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Minodocdarasms (FP) — nporpeccupytollee HacneACTBEHHOe MeTabonnyeckoe 3abonesaHune, BbidaBaHHOE AeDULMTOM LLENOY-
HoWt docdatasbl. [P 0OTHOCUTCSA K YNCNY PEAKUX HACNEACTBEHHBIX HAPYLLEHUI T 06MeHa BELLECTB, CONPOBOXAAIOLLMXCA HAPYLLEHMNS-
MW MUHepanu3auun ckeneta. [ns nedeHus 3abonesaHns B nocnegHve roapl paspadartbiBaetcs BbICOKOIPdEKTUBHAA pepMeHTHas
3aMecTuTeNbHasa Tepanus. Ha ocHoBaHMM MeXAyHapoAHbIX AaHHbIX Poccuiickumm akcneptaMmmn paspaboTaHbl KIMHUYECKUE PEKO-
MeHJaLUumM no neveHunto n amarHoctuke . B HUX paccMaTpuBaloTcs coBpeMeHHas knaccudukaumm F'd, ocobeHHOCTN naToreHesa un
nabopaTopHOl AMarHoCTUKK. B paspene «JleueHne» 06CYyXAaloTCs BOMPOCHI CUMMTOMATUYECKOM NOMOLLM BOSbHLIM, a Takke pe-

3y/nbTaTbl NPUMEHEHNS GEPMEHTHON 3aMECTUTENBHON Tepanuu.

KntoyeBble cnosa: runocdocdarasns, HapyleHns o6MeHa BeLLecTs, KIMHUYECKMe pekoMeHaaLmm

WcTopus oTKpuITHA ¥ 3MHAEMHOJIOTHS rHnodochaTasun

Ipenmosnaratot, 4to nepBoe onucanue ciaydas ['D B -
Tepatype MOXHO oTHect K 1936 r., korma Bruce Chown,
omnucaja cu0coB, yMepIIUX OT 3a0ojieBaHMsI, TOTAa Ha3BaH-
HOTO «IIOYEYHBIM paxutom» [7]. Tepmun eunoghocghamasus
ob11 BBenéH Rathbun B 1948 1., a B 1957 r. Fraser onmy6uko-
BaJl JaHHBIE O TPEX HEPOIACTBEHHBIX ceMbsix ¢ I'D u3 r.To-
poHTo [12, 21]. YacToTra 3aboysieBaHUSI TOUHO HE M3BECTHA,
o pPa3HBIM OIICHKAaM, OoHa cocTaBJisieT oT
1: 100 000 mo 1 : 300 000 kuBBIX HOBOPOXAEHHBIX [19].

DTHOIOIMSA ¥ NATOreHe3

I'd — nHacnencTBeHHOE HapylleHUE METabOIM3Ma KOCT-
HOI1 TKaHU, BbI3BaHHOE MyTalusiMU B TeHe ALPL, Konupy-
folieM dhepMeHT 1enounyto (ocedarazy (ILLPD). T'en ALPL
KaptupoBaH Ha 1 xpomocome B obmactul 1p36.12. I'D Hace-
JyeTcsl TM00 MO ayTOCOMHO-PeLIeCCUBHOMY, MO0 (KpaliHe
penKo) Mo ayToCOMHO-IOMUHaHTHOMY Tuny [13]. B rene
OIMKCaHO 0KOJI0 250 pa3IMYHbIX MyTallMii, OOJIBILIMHCTBO U3
KOTOPBIX TIPEICTaBICHO MUCCEHC-MyTauusamu [19, 31].

II[® obnagaeT 3HAYUTEIbHBIM BIMSIHUEM Ha IMPOLIECC
MMHEpaJIU3alun KOCTeH MyTEM MPeIUITUTAIIMN KA 1
Heopranuyeckoro gocdara (HD) B Buge KPUCTAIIOB THI-
pokcuamnaTtuTa B Be3MKYyJlaXx KOCTHOro marpukca. Hemo-
cratroyHocTh 11D npuBOAUT K rMIIOMUHEpaIU3aluu, 00-
IIMPHBIM HapYLIEHUSIM CO CTOPOHBI KOCTEl CKesieTa U Mo-
JIMOPTaHHBIM OCIOXHEHUSIM. OHA U3 BaXHBIX (QYHKIIUI
II® — obGieryeHue MOCTYIJICHUS B KJIETKY Pa3IUYHBIX

a3¢hupoB oproocdopHOit KUCTOTH MyTEM UX aAedochopu-
JIMPOBaHMSsI, TaK Kak B MPOTUBHOM Ciyyae MeMOpaHa st
Hux HenpoHuuaema. Jledhuur P nmpuBoauT K BHEKIIE-
TOYHOMY HaKOIUIEHUIO HECKOJbKMX (hochOopuaInpoBaH-
HbIX cyoctpaTtoB P, OnuH u3 cydbcTpaToB, HEOPraHUYE-
ckuit nupodochar (HID), uHrubupyeT MuHe painu3alunio
KoCTell TyTéM OJOKMpOBaHUS (HOPMUPOBAHUST KPUCTAJI-
JnoB runpokcuanarura [18, 27]. HII® cocroutr u3 nByx
MOJIEKYJl Heopranudeckoro docdata (HP), coeTMHEHHBIX
TUAPOIU3YEMOIN BBICOKOIHEPreTUYeCKOil 3(UPHOI CBs-
3p10. Jlednut LD Benét K BHEKIETOUHOMY HaKOILIE-
Huto HIT® u cHukeHuto ypoBHs HD 1, OJIOKUPYET TAKUM
obpa3zom otioxeHus ruapokcuanatura [18, 31]. Kpome
TOT0, 2KCMIpeccusi OCTEONOHTUHA UHAYLIUPYETCSl BHEKJIIE-
touHbiM HIT®. Takum obpa3om, HapylleHUe (GYHKIIUU
P npuBoAUT K HapylieHUsIM HOPMUPOBAHUS U MUHE-
panusanuu Koctu [31].

