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W) Check for updates

Pe3onioyusa KoHcyabTauMOHHOIo coBeTa
Nno KpUtepusasm Ha3Ha4YeHUs NaToreHeTU4YeCKou
Tepanuu runodpocdara3vum y naLueHToB
B J€TCKOM Bo3pacTe

B pamkax Xll EBpa3surickoro ¢opyma no peakmm 6one3Ham XXIV KoHrpecca neanatpoB Poccum
cocTtosiicss KoHcynbTalUMOHHbIM COBET 3KCMEPTOB, MOCBSLEHHbIN rnMnogocoarasnu, B Xo4e KoTo-
poro Beaylme crneunaanctbl 06CyanaIn TEKYLNE JOCTUIKEHUS] M OTBETUIM Ha PSA HEPELLIEHHbIX
BOIMPOCOB MaTOrEHETUHECKOM Tepanuu 3Toro 3ab0/eBaHUSI C LE/bI0 AalbHEALIEro y/y4lleHuns

pe3y/nbTaTtoB ero je4eHusi B Poccum.

B coBellaHnn NpuHAIM y4yactue akcnepThbl:

benasa aHHa EBreHbeBHa, 1.M.H, npodeccop Kabeapsbl
3HAOKPUHONOTMKU MHCTUTYTa BbICLIErO U AOMONHUTENBHO-
ro npodeccnoHanbHOro o6pa3oBaHns, M36paHHbIN YieH
KOMWUTETa Hay4YHbIX COBETHUKOB MexayHapoaHoro ¢oH-
na octeonopo3sa (International Osteoporosis Foundation),
npurnaweHHbIR Y1eH NaHenu aKcnepToB B 061acTn obme-
Ha KanbLMa M KOCTHOW TKaHW EBponencKoro obuiectsa
3HAoKpuHonoros (European Society of Endocrinology),
3aBejylollas otaeneHnemM ocTeornoposa M ocTeonartuu
Drey «HMUL, aHgokpuHonornm» MuHagpasa Poccuu;
byknemuwes HOpui ButanbeBu4, TpasBmaTonor-
opTtones LeHTpa ocTeonopo3a PrbY «HMWUL, TpaBma-
Tonoruun v optonegmu um. H.H. MNMpunoposa» MnH3apasa
Poccuu;

Bawakmaa3e Hato [XymGepoBHa, [.M.H., PYKOBO-
autenb otaena opdaHHbix 6one3Her U npodwunakTu-
KW MHBanuMauaupyowmx 3abonesannn HUMN negnatpuu
M oxpaHbl 3gopoBbs aeten HKL, N°2 dIrbHY «PHXL,
uMm. axap. b.B. lMeTpoBcKoro», npodeccop Kadeapbl
daKynbTeTCKOM NegmMaTpum negmaTpuyeckoro daxynsre-
Ta ®rAQY BO «PHUMY um. H.N. NMuporosa» MuH3gpaBa
Poccuu;

Bute6cKana Anuca ButanbeBHa, K.M.H, OLEHT Kabeapbl
LeTCKux 6onesHen KNMHWMYECKOrO WMHCTUTYTa AETCKOro
3p0poBbs UM. H.®. dunatosa PrAQY BO lMepsbit MITMY
um. N.M. CeveHoBa MuH3apaBa Poccun (Ce4eHOBCKUM
YHuBepcuTeT);

BouHoBa Buktopusa lOpbeBHa, [.M.H., BPa4-reHeTUK,
BelyLn HayyHbIM coTpyaHuK HUKKW neagunatpumn u pet-
CKOW xupypruu um. akag. t0.E. Benbtnwesa ®rA0Y BO
«PHUMY um. H.N. NMuporosa» MuH3gpasa Poccuu;
F'ypkuHa EneHa lOpbeBHa, K.M.H., Bpa4y — LEeTCKUM 3HJ0-
KPWUHONOI, 3aMeCcTUTe/b [MaBHOro Bpaya no sed4ebHON
pa6ote ey «HMWL, nm. B.A. Anma3oBa» MuH3gpaBsa
Poccuu;

