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PEDEPAT

HacnencTteeHHbIl runodochareMmnyecknini paxmt ¢ runepkanbumypmen — ayTocOMHO-peLLecCUBHOe 3abonesaHme, natore-
HETMYECKOW OCHOBOW KOTOPOro ABASIETCA HapylleHne peabcopbumm pocdopa B NPOKCMManbHOM OTaene HedpoHa ¢ no-
cnegywmm passutuem runodocdaremMum, rmnepkanbLMypumn, NOBLILLEHNEM YPOBHS KaNbLUUTPMONA, CHUXEHNEM YPOBHS
napaTMpeonaHOro ropMoHa, OCTeONOPO30M U KOCTHbIMKU aedopmaumamm. 3abonesaHne oTHOCUTCA K rpynne runodocda-
TEMUYECKUX paxmToB, 0OycnoBneHo MmyTaumen B reHe SLC34A3, koompyrowmm HaTpuii-pochopHkIi ko-TpaHcrnopTep NaPi-
lic, oTBETCTBEHHbI 3a peabcopbumio pocdopa B NpoKcHMmanbHOM oTaene HedgpoHa. B gaHHoM cTaTbe Mbl IPUBOAUM KIIMHN-
yeckoe HabnoaeHNe 3a PEOEHKOM C HEKJTACCUYECKMMW NPOSBAEHNSIMU HACNEeACTBEHHOIO rmnopocdareMmMyeckoro paxmra
C runepkanbLmypuen. HenocTosiHHbIN xapakTep runodocdareMmnn, HoOpMasbHbIE 3HAYEHUS MAaKCUMabHOro TyOynsipHOro
TpaHcnopTa pocdopa, OTCYTCTBUE NOBLILLEHUS CbIBOPOTOYHOM KOHLIEHTPALMW KanbLUTPNONA, PAXUTUHECKNX N3MEHEHNI 1
HapyLUEHNSI MUHEepPasbHOM MNIOTHOCTU KOCTHOM TKaHW B TEYEHME AJINTENBHOIO Nepuoaa HabnioaeH s He MO3BONANN KIIMHUYe-
CKN naeHTMGMUMpOBaTh y pebeHka OAMH U3 BapMaHTOB runodocdareMmyeckoro paxmra. JuarHo3 Obi1 noaTBepXKaeH 6naro-
[aps pesynbraTtam NosIHOrO CEKBEHNPOBAHMSI 9K30Ma — BbISIBIEHA PaHee HeoNMCaHHast KOMMNAyHA-reTepo3nroTHas MyTaums
c.1382G>A (p.Trp461Ter) B 13-m 9k30He 1 ¢.1094-3C>T B 10-M nHTpOHe reHa SLC34A3. Bepudunkaumsa oyarHosa no3sonmna
nepecMOTPETb NOAXOAbI K TEPanun: NPy HaCNeACTBEHHOM rmnodocdareMmnyeckomM paxmte PEKOMeHAYETCH NCMNOIb30BaHMe
TOJIbKO npenapaTos pocdopa, a HazHaveHne npenapaTos BuTamuHa D npoTMBONOKa3aHO B CBA3M C €ro NOBbILLIEHHOM 9HAO-
reHHOW NPOoAyKUUEN.