Hpyrue cyoctparsl [I[®, ypoBHU KOTOPBIX TOXE IO/ -
HUMAIOTCS Y TMamueHToB ¢ ['d, BKIIOYAIOT MHPHUIOK-
canb-5"-pochar (ITJID), OCHOBHYIO LUPKYIUPYIOLIYIO
dopmy BuTammuHa B6, u dpochosranonamun (OIA). LD
ruaponusyet ITJIP, mo3Boiss NUPUIOKCATIO IPOHUKHYTh
yepe3 remMaTosHiedaqnyeckuit 6apbep, Mocjie 4Yero OH
BoccTaHaBiauBaeTcs B I1JID, KOTOpBI UrpaeT posib KO-
depMeHTa 1eKapOOKCUIa3bl IIyTAMUHOBOM KUCJIOTHI, OT-
BEYalolllero 3a CMHTE3 raMMa-aMUHOMACISIHOW KHCIOTHI
(TAMK). dedunut ButamuHa B6 B 1ieHTpaibHOI Hep-
BHOI cHCTeMe TMPUBOIUT K PAa3BUTHUIO SMUICTITUISCKUX
MPUCTYTIOB.

* KnmmHn4eckue PEKOMEHIAIMN COCTABJICHBI KOJUICKTUBOM aBTOPOM, B CTAaThLEC HUX CbaMI/UII/II/I IIPUBCICHLI B a.HCbaBI/ITHOM opsaaKe
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Knaccuduxamms

Kimmnanueckast kinaccudukanmss D ocHoOBbIBaeTcs Ha
BpeMeHHM J1e0roTa 3a00sieBaHus. BuIIesIoT nepruHaTaIbHYIO
(pa3BUTHE CHMMIITOMOB BHYTPUYTPOOHO WM TPU POXKIe-
HUM), MJIAJIEHYECKYIO (Myamire 6 Mec.), IeTcKyio (6 Mec. —
18 net) u B3pocnyto (ctapuie 18 yet) popmsbr [19].

OTaenbHO BBIAECSIOT 0JOHTOTUIIObOC(haTa3uIo, Mpu KO-
TOPOI HAOIIONAIOTCS MPOSIBAEHUST TOJBKO CO CTOPOHBI 3Y-
ooB [31].

CornacHo MexayHapogHo# kinaccudukauuu, ['d oTHO-
cutcsl K kiaccy «bone3Hu SHAOKPMHHOM CUCTeMBbI, pac-
CTPOMCTBAa MUTAHMS W HapyllleHUs oOMeHa BellecTB» (KOI
mo MKB-10: E83.39).

Knnanyeckas xapakTepucTuka

Huarno3 I'd goikeH OBIThH 3aI1003PEH Y JTIOOOTO MaLu-
€HTa CO CHIMKeHHOM akTuBHOCTHIO LMD, 0cobeHHO B coye-
TAaHUU CO CKEJIETHBIMU TMPOSIBJICHUSMU WA HEBPOJOTHYE-
CKMMHU (3MUJICIITUYECKNE TIPUCTYIIbI), TOYeUYHBIMU (TUIIEpP-
KaJbLIMEMUsI, TUTIEPKAJIbLYpHUsl, He(pPOKaJIbLINHO3), MBbI-
LIEYHBIMU  (MMOMAaTUsl))  WJIM  CTOMAaTOJIOTMYECKUMU
HapylIeHUsIMU (paHHEee BbINAaJeHUE MOJOYHBIX 3yOOB WIIU
HapylIeHHe pocTa 3y0OoB).

Knuanyeckue mposiBiieHUsI 3TOro 3a00jeBaHUs 3HAYM-
TEJIbHO BapbUPYIOT IO TSXKEeCTU. B HEeKOTOpBIX ciydasix 3a-
0oJieBaHME TPOTEKAET HACTOJBKO TSDKEIO, YTO HACTYIaer
BHYTpUYTpoOHast cMepTh Tutona [1, 9]. TepunartanpHas 'O

MpaKTUYeCKW BCera JieTajbHa B paHHEM BO3pacTte, Mpuiu-
Hoil cMeptd B 50% citydaeB SIBJISICTCS JbIXaTebHAs HEIO-
cratouHocTh. [Ipu MiameHuyeckoit opme I'D ckeseTHbIe
HapylIeHWs] ¥ TIOpaXkeHUEe APYTUX CUCTEM OPraHOB IPOSIB-
JISIIOTCSl  BcKope Tocie poxaeHus. Haubosee pacnpo-
CTpaHEHHbIE KJIMHUYECKUE MPU3HAKU U CcUMITOMbl ['D
npuBeneHsl B Tada. 1 [19, 32].

Creaemnote nposaéaenus I'D

Paxutornono6Has nedopmMaliusi cKejaeTa U TUIIOMUHEPa-
JIM3alusl SIBISIOTCS OTIMYMTEbHBIMU YepTaMu TMepuHarTa-
JbHOU M MuaneHueckux ¢opMm I'® [IpuumHoii cmeptu
B PaHHEM BO3pacTe, SIBJISICTCS Pa3BUTHE JIETOYHOW W JbIXa-
TEJbHON HEIOCTaTOUHOCTU Ha (PoHe TIyOOKOil rMroMuHe-
panM3aluu KocTel ckesera, MPUBOIAIIECH K MOpoKaM pas-
BUTHUSI TPYAHON KJIETKM M runoriasuu aeérkux [31]. U3-3a
YMeHblIeHUs pa3Mepa 1ehOpMUPOBAHHON TPYTHON KIETKU
HEKOTOphIM  TallMeHTaM TpeOyeTcsl MpOAOJIKUATETbHAS
BcrioMoraresibHass BeHTwisiuus nérkux. [23]. [pu nepunHa-
TajabHOI (hopme D yxxe mpu poXIACHUU OTMEYAIOT YKOPO-
yeHue u aedopmannio KoHeuHocTeir. M3 mokreBoit nimm ma-
JIOOEPIOBOIl KOCTM MOTYT BBICTYMaTh KOCTHO-XPSIIIEBbIC
LITMOPBI, TPOPbIBasi MPU 3TOM KoxXy. CKeJleTHbIE MPOosiBIie-
HMS y IeTeit 6oJiee cTaplliero Bo3pacTta BKIIOYAIOT YTOJIIE-
HUS B 00yacTH pEOepHO-XPSIIEBBIX COWICHEHWI (paxuTH-
yeckue 4Y€TkM), X- uiau O-o0pa3zHoe UCKPUBJICHNE HOT, YBe-
JINYEHUE 3aISICTUI, KOJEHEN M JIOJbIKEK U3-3a pPACIIMpPEH-
HBIX MeTadU30B M, MHOIIA, M3MeHeHue (OpMbl uepera
(Opaxuuedannio). DTH MALIMEHTHl TAaKXKe MOTYT KaJIOBaThCs
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KNINMHNYECKWUE PEKOMEHOALINA

