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[eHeTU4YeCcKu AeTepPMUHNPOBAHHbIE KaHaNbLLEeBble
ANCOYHKLUK

= [eHeTHMYecKn geTepMMHUPOBAHHbIE KaHaAbLeBble AUCPYHKLUMU 06YCNOBAEHDI
MyTaLUAMM, Bbi3biBalOLWLMMM U3MEHEHUA CTPYKTYPbl MeMmbpaHHbIX 6enKkoBs-
nepeHoCcYnKoB, PYHKLMOHA/IbHYIO HEAO0CTAaTOYHOCTb MeMbpaHHbIX 6enkoB u
U3MEHEHUAMM YYBCTBUTENbHOCTU KNETOK KaHA/IbL,EBOroO 3NUTENUA K AeACTBUIO
ropMOHOB.

= [pynna pa3/iiMuHbIX NO NPOUCXOXKAEHUIO 3aboneBaHN, NPOABAAIOLMUXCA HapyLUeHneM
KaHaNbLEeBOro TpaHCNOpTa OpraHMYEecKUX BeLecTs, BoAbl U/Nan aNeKTponToB.

= [lo nokanusauum TpaHcnopTHoro aedeKTa pasMuyaloT: NPOKCMMAaJibHble, NeTaeBble u
AUCTanbHble TybynonaTtum.



Esponeickui pernctp peakmx 3abonesanmim noyek (ERKRed 2021)
Tybynonatum ()KypHan Journal of the international Pediatric Nephrology
Association. Volume37 number 1, januare 2022)

* [nnodochatemmyeckuit paxut — 6 TMNOB

* CnHapom PaHKoHM - 9 TUNOB

* [loyeyHbl KaHanbueBbIN aumaos - 10 Tmnos
* LUuctunypwma - 4 Tuna

* CuHapom baptrepa —4 TMna

* CuHapom MTenbmaHa

* HacnepncrteeHHbIM HedporeHHbIN AnabeT 2 Tuna
* 'nomarHemma — 12 TMnos

* lNceBgorMnoanbLOCTEPOHUIM — 3 TUNA

* [MNOKanuemmn4eckum ankanos

* CeMeiHaA noYyeyHasn rnroKosypus

* HacnepcrtseHHaa NoYeYyHasa rMNoypeKkemms



'Mnodochatemunueckum paxut (pochar-gmnaber)

3aboneBaHune, ceAsaHHoe ¢ gedpekTom peabcopbumm dpochatoB B NPOKCUMAIbHDbIX
KaHanbuax, npoasaaiouweeca y gerei pocparypuen, runopocharemmen n
BbIPaXX€HHbIMU PAXUTUUYECKUMUN U3MEHEHUAMM, PE3UCTEHTHLIMU K OObIYHbIM A03aM
BUTamMuHa D

OnncaHo HeCKONbKO HacneacTBeHHbIX dopm 6onesHn, NpoTeKarowmx ¢
N30/1IMPOBAHHbIM HapyLLeHUEeM NPOoKCUManbHOU peabcopbumm pocdhaTtos B noUyKax:
= runodpocharemmnueckum paxut, X-cuenseHHblit 4omnHaHTHbIKM (OMIM 307800);
= runodpocdhatemmueckuin paxmt, ayToCOMHO-40MUHaHTHbIKM (OMIM 193100);
= runodpocparemmnueckum paxmt, ayTocCoMmHo-peu,eccuBHbi (OMIM 241520; OMIM 613312);
= HacneacTBeHHbIU rmnogochatemuuyeckmnii paxur ¢ runepKanbuuypuein (OMIM 241530).



KnunHunueckunin cnyvyam pebeHka ¢ runodpocparemmuyecKMm paxmMtom M MHHOBALMOHHDIW
MeToA, IeYeHnn gaHHoro 3abonesaHus.

JeBouKa 3,5 net 6bina Hanpas/ieHa Ha FOCNUTANN3aUUI0 B neguatpuuecKkoe otgeneHue Ney3 BOAKB
r. Bonrorpapa ¢ 13.06.2023 r. no 19.06.2023 r..

B aHamHes3e: ¢ 2-X IeTHero Bo3pacTta obpaweHo BHMMaHue Ha 0-06pasHyto gepopmaumio HUKHUX
KOHeYHOCTeMN, oTcTaeT B PU3NUYECKOM Pa3BUTUMN, NPU ANUTENbHOMK Xoabbe ycTaeT, NPOCUTCA Ha PYKM,
runepnnaasusa AUCTasIbHbIX OTAE/10B JIOKTEBbIX KOCTEM No TUNy «bpacnetok», BapycHaa aedpopmauun
HUXXHUX KOHEYHOCTEeN — BapyCHble beapa, roneHu.

