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PE3YJIbTATbl MIPUMEHEHUA ACOOTA3bI AJIb®A Y B3POCJI0IO MALIMEHTA

C AETCKO/ ®OPMOW TMNO®OCHATA3UN

© 0.B. byknemuwwes, C.C. PognoHoBa

OreyY «<HMUL TO nm. H.H. MNpuroposa» MrnH3gpasa Poccmuun, Mockea

Mmnodocdatazus (MOD) - pefkoe reHeTUYECKOE MEAJSIEHHO NpOrpeccupytollee 3aboneBaHne, 06yCNoBEHHOE MyTaLUAMY
B reHe ALPL, kognpytowem Hecneymbuuecknini TkaHeBom nsodpepmeHT wenouHou ocdatasbl TNSALP, nposasnaioweeca Ha-
pYyLEHMAMU B MUHEPANU3aLUn KOCTEI CKenleTa 1 3y60B, HEBPONOrMUYECKON NaToNOrel, BTOPUYHBIMU CUCTEMHBIMU OCIOX-
HeHUAMMU.

MaToreHeTnyeckon Tepanven npu OO asnaeTca nokusHeHHaAa depmMeHT-3amecTUTeNbHana Tepanua acdpoTason anboda.
MpumeHeHe faHHOro Npenapara (CornacHoO MHCTPYKLUK) y NauMeHToB AeTckoro Bo3pacta ¢ FO® no3sonaeT 3HaumTenb-
HO YNYyULLNTb KauyeCTBO XM3HW NauueHToB. OMbIT NCNONb30BaHUA Npenapata achoTasbl anbda y B3pOC/bIX B MMpe KpaiiHe
orpaHuyeH.

XoTuUM npeacTaBUTb ONbIT SlIeUeHNA B3POCIOro nauueHTa ¢ getckor dopmoit FOD, ocnoXXHEHHOW NepecTpoeyHbIMY Nepe-
nomamu 6egpeHHbIX KocTelr KoTopomy gnarHo3 MO 6bin noctaBneH yepes 39 net oT NOABNEHUA NePBbIX CUMNTOMOB U Ha-
3HaueHOo NaToreHeTUYecKoe neyeHue.

Mauvent bB., 1978 rp., obpaTunca Ha KoHcynbTaumio B KL, HayyHO-KNUHMYeCKMI UeHTp octeonoposa OIBY
«HMWL TO mm. H.H. Mproposa» M3 PO 21.12.2017 c xanobamu Ha nporpeccupytowme 6onm B8 06nactv npasoro 6eapa B B/3,
febopmaLmio HUXKHMX KOHeYHoCTel, cnabocTtb. Mpu cbope aHaMHe3a, CO C/IOB NaLMeHTa 1 ero poauTenei, BbIACHEHO YTO
Hauano 3aboneBaHnA oTMeYeHO B Bo3pacTte 1,1 roAa, Korga noABuaach BanbrycHaa gedopmauma HUKHUX KOHEUYHOCTEW,
XpomoTa. BbinageHune MonouHbIx 3y60B € KOpHAMY Havanoch ¢ 1,2 roga.

JmnarHocTmpoBaH paxuT, 0iHaKO KOHCEPBaTUBHOE NleueHre, BKovatollee BuTamuH [, addekrta He npuHecno. epopmarmm
NpPoAosIXKanu NporpeccnpoBaThb.

B Bo3pacTe 2-7 neT nauueHTy HEOLHOKPATHO NPOBOAUIOCH MPOTE3UPOBAHME MOJIOUYHBIX 3YOOB.

B 9 net B oTAeneHnM KOCTHOW naTtoniormmn getckoro Bo3pacta LIUTO, B ceHTAGpe 1986 roga npoBeaeHbl onepaumn: NoamMbi-
LieNIKoBble KoppurmpytoLme octeotomumn obenx 6onbluebepLoBbix KocTel no PeHke, octeoToMusA ManobepLoBbIX KOCTEN.
B cBA3M ¢ peungusom gedopmauun B okTabpe 1989 roga npoBefeHa onepaLus: NogMbILENKOBas OCTEOTOMMUS KOCTelN obe-
UX rofieHen ¢ prkcaumen rmncosbiMm nosaskamu. Cnycta 4 roga B (1993 rogy) BbiABNeH peunans gedopmanv HUXKHMX KO-
HeuyHoCTel 3a cueT bepeHHbIX cermeHToB. B MapTe 1993 rofa npoBefeHbl onepauun: HaaMbILLENKOBbIE OCTEOTOMUN 06eunx
6eapeHHbIX KocTel ¢ drKcaumen cnuuamm 1 rmncoBbIMY MOBA3KaMU.

Co cnoB poauTenei naumeHTa, opMmMpoBaHme KOCTHbIX MO30JIe B MOC/ieonepaLMoHHble Nepuogbl nporcxoamuno B 6onee
Nno3aHVe CPOKK, B CBA3U C YeM, MPUXOANNOCh MPOBOAUTbL FMMCOBYIO MMMOOMAM3aLmio 6onee AnuTenbLHOE Bpems No cpaBHe-
HIIO C OBbIUHBIMY CPOKaMK KOHCONMAaLNK.

Brnepsble ypoBeHb LL® 6611 onpepeneH B 1993 r. n coctaBnan — 264 (448-896) HMonb\c/1., uTo BGbiNo B ABa pa3a HMXe BO3-
pacTHOM HOpMbl. OfHaKO 3TV laHHble He ObINU NPUHATbLI BO BHUMaHMeE.