Ha 00JIb B KOCTSX M IUCKOM(OPT B cycTaBaXx (CKOBAaHHOCTb,
npunyxyioctsb) [31]. B Gosee crapiieM Bo3pacTe IMpOsiBIie-
HMSI CO CTOPOHBI KOCTeil CKeJjieTa TpeACTaBIeHbl MHOIO-
KpaTHBIMU TIepeJiloMaMy, HaOJII0MAIOTCs CTPECCOBhIE Tepe-
JIOMBI TITIOCHEBBIX KOCTEH, TICEBIOINEPEIOMBI, TJIOXO 3aXKM-
BalollIMe MEePeIOMbl, TPEOYIOIlMe XUPYPTUYECKOro BMella-
TEJIbCTBA, HETPYIOCTTIOCOOHOCTD, XOHAPOKAIBIIMHO3 U CUJTb-
Hasl XpoHuueckast 6oib [19, 26].

Penmeenocpagpuuecxue npusnaxu zunogpocghamazuu

Y nauumenToB ¢ ['D HabMOMAIOTCS XapaKTepHbIE PEHTIe-
Horpaduyeckrue HapylleHUs, BKIIOYAOIIMe KOCTHO-XPSi-
LIEBBbIC BBIPOCTHI, UCKPUBJIEHUE W YKOPOUEHUE TPyOUaThIX
Kocteil. MoxeT HabMoAaThCsl paCUIMPEHUEe 30H pOCTa, He-
POBHOCTb BPEMEHHOI 30HbI KalbUM(PUKALMK U paclivpe-
Hue MeTa(u30B C 30HAMU OT pa3psikeHUs (IIPOCBETICHUE
Ha pEHTreHOTpaMMe) 10 OCTeocKIepo3a. [leheKThl, orucaH-
Hble KaK «sI3bIKW» MPOCBETICHUSI HA PEeHTTeHOrpaMMme, KO-
TOpbIE MPOELMPYIOTCSI OT 30H POcTa B MeTapu3bl, MOMOTAIOT
oTanuuTh ['P OT APYrUX MPUUMH paxuTa u/uiam Metadusap-
HOW ocTteomuciiaszuu. [TociencTBUAMM 3TUX HapylIeHUi
MOTYT OBITb HU3KHWI1 POCT M TIEPeOMbl TPyOUAThIX KOCTEA.
Y HeKOTOpBIX MAIIMEHTOB MOTYT BBISIBIISITLCSI TAKUE PEHTIe-
HOJIOTUYECKHE SIBJICHUSI, KaK XOHIPOKAJIbIMHO3, TICEBAOTIE-
peroMbl U TiceBaononarpa. Yactu MO3BOHKOB MJIM IIeJIbIe
MO3BOHKU KaXyTCsl OTCYTCTBYIOIIMMM, M3-3a HEAOCTATOY-
Hoit MuHepanu3anuu [18, 31].

OcTeoneHus1 U CHUXEHHas MMHepaJbHasl IJIOTHOCTD
koctHOi TkaHu (MIIKT) moryr ObiThb OOHapyXeHbl Ha
CHUMKaX JIBYX3HEPIreTU4eCKON PEHTIeHOBCKOI abcopOI1Ino-
metpun (DXA). MITIKT MoxeT BpeMEHHO BOCCTAHOBUTHCSI
B TMOIPOCTKOBOM BO3pacTe, HO MPOrPeCCUBHO CHUBMTHCS
BHOBbB y B3pOCIBIX [9, 26].

Iloauopzanusie ocaoxncnenus I'd

Hapsiny ¢ rpyosiMu aeheKTaMu KOCTeii cKesera, Habo-
nJaeMbIMU y ntauueHToB ¢ ['®, nepuuur D 1 HakoruieHne
€ro cyoCcTpaToOB NIPUBOMIAT U LIEJIOMY CIIEKTPY ITOJIMOPTaHHBIX
OCJIO)KHEHUH. Y BIKMBIINX HOBOPOXIEHHBIX MOTYT Ha0JTIO-
JIaThCsl MEPUOIMYECKOe arHod, Bg-3aBUCUMBIE CYIOPOTH, HE-
00BSICHUMAasI JTMX0Opanka, MuesohTU3Hast aHeMUsI, BHyTpUYe-
perHoe KpOBOUJIUSIHME, TUTIEPBO30YAUMOCTD [31].