KntoueBblie cnoea: runodochareMmieckunin paxuT, runepkanbumypusi, HedpokaibLMHO3

ABSTRACT

Hereditary hypophosphatemic rickets with hypercalciuria is a very rare autosomal recessive disease, pathogenic base of which
is phosphorus reabsorption disorder in proximal nephron with following development of hypophsphatemia, hypercalciuria cal-
citriol level increase, decrease of parathyroid hormone, osteopenia and bony deformity. This disease refers to hypophos-
phatemic rickets, due to mutations in the SLC34A3 gene that encodes the sodium-phosphate cotransporter NaPi-llc, which
is responsible for phosphorus reabsorption in the proximal nephron. In this article, we present a clinical observation for a child
with atypical manifestations of hereditary hypophosphatemic rickets with hypercalciuria. The clinical examination showed non
constant hypophosphatemia, normal values of maximum tubular phosphate transport, absence of calcitriol serum concen-
trations increase, rachitic changes and bone mineral disorders during a long period of observation. It didn’t allow clinically to
identify one of the variants of hypophosphatemic rickets in a child. The diagnosis was confirmed by the results of complete
exome sequencing which revealed previously undescribed compound heterozygous mutation ¢.1382G> A (p.Trp461Ter) in
exon 13 and p.1094-3C> T in intron 10 of the SLC34A3 gene. A correct diagnosis allowed us to reconsider the approaches of
the treatment: in hereditary rickets recommended only phosphorus supplementation and prescription of vitamin D due to its
increased endogenous production.
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HacnenctBennsiii runodocareMiuueckuii paxuT
¢ runepkansuuypueit (OMIM 241530) — ynbTpa-
pelkoe ayToOCOMHO-peliecCHBHOE 3aboneBanue, 00y-
CJIOBJICHHOE HapylieHueM peabcopoumu (docdopa
B MPOKCHUMAJBHOM OTJeNie He(hpOoHaA, YTO MPHUBOTUT
K runodocdareMuy, MOBHIIICHAIO YPOBHS KaJbIIU-
TpHOJIA, TUTICPKATBLUYPHHU, OCTEOTIOPO3Y M KOCTHBIM
nedopMariysiM.

Brnepseie nanHoe 3abonieBaHne ObUIO OMHUCAHO B
1985 romy M. Tieder u coaBr. y 6 mpeacraBuTenci
OIM3KOPOACTBEHHOTO OEAYHHCKOTO TUIEMEHH, Y KOTO-
PBIX UMEJIH MECTO BBIPaYKCHHBIE KOCTHBIC JieopMa-
WU U TUnepkaisimnypus [1, 2].

PacnipocTpaHeHHOCTh  HACIIEICTBEHHOTO THUIIO-
dochareMuyeckoro paxura € THICPKAIbIIMYpUCH
coctaniseT meree 1 cmydas Ha 1 000 000 merckoro
HaceneHnuss (www.orpha.net). B Hacrosiiiee Bpems
B JIUTEpaType ONMUCcaHo MeHee 50 KIMHMYECKUX Ha-
OJIFOJICHMI 3a MalMEHTaMH C JJAaHHOW TaTojiorueit [3].
OnHako, yYUTHIBas TeTEPOTCHHOCTHh KIMHUYECCKOM
CHUMIITOMATHKH, YTO MOXKET TMPUBOIUTH K THITOJIHAT-
HOCTHKE, HE WCKIIIOYAeTCsl Ooiee BBICOKAsl pacipo-
CTpaHEHHOCTH 3a001eBanus [4].

HacnenctBennsiii  runodocdaremuueckuii  pa-
XUT C THUIepKaJIblnypuei oOyCJIOBICH MyTaluen
B reHe SLC3443 (OMIM 609826), KomupyroImm
Harpuii-pocdopHbiii ko-Tpancroprep NaPi-llc, jo-
KQJIN30BAHHBIN Ha AlMKAIBHON IOBEPXHOCTU IMPOK-
CHUMaJIbHOTO OT/IeNa HepOHA M OTBETCTBEHHBIN 3a
peabcopbiuio pochopa. ['en SLC3443 ObuT KapTH-

[MpokcnmanbHbI KaHanew,

MyTaumsa
B reHe SLC34A3 —»

¥

TSKCeruMﬂ

poBan B 2006 r. C. Bergwitz u COaBT. Ha JUIMHHOM
mwiede 9 xpomocombl B monokenuu 34.3 (9q34.3),
comepxkut 13 sx30HOB [5, 6]. B Hactosmee Bpems
onmcano 38 paznmuunbix MyTtanuii (The Human Gene
Mutation Database URL: http://www.hgmd.cf.ac.uk/
ac/gene.php?gene=SLC34A3). V GoJbIIMHCTBA Ma-
[UCHTOB BBISBIISIOTCSI TOMO3HIOTHBIC M KOMITAyH/I-
reTepo3uroTHpie MyTanuu. OJJHAKO TeTePO3UTOTHEIC
HOocuTenn MyTanuii B rene SLC34A3 Takke MOTYT
UMETh Pa3IHYHYIO KIMHUYECKYIO CHMIITOMATHKY, B
YaCTHOCTH TUTNEPKANBLIUYPHIO, HEHPOKAIBIIUHO3 H/
WJIN yPOJIMTHA3; OCTEONOPO3 ¥ KOCTHBIC Ie(hOopMaIiim
BCTPEUYAIOTCSI 3HAUUTEIHHO peske [3].