KopeHHble 3yObl NoABNANNCL B CPOK, OblNM NIOXOro KauyecTBa C TOHKON 3Marblo, XenToBaTtoro useTa, xpynkue. C 20 net no-
TepA NOCTOAHHbIX 3y6OB, C KOPHAMM, OcTaBLMeCA 12 GUKCMPOBaHbI 3a CYET CAIN3NCTON, Y BHELUHUX KOHCTPYKLMIA.
MosTopHOe ob6patieHme B HMUL, TO B gekabpe 2017 r. ¢ xkanobamu Ha nporpeccupytowme 6onv B obnactu B\3 nesoro be-
apa, cnaboctb. bonu noasmnnch NnocteneHHo, 6e3 NpefLwecTsyoLLel TpaBMbl HauMHasA € MtoHA 2017 T.

BbiaBneHHoe B 1993 rogy cHukeHue ypoBHsa LL® kposu - 03.03.1993 r.: cHusmnocb go undp WO - 5 (40-135) E\n B 2017 T
PeHTreHonornuecku, no gaHHbim KT, MPT, KT-ckearpamm BbisiBfIEHbI epeCcTpoeUHble nepesioMbl 06enx 6eapeHHbIX KocTel
(npaBon 6eapeHHO KocTu B B\3, neBoli 6efpeHHON KOCTH

Mo gaHHbIM PEHTreHOBCKOW AEHCUTOMETPUMN HE BbIAAIBIEHO CHUXKEHME MUHEPanbHOW KOCTHOM nnoTHocTu. QST — MK npe-
BbILLAET BO3PACTHYIO HOPMY.

MpoBeaeH reHeTUYECKNIA aHanu3 KPoBKM NpobaHaa 1 ero PoACTBEHHMKOB Ha MyTaumio ALP. Y naumeHTa, ero matepu, 1 CbiHa
BbifiBneHa myTauua (MIM 171760 TpaHckpunTt RefSeq:NM000478), 6onesHb runodocdarasus (OMIM 146300). BoisisneH Ba-
pUaHT HYKNeoTMAHON nocnegoBaTenbHocTh €.182 G>A (p.G61E) B reTeporeHHOM cOCToAHMU B 4 3K30He. [poBeaeH 6rounH-
dopmaTuuecknii aHanu3 npegckasaHna natoreHHocT 3ameHbl p.Gly61Glu: nporpammbl Mutation Taster, PolyPhen-2, SIFT,
PROVEAN - naTtoreHHblIi BapuaHT.

Kpome Toro y npobaHga u ero otua BbiaieHa myTtaumsa (MIM 171760 TpaHckpunT RefSeq:NM_000478)), 6one3Hb runodoc-
¢datasma (OMIM 146300).

BapuaHT HykneotuaHom nocnegosatenbHocTh €.571 G>A (p.Glu191lys) B reTeporeHHOM COCTOAAHMU B 6 3K30He onurcaH B 6a-
3ax AaHHbIX ALPL-SESEP n HGMD (CM920019).

Y cecTpbl nayneHTa 1 4Aam no oTLOBCKOW NNHUM MyTaumin reHa ALP He BbiBAneHo.

Wcxopa 3 aHamHesa 3aboneBaHus, ypoBHA LLD KpoBuW, Hannuma nepecTpoeyHbix nepesioMoB 6eapeHHbIX KoCTel, faH-
HbIX FeHEeTUYECKNX aHann30B KpoBK - Obin BepuduumpoBaH anarHo3 — lmnodocdartasna, getckasa popma, 0CNIOKHEHHasA
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nepecTpoeyHbIMU Nepenomamm obenx befipeHHbIX KocTel. BapycHan gedopmauma HUKHUX KOHEYHOCTEN.

C peBpans 2019 r. naumeHT Hayan nosyyaTb NpenapaT AnA 3amMmecTuTenbHom Tepanum acdotasa anbda 80 mr. 0,8 MI1. B KOM-
6UHaumK ¢ anbdakanbLMAONIOM U AUETON GoraToi KasbLmem.

Pe3ynemamei: HaunHasa c MeCAYHOro Kypca Tepanui y naumeHTa oTMeyeHo nporpeccrpytollee ynyylieHne cCamoyyBCTBUA,
yBefIyeHne TONepaHTHOCTM K Harpy3Kam, CKOPOCTU XOAbObI.

Mpu KOHTPONbHOM 06CIeloBaHNM Ha CPOK 8 MeC. Tepanum BbIBNIEHO NPaKTUYECKU NOMHasA KOHCONUAALMA NepecTPoeUHbIX
nepenomos B/3 gradusa npaBon begpeHHoON KOCTU 1 H/3 arnadusa nesow GeipeHHOI KOCTH.

Bb16o0bi: [Moka3aHa BbicoKaa 3GGeKTMBHOCTb NleueHus natoreHeTnyeckon dbepmeHT-3aMellatoleln Tepanum npu OO,
HeCMOTPA Ha AJINTENbHbBIN CPOK TeueHUs 3aboneBaHnA OT Hayarna NoABMEHWA NepBbiX CMMNTOMOB 10 Havyana JieueHus.

KJTKOYEBbIE CJTOBA: Tunodocdartasms; acportasa anbda; bocdop.

RESULTS OF USING ASFOTASE ALFA IN AN ADULT PATIENT WITH CHILDHOOD
HYPOPHOSPHATASIA
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