Heeponoeuueckue nposenerus 'O

OIHMM M3 CaMbIX PaHHUX M TSDKEJEHIIMX CUMIITOMOB
I'd sapnaoTca Cyaoporu HOBOPOXAEHHBIX, BO3HUKAIOLINE
13-3a ToabeMa BHeKJIeTouHoro ypoBHs [1JI® u mocnemyio-
mero aeduunTa MUPUAOKCaAIs B IEHTPAIIbHOM HEPBHOM CU-
creme [5, 20]. B HEKOTOpBIX Cilydasix SMWICNTUYECKUE TTPU-
CTYTbl MOTYT OBITb MEPBbIM M €AUHCTBEHHBIM CHUMIITOMOM
I'®, a maronorust KOCTHOM TKaHM BBHIABIsSIETCS MMo3xke. [Tu-
PUIOKCHUH-3aBUCHMBbIE CYIOPOTH — TUIOXON MPOrHOCTUYE-
CKui mpu3Hak. Y nauueHToB ¢ ' MoxeT HaGMOAATHCS
«(YHKIMOHAIBbHBII» KPAHUOCUHOCTO3 B Pe3yJbTaTe paHHe-
TO cpallleHHsI IIIBOB yepera M3-3a CUHOCTO3a MATKMX TKa-
Heil. MeMOpaHO3HbIe KOCTH Yepera MOTYT ObITb MUHEpaIu-

30BaHbI TOJBKO B MX LIEHTpaX, TaK YyTo 00JacTh Heoccudu-
LIMPOBAHHOTO CBOJIA Yepera CO3Mal0T W/UTIO3UI0 PacXOoXIe-
HMSI 11IBOB, XOTS OHU (DYHKLMOHAIBHO 3aKpbIThl. Eciau
peOEHOK TepekuBaeT MIIaIeHUECKUIM BO3PACT, TO «(DYHKIIU-
OHAJIbHBIN» KPAHMOCUHOCTO3 TIEPEXOAUT B UCTUHHBIN. Kpa-
HMOCHUHOCTO3 MOXET CONPOBOXIATHCS MOBBILIEHHBIM BHYT-
pUYepernHbIM JAaBIEHUEM M OTEKOM JUCKa 3pUTETHLHOTO
HepBa, YTO MOXET MOTPeOOBaTh ONEPATUBHOTO JIeYeHUs |8,
31].

Ilamonoeus nouex

VYV HekoTOophIX MauueHToB ¢ ['D, 0ocobeHHO MIaJeHIIEB
B paHHEM BO3pacTe, MaToJIOTUsl KOCTHOM TKaHU MOXKET BbI-
IJISIIETh MEHEe TSDKEIOM, YeM OMOXUMUYECKHe U IPYTUe CU-
cTreMHble HapyleHus. Huskas aktuBHocTh M B KOCTHOM
MaTpuKce HapyiaeT (GpopMUpoBaHWE KpPUCTAJUIOB TMIPO-
KCHararura, 4YTo TIPUBOAWT K CHIDKEHUIO TOTpeOIeHus
KaJIbLIMSI KOCTBIO, K TUIIEPKATbLIMEMUU U TUTIEPKATBbLIMYPUT
[3, 11, 17]. TunepkaabuueMKst MOXET BbI3BIBATb TAKUE CUM-
MTOMBI, KaK MBbIIIeYHAs] TMIIOTOHMS, allHOd, aHOPEKCHS,
pBOTa, MOJUAUIICHUS, TIOJUYPUsI, AeTUApaTalysl, 3aropbl U
HedpokanbiMHO3. B3pocibie manueHTsl ¢ ['P Takke MoryTt
MMETh TTOUeYHble HapylieHus [3].

Mbviuweunsie nposigrenus

Hernporpeccupymoliias Muonatusi sIBISIETCSI OAHUM U3
MNposIBJICHUI 3a00J1eBaHMsI, MO3TOMY Y HEKOTOPBIX AeTeil
¢ I'® nabmomaercss MeljieHHasl «yTHHast» (KOBBUISIIOLIAS)
noxonka [31].

Seshia S.S. ¢ coaBTOpamMu cUMTAIOT, YTO HEMTPOTPECCUPY-
folast MPOKCUMAaJIbHass MUOMATUS MOXKET OBbITh BaXKHBIM
paHHuM rnpusHakoMm '@ [24]. Dto nposeiaeHue ['D cioxHO
OOBSICHUTh, BO3MOXHO, OHO BO3HMKAaeT B pe3yibTaTe
nmombeéMa ypoBHST Tiupodocdara, KOTOPHI MOIaBIsSIeT MbI-
LIEYHYIO0 aKTUBHOCTb. Y B3POCIBIX MALIMEHTOB TAKXKe MOXET
HaOJI0AAThCSl HApYILIEHNWE TTOXOAKHU, HO OHO CBSI3aHO C OT-
noxeHueMm nupodocdara kKanpuus auruapata (ITOKI) u
pa3BUTHEM TICEBAOOAATPHI W/MIM OOBI3BECTBISIONIETO TIe-
puapTpura.

”pOﬂ@/léHu}l CO CMOpPOHbL ’teﬂiocmHO—./lI/lue6‘012 cucmembl

s TD xapakTepHbI MTPOOIEMBI, CBSI3aHHBIE ¢ (hOPMU-
poBaHKeM 3y0OB y JIeTeil, MOAPOCTKOB U B3POC/bIX. Y HEKO-
TOPBIX OOJIbLHBIX 3TO MOXET OBbITh €IMHCTBEHHDBIM IMPOSIBIIE-
HueM 0O0JIe3HM U OIMCHIBAeTCs KakK omoHTorumnodocdara-
3USl.

IIpexaeBpeMeHHOE BBIMTaICHNEe MOJOYHBIX 3YOOB (10
5 JIeT) MPOUMCXOMUT M3-3a aIa3vuu/TUNOIUIA3UU WU JUC-
MJ1a31M1 LIEMEHTHOTO BelllecTBa 3y0a ¢ MUHUMAJIbHOM pe3op-
Ouueil KopHeil. PeHTreHOJOrMuecKu BBISIBISIIOTCS YBEIU-
YeHHbIe KaMepbl IyJIbITbl 3yOOB U KOPHEBBIE KaHAJIbI — 3y-
Obl B BUJIE «PAKOBUHbI». B mepByio ouepesb OObIUHO Tepsi-
I0TCS1 pe3libl, HO MHOT/IAa MPOMCXOIUT MOUYTH MOJHOE paspy-
lIeHue 3yOOoYelloCTHOM cucTeMbl. Takxke HaOatomaeTcs
HUCTEPTOCTD ATbBEOJISIPHBIX OTPOCTKOB, OCOOCHHO B Tepe.I-
Heil yacTu HWXHe# yemoctu [16, 22].
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JlabopaTopHas AMATHOCTHKA

Huszkwuit ypoBeHb akruBHocTH (pepmenTa LD — ximo-
yeBoit Mapkep ['D. BaxkHO OTMETUTD, YTO HOPMaJIbHBIE 3HA-
yeHMs1 ypoBHsT akTuBHOCTH M 3aBUCSAT OT Bo3pacta [25].
IIpu oOcnenoBaHMM MALMEHTOB Bpay IOKEH yOemUThCS,
YTO B pe3ysbTaTax JJAOOPaTOPHBIX MCCISIOBaHMI MTPUBEIe-
HBI BO3PACcT3aBUCHMBIC BEPXHSIST M HWKHSS rpaHuibl LD
(Tabmn. 2).

