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PEDEPAT
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ADSTRACT

This review is a conclusion of up-to-date conceptions about genetics, development mechanisms, clinical picture, diagnostics
and treatment of hypophosphathemic rickets determined by renal tubular phosphate reabsorption impairment.

Key words: hypophosphathemic rickets, renal tubular phosphate reabsorption children.

AKTyaJbHOCTh

lunogocaremuueckuit paxut ¢ pocharypueit
(ocdar nuader) y nereit siBasiercst 0OIIEH KIMHUYUEC-
KOH ITpo0JIeMOit TieIMaTpruIecKoi HepoIoruK U OpTO-
neuu. AKTYyaJ bHOCTB Po0IeMbl runogdocdaremmuyec-
KOTO paxuTa y JieTeil o0yclioBieHa HacieICTBEeHHBIM
HapylIEHHEM TPaHCIIOPTa POC(ATOB B MPOKCHMAITLHBIX
KaHaJbIaxX MoYeK, MPUBO/SIIIMM K (hocdaTypuu, MUIO-
docharemun U paxuty, HEOOXOIUMOCTBIO TIOKU3HEH-
HOH Tepanuu, HeCOCOOHOCTBIO CYIIECTBYIOLIUX B Ha-
cTosllee BpeMsi METOIOB KOHCEPBATHUBHOTO M OIepa-
THUBHOT'O JICYEHHS] YCTPAHUTH KITMHUYECKHE ITPOSIBIICHUSI
TyOYJIONIATHU U KOCTHBIE Jie(hOpMAaIIUH.

DochaTHbIli TOMeocTas

OniHOM W3 BaXKHBIX (PU3HOJIOTHUECKUX (YHKIUH
MOYEK SIBJISICTCS MOepKaHue GochaTHOr0 roMeoc-
tasza [1-5]. B mia3me kpoBu (ocdarbl npejcraiie-
HBI B BHJIE CBOOOTHBIX HOHOB (0K0I0 84-85%), CBs-
3aHHbIX ¢ 6enkamu (10%), B KOMITIEKCE C KaJIbIIUEM,
maruuem, Hatpuem (1%) [4]. IIpu pH 7,4 B mazme
kpoBu 80% docdarTor cymectByer B hopme
HPO4>—, 20% — B popme H2PO*— [1-4]. ITpu HOp-
MaJIbHOM YPOBHE CKOPOCTH KITyOOUYKOBOH (DHIIbTpaIiiu
125 mut/MuH yepe3 KiyO0ouKoBbIi GUIBTP QUIIBTPYET-
csa 90% docdaror, peabcopoupyercs 6onee 80%
CasenkoBa H./I. 194100, Caunkr-ITetepOypr, yn. JIutoBckas, 1. 2,
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(dochaToB B MpoOKCUMAILHOM KaHajblie rmouek [1-5].
B opranusme B3pocioro yenoseka ¢ maccoit Tena 70
Kr cogepxurcs 10 r/kr Heopranudeckoro ¢ocdara,
ux HuX 85% B Kkoctsx, 14% B myckynarype u 1% B
AKCTPALICTUTIONSPHON KUIIKOCTH [4].

Bbeiniensitor 3 rpynimbsl TOPMOHOB, PETYIUPYIOLTHX
¢docharubiii TomeocTas [4].

Tpu epynnei 20pmMono8, pe2yrupyiouux ¢oc-
Gpamuulii 2omeocmas

» Kanpuurpuon (1,25(0H),D,; 1,25 nerun-
pooKcUBUTAMHH D) CTUMYIUPYET MHTECTHHAIBHYIO
abcopOumto docdaros.

* [Tapatupeounnnsiit ropmon (I1TT7) — nmonasnser
KaHaJIblIeBYI0 peabcopOuuio pocdara u sBIIETCS
npuurHO# ocdarypum.

* «Phosphatonins» — hocarypuueckue GakTopsl,
IOMHMO TapaTropMoOHa, Takue Kak (akTop pocra
¢dudpobdiacros-23, frizzled-related protein-4, hocdor-
JIMKOMIPOTEHH SKCTPALIEIUTIONSIPHOTO MaTPUKCa.

[MaBHBIMH TOPMOHAJILHBIMU PETYJISITOPAMHU TI0-
YEeYHOT0-KaHaJbLIEBOIO TpaHcmopTa GocdaTroB cuu-
TAKOT MAPaTUPEOUIHBIA TOPMOH ¥ BuTaMuH D, [1-6].

Brnuanue napamupeouonozo eopmona. V3mene-
HUS YpOBHsI (ocdaToB B MiIa3Me BOBJICUEHBI B Pery-
mupoBanue cexkperuu I[ITT [3, 5]. CymectByer mpsi-
Mast CBSI3b MEXKJy YPOBHEM CBHIBOPOTOUHOTO (ocda-
Ta U cKopocTbro cekpeunu IITT: BbICOKUIT ypOoBEHB
(docharoB CHIBOPOTKH CHOCOOCTBYET yBEIUUCHUIO, a
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Puc. 1. ObmeH dpocdopa B HOpMe B OpraHM3mMe B3pOC/IOro
yenoseka npu Hynesom ¢ocdopHoM banaHce (no A. Portale

[3D-

HU3KUI ypOBEHb — CHHXKEHUIO cuHTe3a U cekperu [TTT
[2-5]. [ITT momaBnseT KaHAJBIEBYIO peadCcopOIio
(docdara u perynmupyer KaHaJIbIEBbIA TPAHCIIOPT OU-
kapOOHaTa W MarHusl.

ChIBOPOTOYHAST KOHIIEHTPAIS KaJIbIUS TOAIEP-
JKUBAETCS B OUEHb y3KOM JHMara3oHe 3a CYeT Mexa-
HH3Ma OTpHIaTeNbHOW 00paTHOH cBsi3u. Kambiuit
CBIBOPOTKH KPOBH SIBIISIETCS BXHBIM (PU3UOTIOTHYEC-
KM (paKTOPOM, ONPEIEISIFOIIUM CKOPOCTh CEKPEeInn
[ITT". IloHmXeHuE BHEKIECTOUHON KOHLIEHTPALUK KaJlb-
[IUsl IPUBOJUT K TMOBBIIICHUIO CHHTE3a M CEKPelnun
IITT. ITT ctumynupyer cunres 1,25(0H),D, us
25(OH)D, B mpoKCHMManbHBIX M3BUTBIX KaHAIbLAX
noyek [3-5]. Kak m3ectno 1,25(0OH),D, ycunusaer
abcopOruo Kanplus B kumeyHuke. B moukax [1TT
CTUMYIHUPYET peadCcopOIfio Kalblus B AUCTAIBHBIX
W3BUTHIX KaHAJBIAX U TEM CaMbIM CHIIKAET HKCKpe-
o Kanblus ¢ Mouoil. TToBeiienue Ca B KpoBH MO-
nasisiet cexkpeuuto [ITI kneTkamu napatuTOBHIHBIX
xenes [1-5].