[TaToreneTnueckoil OCHOBOM 3a0o0yieBaHUS SBIS-
eTcsl HapyleHue peadcopOuuu hochaToB B MPOKCH-
MaJIbHOM KaHaJblle ¢ pa3BUTHEM runodocdareMun,
KOTOpasi, B CBOIO O4epellb, OCPEACTBOM CTUMYIIH-
pYIOIIEro BIUSHHUSA Ha 10-THAPOKCHIIA3Y TPHBOIUT
K TIOBBIIIEHHOMY CHHTE3y OMOJIOTHYECKH aKTHBHOTO
merabomura Butamuna D — 1,25(0OH),D. Pesynbra-
TOM SIBJISIFOTCSI yBEJIMYEHHWE KHUIIEYHOH aldcopOuuun
KaJIbIMsI U CHUKeHne ypoBHs maparropmona (IT1TT).
VYBelMueHNe HKCKPEIMU KajlblUsg C MOYOW 3a CYEeT
cumwkenHoi [1TI'-3aBucumoit peabcopbumn KanbLuus
B JIUCTAIbHOM OTJesie He(hpoHa 00yClaBIUBaET pas-
BUTHE HE(POKAIBIIMHO3a, ypoiuTHasa (puc. 1) [7, 8].
Ilosbimienne ceiBoporounoro yposus 1,25(OH),D B
COYCTAHHU C TUIEPKAIBIMYPUCH SBISCTCS OTIMYU-
TEJILHOW YepTOl HacleICTBEHHOTo runodocdareMu-
YecKoro paxura [9].

MMnepkansumypust

!

t Abcopbumsa kanbuus
B KULLIEYHUKE

!

41,25 (OH). BuTamu D—> lnapaTl'OpMOH

'Mnodocdaremms

doccopa

Puc. 1. MaToreHes HacneacTBeHHOro runodocdaTeMmyeckoro paxmuta ¢ runepkansupnypueii [7, 8].
NaPi-lla - HaTpuii-pochopHbI Ko-TpaHcnopTep, Tvn lla; NaPi-lic — HaTpuii-hocdopHsbIn ko-TpaHcnopTep, Tunlic, 1,25(0H), ButamuH

D — kanbuutpuron.
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Knuandeckast kapTuHa 3a00J1€BaHUs XapaKTepH-
3yeTcsl HAIMYMEM Pas3iIMYHON CTENeHH BBIPaKEHHO-
CTH KOCTHBIX Jie(hopMaruii (OT MOTHOTO OTCYTCTBHS
JI0 3HAYMTENBHOW), HU3KOPOCIOCTH, OCTEOIOpO3a,
OoJsieil B KOCTSIX, MHOT/JA TIEPEIIOMOB KOHEUHOCTEH,
penaKo Snu30A0B TodeuHoW komuku [3]. Jmarmo-
CTHKa 3a00JICBaHHsI OCHOBBIBACTCSI HA BBISBICHHU Y
MaIMeHToB ¢ TunodochareMUUecKuM PaxuToM T0-
BBIIICHHOW YKCKPELUH C MOUOM Kablus (Tabm. 1) u
VY3-npu3Haku HeGPOKaIbIIMHO3a W/UIH YPOIUTHA3A
JI0 Ha3zHa4yeHus: npenaparoB (ocdopa W aKTUBHBIX
MeTaboNIuTOB BUTaMKHa D.

