TBOPYECKOE OBbEANHEHUE
OETCKUX HEPPOJIOIOB

AJITOPUTM OBC/NIEAOBAHUA NALUMUEHTA C PAXUTOM

ITAN 1

Paxur:

® KAMHWUUYECKUE NPU3HAKK: AedopMaLIuK CKEeAeTa,
3aAepXKa pocTa, HapylieHue 3y6oB (kapuec,
abcuecchbl, BbinapeHKUe), MbilleyHas cAabocTb

e BbICOKaA akTUBHOCTb LLL® KpoBu

® PEHTreHOAOrMYeCcKHe U3MeHeHUA (peHTreHorpadus
KOCTEN KACTEW, FOAEHEN C 3aXBaTOM KOAEHHbIX
CyCcTaBOB)

IATAIN 2

® Y3U noyek - UCKAIOUEHME HepPOKaAbLUHO3a
® KLLC: uckatoueHue metaborMueckoro aumpo3a
(XbN, NTA)

©® BHYTPUKNIETO4YHOE

STAN 3

OnpepennTb ypoBeHb NapaTropMoHa KPoBH

KpoBb: KpoBb:
W docdop + w7 Kanbuuii +
Ka/bLuit HOpma w /Hopma docdop

YPOBEHb KP®, vKP®/CK® MOYH

. v

® HeAoCTaTo4HOE

notpe6neHue pocdaros
¢ nuwei YPOBEHb ®P®23* B KPOBU
® CHU}KEHHas KulevHas ¢ ¢

a6cop6uus pocharoB
(manba6copouus)

YPOBEHb 25(0H)D B KPOBU

YPOBEHb 1,25(0H)2D B KPOBU

o
°

' '

@

6
é

° eraTVIHVIH KPOBMU: UCKAHOUYEHUE ctapui Xbl=>2 nepepacnpepaeneHue HVE

- - ~ docharoB rNoKo3a, y ® HacneACTBEHHbIN e B3P 1B AﬂMMeHTaprlﬁ BA3P1A e Hepocra-
* ®ocdop, KanbLuit 06U N MOHUSUPOBAHHBIH AMUHOKUCIOTLE rop o oo

©® ycUNneHHoe BHenoye4yHoe (B T.4. X-TOP) — ® B/13P 3
KpPOBH BbiBeAeHUe HochaToB motu notpeGne-
W3 opraHusma ® npuo6peTeHHas Hue Ca
dopma roP C nuwen

X-T®OP - X-cuienaeHHblii AOMUHaHTHblii MKP®/CK® - otHowweHKe MaKcManbHoit C BbICOKMM ® BA3P2A —
TMnoGochaTeMUECKHil paxuT; KaHanbLieBo# peabeopOunu docdaros (MKP®) k ckopocTi yp. ®P0®23
OPD23 - paktop pocta dubpobaactos 23 Kny60uKoBoii OwAbTpaLH (CKO) ® B3P 2B
B/13P - Bitamu D-3aBUCHMBIif paxuT HMB - Hu3KoMonekyAIpHbIii Genok

KP® - kaHanbueBas peabcopbuus docdatos rop cUHAPOM
(MexayHapoaHoe 0603HaueHHe
c runep- DaHKOHU
Kanbuu-
ypuen l
®oHa «Pepkuii cayuai» : ¢ \/ Y Y Y

OKa3blBaeT BCECTOPOHHIOH

NOAAEPXKKY U MOMOLLb
AOAAM C HaCAEACTBEHHBLIMM
dopmamu paxuta

MoneKynsipHo-reHeTU4YecKoe uccnegoBaHne npv Nofo3peHUU Ha HacneAcTBeHHble GpopPMbl paxuTa

Haffner D, Leifheit-Nestler M, Grund A,

D. Rickets gui part |-di ic workup. Pediatr Nephrol. 2022 Sep;37(9):2013-2036. B MoaudHKaLmu

*Onpepenenne OPP23 He pocTynHo B PO



Ta6nuua 1. ButamuH [I-3aBMCUMbIiA paxuT: na6opaTopHas XxapaKTepUMcTUKa B 3aBUCMMOCTH OT TUNOB PucyHoK 1. PeHtreHorpadusa Kucten pyk (A)

c TmP/GFR 250H)D | 1,25 (OH)2D Ca/C U KOJIEHHbIX cycTaBoB (b)