NNabopatopHo: yposeHb 3 - 24 ur\mn, P- 0,77 mmonsb/n, Ca - 2,46 mmonb/n, LLUP - 617,5 E/n,
napaTMpeouaHbI rOpMoOH - 66,9 Hr/mn.

CyTtouHas moua: 2100 KoHueHTpauua ¢ocdopa 30,2 mmonb/n, akcTpeumna pocdopa 63,4
mmonb/n/24 yaca (B Hopme 17-27 mmonb/n/24 yaca). KoHueHtpauusa Ca 0,95 mmonb/n, akcTpeuums
Kanbuua 2,0 mmonb/24 unu 0,13 mmonb/Kr/cyTkn (Hopma meHee 0,15 mmonb/Kr/cyTKu)

Y3U nouyekK: 6e3 natonorun.

NMpuHumana neyeHue: sutamuH 13 2 000 ME BHYTpDb, B KpOBU ypoBeHb [13 HOpmMmannsoBascs.

KoHcynbTnpoBaH reHeTUKom: MTmnodpocdaremmuecknim paxur.






PeHTreHorpadua obnacrmn ncchegoBaHus:

= KOJIeHHble CyCTaBbl, rofieHb iesas, rosieHb npasas n 06aacTn KUcteu ¢
Nly4e3anACcTHbIMU CyCTaBaMMU - KapTUHA HapyLleHUa MmmHepanbHOro obmeHa Kocrteu,
BapycHasa aedopmauma KoNeHHbIX CYCTaBOB cpeaHei cTeneHu.

= KonunuyectBo 6annoB oLeHKU KOJIEHHbIX CYCTaBOB MO AecATubannbHbIn
PEHTIreHO/I0rMYeCcKoM oueHKe paxuTa: 8 6annos.

= OueHKa no gecATMbannbHOM peHTreHorpaduueckom oueHKe paxmTta Ha NPaBomM U
NNeBoM 3anAacTbe - 6 6annos.

= KoctHbIY BO3pacT cooTBeTcTBYeT 2,5-3 rogam.

= MpepBaputenbHbin anarHos: Mlmnodpocdaremmuyeckmm paxur. 3ageprKa
pocTta. BapyctHaa aedopmauma KoNneHHbIX CYCTaBOB.

= Ha3HauyeHO neyeHue: sutamuHa 13 B ao3se 2 tbic ME, ¢ 15.06.2023 no 10000
ME 2 pa3a B AeHb BHYTpPb.



MpoBeneH 3abop matepuana (bykanbHbiK cockob) ana AHK - guarHocTuKK
runodpocparemMmnyecKoro paxura.

B noarBepaeHue guarHo3a nayueHTKn bbin1o NoNyYeHo reHeTuyecKkoe
uccnepgosaHune: PHEX NM_000444.6 - nONOXXUTENbHbDbIW.

HeBouKa no HanpasaeHuto NbY3 «BOAKB» rocnutannsmnposanu 8 HUKU neguatpun
um. akaa. l0.E. Beabtuwesa Praoy BO PHUMY um. H.H. NMuporosa Muusgpasa
Poccuu.

MpoBenu gononHUTENbHblIe METOAblI UCCNeA0BaHUA ANA NOATBEPKAEeHUA AnarHosa:
dHaJ/In3 KPpOBMU.

= ButamuH A3 - 130,9 Hr/mn (Ha Tepanum ButamuH A3 10000 ME/cyTkn),
= ¢ochop - 0.78 mmomnb/n,

= Ca-1.24 mmonb/n,

= L -825 ME/n.,

=  ¢docdop HeopraHuyeckui - 0,78 mmonb/n (Hopma 1,38-2,19),

= napaTupeounaHblii rOopMoH - 64,4 nr/mn,

=  6uoxummna moum Ca/Cr 0,13 (Hopma 0,07-1.16),

= B moue Ca2+ 1,24 (Hopma 1,13-1,32).



= Y AeBOYKM B NOATBEPXKAEHUN AaHHOIO0 MexaHu3ma Habargatorca: Ha RG
kuctu KB 3 roga (MB3,5), 3aaep)KKa pocta n BapycHasa gepopmauumsa
KOJZIEHHbIX CYCTaBoB Ha ¢oHe runodpocdaremMmnyecKoro paxmra.