I'®d moxeT ObITH MOATBEPXKAEHA, €CJU BbISIBICHBI HU3-
Kast akTuBHOCTH III®D M MOBBIIIIEHHBIE YPOBHU CyOCTPaTOB
MO (HIID, THNIDd u ®DBA). Haubosaee crnennduaHbIM
MapképoMm I'D saBnsieTcs moBbilieHe KoHIeHTpauu [1J1D
B IJIa3Me, y MallMeHTOB ero KoHueHTpauus B 5-100 pa3 mpe-
BBILIACT BEPXHIOK TIpaHully HOpMbl. IloBbiieHue ®HA
B MOYe TakKe JTa€T OCHOBaHUS mpearonarath Hamuuue ['O,
HO DTOT MapkKep 00JIagaeT HU3KOW YyBCTBUTEIBbHOCTBIO U
MOBBILIACTCS He y BceX 0oybHbIX ¢ [D [2, 32].

TTockonbKy HEOOXOAMMO MCKIIOUUTH IPYTUe MPUYMHBI
paxura, cieyeT MPOBOAUTD U IPYTHE TabOpaTOpHBIE UCCIIe-
noBaHUs. [J1aBHBIMM TIOKa3aTeIsIMM  SIBJISIIOTCSI  YPOBHU
Kanblus, Gocdopa, 25-ruapokcu-utraMuHa D v mapaTtu-
peounHoro ropmona (I1TT). B obiiem ciyyae y mauneHTOB
¢ I'd moryr HabMIOAAaTHCS HOPMAIbHbBIE YPOBHU 25-TUAPO-
kcu-ButamrHa D u I1TT, xotst y HekoTopbix ypoBeHb 1T
MOXET ObITb HU3KUM TIPU BBIPAKEHHOM TUIEPKATbIIMEMUH.
[pyrue nabopaTopHble IMOKa3aTeau, TakKuhe, KaK ypOBEHb
OwIMpyOrMHa B CHIBOPOTKE KPOBM, AKTUBHOCTH acrap-
tar-amuHoTpaHcdepassl  (ACT), jakrataeruaporeHasbl
(JIAT), xkpearMHKMHA3bl M anbaojasbl, npu ['D 0ObIYHO
OCTalOTCsl B Mpejiesiax HOPMBI.

Metonnr IHK-mrarHoCcTMKy IPUMEHSIIOTCS IJIsI OKOH-
yaresJbHON BepudUKAUMU AMArHO3a W B CIyyasix, Koraa
OMOXMMUYECKMEe WM3MEHEHUSI HE TO3BOJISIIOT OJHO3HAYHO
YCTAaHOBMTb AMArHO3. YacThiX MyTallMil B TeHe He OMKMCaHOo,

peKOMeHIyeTCsl MPOBeIeHNEe TOJIHOTO aHaimu3a reHa ALPL
METOJIOM MPSIMOTO CeKBeHupoBaHus [31].

JuddepeHnnanbHblii T1ar1o3

HNuddepeHumanbHas nuarHoctrka ['d He npeacrapisieT
3aTpyaHeHui. JInarHo3 cTaBUTCS HA OCHOBAaHUM KJIMHUYE-
CKOIM KapTHUHbBI, Pe3yJbTaTOB PEHTTEHOJIOTMUYECKUX HCCIIe-
JMOBaHUII M J1abopaTOpHbIX AaHHBIX. B muddepeHumanb-
HO-IMarHOCTUYECKUII  MOMCK HEOOXOAMMO  BKJIIOYAT,
MpeXJie BCero, Ipyrue 3ab0aeBaHusI, MPOTEKAIOIINE C paXu-
TOM U/WJIM OCTeOMASIIUeil — paxuT BCAeACTBUE AeULIUTA
BuTamuHa D, runodochaTteMuyeckuii paxuT, MOYEUHYIO
ocTteoaucTpoduo, KIeiIo0KpaHUATbHYIO TUCTUIA3UI0 U U1~
OIMaTMYeCKUI I0BEHWIbHBIN ocTeornopos. Ilepesomer u ko-
CTHBIE OeopMaluy, BhISIBJICHHBIE BHYTPUYTPOOHO, TpeOy-
0T UCKJIFOUEHMSI HECOBEPILIEHHOTO OCTeOreHe3a, KaMIioMe-
JIMYeCKOi aucruiazuu (tadi. 3).

Jleuenne

Ha cerognsiiHuii 1eHb €MMHCTBEHHBIM MaTOTeHETHYE-
ckuM MeTonoM JiedyeHus ['D swisercss hepMeHTHas 3aMe-
crutenbHas Tepanust (P3T) acdoraszoit anbda. Acdorasa
anbpa — pekomOuHaHTHas [P yenoseka [15, 30, 32].