Kypkosa Hartanua BsvyecnaBoBHa, K.M.H., Bpay-
reHeTuK, Beaywun HayydHblin cotpyaHuk HWW negwa-
TpuKn n oxpanbl 3a0poBbs aeten HKLL N°2 PIrbHY «PHLX
um. akag. b.B. MeTtpoBckoro» MnHob6pHayku Poccuu;
KanuHyeHko Hatanba HOpbeBHa, K.M.H, Beayluin
Hay4HbIM COTPYAHMK, Bpay-aHfoKpuHonor ®rey «HMHUL,
3HAOKPUHONorum» MuHaapasa Poccuu;

KucenbHukoBa Jlapuca lMeTpoBHa, 4.M.H, npodeccop,
3acnyeHHbln Bpay PP, 3aBepyowan kadeapon net-
cKou ctomartonorun MICMCY nm. A.1. EBAOKMMOBA;

¢ Koctuk Muxaunn MuxannoBuu, 4.M.H., npodeccop Kade-
npbl rocnuTanbHon neaunatpum GreQy BO «CMBIMIMY»

MuH3gpaBa Poccuu;

e MuxannoBa Jliogmuna KoHCTaHTUHOBHA, 4.M.H, NpPO-
deccop, TpaBmatonor-optoneg HUN negnatpum n oxpa-

Hbl 3a0poBbsl Aeter HKLL N°2 ®IBHY «PHLLX um. akag.

B.B. NeTpoBckoro» MnHo6pHayku Poccuu;

e OuupoBa MNonuHa BsyecnaBoBHA, K.M.H., BEpTE6GPO-
nor, TpaBmatonor-optonea ®rey «HMWL, TpaBmaTonormu

n optoneamn um. akaa. lA. Unusaposa» MuH3gpaBa

Poccuu;

e CocHuHa UpuHa BpoHucnaBoBHa, raBHbl Bpay Cl16

Y3 KAU/, rnaBHbIM BHeWTaTHbIM AETCKUA HEBPOJOT

r. CaHkT-lNeTepbypra.

B xoae KoHcynbTauMoHHOIo coBeTa 6bliM pacCMOTPEHbI
cneaywume acnekTbl GepmMeHTO3aMeCTUTENIbHON Tepanuu
(P3T) runodocodatazum (MPP):
®  MOXKET I OfOHTOrnnopocoaTasus yxyaluatb Ka4eCTBO KU3-

HM NauUMeHTOB 1 SBAATLCS KpUTEpMEM HasHavyeHus1 O3T,
® KaKue U3 KOCTHbIX nNposiBieHni PP sBas0TCS KPUTUY-

HbIMM A5 Ha3Ha4YeHus O3T.

Mnodocdatasnsg — 370 KpanHe peaKkoe HacneacTBeH-
Hoe MeTabonnyeckoe paxuTonogobHoe 3aboneBaHue,
noTeHUManbHO yrpoxatolee Xu3Hu, 06ycioBfeHHoe MyTa-
umamm B reHe ALPL, KoTopoe npuMBOAMT K HegocTaTou-
HOCTN M30depMeHTa TKaHecneundU4yHoOn LWenovyHon ¢oc-
daTasbl (D), B pe3ynbtate 4ero npoucxoamT HapylleHue
MWHEepannsaLmMm KOCTHOW TKaHK, NopaxeHune 3y60B, NoYyekK,
pa3BuTMe HedbpoKaNbLMHO3a, HapylweHue meTabonnama
BUTaMuHa By. TeH ALPL KapTMpoBaH Ha KOPOTKOM rMjeye
1-in XpomMocoMbl — 1p36.12 — u COCTOUT U3 12 3K30HOB.
B HacToslee Bpems onucaHo 6onee 410 pa3nnyHbIX MyTa-
umMn B reHe ALPL [1].