Axmugnasn ¢opma memaboruma sumamura D.
1,25(0OH),D,-xanbuurprosn o0pasyercsi B IOYEUHBIX
MPOKCUMAITBHBIX KaHanblax u3 25(OH)D-kanpunam-
ona B pe3ynbTare L-ruapokcuimpoBanns. AKTUBHOCTh
(bepmenrta 1anbda-ruIpoKcHIas3pl peryampyercs ypoB-
HSIMU TTapaTUPEOHTHOTO TOPMOHA, PocdaToB, KaIbIH-
TOHHUHA [J1a3Mbl U APYrUMH pakropamu [3—6]. OcHOB-
upie dddexter 1,25(0H),D,-kanbuuTprona cocTosT
B ITOBBITIIEHUH BCACBIBaHUS KIS 1 (pocdopa B TOH-
KO KHUIIIKE, TOPMOKEHUH CEKPEINH MapaTUPEOHTHOTO
TOPMOHA, YCHUIIEHUH peadcopOIuu KambIus U Gocgo-
pa B IOYEYHBIX KaHAJbIIAX, YCKOPEHUH MHHEpaIN3a-
1un koctei [3—6]. UaTectnHanbHas abcopOrust doc-
daros perynampyercs kanbuurpuonom —(1,25(0H),D,)
1 KonmuecTBOM (hocaTroB B MUIEBOM pamuoHe [3—
6].

Kanvyumonun — cuntesupyercs: B napadomky-
nsipHbIX C-KJIeTKax IUTOBUAHON skene3bl. Cekpenust
KaJbLUTOHMHA YCUIMBAETCS TP TTOBBIILIEHUH KOHIIEH-
TpaLUK KaJblMsl B KPOBH U PEryIUPYETCsl racTPOdIH-
TepOnaHKpeaTHIeCKUMU TOPMOHAMH U TACTPUHOM [3—
5]. KaJabuuTOHMH SIBISIETCS] aHTATOHUCTOM TapaTHpe-
OUJHOTO TopMOHa. KalbUUTOHHUH TOPMO3HUT
pe30pOIMI0 KOCTHOW TKaHH, CHUXKass aKTUBHOCTH OC-
TeokaacToB. KalbLIMTOHUH YCUIMBAET IKCKPEIHIO
KaJbLHsI C MOYOM, MOJABIISISI TOUSUHYIO KaHAIIBIIEBYIO
peabcopOIuio, TOPMO3UT BCACHIBAHUE KAJIBIIUS B TOH-
Ko# kuiike [3—6].

Tpu oprana (IO4KH, KOCTH, KUILIEYHUK) TPUHUMA-
10T yyacTue B Mmojyiepxanuu ¢pochaTHoro romeocra-
3a [1-7]. O6meH ¢ocdopa npejcTaBieH Ha puc. 1 1o
A. Portale (2009) [3].

Docpamypuueckue gpaxkmopei. DakTop pocta
¢ubpodnacros 23 (FGF-23) npexacrasiaser coboit
MIPOTEHH C MOJIEKYIISIPHOI Maccoii 26 k/a, Bo3aelcTBy-
€T Ha KJIETKYy 4yepe3 crneuuuueckue perenTopsl
(FGFRs). ®akrop pocra ¢pubdbpodiacros (FGF-23) —
TOPMOH, BIHMSIIOLIMHI Ha TpaHcrnopT (ocdaros B movkax
nocpezactBoM uHruOupoBanus NaPi-1la u NaPi-Ilc Tu-
OB KOTpaHCmopTepos [3, 5, 6, 8]. FGF-23 ymenbiiaer
IKCIPECCUIO MHTECTHHAIILHOTO KoTpaHcnoptepa NaPi-
IIb [6, 8]. FGF-23 oka3biBaet ochaTypudeckuii -
(eKT, CTUMYJIUPYET CEKPELHIO MapaTrropMoHa, TOPMO-
3uT lanbda-rupoKcHIaZHy0 aKTHBHOCTb, IPUBOJS K
CHI)KEHMIO TIOYEYHOTO CHHTE3a KaJbLUTPHOJA U €ro
YPOBHS B CBIBOPOTKE KpoBH [3, 5, 6, 8].

I'en FGF-23 kaptupoBan Ha xpomocome 12p13.3
[6, 8]. AyToCOMHO-TOMHHAHTHBIE (POPMBI THIOPOC-
(aTeMHUYECKOTO paxuTa CBS3aHbl C MyTAlUSIMH B
reie FGF-23, xapTupoBaHHOTO Ha XpoMocoMme
12p13.3 [6, 8].

Hampuii-¢pocghamuvie xompancnopmepul. W3-
BECTHBI 3 TUMa HATPU-(HOCPATHBIX KOTPAHCTIOPTEPOB
Na/Pi- I, 11, III. 13 aux Na/Pil- u Na/Pill-tumsr koT-
PaHCIOPTEPOB IKCIPECCUPYETCS] MPEUMYIIECTBEHHO
B MOYKaxX Ha HIETOYHOW KaeMKe KJIETOK MPOKCHMallb-
HBIX KaHaJbleB [3, 5, 6, 9—11]. AnukanbHble HATPUH-
3aBucuMble kotpancnoprepsl (Na/Pil, Na/Pilla u Na/
Pillc, Na/Pilll) oOyciioBnuBaroT Tpancnopt Pi yepes
anuKalibHYI0 MEMOpaHy KJIETOK MPOKCHUMANbHBIX Ka-
HaJbleB HepoHa, NOAJIEPKUBasi HOPMAaJIbHBIN (oc-
¢arHeIii romeocras [3, 5, 6, 9—11].

Na/Pillb-koTpancrnioprep, He BbIACICHHBIH B M0Y-
KaX, OCYIIECTBIISIET TPAHCTIOPTHBIM MeXaHu3M abcop-
ouun ocdopa B kumeyHuke [3].

B nporuBononoxkuocts Na/Pi-xkorpancnoprepy 11
tuna, Na/Pi-korpancnoprep | Tina mpou3Boaut sHep-
r0o3aBHCUMBIii TPAHCIIOPT JIMIIb [TPU BBICOKUX KOHIICH-
Tpanusax BHekieTouHoro ¢ocdopa. Mccnenopanus
nokaszanu, 4to Na/Pil GyHKIHMOHHpPYET KaK KaHaj po-
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HULaeMocTH 115t pocdopa, XJI0pa, OpraHuIecK1X aHu-
OHOB [5, 6, 9—11]. Na/Pi-korpancroprep Il Tuna — ca-
MBIH pacrpocTpaHEHHBIH, SBISETCS OCHOBHOM MUILIe-
HBIO PETYIISIIIMU TTOCPEICTBOM META00IMUECKHX U TOP-
MOHAJIbHBIX (PAaKTOPOB, BKItOoUasi BuTaMun D u pochop
nponykrtoB nutanus, [1TT, «docdaronnnsny — FGF-
23 [5, 6, 9—12]. U30bITOK ocdopa B MUILIEBOM paliy-
one u [ITT unrnbupytor, a HenocTartok Gocdopa cTu-
mynupyet nossienne Na/Pilla u Na/Pillc 6enkoB kot-
paHCMOPTEpPOB Ha amMKalbHOH MeMOpaHe KIIeTOK
MPOKCUMAaJIbHBIX KaHanblieB nouek [4,5]. FGF-23 un-
ruoupyet Na/Pilla u Na/Pillc Tunbl koTpaHcmopre-
poB [4, 5, 8].

