemus (Npu paHHMx Gopmax 601e3HK).
[Opyrve nokaszatenn ¢ocdpopHo-KaabLMeBOro obmeHa

(bocohop, ButammH D, mapaTropmoH), KakK npaBuno, npu

runodocdartasdmm oCTatoTCa B HOPMeE.

UHcTpyMeHTanbHaA AMarHocTMKa

PeHTreHorpapus

XapaKTepHble peHTreHorpapuyeckne M3MEHEHUs KOCT-
HOWM TKaHW BKJIKOHAIOT KOCTHO-XPSLLEBble BbIPOCTbl, UCKPUB-
fleHWe U yKopo4yeHue TpybyaTtbix KOcTen. MOXHO BbISIBUTb
pacliMpeHne 30H pocTa, HEPOBHOCTb BPEMEHHOM 30HbI Kaslb-
undbuKaLmmn u paclwmperme Metadm3oB C 30HaMu OT pasps-
EHUS (MPOCBETNEHNE Ha pPeHTreHorpamme) 40 OCTEeOCKIe-
po3a. TaKk Ha3blBaeMble «i3blKM MPOCBETIEHUSA», KOTOPbIEe
NPoeLMPYIOTCH OT 30H pocTa B MeTadu3bl, TaKKe SBNAIOTCH
XapaKTepPHbIM PEHTTEHONOMMYECKMM NPU3HAKOM U OT/IMYAIOT
runodocdhatasnio oT paxuta M/mnm metadmsapHom 0CTeoau-
crnnasun. Y B3pocibix NaLUEHTOB MOTYT BbISIBAATLCS XOHAPO-
KanbLUKWHO3, NceBLoNepenoMbl U ncesgonogarpa.

CHWXKEHWE MUHEepanbHOM MNOTHOCTM KOCTHOM TKaHW W
CTeneHb ee BblPaXKeHHOCTU MOXHO onpeaennTb ¢ NOMOLLbIO
AEHCHUTOMETPHUHN.

YnbTpa3ByKoBoe MccriegoBaHMe, BbINOJHEHHOE MpeHa-
TaNbHO, MOXET BbIABUTb U3MEHEHUS CO CTOPOHbI KOCTEN (YKO-
poyeHue, UCTOHYEHNE pebep; YKOPOYeHUe, UCKPUBNEHUE KO-
HEYHOCTEN; MATKMI «MeMBPaHO3HbIN» Yeper), pesynbraTbl NoCT-
HaTa/bHOro UccnefoBaHns yKasblBatloT Ha HedbpPOoKabLIMHOS.

Taknm 06pa3om, MNpU BbIABAEHWUU HU3KOIO YPOBHS
aKTUBHOCTHK LWenovyHon docdaTtasdbl, NOBbILWEHUM YPOBHEN
cybetpatoB LD, xapaKTepHbIX KAMHWUYECKUX CUMMNTOMOB
MU PEHTTEHONOTMYECKUX M3MEHEHUN KOCTHOW TKaHu, auar-
HO3 runodocdarasmm MOXKET OblTb YCTAHOBIIEH KIIMHUYECKH
(cuna pekomeHpgauum 1A).

MoneKynsipHoO-reHeTU4ecKasa AUarHocTuKa

MpoBoauTca AN OKOHYaTeNbHOM BepUbUKaLMK AnarHo-
3a, ecnn 6MOXMMUYECKMEe UBMEHEHUSA HEe NMO3BONSAIOT MHTEP-
npeTMpoBatb €ro OAHO3Ha4yHO. YacTblX MyTauun B reHe
He OnncaHo, peKoOMeHyeTcs NpoBeAeHne NoIHOro aHan1sa
reHa ALPL meTtogom npsiMOro ceKBeHupoBaHus. OgHako,
B CWJly OrPaHWYeHUN CTaHAapTHbIX METOAOB reHeTUYeCcKowm
[VMArHOCTUKM HapyleHns B reHe ALPL mMoryT He 0GHapyXu-
BaTbCH (cuna pekomeHgauum 1A).

TakuM o6pas3om, gnarHo3s runodpocdarasun JosKeH ObiTb
3anofo3peH y Noboro naumMeHTa Co CHUMXKEHHOW aKTUBHO-
CTblO LEeIoYHOM pocdaTasbl, 0CO6EHHO B COHETAHMM CO CKe-
JIETHBIMW NPOSABIEHUAMU USIU HEBPOJIOTMYECKUMU (CYAOPOTH,
KPaHWOCUHOCTO3), MOYeYHbIMKU (FrMNepKanbLuMemMus, runep-
KanbLuypusa, HedpoKanbLMHO3), MblllEYHbIMU (TMNOTOHKUS,
MUaNrum) UM CTomMaToNorMyecKumMu (paHHee BbinageHue
MOJIOYHbIX 3y6OB MM HapyLleHWe pocTa 3y60B) MaToN0rMaMu.