Pesynbrarsl OMOXMMHUYECKOTO UCCIIEIOBAHUS KPO-
BU JICMOHCTPUPYIOT TUNIO(OCHATEMHIO, THITEPKAIh-
UEMHIO, KOTOPbIE MOTYT HOCHTh KaK IOCTOSHHBIH,
TaK M HETOCTOSHHBINA XapakTep; MOBIIICHUE aKTHUB-
HOCTH IIeJIOYHON ocdarasbl MNPU HCCIACIOBAHUU
TOPMOHAJIBHOTO TPOQUIIS BBISIBISICTCS TTOBBIICHUE
yposus 1,25(OH),D, cumxkenne yposus IITI [11]. B
OMOXMMHUYECKOM aHaJIM3€ MOYH, KpOME T'HITePKallb-
LUYPHH, BBISBISACTCS TOBBIIICHUE KCKpenuu Qoc-
(dopa co cHIKEHHEM ero (ppakIHOHHON peabcopd-
nuu. Hambonee TOYHBIM IMOKazareseM sl OLEHKH
norepb pocdopa ¢ MOUOI ABIACTCS MAKCUMAJIbHBIN
TYOyJISIpHBIN TpaHcopT (ocdopa — MakcuMasbHas
peabcopOius hocdopa MO OTHOIICHUIO K CKOPOCTH
knyooukoBoit  ¢unbrparu  (TmP/GFR=docdop
KpoBU — (ochop MoUH X KpeaTMHHH KPOBH/KpeaTu-
HUH MOYH ), KOTOPBII IMEET CBOM BO3pACTHBIC HOPMa-
TuBHI (Tab1. 2) [12].

ITo mamaeiM Y3U modyek BO3MOKHO BBISIBICHHE
pa3aMuHOM cTerneHu HepokanbiuHo3a (1-3 cTerneHb)
u/vim yponurtuas. Pesynbrarel peHTreHorpaduu wim
MPT TtpyOuaThiX KOCTEH, pEHTT€HOACHCUTOMETPHUS
MO3BOJISIIOT JTUATHOCTHPOBATh CTETICHb BBIPAKEHHO-
CTH HapyIIeHHUS MUHEPATU3allUH KOCTHOH TKaHH, 4TO
SIBJISIETCS] BaYKHBIM TEPAIEBTHYECKUM OPHEHTHPOM B
JlaJIbHEUIIIEM.

JleueHnue HacCIIENCTBEHHOTO TUNIO(POCchaTeMUUECKO-
r0 paxuTa ¢ TUMEPKAIBIIMYPUCH HalpaBJICHO Ha KOp-
peKnuio ypoBHS Gocdopa KpOBU M KAIBIHS MOUH, a
TaK)K€ MUHEPAITLHOM TJIOTHOCTH KOCTEH. YUHUThIBas
MOJICKYJISIPHBIN JIeDeKT, JTekallnii B OCHOBE Pa3BUTHSI
JTAHHOTO 3a00JIeBaHUs 1 TIPUBOJISIIUNA K HE3aBUCHMO-
My oT (hakropa pocra pudpodnacro-23 (FGF-23) no-
BBIIICHUIO SKCKpenuu Gochopa ¢ MOUOH, TepareBTH-
YeCKHUe TIOXO/IbI K JICUCHUIO ATOU MaTOJIOTHH TPEOYIOT
nHOM HanpaiieHHocTH [ 13]. [liis neuenus runodocda-
TEMUYECKOTO PaxuTa ¢ TUIEPKAIBIIMYPHEH J10CTaTod-
HO Ha3HAYCHUS TOJILKO ITpernaparoB Gocdopa, KoTophie
MPUBOJIAT K YITYUIICHUIO CUMITTOMATHKH.

[MpuBoaMM KIMHHYECKOE HAOIOCHUE 32 Tallu-
EHTOM C HACJIEJACTBEHHBIM THUNIO(MOCHaTeMHUICCKIM
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paxuTOM C THIEPKAIBIUYPHEH, Y KOTOpOro Hedpo-
KaJIbIUHO3 U TUIICPKAJIBINYPUA B TCHCHUC JJIUTCIIb-
HOTO TIepHo/a HAOMIONEHUST OBLTH OCHOBHBIMH TIPO-
SBJICHUSIME 3a0oneBanusi. ['unopocdaremust Hocuna
HETIOCTOsIHHBIN XapakTep, a paxuTuueckue aedopma-
LMY U HapyllEHUE MHHEpAJU3alUd KOCTHON TKaHU
TMMOABUJIMCH TOJIBKO B IIOAPOCTKOBOM IIEPUO/JIC, B CBA3U
¢ yeM BepuduKkanms 3a001eBaHMs CTajla BOZMOXHON
TOJIBKO OJ1arofapst pe3yjipraTaM MOJIHOIO CEKBEHUPO-
BaHUS 3K30Ma.