Na/Pi xorpancnoprep Il tuna obecnieunBaer mo-
YyeyHyro peabcopoumnio pocdaros kak HPO4—/3Na+
tpancnopta docharoB nocpencrsom Na/Pilla, Tak u
tpaHcnopTa dpocharoB HPO4—/2Na+ nocpencreom
NaPillc [5].

Na/Pi-korpancnoprep Il Tuna sinsiercst nocpea-
HUKOM (OoC(aTHOTO IJIEKTPOTCHHOTO TPaHCIOpTa
H2P04—/2Na+ uepe3 PiT-2 [5].

Na/Pi-xorpancnoprep lla Tuna nposiBiisier ObICT-
pbIit oTBeT Ha nuieBod Gocdop [S]. Pynkuus Na/Pi
[la xorpancnoptepa TecHo cBsizana ¢ Na'/H" oOmen-
HUKOM-perynsaTopoM ¢aktopa-1 (NHERF1) — mem6-
paHHBIM O€JKOM, KOTOPBIM MrpaeT BaKHYIO POJb B
cBsi3bIBaHMM ¥ 3akperyiennu Na/Pilla Ha anukanbHOM
MeMOpaHe KJIeTOK MPOKCUMAaJIbHBIX KaHAJIBIEB MOYEK
[5, 6]. Docopunupoanrie NHERF 1, Bcnencrsre Bo3-
nevicteus [ITI, NpuBOAUT K CHUIKEHHUIO CBA3BIBAHUS
Na/Pilla ¢ nocieayronmm ero 3HIA0IMTO30M U Jierpa-
nauueii. B pesynbrare cHmkaercst peabcopOumu doc-
¢$aToB M yBETMUMBACTCS UX SKCKPELHH C MOYOH [5,
6]. Yrpara dpynkiuu mytupoBaHHoro NaPillc rena,
koaupytomero Na/Pillc korpancnoprep, NpUBOIUT K
notepe (ocdopa ¢ MOUOI y OONBHBIX C ayTOCOMHO-
petieccuBHOM (popmoii runopochaTeMruuecKoro paxu-
Ta ¢ TUIepKanbIuypuei [5, 6, 9-11].

Beigensror (hakTophl, MOBBIIAIOIINE U CHUXKAIO-
IMe MOYSUHYI0 KaHAJbIIEBYIO peadbcopOuud docda-
TOB [5, 6] (Tabun. 1).

Memoowl oyenxu noueuHoll KaHaibyegol pe-
abcopoyuu pochamos:

VYpoBeHb Gocdopa B CHIBOPOTKE KPOBU HAXOUT-
cs B quanasone 0,97—1,8mmoutn/in [1-7]. Jlnst oueHkn
no4yeyHoi peabcopOimu GhochaTor onpeaessor hpak-
UMOHHBIA KIMpeHe GocdaToB, MaKCUMANbHYIO pead-
copbuuio gocdaros, KaHAIBIEBYIO peabcopOIuio
¢docharos [4].

* Opakyuonnsiii KiupeHc Goc@amos UCIONb-
3yeTcsl B MPAKTHKE JUI OLEHKH PEHATbHOU TyOyJIsip-
HOU peabcopOrmu [4, 7]. dpakimoHHas SKCKperus Goc-
¢aroB (ODOD) onpenensiercs: no Gopmyne [4]:

OOD=(UPhxPCr): (PPhxUCr)
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Tabnuuya 1
dakTopbl, BAMsoWmMe Ha peadbcopouuto
docdaToB B NpoKCUMasnibHOM KaHasibL,e No4YeK
(no C.AWagner n coasrt [6])

dakTopsbl, cHUXatowme peadbcopb- | PakTopbl, NoBbILLAOLWME

umio Pi peabcopbuuto Pi
MapatnpeongHbin rOPMOH MapaTtakTomus
ATpuanbHbIi HaTPUi 1-025(0OH)2D3

YpeTtnyeckuihi ropMoH
MniokokopTUKOM bl

JdonamuH

docoartypuyecknii pakTop:
®dakTop pocta pmnbpobnacTtos-23
®dakTop pocta pubpobnacTtos-7
MEPE

Opyrue

[opmoH pocTa
MHCYyNnuH-3aBnCUMBbIN
dakTop pocTa
PerynupoBaHue nuwen
OCTpbIit (MUHYTBI, Yachbl)
XpOHWNYECKU (Yachbl, AHN)
YyacTne HecKOosbKUX cu-
CTeMHbIX (aKkTopoB

* Maxcumanvnas peabcopbyus ¢ocghamos
(Mmoav/11)

MP®=PPh-[(UPhxPCr):UCr]

* Kananvyesas (myboynsapuas) peabcopoyus
gocghamos. Kananbuepast peadcopouust pocdaTton
(TRP — tubular phosphate reabsorption) — camblii uH-
(bopMaTHBHBIN MOKa3aTeNb MOJHOTHI peabcopOuuu
¢docdaros u noteps pocdara c moyoii [4,7]. Kanannb-
nesasi peabcopOuust pochaToB B % paccuuThIBACTCS
o popmyie [4]:

KP®,% =1-[(UPhxPcr):(PPhxUcr)]x100.

B Hopme kaHnanbieBas peabcopOuus docdara
npesimaetr 80% [4]. DTOT mokazarenb OTpakaeT
noJiHoTy peabcopbuuu docdara. Jlns onpeneneHus
KOHIeHTpalui pocdara u kpeaTHHUHA MOUY coOMpa-
0T 10 YTpaM HATOIIaK, yepe3 2 U Tociie MpUeMa JKH/I-
kocti. KpoBb J1J1s1 orpesiesieH st KOHIEHTpalui ¢oc-
¢ara u kpeatHuHA OepyT 4yepe3 | 4 mocie nmpuema
KUIKOCTH [4,7]. YMEHbIIIeHHE KaHAIIBIIEBOU peadcop-
ouuu ocdara odycnorneno noswiienuem [T wmu
nepBUYHBIM JedektoM peadcopbunu docdara B m0-
YEeUYHBIX KaHaJbIaX.

Tabnuua 2
YPOBHU LUPKYJIMPYIOLLLEr0 HEOPraHUYECKOro
docdarta B KpoBU, PpakLMOHHON IKCKPEeLumn
dbocdaToB, MakcUManbHOV KaHaJ1bL,eBOW

peabcopouuny geteii (noJ. Brodehl [4] B

moandukaumm M.G. Bianchetti, A.Bettinelli[7])

Bospact HeopraHunyeckuin dpakumoHHas MakcumanbHas
docdatkposu akckpeums doc- TybynspHas pead-
(MMonb/n) dara 102 copbums pocdara

(Mmonb/n)

0-3 mec 1,62-2,40 11,9-38,7 1,02-2,0

4-6 mec 1,78-2,21 3,4-34,9 1,27-1,88

6-12 mec | 1,38-2,15 10,3-20,0 1,13-1,86

1-2 ropa | 1,32-1,93 3,50-23,3 1,05-1,74

3-4 ropa | 1,02-1,92 18,8 0,90-1,78

5-6 net 1,13-1,73 0,60-15,0 1,02-1,62

7-8 net 1,06-1,80 16,8 0,98-1,64

9-10 net | 1,18-1,70 1,80-14,1 1,0-1,58

11-12 net| 1,04-1,79 1,80-12,1 0,97-1,68

13-15 net| 0,97-1,80 12,6 0,91-1,68
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CamxenuePi

B IL1a3Me
{ FGF-23 -1

\:
1,25 (OH),;D cunresa

\

1 PeabcopObuuu Pi

{ Peabcopbuuu Ca
B ITOYKaX

1 A6copbumu Pi, Ca
B KHUIIIEYHUKE

1 Pesop6uuu Pi, Ca
B KOCTSIX

1 Cexpenuu PTH

1 Pi B ma3me

FGF — ¢dakTop pocta pumbpobnactos
PTH — napaTtupeonaHblii FOPMOH

{ Uonos Ca B masme

Puc. 2. TomeocTtatnyecknii otBeT Ha runodocdatemnio no A. Portale [3].