YacToTa gaHHoro 3aboneBaHus BapbupyeT oT 1 : 2500
B NONynsumMmn KaHagckmx MeHHoHUToB A0 1 : 150 000 »*KuBbIx
HOBOPOXKAEHHbIX [2]. [TpeanonoxKntenbHas pacnpocTpaHeH-
HOCTb Nlerkmx ¢opm coctasnset 1 : 6300 KMBbIX HOBOPOXK-
OEHHbIX [3, 4].

B HacTosilee BpeMs B 3aBUCUMOCTU OT TSIKECTU KIMHU-
YEeCKMX NPOsIBNIEHUN pasnunyatoT cneayoume dopMbl 3a60-
NeBaHus:

) runodocdartasus nepuHatanbHas;
runodocdaTtasuns MHGaHTUNbHAS;
runodocdaTtasuns geTcKas;
rmnodocdaTtasuns Bapocnas;
ofloHTOrMnodocoharasng.
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KnnHnyeckne nposiBieHnst 60/1€3HM BapbUPYOT OT TSXKe-
JIOFO MOPaKeHWst KOCTHOM CUCTEMbI, HapyLlEeHWN MUHepa-
NM3aumn, anHoa, pBOTbI, HEPPOKaNbLMHO3A, CYA0POKHOIO
CUHAPOMA, BHYTPUYEPENHbIX KPOBOU3MUSAHWIA OO OAOHTO-
reHHon GopMbl, NPOABASAIOWENCSH paHHeW noTepen 3y6oB
1 pa3BUTUEM TSXKENOro Kapueca [5].

Y nauMeHToB KaK C TSKeNon MHPaHTUIbHOM GOpMOoH,
Tak Npu no3gHen, B3pocnon dopme HabnoaalTca MHOXKEe-
CTBEHHbIE NMEPENIOMbI, MbllLlEeYHas cnabocTb, 601 B CycTaBax
M KOCTSIX, @ TaKyKe HapyLleHue noxoaku [5—7]. Hanbonee Bbico-
KW PUCK NeTaNbHOro Ucxoda OTMEeYaeTCs B rpynne HOBOPOXK-
AEHHbIX U AeTel NepBoro roga *u3Hu. OgHaKo y NauMeHToB
C AETCKOM U B3pocion popmon 3a6osieBaHns HacTo pa3BuBa-
tOTCS OC/IOXKHEHUS, KOTOPbIE MPUBOAST K CHUKEHMIO KavyecTBa
¥W3HU M COKPaLLLEHUIO €€ NPOAOSIKUTENBHOCTH [B].

OuarHoctuka Fr'Pd moxxet 6bITb OCHOBAHA Ha KJIMHU-
YEeCKOW KapTuHe, PEHTreHONIOrMYeCKUX AaHHbIX U HU3-
KOW aKTUBHOCTH LL®D, faHHbIX MONIEKYNSAPHO-TeHeTH4e-
CKOro o6cneaoBaHus.

Y nauMeHToB C TSXKeNbIM Te4eHneM 3a60/1eBaHuUs BbisiB-
NA0TCA MyTauuuM B TOMO3MIOTHOM M KOMMayHA-reteposu-
rOTHOM COCTOSIHUM B reHe ALPL, a npu Nerkom TeYeHWUK
KNMHWYECKasa KapTUHa MOXKET 6biTb 06ycnoBneHa MyTaunen
B reTepO3UroTHOM COCTOSIHUMU B JAHHOM reHe, NPUBOASILLEN
K OOMMWHaHTHO-HeratMBHoMmy addekTy (gain-of-function),
4YTO BbI3blBAET CHUKEHUE aKTUBHOCTM pepmeHTa [8].