DddexktuBHocTh npumeHeHuss P3T Obl1a TPOAEMOH-
CTPUpPOBaHa B psijie MccenoBaHUii. B MHOroueHTpoBOM
OTKPBITOM UCCJIEOBAaHUM TIPpUHsUIO ydyactue 11 meteit (B
Bo3pacte MeHee 36 Mec.). [TpoBOIUIUCH MTOAKOXHbBIE MHb-
ekuuu acorasbl anbda B 1o3e 1—3 Mr/Kr 3 pasza B Heeso
B TeyeHune 6 u 12 mec. [TepBUYHBIMUA KOHEYHBIMHA TOUKAMU
OLIEHKU SIBJISIMCH 6€30TIaCHOCTh U MTEPEHOCUMOCTD TpeTa-
pata, ¥ BbIpaxXeHHocTb paxuta. M3 11 mauuentos 10 g0
KOHIIa TIPOLLIN 6-MECSIYHBIA KypC JiedeHust 1 9 — 12-me-

Tabmua 2
AKTUBHOCTb LWeno4yHon ¢ocdarasbl B 3aBUCMMOCTM OT BO3pacTa

BospacTt MopoapeHne Ha D (E/n) Hopwma (E/n)
<1 mec. 0—60 60—320
1—11 mec. 0—70 70—350
1—3 ropa 0—125 125—-320
4—6 net 0—150 150—370
7—9 net 0—150 150—440
10—11 net (M) 0—150 150—470
10—11 net (X) 0—150 150—530
12—13 net (M) 0—160 160—500
12—13 net (K) 0—110 110—525
14—15 net (M) 0—130 130—530
14—15 net (K) 0—55 55—305
16—19 net (M) 0—60 60—270
16—19 net (K) 0—40 40—120
>19 net 0—40 40—-120

MpumevaHne. OaHHble ¢ canTa: ARUP Laboratories website http://Itd.aruplab.com/ tests/pub/0021020
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cauHbIil [32]. st onpeneieHUsT CTEIIEHU BBIPaXKEHHOCTH
PaxXUTOMOMOOHBIX M3MEHEHWI CcKelleTa TPUMEHsIACh
7-6ayutbHas IIKaja OLEHKU PEHTTeHOTrpauIecKUX MU3Me-
Henuit npu paxure (RGI-C). [laumeHT co cpeaHeil oLeH-
koii RGI-C B +2 wim 6oee mo 3aK/II0YEHUIO TPEX HE3aBU -
CHMBIX PEHTIE€HOJIOTOB, CUMTAJCS OTBETHMBIIMM Ha Jeye-
HUe. Y OJHOTO MalMeHTa U3eueHne KOCTel CTalo OUeBU/I-
HBIM YXe Ha 3-ii HeleJie MCCIeIOBAaHUI M OIMUCHIBAIOCH
Kak KcTpaopauHapHoe Ha 24-ii. Y 9 uz 10 nmauueHTOB,
MPOIIESAIIMX 6-MECIIHBIA Kypce JieueHus, omeHka RGI-C
BO3pocia ¢ ucxomHoro ypoBHs 55 mo 100 (90%; 95% nose-
purtenabHblil uHTepBan [[IAN]), ay 8 u3z 9 maumeHToB, 3aBep-
IUBIIKX 48-HeNeNbHBIN TEepUoa JIeYeHUsI, 3Ta OlleHKa
yayamack ot 52 mo 100 (89%; 95% W,) mo cooTBeTCT-
BUSI KPUTEPHIO OTBETAa Ha JiedueHUe. Y OMHOTO TallueHTa,
HEeCMOTpPSI Ha HECOOTBETCTBME KPUTEPUIO «OTBETUBIIETOY,
TeM He MeHee ObLIO 3aUKCUPOBAHO YIydllleHUe MUHEepa-
nu3auuu yepes 48 Henenb. [lepen HayaaoM McClieqOBaHMS
y BCeX MallMEHTOB, KpOME OJHOI0, MMeJach AbIXaTeabHasi
HEJ0CTaTOYHOCTh Pa3HOil cTeneHu BbIpakeHHoCTH. K 48
Hedesne 6 M3 9 MAMEHTOB CAMOCTOSITEILHO ObIIanu 0e3
Kakoi-J1100 pecnupaTOpHOI MOAAEPXKKHU (110 CpaBHEHUIO
¢ 1 u3 11 Ha UCXOMHOM YPOBHE), ONMH MOJyYal JOTOJTHU-
TEJTBHBIN KHUCITOPO. Yepe3 HOCOBYIO KaHIONO, OMUH Haxo-
IUJICS Ha MCKYCCTBEHHOM BEHTWISIUU JETKUX TOJBKO
HOYBIO, U OIMH TMO-TIPEKHEMY HaXOAMJICS Ha TMOJTHOMN MC-
KYCCTBEHHO! BEHTUJISILIUU JIETKUX [4].

Bo3HuKIe BO BpeMs JIeYeHUsS] HexXellaTeJbHbIE SIBJIe-
uust (BBBJIHA) sBnasuiich B 1IJIOM  HECepbE3HBIMU
(148,81%), nérkmmu (110,60%) wnu ymepenusivu (56,31%)
MO BBIPAKEHHOCTM M PacCleHUBAJINCh KaK He CBSI3aHHBIC
¢ Tepamnueit acdoraszoit anbpa (110,60%). CasgzaHHBIC
C MPOBOAMMBIM JIEUCHUEM HeXeaTelbHbIe PeakIuu TJIaB-
HBIM 00pa3oM COCTOSUIA M3 MH(Y3MOHHBIX U MHBEKIIMOH-
HBIX peakluil ¥ peaklnii B MecTe BBEIEHHUsI; BCE OHU SIBJISI-
JIUCh JIETKUMU M YMEPEHHBIMU MO BBIPAKEHHOCTH M He-
cepbésHbiMu. CepbE3Hble HexenatenbHbie siBieHust (CHS)
(34,19%), B 1IeMOM, COOTBETCTBOBAIM IIPOSIBICHUSIM U
OCITOKHEHMSIM OCHOBHOTO 3aboseBanust ['D u 6buM couTe-
HBI He CBSI3aHHBIMHU C JieueHueM [32].