B tabn. 2 npencraBieHbl YPOBHHU LUPKYIHPYIO-
Iero HeopraHuyeckoro gocdara B KpoBH, GpakInoH-
HOM 3KcKperyn GpochaToB, MaKCHMaILHOW KaHaJIbIIe-
BOI peabcopOuny y AeTeil B BO3pacTHOM acleKTe 1o
J. Brodehl (1994) B moaudukamus M.G. Bianchetti,
A. Bettinelli [4, 7].

Tunogpocpamemus. BuinensitoT TpU TiIaBHBIX
MexaHu3ma runodocdareMuu y aereit [4]:

» CHwxenue nocryruienns Gocdara ¢ nuiien uim
CHIDKEHHE HHTECTHHAIBHOM abcopOimu docdara.

* BayTtpennee nepepacnpenenenne (nquadberudec-
KHH KETOaIn103, PECIUPATOPHBIN aJIKano3, OcTeolie-
HUYECKUI CUHIPOM TIPY OCTEOTIEHHH).

* [ToBbiieHue norepu pocdara ¢ MOYON.

V namuenTtoB ¢ runodocdareMueit, 00ycIoBICH-
HOW CHU)KEHUEM MHTECTHHAJIbHOU abcopOimu hocda-
ToB wi internal redistribution, ppakipioHHas peadcop-
ouus docdaroB ¥ MakcuMalibHas TyOyJsipHas peao-
copOuus pocdaTroB HOpMaabHbIE B OTJIHYUE OT
MarueHToB ¢ runodocdaremueii, 00yCI0BICHHOMH 1MO-
BBIILIEHHOH 10Tepeit pochaToB ¢ Mouoi [4—6].

Ha puc. 2. mpencraieH romeoctaTHYecKuid OT-
BeT Ha runodocdaremuto o A. Portale [3].

BceneacrBue moBpexaeHUs MOYEUHON peadcopo-
rH hochaToB BOSHUKAIOT HAPYIICHHSI B BUJIE THITO- 1
runepdocdaremun, paxura, 0OCTEOMANSIINHI, HepoIu-
THa3a, KablupuKamu Tkanei [2-6, 11]. C. A. Wagner
M COaBT. [6] MPUBOAAT reHeTHYECKHe 00JIe3HH, 00yC-
JIOBJICHHBIC MOBPCKIACHUEM ITOYCUYHOTO TPaHCIIOPTa
docdaTo (Tadm. 3).

Juarnocrrka HapyuieHuid gpocharHoro romeocra-
3a npu runodocdaTeMUuecKoM paxure y JeTei:

1. Paxutnyeckre MU3MEHEHHS KOCTEH CKeJleTa C
0-00pa3Hoi 1edopMaliiel HIKHUX KOHSYHOCTEH, HU3-
KWH POCT, HEyBEpEHHas1, yTHHAS [TOXO0JIKa, OOJIN B KOC-

TSX, PE3UCTEHTHOCTb K CTaHJIAPTHBIM J103aM BUTa-
muHa D. JlaHHBIE OLIEHKH OPTONEINYEeCcKOro cTaryca,
PEHTI€HOJIOTHUECKOTO MCCIeIOBaHHUs KOCTEH U JeH-
CUTOMETpPHHU.

2. 'mnodocdaremust 0,6-0,9 mmons/n (Hopma
0,97-1,8 mmob/i).

3. IloBblienue menoyHoi pocdaTasbl B CbIBOPOT-
K€ KPOBH.

4. T'unepdocdarypus.

5. CHmxenue TyOyIsipHO# peadbcopOrimu Gocdaros.

6. CHIDKEHHEe MaKCHMaJIbHOU peabcopOrmu doc-
¢aros.

7. DKcKpeuusi KalbLusl C MOUYOW HE TPEBBIIIAET
1-5 wmr/kr/cyT.

8. I'unepkanbuuypus 6onee 5 Mr/kr/cyT (mpu Ha-
CJIEeACTBEHHOM TUNodochaTeMHUUeCKOM paxuTe ¢
KalbLypHeH).

9. Kanpuuii/kpeaTHHUHOBBII MH/IEKC — HOPMaJlb-
HBIH, TIOBBILIECH MPU HACIEICTBEHHOM Tunogocdare-
MHUYECKOM paxuTe ¢ KaJbLUypUEH.

A. Sharma u coasr. [11] npuBOAAT XapakTepHble
OMOXMMHUYECKHE W3MEHEHHS y MalMeHTOB ¢ HACIea-
cTBEeHHBbIM runodocharemuueckum paxuroM. Kak
BUJTHO U3 Ta0J1. 4, OMOXMMHUYECKUE U3MEHEHHS, OITUCHI-
BaeMbIe paHee B JUTeparype u npuseneHHsie A. Sharma
U coaBT. [11], HOCAT HEoAHA3HAYHBIN XapakTep. ITO
MOXHO OOBSICHUTH TEM, YTO B pe3yJbTaTe MOJIEKY-
JSIPHO-TEHETUYECKUX HCCIIEeI0BAaHUI YyCTaHOBIICHBI
KOHKPETHbIE reHeTH4YecKre Je(eKThl 1 T0KazaHa K-
HHUKO-T€HETHYECKast FeTepOreHHOCTh runogocaremMu-
YEeCKOro paxura y JAeTeu.