B 6onblwunHCTBE C/ly4aeB OMNTUMAsbHO Haluyune reHe-
TUYeckoro noatBepxaeHuns FPd, ogHako B CBA3U C BEPO-
ATHOCTbIO C/IOXKHO [AMarHOCTUPYEMbIX MyTauui (Hanpumep,
B MHTPOHAax) OTCYTCTBME BbIIBEHHOM Ha NepBOM 3Tane
MyTaumMm B reHe LLU®P He Bcerga no3BonsieT NOMHOCTbIO
WUCKOYUTb AnarHos [Pao.

PaHHsis aunarHoctuka PP cnocobeTBYyEeT BbIGOPY
ONTUManbHOM TaKTUKW BEAEHWS W Jle4eHWs NauMeHTOB
M nomMoraetT npefoTBpallaTb HEKOTOPble OC/0XHEHHUS
W yXyaWweHne coCcTosiHMA. Y NauueHToB, KOTOpPbIM AUarHo3
He 6blal YCTAHOBNEH CBOEBPEMEHHO, Pa3BMBAlOTCS TAXKeE-
Nible OCNOXHEHUs 3a60neBaHns, KOTopble NPU UHDAHTUb-
HOW dopMe MOryT MPUBECTU K COKpPALLEHUIO MPOAOIKMU-
TENbHOCTH KU3HM.

[lo BBeAEHNS B KIMHUYECKYlo NpakTuky P3T neyeHue
[PD 6bIN0 AUWbL CUMATOMATUYECKUM, C UCMONb30BaAHMEM
METO0OB XMPYpPrMyeckom KoppeKuuun. B HacTosuwee Bpe-
Ma pa3pabotaHa P3T, Kotopasa aBnseTca 3PpdHEeKTUBHbLIM
MEeToAOoM JNeyeHus 3aboneBaHusa. OgHaKO ocBeaOMEH-
HOCTb MEAMLMHCKUX PaboTHUKOB O MDD u Hannyumn nato-
reHeTM4eCKoMn Tepanuu octaeTcs 4OCTaTO4YHO HU3KOW B CBS-
3M C PEeAKoW pacrnpoCTPaHEHHOCTbIO AaHHOW MaTosoruu.
KpanHe BaxkHOM npobnemMon npeacraBiseTcs OTCyTCTBUE
B 6O0/MbLIMHCTBE BUOXMMUYECKUX NabopaTopuin KOPPEKTHO
YCTAHOBMIEHHbIX pedePEHCHbIX 3HAYEHUI aKTUBHOCTM LD
COrnacHoO Mojsy M BO3pacTy. 3ayacTyld HWXKHAS rpaHuua
HOpMasibHOM aKTUBHOCTM pepMeHTa yKal3blBaeTcs paBHOM
HyNeBOMY 3HA4YEHWIO, YTO CUNbHO 3aTPYAHSET CBOEBPEMEH-
HYIO AMarHOCTUKY [9]. BaKHbiIM BOMPOCOM OCTaeTcs CO3-
JaHue n paboTa NPodUNbHbIX OTAENEHUN, 3aHMMAOLMXCS
npo6aeMamMun peakux (opdaHHbIX) 3ab60/iEBaHW Ha YPOBHE
cy6beKkToB Poccuickoin deaepaumu, a TakKe NpeemMcTBeH-
HOCTb MEXY AETCKOM MU B3POCIION cnyX6amu.

HecMoTps Ha TO, 4TO 0 3a60/ieBaHWN U3BECTHO AOBOJIb-
HO MHOrO, 3a CYeT HU3KOW BbIABNAEMOCTU TaKoro 60Jb-
HOroO B PYTMHHOW NpaKTWKe Bpay MOXeT He 06paTuTb
BHMMaHWUS Ha XapaKTepHble CUMNTOMbI 60 He NpuaaTtb
UM 3HaYeHus. [pUMEPOM MOXKET CNYKUTb TAKOM CUMNTOM,
KaK npexaeBpeMeHHOe BbinajeHne 3y60B, HaxoAsLWMXCs
Ha pasHbix cTagnax GopmMMpoBaHUsA, U pe3opbunsa Kop-
Hel. dedununt aktuBHOCTU LD B paHHemM AETCKOM BO3-