Ta6nuuya 2. JuddepeHumanbHasa guarHocTuka runodocdarasmm

AUDDEPEHUMAJIbHbIA AUATHO3
MN3meHeHns KocTen npu runodocdatasvm HeobXoau-
Mo auddepeHUMpoBaTb C APYrMMU AUCNNA3USIMKU KOCTHOWM
TKaHKW, a Takxe ¢ 60/Me3HSIMU, NPOTEKAIOWMMU C PaAXUTOM
n/Unun octeoMansiLnen, B TOM YUCne:
° BUTAaMWH D-gedULMTHBIM paxnTom;
° runopochaTteMUYECKUM PAXMUTOM;
° oYe4yHoM ocTeoancTpoduen;
° KJeWaoKpaHWanbHOW aucnnasunen;
°  MAMONATUYECKUM IOBEHM/IbHBIM OCTEONOPO30M;
® HeCOBEpLIEHHbIM OCTEOreHe30oM (Tabn. 2).
MpeHaTanbHOE yNbTPaA3BYKOBOE WCCNEAOBaHME MOXKET
npeanonoXmnTb HECOBEPLIEHHbIM OCTEOreHe3, KamnoMesnu-
YECKYIO ANCNNa3unIo UIN MHble XOHAPOAUCTNA3UN.
MopaxkeHune 3y60B npu runodocdatasvm guddepeHumpy-
tOT C HECOBEPLLEHHbIM AEHTUHOreHe30M. [pexaeBpeMeHHoe
BbINageHME MOJOYHbIX (MEPBUYHBIX) 3yOOB, a TaKKe paHHee
BbiMaZleHWEe WU yAaneHWe KOPEHHbIX 3y60B MOXKET ObiTb
paHHUM (MHOrAa eAMHCTBEHHbIM) MPpU3HaKoMm runodpocdara-
3uu. MNpun aTOM XapaKTepHO BbinageHne 3y6oB 6e3 paccachl-
BaHWA KOPHS, CONPOBOXAAlOLLEECH YMEHbLIEHUEM BbICOThbI
aNbBEONSAPHON KOCTU (OCOBGEHHO HUMKHEW YentocTu), rmno-
nnasven LemeHta 3yba U pacliMpeHUEM MOSIOCTU NyNbMbl
3y6a M KOPHEBLIX KaHasoB.

JNIEYEHUE

MaToreHeTnyecKkas tepanusa

Ha cerogHAWHWM AeHb €AUHCTBEHHOM NaTOreHETUYECKON
Tepanuen rnnodocdatasmm SBASETCH MOXKM3HEHHas dep-
MEHTHas 3aMecTuTe/lbHaga Tepanus acdoTa3on anbda, KOTo-
pas nNpeacTaBNsSeT coO0M YENOBEYECKUN PEKOMOUHAHTHbIN
TKaHeHecneundu4ecKnin xnumepHoln Fc-gexka-acnapraTHbIn
rMUKONPOTEUH Weno4yHon docdaTtasbl. Ha doHe nedveHus
y nauMeHTOB [AOCTUraeTcs MONOXUTeNlbHad AMHaMUKa Mo
TaKUM NpM3HaKam, KaK YypOBHU BUOXMMUYECKUX CyOCTpPaToB
TKaHeHecneundmnyeckon wenoyHon docodartasbl (HEOpraHu-
yeckoro nupodocdata n nUpuaokcanb-5’-pocdarta), CTpPyK-
Typa KOCTEW, POCT, MbllleYyHasa cuna, pusnyeckas GyHKLKUS,
CNoco6HOCTb NepeaBuraTbCcs (Ccuna peKomeHaauun — 1;
AOCTOBEPHOCTb Jl0Ka3aTenbcTB — B).