I'unogocdaremuyecknii paxur ¢ ¢ocharypu-
eil y nereil

X-cyennennvii cunogocghamemuueckuii pa-
xum, X-linked Hypophosphatemia, X-linked
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Hypophosphathemic Rickets (OMIM 307800) o0yc-
sosiieH MmyTtauusmu resa PHEX, kaptupoBaHHOro Ha
X-xpomocome Xp22.2-Xp22.1, kogupyromiero ¢oc-
¢arperymupyroniyto sujonentuaasy [6, 11, 15]. X-
CLIETUICHHBIH TUTIOQOoCchaTEMUUECKUI paXUT — HACTIE -
CTBeHHOE HapyueHue ¢ochaTHOrO romMmeocrasa, xa-
PAaKTEpU3YIOILEECs HUZKOPOCIOCTBI, PAXUTOM,

(no C. A. Wagne n coaBrT.[6])

ocTeoMaisiueit, runogpocdaremMueii, HapyIeHHOH pe-
abcopOuumeli ¢ocdarop u yruerenueM 1 anbga-ruj-
pokcunnposanus 25(OH) Butamuna D, [6, 11, 13, 15].
CkopocTb KiyOOUKOBOH (QUIBTPALUU 1O KIUPEHCY
9H/IOTEHHOI'0 KpeaTMHUHA ¥ KUCIIOTHO-OCHOBHOE CO-
crostnue (KOC) kpoBM y MallMeHTOB HE HAapyILIEHBI.
J. Rodriques-Soriano [14] ormeuaer, uto rnpu X-crern-

Tabnuua 3

FeHbl 3a0051€BaHMiA, BbI3bIBAIOLLMX HAPYLLUEHUSI MO4YEe4YHOro TpaHcnopTta pocdaTos

leH Xpomocoma/ HasBaHune 6one3Hun CuMnTOMBI HacnepcTteeH- | TkaHeBoe pacnpe-
OMIM HOCTb neneHune 6enka
SLC34A1 5q35 Mnodocdaremus, yponutmnas, | AD mnnm AR Moykn (npokcu-
(NaPi-lla) ocTeonopos? MaJibHble KaHallb-
Lbl), MO3r
SLC34A3 | 9934 HacnepctBeHHbIV runo- | Tmnodocdaremus,runepdoc- | AR Moykn (npokcu-
(NaPi-lic) | OMIM dochaTemunyecknin pa- | patypusa,rmnepkanbunypus, MaJibHble KaHallb-
24 1530 XUT C runepkanbupypren | paxmT,HOPMasbHbI U CHU- Lbl)
(HHRH) XeHHbI1,25-(0H)2D3
PHEX Xp22.2-p22.1 X- cuenneHHbln runo-| M’mnepdocdatypus,rmnodo- | X-cuenneHHoli Bornbluei 4acTbio B
OMIM dochaTemumyecknii pa- | daremms, paxmT, octeomMmans- KOCTU
307800 xnT (XLH) UMs, HopMasbHbI BUTAMUH D,
Bblcokunii FGF23
FGF23 12pl3.3 AyTOCOMHO-A0OMUHAHT- | Tunepdocdartypusa, runodoc- | AYyTOCOMHO-A0-
OMIM Hblh rnnodocdartemu- | paTtemmns, paxmt/ocTeoMansi- | MUHAHTHbIN
193 100 yeckuin paxut (ADHR) | uma.HopmanbHbin BUTamuH D,
OMIM CeMmeliHblin onyxonesow | Bbicokuin FGF23
211900 kanbumHos (FTC) — Ty-
MOp MHAYUUPOBaHHAsS
ocTeomansiuuns (TIO)
GALNT3 2024-931 CewmeliHblli onyxoneBoli | [unepdocdaremus, retepoto- | A-R Mopxenypo4dHas
OMIM 2 11 900 HedpokanbunHo3 (FTC) | nuueckoe okocTeHeHue xenesa, anyku
GNASH1 20ql3.2 dunbposHana gucnnasus | Mlmnepdocdartypus, nosbiwe- | A-D [MoBcemecTHO
OMIM Fibrous dysplasia| Hne FGF-23, YPOBHMU, | MO3anum3m BCTpeyalroLwmncs
174800 (McCune-Albright| polyostotic pnbposHasa gucn-
syndrome) nasus, nurmeTaums, TMPeoToK-
CUKO3
sFRP4 7pl4-pl3 Tymop vHayumpoBaHHas | Tmnopocdaremmns, runepdoc- | CNOHTAHHbIN Onyxonb, KOcTn
OMIM 606570 ocTeomanauus daTypusi, ocTeomanaums ?
FGF7 15ql5-g21.1 Tymop nHayumpoBaHHas | fTmnopocharemmns, runepdoc- | CNOHTAHHbIN Tymop
OMIM 148180 octeomansiums (TIO) datypus, octeomansauns ?
MEPE 4921.1 Tymop nHaoyumpoBaHHas | funodocdartemus, runepdoc- | ? Tymop, KocTn
OMIM 605912 octeomansiums (TIO) daTypusi, ocTeomanaums CMOHTaHHbIN
FGFR1 OMIM Osteoglophonic gucn- | FTunodocdatemus, runepdoc- | AyTocoMHO-A0- | Moukn, KocTu
166250 nasus daTypusi, ocTeomanaumakpa- | MUHaHTHbIN
HMOCMHOCTO3 ?
DMP1 4921 AyTOCOMHO-peueccuB- | Tunodocodaremus, runepdoc- | AytocomHo-pe- | Movkn, cepaue,
OMIM Hbll rmnodocdatemu- | patypus, ocTeomanaums LLECCUBHbIN KOCTU
241520 yeckuit paxut (ARHR)
AyTOCOMHO-peLeccus-
Has runogocparemus
(ARHP)
? OMIM fmnodocdatemunyeckas | N’mnodpocdartemus, 3agepxka | A-D?
146350 6onesHb kocTel (HBD) | pocTa, BapycHas aedopmaums

HUXHUX KOHEYHOCTEN, Hepaxu-
TUYEeCKNe N3MEHEeHUs KOCTel,
noyeyHasa notepsa dpocdartos
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Tabnuua 4

Buoxnmmnyeckue usameHeHust UreHeTnyeckue aedeKTbl Npu passinyHbiX HacNeACTBEHHbIX
runodpocdaremmyecknx HapyweHusax (SharmaA. ncoasr. [11])

M'vnodocdatemunueckmin paxut | FGF-23 TRPor|1250H)D Mapat- Kanbunin | Kanbuuin | Mytauuns
TmP/GFR rOPMOH CbIBOPOTKM | MO4U reHa

X-cuenneHHbii runodocdarte- | MosbiweH/ He- | CHuxeHa | CHuxeH/He | Hopma/no- | Hopma Hopma PHEX

Muyecknin paxut (XLH) COOT. HOpMe COOTB. HOpMa BblLLEH

AYyTOCOMHO-AOMUHAHTHbIN rn- | MoBbiweH / He | CHuxeHa | CHuxeH/ He | Hopma Hopma Hopma FGF23

nodochdareMmnyeckmin paxumT | COOTB. HOpPME COOTB. HOpMa

(ADHR)

AyTOCOMHO-peLecCuBHbIN rn- | MoBbiweH / He | CHuxeHa | CHuxeH/ He | Hopma Hopma Hopma DMP1

nodpocharemMmnyecknui paxumT | COOTB. HOpME COOTB. HOpMa

(ARHR)

HacnencteeHHbln runodocda- | CHuxeH/Hopma | CHuxeHa | Boicokuia CHUXeH Hopma Boeicoknii | NPT2¢

TEeMUYECKUIn paxmTt C rmnep-

Kkansunypuen (HHRH)

JeHHOM TunodochaTeMUIecKoM paxuTe BO3MOXKHO
pa3BUTHE BTOPUYHOTO JTUCTAIBHOTO MOYEYHOIO Ka-
HanblieBOTO anupo3a | Tuma. Mbl oTMeuyanu caBur
KOC B cropony anu103a y naieHTOB, HE MOIy4aro-
mux tepanuu, ¢ HopManuzauueit KOC B pesynbrare
Ha3HaueHus: GocarHoro Oydepa U aKTUBHBIX MeETa-
OonutoB BuTamuna D..