= [Mocne nonyyeHus pesynbtatos A|lHK - AMArHOCTUKU C noaTBepKAeHUem
AWarHosa:

= TMnodocharemuyeckui paxmur, KOHcnnymom PeagepanbHOro YypoBHA U
BpauebHou Komuccmeun NeguaTpuueckoro oTaeseHUA BPOXKAEHHbDIX U
HacneacTBeHHbIX 3aboneBaHnin UHcTUTyTa Benbtuwesa 6bi10 Ha3HAYEHO
NnevyeHne neKkapcTseHHbIM npenapatom OcTeoreHoOM, yunTbiBan
COOTHOLUEHUA PpUCKa HebnaronpuATHOro ncxoga saboneBaHma m
BO3MOXHOMW NONb3bl NPU Ha3HaYEeHNN JaHHOU MeAUKAMEHTO3HOM
Tepanuu.

B OCTeoreHOH: CTUMYIUpPYIOLLLEE OCTeOoreHes, MUHIMbupylouiee AeicTBUE Ha KOCTHYIO pe3op6buuio, BocnoaHsaouee
Aeduumnt Kanbuma cpeacTso (NMPOTMBONOKa3aHMUA — AETCKUIA BO3pacT)



Kpucsuta (bypocymab).

buodpapmauestnueckne komnaHum Ultragenyx Pharmaceutical u Kyowa Hakko Kirin npegnoxxunu
COBpeMeHHbI cnocob neueHnsa X-cuenneHHOro OMUHAHTHOro runogocpareMmyecKkoro paxmra ¢
nomoubto npenapata MHH Kpucsuta (Bypocymab).

Bypocymab npeacraBnsaeTt cobon peKombuHaHTHOE YesnoBeyeckoe MOHOK/IOHaAbHoe aHTuTeno IgG1l K
FGF23 n npousBoanTCA C NTOMOLLbIO TEXHO0TUKN peKkombuHaHTHOM [ HK ¢ ncnonb3osaHuem KynbTypbl
KNEeTOK MZIEKONUTAIOLWMX - ANYHUKA KUTacKoro xomsaka (CHO), noKasaH ana neyeHusa X-cuenneHHoOro
AOMUHaHTHOro runogpocdaremuuyeckoro paxuta (X-F'ePP) y aeten n nogpoctkos B Bo3pacte ot 1 go 17

NeT C PEHTreHONI0rMYeCKMMM NpU3HaKamm 3aboneBaHMA KOCTeM.

Bypocymab BKAOUEH B MeXXAYHapPOAHbIe KJIMHUYEeCKMe peKomeHaaumm no neyeHnto X-cuenaeHHoro
AOMUHAHTHOU rmnodocdaremmuyeckoro paxurta ¢ 1 rona }KuUsHu.

Ero 6e3onacHocTb AOKd3dHa MHOToYnUci1eHHbiMn KAIMHN4YeCKMMmmn uccnepgosaHnNAMM.

Mpenapart nonyuyun perncTpaumMoHHOe yaocTtoBepeHue U ogobpeHne K npumeHeHUIo B AeTCKOMU
npakTuke ot EBponeickoro meguumHckoro areHTcTea B 2018r n YnpaBaeHUAa N0 CAHUTaPHOMY
HaA30pYy U Ka4ecTBOM NULLEBbIX NPOAYKTOB U meauKameHToB. loctaHosneHuem lMpasutenncrea PP
o1 01.06.2021 N2853 «06 yTBep:aeHuu NMpusunn BBO3a IEKAPCTBEHHbIX CPEACTB ANA MeAULMUHCKOro
npumeHeHuA B PO.

MNMpukas MuH3gpascouypassutum Poccuun ot 09.08.2005 N494 «O nopaake npumeHeHUA
NIeKapCTBEHHbIX CpeacTB Y 60/1bHbIX MO }KU3HEHHbIM MOKa3aHUAMY.