Ha ¢oHe Tepanuu HaOM0mAIOCh CHUXKEHME YPOBHEM
cyocrparo D — HII® u IJID. Habnogancs noabéM
ypoBHs I[1TI B cbIBOpOTKE HECMOTpSI HA 3TO, HU Y OAHOIO U3

ITAaIIMEHTOB HC BO3HUKJIA CUMIITOMaTUYCCKasdA r'MIoOKaJIble-
MU, 1 HE NPOABUICIA HU OAMH M3 IIPMU3HAKOB CHUHIpPOMaA
«TOJIOAHBIX KOCTEM».

B 2014 r. Obl1M TIpencTaBieHbl Pe3ybTaThl MPOIOJIKE-
HUs gaHHOro ucciaegoBaHus [33]. DddekTuBHOCTL acdo-
Ta3bl ajbda olleHuBanach Ha 10 GONbHBIX. 3-JIeTHSIS 001Iast
BeIXKMBaeMocTh coctaBuia 90%. I[Momumo mkansl RGI-C
M3MEHEHMSI B CKeJieTe OleHUBAIUCh 1Mo 10-0amibHOM 1Ka-
ne Tsekectr paxuTa RSS (rickets severity scale). g 8 u3 10
nanyeHToB usmMeHeHust mearnanbl RGI-C coctaBuno +2,50
(p =0,008) m; meauanbl RSS -6,25 (p =0,016). Ha MomeHT
BKJIIOUEHMS B UccienoBanusa 8§ mauueHTtam u3 10 TpedoBa-
Jlach KMCJIOPOIHAs MOAAepKKa, CIycTs 3,5 roja Kuciaopo-
Hag ToJiepKKa ObUTa HeOOXOoArMa TOJIBKO OIHOMY TMaru-
eHTY.

J1J1s1 OLIEHKM TSKECTH 3a00J1eBaHUsI U MEepCreKTUB Ma-
LIMEHTOB 06e3 MaTOTeHETUYECKOTO JICUEHUST TTPOBEICHO PET-
POCTIIEKTUBHOE MCCIeOBaHNE €CTECTBEHHOIO TeueHUs 00-
JIE3HW y TAIlMEHTOB C MepUHATaIbHON W WHOAHTUIBHON
dopmamu I'D. 13 48 BKIIOUEHHBIX B MCCIICAOBAHUE ALK~
€HTOB Ha MOMEHT cOopa maHHbIX 73% (35/48) ymepio,
GOJIBIIMHCTBO M3 HUX — 58% — Ha TepBOM TOAY KU3HU.
MenuaHa BEKMBaeMOCTH cocTaBmiIa 8,9 Mec. Y NallueHTOB
OoTMevaTnch Aehopmaius rpyaHoii kinetku (91%), 3agepxk-
ka pas3Butus (76%), kpannocuHoctos (61%) u HedpoKab-
unHo3 (52%) [33].

CuMnTomMaTHYecKoe JiedeHne

HaznaueHue nueThl ¢ HU3KUM COIAEPXaHUEM KaJlbLIUs
B COYETAHWM C TUApaTallMeii, Tepanueil TMypeTuKaMu Win
[JIIOKOKOPTUKOUIAMU PEKOMEHIYeTCsl MalMeHTaM C BbIpa-
XeHHON Tumepkanbiimypueii. [Ipu I'D cremyer msberaTh
TPaAULIMOHHBIX MOAXOIO0B K JIEUEHUIO PaxuTa U OCTEOMAJIsI-
LIMUM — TpUMEHEHUs] BUTaMUHa D ¥ MUHepalbHBIX THUIIE-
BBIX J00ABOK, KPOME CIy4aeB, €CM KOHILEHTpAIUs Kallb-
uusi, HO 1 MeTaboNUTOB BUTaMUHA D B 1uia3mMe CHUXKeHa.
V¥ nmaupenTtoB ¢ I'D m3b6bITOK BUTaMruHa D MOXET CIpOBO-
LIMPOBATD WM YCUJIUTh TMIEPKATbIMEMUIO U TUTTePKATbIIN-
yputo. Mohn et al. nmpuBenu onucaHue 11-mMecsayHOro
pe6énka ¢ I'D, y kotoporo Ha (poHe MpUMeHeHUsI 100aBOK
C KaJblMEM M BUTAMUHOM D B BBICOKMX 103aX Pa3BUIMCH

Tabnmua 3
AnddepeHumnanbHasa gnarHoctuka runodpocdortasmm
3aboneBaHve 'mnodocdatasus Paxut ®docodar anabet HecoBepLueHHbIN
ocTeoreHes
LD B kpoBYK d T T Hopma
Mupuaokcanbdocdar B KPOBU T d d Hopma
docdoaTaHONaAMUH B MOYe T d l Hopma
Ca/P T unu Hopma d d Hopma
MapaTropmMoH 1 nnn Hopma T T Hopma
BuTtamuH D Hopma l T Hopma
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HapylleHWe pOoCcTa U pa3BUTHUsS, HE(PPOKAIBLIMHO3, U HAPY-
LIMjach MUHepanu3auus kocrei [17].

3axkuBjIeHUE TepeIoMOB y aureHToB ¢ ['M yacto Hapy-
1LIEHO ¥ B HEKOTOPBIX CIIyYasix HEOOXOAUMBI XMPYypPIUUECKUE
BMelllaTesIbcTBa. M3-3a BbIpakeHHOM TMITOMUHEpAIU3alun
KOCTei MPUMEHEeHUE XUPYPruuecKoil (pUKCaLUU MepejoOMOB
JOJKHO TIPOBOAUTHCS C OCTOPOXXHOCTBIO U TOJBKO OIIBIT-
HBIMM XMpPypraMu-opToresaMu, BoJbIIMHCTBO MAllMeHTOB
HYXXIaeTcsl B TPUMEHEHUU Kpecel-KaTaloK, XOMYHKOB, TPO-
cTeil u/unm opTe30B.