M.Zivicnjak 1 coasr. [13] npeacTaBunm pesyibsTarhl
OLICHKH JUTHBI TEJa, POCTa CUISL, AJIMHBI PYK U HOT'y 76
JIeTeH, MoyJalolux jJeuenue GocharaMi U KalblUT-
prosioM. ABTOPBI HE BBISIBUJIM CBSI3H MEXKAY POCTOM
HOTH M TYJIOBHUILA Y TTALIMEHTOB B TEUEHHUE MperyoepTar-
HOTO Mepro/ia, OTMETHB XapaKTePHYIO sl X-ClLeMIeH-
HoU runodochaTeMun TUCIIPOIIOPIIUIO MEXKTY JUTUHON
tynosuita U Horu [13]. MccnenoBanus M.G. Seikaly,
M. Baum (1997) nokazanu, 4to y aetel ¢ X-CUerJieH-
HoOM runoocaremuert HU3KUA pocT He 00YCIIOBIIEH Je-
(heKTOM CeKpel COMaTOTPOIHOro ropMoHa [13].

Aymocomno-0oMuHanmuulil 2unogochamemu-
yecKkull paxum, Autosomal Dominant
Hypophosphathemic Rickets (OMIM 193100) —
o0ycoiieH gedekroM TpaHcnopta GocgaroB B mpo-
KCUMaJIbHBIX KaHaJIblax mouek, (ocharypueid u ru-
noochareMrUuecKM paxXUTOM, aCCOLUUPOBAHHBIM C
HOPMAJIbHBIM MJIM CHUKEHHBIM ypoBHeM 1,25(0H),D,,
HOPMaJIbHBIM YPOBHEM LIMPKYJIUPYIOIIET0 B KPOBH Ia-
parropmona [6,11,16]. Myrauunu B rene FGF-23, kap-
TUPOBAaHHOM Ha Xpomocome 12p13.3, BbI3bIBAIOT Ha-
pYLICHUs IOYEYHON KaHaJIbIIeBOl peabcopOiuu doc-
¢datoB u runepdocdarypuro, CHIIKEHUE KUIICUHOU
abcop6umu gocdaros [6, 11, 16, 17]. Y B3pocibIx na-
UEHTOB runodochaTeMUIeCKul paxuT XapaKTepu3y-
ercs octeoMalsluent [6].

Hacneocmeennwiii ecunogocphamemuveckuii
paxum ¢ eunepkaivyuypuetl, Hereditary
Hypophosphatemic Rickets with hypercalciuria
(OMIM 241530) ¢ ayTOCOMHO-PEIIECCUBHBIM TUIIOM

Hacse/0BaHus 00ycioBieH MyTanusimMu rena SLC34A3,
KapTUPOBAaHHOI'0 Ha XpoMocoMme 9q34, KoAupyIoLIero
NaPi-llc korpancnoprep [6, 11, 18, 19]. Hacneactsen-
HBIH runodochaTeMUuecKuil paxuT ¢ TUNepKaIbIny-
pueii xapaktepu3syercs runepdocdaTypueid, runepkab-
uypuelt, runogocdareMueii, MoBbILIEHHEM CHIBOPOTOY-
HOM KoHUeTpauuu kaiasuutrpuona (1,25(0OH)2D3,
CHM)KEHUEM IMPKYJIMPYIOUIEro B KPOBU MapaTUPEOr/I-
HOTO TOPMOHA, TOBBILIIEHHEM WHTECTHHAIILHOW abcop-
OLMM KaJbLIMSI U HAPACTAHWEM SKCKPELMH KaJbLUS C
MOYOH (TUnepKajIbLuypHeit), paxuToM, OCTEOMAIISLH-
eii [0, 11,20-22].

Aymocomno-peyeccusnviii eunogochamemu-
yeckuli paxum (6e3 Kaivyuypuu), aymocomHo-pe-
yeccugnas euunogocpamemus, Autosomal-
Recessive Hypophosphatemic Rickets, Autosomal -
Recessive Hypophosphathemic Rickets (OMIM
241520). AyToCOMHO-pelecCHBHBIN runodocdareMu-
YecKuil paxuT o0ycioBieH myTanusiMmu rena DMPI,
KapTUPOBAHHOTO Ha XpoMocoMme 4q21, Koaupyloriero
DMP1 npoteut [6, 11]. Dentin matrix proteinl (DMP1)
SIBTISIETCS CTIeM()UUECKUM KOCTHBIM POTEHMHOM, y4a-
CTBYIOUIMM B PETYIISIIIMHU TPaHCKpUnuu Hemuddepen-
LMPOBaHHBIX ocTeobnacToB [11]. AytocomHo-penec-
cuBHas runodocdaTemMust XapakTepu3yeTcs CHUKEHH-
eM peabcopbuuu pocdhaToB B NPOKCUMATbHBIX
KaHaIblax, npossisieTcs: runepdochaTypueid, rumo-
(docdaremuiei, CHUKSHHOM HIT HOPMAJIbHOM KOHIICH-
Tpauueil kaasuurpuona (1,25(0H)2D3, nopMaibHbI-
MU MOKa3aTesisIMH [IUPKYJIUPYIOLIEro B KPOBU Mapar-
ropmoHa [6, 11]. 'unepkanbuuypuu y ManyMeHToOB ¢
ayTOCOMHO-PElleCCUBHOM Tunopocharemueii He BbI-
SIBJISIFOT.

Tunogocghamemuueckas 6one3nv Kocmu unu
eunogochamemuueckas  kKocmuas — O0Ne3Hb,
Hypophosphatemic bone disease (OMIM 146350).
lunodocdaremuueckas 6oe3Hb KOCTEH XapaKTepH-
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3yeTcsl 3aJIepKKON pocTa, BapycHO# aedopmarueit
HIDKHUX KOHEYHOCTEH, HepaXUTHUECKUMU U3MEHEHH-
SAMHU KOCTeW, peHajbHOl pocdarypueit [6, 11, 16].
[Mpeanonaraercs, 4ro runodocdareMuueckasi KocT-
Has 00JIe3Hb CBSI3aHa C aljlebHBIMU BapUaHTaMH r'eHa
FGF-23 umu npyrux daxropos FGF [6, 11, 16]. Knunu-
YecKue MposBiIeHUs 00JIe3HU XapaKTEepU3YIOTCs HEBbI-
PaXKEHHBIMH 3aJIEPKKON POCTa ¥ UCKPUBICHHEM HUXK-
HUX KOHEYHOCTeH, runodocdaremueii u runepdocda-
Typuel. Y poauTenei KIIMHUYECKUX ITPU3HAKOB paxuTa
HE OTMEYalOT, HO MHOT/IA BBISBIISIIOT MO OChaTeMHIo
[11]. Hegppornumuaz u ocmeonopos, accoyuuposan-
Hule ¢ eunogocpamemueti, Hypophosphatemia and
Urolitiasis. T'nnodocdaremus, HepoypoauTHas u oc-
TEONOpPO3 C ayTOCOMHO-PELIECCHBHBIM WU ayTOCOM-
HO-JIOMUHAHTHBIM THUIIOM HacleJ0BaHUsI SIBISIOTCS
pesyasraroM myTaiuu rea SLC34A1, kaptupoBaH-
HOTO Ha XpoMocoMme 5 35, KOAUPYIOIIEro KOTpaHC-
noptep NaPi-tuna Ila [6].