But A-3aBUCKMBbIA paxuT, TUn 1A CYP27B1

Bwut A-3aBucuMmbIA paxuT, THn 1B CYP2R1 v N/v aAaa N v vv BapuabenbHo a a a v
But A-3aBMCMMbIi paxuT, TUN 2A VDR v N/v aaa N/~ v N aaa aaa v
But A-3aBuCUMbIiA paxuT, TUN 2B HNRNPC v N/v aaa N L 4 N PPN PPN -
But A-3aBMCUMBbIH paxuT, TN 3 CYP3A4 v v A aa ? - v v PPN v

Ta6nuua 2. F’mnopocdareMuyecKkuii paxut: 1a6opaTopHasi XapaKTePMCTUKA B 3aBUCMMOCTH OT TUNOB -

OP®23-3aBUcuMbIN TOP

KanbKynsatop pacuéra MHaeKcoB pea6cop6uuu ¢pochatoB
(TRP (KP®), TmP/GFR (MKP®/CK®))

X-CuenAeHHbIi AOMUHAHTHBIA TOP PHEX N v - - v N/~ N/~ N

AyT0COMHO-AOMUHAHTHBI TOP FGF23 N v a a v N/~ N/~ N

AyTocomHo-peueccuBHbiid FOP, Tun 1-2 DMP1 ENPP1 N v - a v N/~ N/~ N

TOP ¢ runepnapatupeosom KLOTHO N v - a v N/~ PPN N

OPd23-He3aBucumbli [OP OCHOBHbIE NapamMeTpbl:
KpoBb: Ca 06w, Ca2+, docdop, wenrouHas dpocdparasa, napatropMoH,

HacneactBeHHbii [P ¢ runepkanbuuypuen SLC34A3 N v a N/~ v a v a KpeaTuHuH, 6ukap6okat, 25(0H)D, 1,25(0H)2D, npu BO3MOXHOCTH -
dakTop pocta pubpobaactos 23 (GPH23)

gv:;ng(?o:d):;gmuﬂ C HeppOoKanbLUHO30M/ SLC34A1 N - - N/~ - - - - MOHa tpaaosaa B)Topan YTPEHHSAA NOPLUA): KaAbLMH, HOCHOP, KpeaTUHUH

Teon M oya (CyTouHas ): KanbLWi, TOK03a
P CLCN5, OCRL Moua (pa3oBas yTpeHHsisi nopuus): pH Moum, rAoKko3a, aMUHOKUCAOTBI,
CHHADOM DaHKOHM CTNS, GALT, N - - N/~ - N/~ N/ - BeraZ-MukporoCynHi
4 ’ padus Ayue3ansiCTHbIX CyCTaBOB U KOAEHHbIX CYCTABOB
GLUT2, GATM u op. B NPAMOi NPOEKLUM

Ta6auua 3. PedepeHcHble 3Ha4eHUA NapameTpoB, UCNO/Ib3yeMbIX A1l OLLEHKU GUOMapKepoB paxuTa B KPOBU U MoYe B 3aBUCUMOCTHM OT Bo3pacTa U nosia

Ca2+ MMOAb/A Ca 06Lui, <Doc¢op, MMOAb/A | TmP/GFR, MMoOAb/A WO, ME/A [5, 6] Ca/Cr MMOI\b/MMOI\b (mr/ 1,25 (OH) OAb/A
MMonb/A [1, 2] (MKP®/CKO®) [4] (Hr/A) [9,10]

1 22-1.40 2.17-2.82 1.54-2.50 1.02-2.0 90 273 0 09-2.2 (0.03-0.81) 77-471 (31-188)
1.20-1.40 2.17-2.75 1.54-2.15 1.13-1.88 134-518 0.07-1.5(0.03-0.56) 113-363 (45-145)
1.22-1.32 2.35-2.70 1.38-2.19 1.05-1.78 156-369 0.05-1.1 (0.02-0.41) 108-246 (43-98)
1.15-.132 2.35-2.57 1.33-1.92 0.97-1.64 141-460 0.04-0.8 (0.01-.030) 75-200 (30-80)
1.21-1.30 2.20-2.55 1.02-1.79 0.91-1.68 X: 62-280 M: 127-517 0.04-0.7 (0.01-0.25)

1.21-1.30 2.20-2.55 0.95-1.62 0.84-1.23 X: 54-128 M: 89-365 0.04-0.7 (0.01-0.24)

1.12-.132 2.15-2.58 0.84-1.45 0.84-1.23 X: 48-95 M: 59-164 0.04-0.7 (0.01-0.24)

X: 33-98 M: 43-115 <057 (0.2)
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