KnuHunyeckas addeKTMBHOCTb M 6€30NnacHOCTb achoTasbl
anbda NpoaeMOHCTPUPOBaHa B OTKPbITbIX HEPAHAOMMU3UPO-
BaHHbIX UCCNefoBaHMSAX C yHacTeM 69 nauneHToB (B OCHOB-
HOM C AETCKON U UHbaHTUABHON dopmamu runodocdarasum).
Y nauneHToB Ha poHe nevyeHus acdoTta3on anbda oTMeYeHa
NMONOXUTENbHAA PEHTIEHONIOrMYecKas AMHaMUKa Mo LWKane
obulero BnevyatieHUss OT PEHTIEHONOMMYECKUX W3MEHEHUN
(RGI-C) Ha npoTsKeHMM nepBbix 6 Mec Tepanum (OLEeHKK +2 —
3HaYUTENbHOE YAyYlleHUe; +3 — MONHOE WUAWM MOYTU MOHoe
BOCCT@HOBJ/IEHME); MO [AaHHbIM GMOMCUM KOCTU KOHCTaTUPO-
BaHa MoJsioXKuTeNnbHas AMHaMWKa NoKasaTenen MuHepanusa-
MM KOCTHOM TKaHM (TOJILLMHA OcTeomnaa, OTHOLEHME o6beMa
ocTeonaa M 06beMa KOCTHOM TKaHW M BPEMS 3aEPKKN MUHE-
panu3aunmM KOCTHOW TKaHW, yBENWYeHwe nokasaTens pocTa,
NPUGAMKaIOLWEroCs K BO3PaCcTHOW Hopme).

3a6oneBaHue linodocdarasua Paxur ®docoar-guader Hezz::gii:;blﬁ
LLlenoyHas docdaTasa B KpoBU | 1 1 Hopwma
Mupuaokcanbdocdat B KPOBHU 1 | | Hopwma
docdoataHoNaMUH B MoYe 1 ! ! Hopma
Kanbuuin/docdop 1 v Hopma | } Hopma
MapatropmoH | vnn Hopma 1 1 Hopma
Butamuu D Hopwma | 1 Hopma




Mpn npumeHeHnn nauneHtTamum acdoTtasbl anbda Npo-
LEMOHCTpMpOBaHa WX Ny4ylwas BbIXXWMBAEMOCTb MO cpaB-
HEHWIO C TPYyNMNon MCTOPUYECKOro KOHTpons: 95 npotus
42% B BO3pacTe ogHoro roga, 84 npotmB 27% B BO3-
pacte 5 net cootBeTcTBEHHO (p < 0,0001, B ™Mogenw
KannaHa—Meiepa). o cpaBHEHUIO C rpynnown WCTopU-
YEeCKOro KOHTPONS, B KOTOPOW BbIXW TONbKO 1 mauyueHT
13 20 (5%), HyXKAaOWMXCH B UCKYCCTBEHHOW BEHTUNALMMK
NEerKux, B rpynmne, noayyatoolwmx Tepanuio U Hyxaatowmxcs
B WCKYCCTBEHHOM BEHTUNSALMU NETKNUX, BBIXKUIN 76%(16/21)
nauueHToB.

PekomeHaoBaHHasa cxemMa NpUMeEHeHus acdoTasbl anb-
da — 2 Mr/Kr maccbl Tena NoaKoOXHo 3 pa3a/Hed, NM6o
1 Mr/Kr maccol Tena noaKoXKHo 6 pa3/Hen. O6bem BBOAUMMO-
ro 3a 1 MHBbEKUMIO NIEKAaPCTBEHHOro npenapata He AO0MKeH
npesbiwatbh 1 M. [pn HE06X0AMMOCTM BBEAEHMUS BO/bLLErO
ob6beMa [enatoT HECKOSIbKO MHBEKLMIM B pa3dHble MecTa.

Hanbonee yacTble HexxenaTesbHble iBJIeHUS — MeCTHble
peaKkuun, cBA3aHHble C BBEAEHMEM MpenapaTa, KoTopble
Habnoganucb y 73% nNauMeHTOB B pPaMKax KIMHUYECKUX
ncecnengoBaHMn. BonbLIMHCTBO peakuni co CTOPOHbI MecTa
UHBEKLMU BbIN NETKUMKU U CaMOOrPaHUYMBaIOWMMUCS U HE
NPUBOANIN K OTMEHE Tepanuu.

Mpenapat acpoTasa anbda 3aperncTpMpoBaH BO MHOIMX
cTpaHax: B EBpocotose, CLUA, KaHage v AnoHun. B Poccun
LOKYMEHTbI NoAaHbl Ha pernctpaunto B ceHTsabpe 2015 .

CumnTomMaTuyeckas Tepanus

Cob6nogeHne aneTbl ¢ HU3KMM COAEPXKaHWEM KasbLng
Hapsgy C yBenuMyeHMem o6beMa BblINMUMBAEMOW XKWAKOCTU
MOMET YMEHbLIUTb TUMNEpPKanbLMypUlo Y Tex MauueHToB,
Yy KOTOPbIX OHa HabnoaaeTcs.