Tymop unoyyuposannas ocmeomanayus, Tumor
induced osteomalacia (OMIM 605912). Myranuu B
rene MEPE, kaptupoBanHom Ha xpomocome 4q21.1,
00yCNaBIMBalOT Pa3BUTHE OMYXOJb-UH Y IUPOBAHHOM
¢docdatypuu, runodocdaremMun, ocreomananyu [6, 23,
24].

«Osteoglophonicy oucnnasus, osteoglophonic
dysplasia (OMIM 166250) oOycioBlieHa MyTaIUsIMA
petieniropa (akropa pocra pudpodiacrosl-FGFR1 [6,
26]. Ponb peuentopa FGFR1 B perynsuu noyeqHoro
TpaHcnopta (ocharoB MOTHOCTBIO HE M3ydyeHa. Y Ta-
[MEHTOB BBISABJIAIOT BBIpOKEHHYIO TUModocharemuto
1 runepgochaTyprio, OCTEOMAISIHIO, KPAaHHOCHHOCTO3,
BBICOKHH ypoBeHb B kposu 1,25(0OH),D, [6, 26].

IIpocnos. @yHKLUS MOYEK Y JETEH U B3POCIbIX
MalMeHTOB He HapyleHa. Bo3Hukaromas cratoauHa-
MHUYecKasi HeJOCTaATOYHOCTh HM)KHUX KOHEUHOCTEH
orpaHu4MBacT (U3NUECKre BO3MOXKHOCTH MAllMEeHTOB
C HaCJIeICTBEHHBIM rUnodochaTeMUuecKM PaxuToM.

Jlevenue eunogpocpamemuueckozo paxuma c
docpamypueil

Tepanus ¢ochamamu u xarvyumpuonom. Ila-
UEHTHI (B3pocIble U AeTH) ¢ runodocdaTeMuuecKum
pPaxuToOM HYXKJAIOTCS B MOXM3HEHHOW Tepanuu Impe-
napatamMu ¢Gochopa U aKTUBHBIMH METa0OJIHTaAMU
ButamuHa D [13, 26-29]. JleTsim ¢ runodocharemu-
YEeCKUM paxuToM U (ocdarypueit ¢ paHHEro Bo3pac-
Ta MokaszaHa Tepanusi pocdaraMyu U aKTUBHBIMH Me-
tabonutamu Butamuna D. IIpenapatst pocdopa: doc-
datubit 0ydep, Reducto Spezial. AxTupHBIC
MeTabonuThl BUTaMuHa D: okcuaeBuT (10-OKCHUBH-
tamut D) — 0,5-2,0 mxr/cyT, kanpuumuon (1o-rua-
pokcusutamut D,) 1,0—1,5 Mxr/cyT, kanbuurpuon 1,25
ruppokcuButamut D, pokansrpon 0,25-0,5 MKr/cyT.
Tepanusi KaIbLUTPUOJIOM JaeT HaWIyqlHuid >QQexTt
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npu runodocareMuIeckoM paxuTe y JeTe.

Pexombunanmuwiii 2copmon pocma uenosexa.
M.G. Seikaly, M. Baum (1997) nokazanu s3¢ppexTus-
HOCTb TE€panuu peKOMOMHAHTHBIM TOPMOHOM POCTa y
nereit ¢ runodocdaremudeckum paxutom [30]. Co-
MaTOTPOIHBI TOPMOH 00JaJaeT CTUMYIHPYIOIINM
3¢ PeKTOM B OTHOLICHUH XOHJIPOLUTOB U OcTeobac-
TOB, OIIOCPEIOBAHHO MOBBIIIACT PEHATBHYIO TYOYIISIp-
HY0 peabcopO1uIo U ypoBeHb (ochaToB B KPOBHU.

Xupypeuueckoe opmoneduueckoe neyenue na-
LUEHTOB ¢ (ocdar-11adeToM MOJIHOCThIO HE yCTpa-
HSeT Je(opMalMi0 HUKHUX KOHEYHOCTEH, mpuiemM
MaIMEHThl NEPEHOCAT HECKOJIBKO OPTONMEINYEeCKHX
onepanuii (ot 5 o 15).

Hepewennvie npobnemer eunogocghamemuvec-
K020 paxuma y Oemell

CrnenyeT OTMETUTh, YTO MAlUEHTaM C Haclel-
CTBEHHBIM THNO(POCHATEMHICCKIM PaxXUTOM B JETC-
KOM BO3pacTe HepeIKo MPOBOIATCS omnepaunuu 0e3
oOcieoBanusl y He(hposiora 1 yCTaHOBJICHUS TUarHO-
3a. B ciyuasix OTCYTCTBUSI a1eKBaTHOM KOHCEPBATUB-
HOU Tepanuu npenaparamu ¢ochopa U aKTUBHBIMH
MetaboiuTaMu BUTaMuHa D 1mocie oproneanyeckoi
ofiepaluy y IeTei mporpeccupyroT aAehopMaruu H1x-
HHUX KOHEUHOCTEH M CTAaTOIMHAMUYECKAsi HeJI0CTaTO4-
HOCTb. /[0 CHX MOp HEeT yOeIUTEeNIbHBIX IAHHBIX O TOM,
4TO ONepalys, HEPeIKo MPOBOIUMAst JIETSIM C THIIO-
dochareMuyeckuM paxuToOM B PaHHEM M JIOIIKOJIb-
HOM BO3pacTe A0 Ha3HaueHHs Tepanuu ¢GochaTHbIM
OydepoM U KalnbLUTPUOJIOM, siBisieTcs 3 dhekTHBHOM.
[MpobGnemy nporHo3a runodochareMUueckoro paxu-
Ta peliaeT Tepanus mnpenaparamu Gocdopa U Kaib-
LUTPHOIIA, KOTOPasi AOJDKHA MPOBOAUTHLCS y JIETel ¢
paHHero Bo3pacTta noxuzHeHHo. [Ipu noctosiHHOM J1e-
YEHHH MaI[MEHTOB C TUTo(ochaTeMUIECKUM PaXUTOM
npenapatamu Gocdopa U aKTUBHBIMH MeTabOIHTa-
MU BUTaMUHa D 00s13aTeIbHO MPOBEACHUE KOHTPOJIS
kanbius, pocdopa, 25(OH),D u 1,25(0OH),D,, uup-
KyJIupyromero naparropmona B kposu, KOC, cytou-
HOM 3Kckpeuun ¢pocharoB U Kanblus ¢ Mo4oi. Cepb-
€3HOW Tpo0IIeMOi JIIsl 0OecTieueH s aJIeKBaTHON Te-
panuu mpenapataMu Qocdopa SBISETCS OTCYTCTBHE
B antekax (ocarnoro Oydepa U COBPEMEHHOTO Ipe-
napara «Reducto Spezial». Bo3amoxHo, 4To ¢ yueTom
MOJIEKYJISIPHO-TEHETHYECKUX MCCIICA0BaHU B Oyy-
meM OyayT MpeAsioKEeHbl HOBBIE PEILICHUs] POOIEMBbI
Tepanuu runodocaTeMuuecKoro paxura y JeTei.