pacte NpMBOAWUT K OBGLIMPHLIM HapyWeHUIM CO CTOPOHbI
KOCTEN CKeneTa M BAMSIET Ha MPoOLECC MUHepanusauuu
OpraHn4yecKoro MaTpuKca TBepAblx TKaHen 3yba, TaKux
KaK OEHTWH W LLEMEHT, YTO NMPUBOAMT K HapyLWeEHUIO Npu-
KpenneHusa 3yba B anbBeosne. pexaeBpemMeHHas noteps
BPEMEHHbIX 3y60OB BeeT K HapyWeHWU KeBaTelbHOoM
®YHKLMKU, CHUKEHMIO BbICOTbI albBEONIAPHOM KOCTH, BO3-
HUKalT 3CTETUYECKNE MPOBAEMbI, YXyAWaeTCs KavyecTBo
U3HU. B Poccuitckonnt degepaumn ctomatonoramu boina
nccnenoBaHa Koropta naymeHToB ¢ FOD n oTmeyeHo npe-
XAeBpeMeHHOe BbiNajeHne BpeMeHHbIX 3y60B y JdeTew
C OaHHou natonorven. OTmedvaeTcs BbiCOKas pacnpo-
CTPaAHEHHOCTb TMMAOMJa3uM 3maiu MOCTOSHHbIX 3y60B,
NOBbIWEHWE YacTOTbl BCTPEYAEMOCTU 3Yy6OYENOCTHbIX
aHOMalnM W nporpeccmpoBaHne 3aboneBaHWM nNapo-
OoHTa ¢ Bo3pactom [10]. MNMpu obcnengoBaHMn poanTenemn
naumeHToB C oAgoHTorMnodocdartasmven Oblla OTMEYEHa
BblparkeHHasa aTpodus 6e33y6bix aibBEONFPHbIX OTPOCT-
KOB, BO3MOXHO, ABASOWAACS CNeACTBMEM pPaHHEN note-
pu nocTosHHbIX 3y60B [10], 4TO 3aTpyaHAET npoBefeHne
KaKunx-Nn6o onepaTUBHbIX BMELWIATENbCTB TUMNa UMNAaHTa-
LMW M KOCTHO-NAaCTUYECKUX BMELIATENbCTB Ha YENoCTaX.
Ecnu onupaTtbca Ha NepeyYncneHHble JaHHble, He ocTaeTcs
COMHEHWM, 4TO CTOMATONI0TMYECKME NPOSBIEHNS OTHOCAT-
CS K KOCTHbIM M MPY HaNN4YMK HU3KOro ypoBHSA LD TpebytoT
paccMoTpeHusa Bonpoca o HasHavyeHun P3T.

B HacTosillee BpeMsi HET e4MHOro CTaHAapTHOro nog-
xoA4a K 06CnefoBaHWI0 TakMX MaLMEHTOB WM OTCYTCTBYIOT
BblA€IEHHbIE YETKME KPUTEPUM, NPU HANTMHUN KOTOPBIX MOXK-
HO 6bIN0 6bl 3aN0A03PUTb AMArHO3 U KaK MOXHO paHblue
HayaTb Tepanuto.

Onupasicb Ha pe3ynbTaTbl peanbHOW KIMHUYECKON NpaK-
TUKH, B XOA€ AMNCKYCCUM IKcnepThbl deaepasbHbiX Ne4ebHbIX
yUYpEeXAEHUI caenanu cneayroume BolBoAbl N0 3asBAEHHOM
npo6nemaTuKe.

1. OQHO3HA4YHO B CMOPHbIX Cny4Yasx, Korga y nauueHTa
ele HeT KOCTHOM CMMMNTOMaTUKK, Heo6XoAMMO AUHaMMYe-
CKoe HabnogeHue.