B uenax koppekuuu aedunura LD npeanpeHuManuch
nonbITKK TiepenBadust [P miasMel OT MaleHToB ¢ 60-
ne3nblo [Memxkera [30]. Ha peHTreHOorpaMmax u ObLIO 3aMeT-
HO HEKOTOpOe YJIy4ylleHUEe MUHEepaliu3auuu MeTahusoB U
OTCYTCTBOBAJIM MPU3HAKU YTSIXKEJIEHUS paxuTa, OJHAKO JJIsI
nedeHust paHHenr opmbl ['D maHHBINM MOIXOM HEe TpoJe-
MOHCTPUPOBAJl JOJIFOBPEMEHHOI TOJIb3bl. Y MIIaJICHLIEB
¢ I'® takxe ObLIM MPEANPUHSTHI MOMBITKA TPaHCIUIaHTA-
LIMU KJIETOK KOCTHOM TKaHU U KOCTHOTO MO3ra, 6e3 CyllecT-
BeHHOTO 3¢ dekTa [6, 28].

Coo011a710¢h 0 TMOTEHIMAIbHON T0JIb3e MPUMEHEHUS
Tepunapatuaa, peKOMOMHAHTHOW (OPMBI MapaTUPEOUI-
Horo ropmoHa (I1TT), y HeCKOIbKMX B3pOCIbIX MAllUEHTOB
¢ I'® [29]. Pe3yabTaThl 3TUX UCCAEAOBAHUI TPOTUBOPEUL -
Bbl. Whyte ¢ coaBTopaMu TOKa3ajH, 4To y S6-JETHETo
B3pociioro namnueHta ¢ I'D yepes3 6 Hemesb JICYCHHS TEPH-
napaTuaoM HaOJIOJaNoch 3aXKMBJIEHUE IlepesioMa, Ocjal-
neHue 6oau, mobiieHne akTuBHOCTH 1D, n cHkeHMe
YpOBHEN CYOCTpaTOB W yJIydllleHME MUHEepaau3aluu KOC-
teii [29]. B mpyrom uccienoBaHuu cooOIIaioch, YTO Jeve-
nue I1TI He mano Moab3bI ¢ TOYKY 3PEHUS YIYUIIEHUS T10-
Kaszarejel MUHEPAJTbHOU TUIOTHOCTA KOCTHOU TKAaHU WA
chIBOpoTOYHBIX ypoBHeii LL[®. Bonee Toro, seyeHune ObIIO
MpepBaHO MO MPUUUHE YCUJICHUSI KOCTHOI Oonu [14]. Ta-
KM 00pa3oM, ¢ yU€TOM 3THX CJIydaeB C Pa3IUIHBIMU KC-
XOaMU, HeJIb3sl COCTaBUTh OKOHYATEJbHOE MHEHME Kaca-
TeJIbHO TIPUMEHEHMSI Tepumnapatuaa y mamueHToB ¢ ['D.
Tepunapatui He AOJKEH MPUMEHSTLCS Y JeTell U Y MOJIO-
JIbIX B3POCJIBIX MAIMEHTOB U3-3a MOBBILLIEHHOTO PUCKA pa3-
BUTHSI OCTEOCAPKOMBI.

Y nauuenTtoB ¢ I'® cnenyer nzberatb MpUMeHEHUsT OKMC-
¢dochoHaTOB, CHUHTETMUYECKUX aHAJIOrOB HEOPraHMYeCKOIo
mupodocdara [10]. Deeb et al. mpumeHsum 6udochoHaT s
JIeYeHUs TalenTa ¢ MiaageHdeckoi opmoit I'D. Tpenapat
He 0Ka3as MOJIOXKUTEIBHOTO BJIUSIHUSI HU Ha KOCTHU CKeJleTa,
HM Ha TeyeHMe 3abojieBaHus y manuenTa [9]. Mornet u Nu-
nes CYMTAIOT, YTO JiedyeHue OucgocdoHaTaMy MOXKET OKa-
3aThCSl CBOETO pofa <«MOAOPACBIBAHUEM [IPOB B KOCTED».
Y B3pocibix ¢ ['D u ocreoMassiiMeit, MoayYaBIIMX JeYeHUe
oucdochoHaTamu, ObLIM OINMCAHBI JaTepajbHbie ITOIBEPT-
JIYKHBIE TICEBIONEPETIOMBI OeIpeHHON KoCTH [26].

IMockoabky I'dD OTHOCUTCS K YHUCITY <«YJIBTPAPEIKUX»
TSKENBIX 3200JIeBaHUI, TPEOYIOLIMX MTPUBJICYEHUS SKCIIEp-
TOB BBICOKOI'O YPOBHSI, B Hallleii CTpaHe leaecooOpa3Ho
¢opMHpOBaHUE CTPYKTYPhl IKCMEPTHBIX LIEHTPOB, OCYIIE-
CTBJISIIOLMX JUArHOCTUKY, JIeUeHUe U MPOPUIaKTUKY JdaH-

Horo 3a0oneBaHus. LIeHTpBI JOJKHBI paciiojaraTb BO3MOXK-
HOCTSIMU COBPEMEHHOI'0 CHUMITOMATUYECKOrO U TMaTOreHe-
Tueckoro yiedeHus I'dD. JImarHocTuyeckue LEHTPbI O0JI-
JKHBI MPEJIOCTABIATh OTATOIIEHHBIM CEMbSIM BO3MOXHOCTU
MpeHaTaJIbHONM M MPEeUMIUIAHTAIMOHHONW AMArHOCTUKU 3a-
0oJieBaHMsI.
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Clinical guidelines for the diagnosis and treatment of hypophosphatasia
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Hypophosphatasia (HPP) is rare inborn error of metabolism caused by absent or virtually absent alkaline phosphatase (ALP) en-
zyme activity. HPP involves congenital profound skeletal hypomineralization leading to rickets or osteomalacia. The effective enzyme
replacement therapy (ERT) for HPP was developed during last years. The guideline for diagnosis and management of patients with
HPP was elaborated by Russian panel of experts. The guideline includes the current classification, the description of specific mecha-
nisms of pathogenesis and the diagnostic algorithm of HPP. The recommendations for optimal supportive care as well as the first re-

sults of ERT for HPP were presented in this guideline.
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