BUBJINOTrPADUYECKNI CMNCOK

1. HaTtouuH OB. KnuHuyeckas ¢ousmonorms noyek y ne-
Teln. B: ManasH AB, CaeeHnkoa HJ, pen. KnuHunyeckasi Hegpo-
norust getckoro Bo3pacta. Jleswa. CaHkT-lMeTepbypr, Cl16.,
2008; 19-56

2. Bastepe M, Jupper H. Inherited hypophosphatemic
disorders in children and the evolving mechanisms of



ISSN 1561-6274. Hedponorusi. 2011. Tom 15. Ne4.

phosphate regulation. Rev Endocr Metabol Disord 2008 9:171-
180

3. Portale A, Perwad F. Homeostasis calcium and
phosphorus. In Avner E, Harmon W, Niauted P, Yoshikama N,
eds. Pediatric Nephrology. Springer, 2009, Vol 1; 205-265

4. Bianchetti M Bettinelli A. Differential diagnosis and
management of fluid, electrolyte, and acid — base disorders. In
Geary DF, Schaefer F, eds. Comprehensive Pediatric Nephrology.
MOSBY, 2008; 395-431

5. Popovtzen M. Disorders of calcium, phosporus, vitamin
D and paratireoid hormone activity. In Schrier RW, ed. Renal and
Electrolite  Disorders. Wolters Kluwer. Lippincoot
Williams.Wilkins, 2010; 166-228

6. Wagner CA, Hernando N, Forster IC et al. Genetic defects
in renal phosphate handing. In Lifton RP, Gibisch GH, Somlo S,
Seldin DW, eds. Genetic Diseases of the Kidney. 2009; 715-734

7. Brodehl J. Assesstment and interpretation of the tubular
threshold for phosphate in infantsand children. Pediatr Nephrol
1994; 8: 645

8. Bai X, Miao D, Li J, Goltzman D, Karaplis AC. Transgenic
mice overexpressing human fibroblast growth factor 23 (R176Q)
delineate a putative role for parathyroid hormone in renal
phosphate wasting disorders. Endocrinology 2004; 145: 5269-
5279

9. Bacconi A, Virkki LV, Biber J, Murer H, Forster LC.
Renouncing electroneutrality is not free of charge: switching on
electro-genicity in a Na*-coupled phosphate cotransporter. Proc
Natl Acad Sci USA 2005; 102: 12606-12611

10. Bachmann S, Schlichting U, Geist B et al. Kidney-
specific inactivation of the megalin gene impairs trafficking of
renal inorganic sodium phosphate cotransporter (NaPi-lla). J
Am Soc Nephrol 2004; 15: 892-900

11. Sharma A, Thakker R, Jupnerr H. Genetic disorders of
calcium and phosphate homeostasis. In Avner E, Harmon W,
Niauted P, Yoshikama N, eds. Pediatric Nephrology. Springer,
2009, Vol 1; 267-305

12. Berndt T, Berndt TJ, Bielesz B et al. Secreted frizzled-
related protein-4 reduces sodium-phosphate co-transporter
abundance and activity in proximal tubule cells. Pflugers Arch
2006; 451: 579-587

18. Zivicnjak M, Schnabel D, Billing H et al Age -related
stature and linear body segments in children with X-linked
hypophosphatemic rickets. Pediatr Nephrol 2011; 26: 223-231

14. Rodriges-Soriano J. Renal tubular acidosis: the clinical
etity. J Am Soc Nephrol 2002 ; 13: 2160-2170

15. Seikaly MG, Baum M. Stimulation of growth hormone
secretion in children with X-linked hypophosphatemia. Pediatr
Nephrol 1995; 9: 751 — 752

16. Consortium Consortium ADHR: Autosomal dominant
hypophosphatemic rickets is associated with mutations in
FGF23. Nature Genet 2000; 26: 345-348

17. Econs MJ, McEnery PT, Lennon F, Speer MC. Autosomal
dominant hypophosphatemic rickets is linked to chromosome
12p13. J Clin Invest 1997; 100: 2653-2657

18. Bergwitz C, Roslin N, Tieder M et al. SLC 34A3 mutations
in patients with hereditary hypophosphatemic rickets with
hypercalciuria predict a key role for the sodium-phosphate
cotransporter NaP(i) in maintaining phosphate homeostasis.
Am J Hum Genet 2006; 78: 179-192

19.Lorenz-Depiereux B, Benet-Pages A, Eckstein G et al.:
Hereditary hypophosphatemic rickets with hypercalciuria is
caused by mutations in the sodium-phosphate cotransporter
gene SLC34A3. Am J Hum Genet 2006; 78: 193-201

20. Tieder M, Modai D, Samuel R et al . Hereditary
hypophosphatemic rickets with hypercalciuria: N Engl J Med
1985;312: 611-617

21. Sermet-Gaudelus |, Garabedian M, Dechaux M et al.
Hereditary hypophosphatemic rickets with hypercalciuria:
report of new kindred. Nephron 2001; 88: 83-86

22. Tieder M, Arie R, Bab | et al. A new kindred with
hereditary hypophosphatemic rickets with hypercalciuria
implications for correct diagnosis and treatment. Nephron 1992;
62: 176-181

23. Rowe PS, de Zoysa PA, Dong R et al. MEPE, a new gene
expressed in bone marrow and tumors causing osteomalacia.
Genomics 2000; 67: 54-68

24. Rowe PS, Kumagai Y, Gutierrez G et al. MEPE has
properties of an osteoblastic phosphatonin and minhibin. Bone
2004; 34: 303-319

25. White KE, Cabral JM, Davis Sl et al. Mutations that
cause osteoglophonic dysplasia define novel roles for FGFR1
in bone elongation. Am J Hum Genet 2005; 76: 361-367

26. Rasmussen H, Pecher M, Anast C et al. Long-term
treatment of familial hypophophatemic rickets with oral
phosphate and 1-alpha —hydroxivitamin D,. J Pediatr 1981; 99:
16-25

27. HoBukoB MMB. Paxut 1 HacneCcTBEHHbIE PaxmuTornoaoo-
Hble 3aboneBaHuns y aetei. Mocksa-Tpuaga-X, 2006; 194-223

28. CaeHkoBa HJ, ManaaH AB, JleBmnawsunu XI. 'vno-
docharemunyeckmin paxut. B Tybynonatum B npaktuke neamv-
arpa. PykoBoacTBo ans Bpaydei. «Jleswa. CaHkT-lNeTepbypr»,
Chne., 2006: 33-40

29. CaseHkoBa HZ, ManasH AB, Jlesmawsunum XI, Mycaesa
AB. 'mnodocdaTtemumyeckmin paxut — pocdat-agnabet. B Kau-
Hu4yeckas Hegpponorvs geTckoro Bo3pacrta. «Jleswa. CaHkT-
MeTtepbypr», Cl16., 2008; 204-207

30. Seikaly MG, Brown R, Baum M. The effect of
recombinant human growth hormone in children with X-linked
hypophosphatemia. Pediatrics 1997; 100: 879-884

IMocrynuna B penakuuto 13.10.2011 .
[Tpunsrta B mevars 18.11.2011 r.

69