ButammnH D He nokasaH npu runodocdartasuu: ero
M36bITOK MOXKET BbI3BaTb MU YCYryGUTb rMnepKanbLmMemMuio,
runepKanbLMyputo U HedpPoKanbLMHO3; Ha3Ha4YaeTcs B pes-
KWX cnyqasix NoATBEPKAEHUS ero AedurumTa.

B Havane nevyeHus acpoTtason anbda MOXKET pa3BUTbCS
rMnoKanbLMemus, B 9TOM Cily4yae MOoKasaHo NpUMEeHeHue
npenaparoB KaJbLms.

MaumeHTam ¢ runodocdatasnen He creqyetT Ha3HavyaTb
npenapaTtbl U3 rpynmnbl 6McoCcPoHaTOB, T.K. OHU ABASIOTCSH
CUHTETUYECKMMM aHanoramu HeopraHnyeckoro nupodocoda-
Ta 1 ycyrybnsaioT runomMmmHepann3aLumio KocTew.

Pea6unurayus

Oetn ¢ runodocdaTtasven HyKaalTcs B NPOBEAEHUU
dusnotepanmun n nevebHoM OGU3KYILTYPLI, HanpaBiEeHHbIX
Ha MOBbILIEHWE MbILLIEYHOIO TOHYCA WM YKPENIEHUE MbllIeY-
HOMO KapKaca C Lenbld MUHMMMU3aLMKM pUCKa NepenomoB
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W NOBbIWEHNS GPU3NYECKON aKTMBHOCTU NaLMEHTOB, Nyyllen
ajanTaunu B 06LECTBE M YNYHLLEHUIO KaYeCTBa MUX XKU3HW.

UCXOoAbl U MPOTHO3

MNepuHaTtanbHaa dopma runodocdatasmm 6e3 cBoeBpe-
MEHHO OKa3aHHOM NOMOLLM MPaKTUYECKM BCeraa netasnbHa.

Mpun MHPaHTUABHOM M LETCKOM GopMax NPOrHO3 ANS KU3HK
onpeaensieTcs CTeneHbIo NOPaXKEHUs KOCTeN, HaNMYUEM Cyaopor
W TMnonnasumn Nerkux, HeobXxoaMMOCTbIO KUCIOPOAHOM noa-
OepKu. bes nposefeHns natoreHeTMYecKon Tepanuu cMmepT-
HOCTb cpean 60MbHbIX MHPaHTUALHOM Gopmor runodocdara-
3un coctaBnsieT 50% B nepBble 9 MEC }KW3HW, U1 B OCHOBHOM
06ycnoBfieHa AblxaTeslbHOW HeOoCTaTO4yHOCTblO. B oTCyTCTBMM
Tepanuu nNpu HGaHTUILHON U AETCKON dopMax NPOrHO3 B OTHO-
LUEHUW UHBANMAN3ALMMU Y KAYECTBA KU3HWM HEGMAroNPUATHBIN.

Mpy HanM4YMK rMNepKanbLMEMMUU, OCIIOKHEHHON HEPPO-
KanbLIMHO30M, MPW €ro NpPorpeccupoBaHMn BO3MOMXKHO pas-
BUTME NOYEYHOM HELOCTATOYHOCTH.

Mpu B3pocnon dopme NPOrHo3 Afd KU3HK 6aaronpuaT-
HbIM, NPY €CTECTBEHHOM TEYEHUU 6ONE3HM BO3MOXKHA TAXKe-
nasi MHBanMAM3auMa nauueHTa B pesy/ibTaTe HapylleHus
dYHKUMKM OMOpHO-ABUraTenbHOro annapaTta B CBS3M C pas-
BMTMEM MNCeBAONOAArpbl, XOHAPOKaAbLMHO3a, apTponaTun
W HapylleHWeM TPyLOCNOCOBGHOCTH.

Mpu ogoHTOorMnodocdaTasnn NPOrHO3 A9 KU3HU TaKKe
6naronpuaTHbIN.

UCTOYHUK ®UHAHCUPOBAHUSA
He ykasaH.
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T.B. MaprueBa — y4yactue B KIMHUYECKOM UCCNeoBa-
HUKW KOMNaHUK «<BUOHOPUKa».

OcTtanbHble aBTOpPbl CTaTbW MOATBEPAMAM OTCYTCTBUE
KOH®NUKTa MHTEPECOB, O KOTOPOM HEOBXOAMMO COOBLMUTD.
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