2. 1o paccMOTpEHNN BOMPOCa O TOM, KaKMe U3 KOCTHbIX
nposiBneHnn Fed aBnaoTcs KPUTUYHBIMU A9 Ha3HaAYeHUs
®3T, eanHOrnacHo 6bI10 MPUHATO PelleHne, YTO K KOCTHO-
cycTaBHbIM nposiBNeHnsam Mpd otHocaTes:
® paxuTonogoObHble BMEHEHUSA 1 aedpopmaLnm CKenera;

° nepefnioMbl KOCTEW (B TOM YMUCNE aTUMUYHbIE);
* ocTeomanauus;
®  YYaCTKM TMNOMMUHEpanu3aLmnm KOCTHOM TKaHU, Npeumy-

LEeCTBEHHO B MeTadu3ax, B BUAE 04aAroB pPa3psirKeHus

OKPYINON WU BbITAHYTOW B CTOPOHY Anadusa dopmbl

«A3bIKK NIaMEHW»;

° BbINaJeHNe BPEMEHHbIX 3y60B 10 5-n1eTHEro Bo3pacTa;

® pacwupeHne, HepaBHOMEPHOCTb, M3bEAEHHOCTb 30H
pocTa;

®  HW3KOPOC/OCT;

° W3MEHEeHMe KOocTen yepena (KPaHMOCMHOCTO3, No3aHee
3aKpbiTMe 60/bLWOro poaHMYKa, MEMOPAHO3HbLIN Yepen);

* 60/b, MbllleYyHas cnabocTb, HapylWweHWE MOXOAKH, YTOM-

NSIEMOCTb;
® CYCTaBHOW CWMHAPOM: KOHTPaKTYpbl, XOHAPOKa/bLMHOS3,

KanbLUWHaTbl NepuapTUKynspHon obnacti, agnddy3HbIn

rMnepocTos, apTpanrun M aHTe3onatuu (y NOAPOCTKOB

1 B3POC/IbIX).

3. Kpome Toro, akcnepTbl NPULWKU K 0OLLEMY MHEHMUIO,
4YTO ANS NpaBUIbHOM BepudUKaummM aMarHo3a Heobxoanmo
HannM4ymMe peHTreHoNornyeckoro obcnefoBaHus Hanbonee
MHDOPMATUMBHOIO C TOYKM 3PEHMSA BU3yanU3aLmnmn 30H:
°* KWCTWM B MNPSIMOM MPOEKLMWM C 3axBaTom [AWCTanbHOro

KOHLLa KoCcTeln npeanneybs ¢ ABYX CTOPOH;

PEDIATRIC PHARMACOLOGY. 2023;20(2)
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®  HWXHWE KOHEYHOCTU B MPOEKLMMU «CTOsi» A0 Ta30BbIX
KOCTEen Ha O[HOW MNNEeHKe;

° KOoMMbloTepHas Tomorpadus 4entoCcTHO-IMLEeBOW obna-
CTHW: My/IbTUCPE30Bas CnupanbHas KOMMblOTEPHas TOMO-
rpadms (MCKT) M KOHYCHO-nyyeBas KOMMblOTEpPHAs
Tomorpadus (KJKT);

° naHopamHas peHTreHorpadus BEpXHENR YentocTu;

° naHopamHas peHTreHorpadus YentocTen (opTonaHToMo-
rpagus);

® peHTreHorpadus KocTew Ta3a C 3aXBaTOM MOSCHUYHbIX
NMO3BOHKOB;

® peHTreHorpadus rpyaHoro oTtaena MNO3BOHOYHMKA
B OOKOBOWM MPOEKLIUK.

[ns oueHKM cocTosiHMS nauueHta ¢ PP B anHamuke

Heo6X0AMMO MCMONb30BaTh CAeAyloLMe OLEHOYHbIE TECThI

W WKanbl:
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