Pe3ynbratbl 1eyeHuUn

= [lepBoe BBegeHue npenaparta NpoBeaeHOo B YCNoBUAX Hedponornyeckoro otaeneHna Arb 8
28.03.2024

= JlabopatopHbie nokasatenu: 27.03.2024 KpeaTUHUH B CbIBOPOTKe KpoBu: 50 mKkmonb/n;
obwmit 6enok: 52 r/n; wenouHaa dpocdartasa: 756 EA/n (Hopma: 278 -830EA/n) NAT: 369
EA/n, Kanbuuii: 2,5%, dochop HeopraHuyeckuii: 0,14 mmons/n (0,81 - 1,45); moueBas
Kucnota: 317 mkmono /n (Hopma 155 -418 mkmonsb /n); kanui: 4.1 mmonb/n; Hatpuii 139
Mmmonb/n; moyeBuHa: 6,0 mmonb/n (1.7 -8.3); xonectepuH: 4,7 mmonb/n

= OAM 27.03.2024 O6bem mouun: 50 ma. UBeT; CONOMEHHO-XXeNTbiv, pH: Kncnasn, yaenbHbiu
Bec: 1012, npo3payHas, KeToHbl, 6eN10K, HUTPUTDbI - HET NeKouuTbl -1 B N/3p, 3pUTPOLUTDI -
HeT, aNUTeNni NNOCKuii: 2-4 B n/3p

= Kpucsurta ( Bypocymab) 10 mr-1 mn n/k 1p/a. ogHOKpaTHO.

= [MoBTOpHOe BBegeHne Kpucsuta ( bypocymab) u/3 2 Heaenn nposeseHo B ambynaTopHbIX
ycnoBusax, nokasatenu ¢pocpopa B CbiIBOPOTKE KPoBu nogHAanAucb Ao 1,14 mmonb/n



3ARKJTIOMEHUE:

YacTtoTa BCTpeuaemoCTU KaHanbueBbIX AUNCPYHKLUN KpaliHe peaKa, B CBA3U C YeM
YyeTKana TonuyecKana AUarHoCTUKa KaHa/ibueBbiX HapyLlleHU npeacTaBaser
onpepeneHHble TPYAHOCTHU.

HecmoTpsa Ha pa3Hoobpasue, 0CHOBY UX AUArHOCTUKU COCTABAAET PpaHHee
BbliBIGHUE TaKNX KIMHUYECKMX CUMNTOMOB, KaK apTepuasbHas
runepTeH3usa/rmnoTeHsusa, NoAMAnNcUusa, NOANYpuUa, paxmronoaobHble smeHeHUs
CKenerta, C nocneayrowmm uccneaosaHuem n onpegeneHuem HapyweHum
KUCNIOTHO-LLEeN04YHOro coctoaHua (metabonnueckunii aunpos/ankanos), HaTpumii-
Kaanesoro u Kanbuuim-pochopHoro romeocrasa.

[eHeTUYecKoe OGCI’IEAOBaHMe.

CBOEBPEMEHHOE Ha3Ha4eHue aAEKBaTHOﬁ natoreHeTUYeCcKomn Tepanmmm no3sonAaeT
npeaoTBpaTnuTb MHorne cepbe3sHblié OCN0XKHEHUA.



. * bypocymad — pekoOMOMHAHTHOE
v YyeJI0BeYeCK0oe MOHOKJIOHAIBHOE AHTUTEJI0

' : - (IgG1), koTopoe cBA3bIBACT U HHTHOUPYET
AKTUBHOCTH (pakTOopa pocra pudpodIacTOB
23 (FGF223). Nuruoupys FGF23, 6ypocymad
yBeJINYHUBACT KAHAJbIEBYIO peadcopOouuro

NOC 6070410241 (pocharToB B MOYKAX M YBEJIUYNBACT

(%urRosYSViTA. ‘ ' EI(;ITI:;I;TH[;a]I;mO B mi1azme 1,25 turuapokcu-
Injection L -

e IlporuBomnokazanus
* IloBblIeHHAs YYBCTBUTEJIBLHOCTH K Oypocymady;

* OAHOBPEMEHHBIA MPUEM € ePOPAIbHBIMH
npenaparaMmu, CoAepRaMMu (lI))OC(l)aTLI U
aHajJoramMu Buramuna D (Hanmpumep,
KAJbUUTPHOJ, NAPUKAJIBIATOI,
HOKcepKaabuudepos, Kaabuudeano);

* MOBBIIIEHHBbIN YPOBEHb CHIBOPOTOYHOIO (pochopa;

* TsKEIadA MoYeyHasd HECAOCTATOTHOCTDH MJIN
TCPMHUHAJbHAA CTAAUA ITOYCHYHOU
HECA0CTATOYHOCTH,




Cnacmbo 3a BHMMaHue!



