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1PIbOY BO «Omckum rocygapcTBeHHbIM MeanunHckuin yHusepenteT» Munsgpasa Poccumn, r. Omck
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TMNOPOCDPATEMUYECKUN PAXUT: OT KMMHUYECKUX NMPOABINEHUN K TEHETUYECKOU OANATHOCTUKE

BBEOEHUE. [vnodocdhatemmnyeckun paxut (PP) — o910 HacneactBeHHasa rpynna MATEPWAIIbI U METOObIl. AHann3 meguunHckon gokymeHtauun gesodkun 3.P., 4,5 ner,
3aboneBaHunin, obycrioBrieHHasi NoOBbILLEHHbIM BbiBeAeHUEM pocdopa 13 opraHmama, YTO  Haxogusluencs Ha obcnenosaHun N nedveHum B ycnoeuax bY300 ObnacTtHaa geTckaa KnMHn4yeckas
NPMBOOUT K HAPYLUEHMIO MUHEepanus3aunmm KOCTHOM TKaHW, C nocnegywwum passutnem  bonbHuua r. OMck.

KIMUHUYECKON KapTUHbI paxuTa.

PE3YJIbTATDI. 13 aHamMHe3a n3BecTtHo, ¢ 6 MecsiLleB HegocTaTovyHada npmbaBka B Macce Terna n 3amensieHne npnbdbaBkm B pocTe, ¢ 9 MecsaleB
BapycHasi aedopmMaumsa HMKHUX KOHEYHOCTEW. KOHCYNbTUpOBaHa 3aHAoKpuHororom. locnel roga nosaBunucb M3MeHeHust B 6/ aHanmse KpoBw
Ld 1103 E/n, dochpop 0,82 mmonb/n. Ha peHTreHorpamme BapycHas pgedopmMauna  HWKHUX KoHedyHocTen. KoHcynbTUpoBaHa
QHOOKpUuHonorom. ['lpn nccnegoesaHun Kapuotuna AaHHbIX 3@ XPOMOCOMHYHO NaToNIorvi He BbiABNeHO. B 2 roga KOHCynbTUpoBaHa reHEeTUKOM:

paxutonogodbHoe 3aboneBaHue, ocdart anabeT; HeogHOKpaTHO peKOMeHOOBAHO obcnenoBaHue - nouck mytauum B reHe FGF23. INpuHnmana
ButamuH [1 B no3e 10000ME.

B Bo3pacTte 2,5 net pebeHok noctynun B negnatpudeckoe otaeneHne OLKB c nporpeccupytoulen 3agepxkom pocta (SDS pocTa -3,38).

5 Puc. 1 PebeHky 2,5 roga
[Tocne TenemeaguumMHcKOU KOHcynbTauum co cneymanuctamm OIrbyY «HMUL sHpokpuHonormm» MwuH3gpaBa Poccun ObiNno npoBeaeHo 4

MONEKYNAPHO-reHeTU4YeCcKoe uccnegoBaHne, ¢ Ucnonb3oBaHMeEM naHenn «PaxutonogobHble 3aboneBanHus». B reHe PHEX B mHTpoHe 15
BbigBieHa retepo3urotHasa mytauma c. 1645+1G>A (rs886041225; HGMD:CS992468). [laymeHTy ycTtaHoBneH AuarHos:. X-cuensieHHbIN
OOMUHaHTHbIN [ OP. O-obpa3Hasa aedpopmaumnsa HUKHUX KOHEYHOCTEMN.

[Baxabl npoxoguna obcneposaHne B HMWL asHpokpuHonormn. B 3roga no AaHHbIM peHTreHorpadun Tpyb4daTbiX KOCTEW BbIPaXXEHHOCTb
paxuTa B KOCTAX npeannedymn 4 6anna, B 6egpeHHbIX U 6onbliebepuoBbiX KOCTAX 3 6anna, obwmn nHOekc BblipaXXeHHOCTU paxuTta (RSS,
Rickets Severity Score)=7 6annoB. [lpn noBTOpHOM rocnutanu3auum B Bo3pacte 3rl0 mecdaueB, B Tepanuun Ha3HA4YeH npenapar

MOHOKMNOHanbHbIX aHTUTEN K doakTtopy pocta dubpobnactoB 23, Burosumab, B HacTosillee BpeMA €OUHCTBEHHLIN 3MPPEKTUBHLIN MeTOoA
neyenuma [ OP.

BBeaoeHne npenaparta OCYLECTBNAETCA B 3JHAoKpuHonorndyeckom otaeneHnn OLOKB, [NlpoBeaeHo 7 wuHbekuun. CocTtosiHMe pebeHka

yOBMETBOPUTENBHOE, YyYLleHne AMHaMunkm pocta pebeHka SDS pocta ot (-3,68) oo (-2,7). Puc. 2 Pebehky 4 rona
SAKITIOUEHUE. YBenunyeHme [OOCTYNHOCTU  MOMEKYNAPHO-TEHETUYECKOINO WUCCNeaoBaHUS  pacluupaeT KOHTAKTbI. BnaceHvko Hatanbsa KOpbeBHa, K.M.H., AOLIEHT
BO3MOXXHOCTU CBOEBPEMEHHOU OMArHOCTUKU pedkux 3aboneesaHun, obecnednBaeT bonee paHHee Ha3HadYeHue kadpeapel rocnutaneHon neauatpun ¢ kypcom A0 OIBOY
j . BO OmIMY, Bpay getckmn sHpokpuHonor bBY300 OIOKB,
naToreHeTn4eckn o60CHOBaHHOM TapreTHoON Tepanuu. MaBHbI BHELITATHbLIN AeTckuin aHgokpuHonor M3 Omckon

obnactu, Omck, Poccusa. TenedooH: +7 (903)-927-48-49
E-mail: viaso@mail.ru