Onmucanmne cayyas

Manbuuk M.11., 7 5iet, nocTynui B OT/I€JIEHUE He-
¢ponornu HUKU nenuarpuu i 1000Ciie10BaHUS
B CBA3HM C BBIABJICHHBIM MO pesyiasratam Y3U mo-
YeK CHHJPOMOM «OelbIX mupamuy. Haciencreen-
HOCTb T10 MATOJIOTHH OPTaHOB MOYEBON CHCTEMBI HE
orsironeHa. PeOEHOK OT HEpOJICTBEHHOTo Opaka, OT
5-it 6epemenHocTH (1-s1 6epeMeHHOCTb — 37JOPOBBIi
MaJbuuK; 2—4-s1 6epeMeHHOCTH — MeJl. abopT), OT 2
(U3MOJIOTHYECKUX POJIOB Ha 37-i1 Hejesne recTaiuu,
POAMIICS C HOPMAIILHBIMH MacCO-POCTOBBIMH MIOKa3a-
tesimu [Macca Tena 3050 r (50-i nepreHTuib), 1Ii-
Ha 50 cm (25-50-i1 nmepueHTHIb) |, paHHee pa3BUTHE B
COOTBETCTBHH C BO3PACTHBIMH HOPMaMH.

Tabnnua 1
JKCcKpeuus KanbLusg ¢ MO4YOoM, pedepeHCHbIe
3HaueHus [10]

BospacTt PedepeHcHble 3HaYeHns
MMOJIb/MMOJIb Kp€a- | MF/Mr KpeaTuHuHa
TUHMHA

<6 mec < 2,42 <0,81

7-12 mec 0,09-2,2

1-2ropa 0,07-1,5 <0,53

2-3roga 0,06-1,4

3-5net 0,05-1,1 <0,39

5-7 net 0,04-0,8 <0,28

>7 net 0,04 -0,7 <0,21

Tabnuua 2
MakcumasnbHbili TYOYNSPHbIV TPAHCNOPT
docodopa, pedpepeHCHbIe 3HaYEeHUsA

BospacTt Mon PedepeHcHble 3HavyeHus
Mr/on MMOJb/N

Hosopox-|m/4

[EeHHble 3,6 -8,6 1,43 - 3,43
3 mec M/, 3,7-8,25 |1,48-3,30
6 mec M/L, 29-6,5 1,15-2,60
2-15 net M/A, 2,9-6,5 1,15-2,44
25-35neT | MyX4uHbl 2,5-3,4 1,00 -1,35
25-35 neT | XeHLUUHbI 2,4-3,6 0,96 - 1,44
45-55 net | My>X4UHbI 2,2-3,4 0,90-1,35
45-55 neT | XeHLuHbI 2,2-3,6 0,88 -1,42
65-75neT | MyX4uHbl/eHWmHbl | 2,0 — 3,4 0,80 -1,35

MpumeyaHve: M — Manb4uKn, 4, — AEBOYKN.
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[Ipu nmaHOBOM IHCTIAHCEPHOM OOCIENOBAaHUU C
nposezienneM Y3U moyex B Bo3pacTe 6 JeT BIEpBbIe
OBLT BBISIBIICH CUMIITOM «OCNBIX MUpaMua», B OWo-
XUMHYECKOM aHaJIN3€ KPOBU — FHIEPKAIbIIMEMUs 10
2,68 MMOIIB/II, TOBBIIICHHE AKTUBHOCTHU IIEIIOYHOMN
docdarassl (LLIP) no 821 En/n, ypoBeHb HeopraHu-
yeckoro ¢ocdara B rpenenax HopMal (1,5 MMoIb/);
B OMOXMMHYECKOM aHaJIM3€ MOYM MOBBIIICHHE 3KC-
kperun Kaneius (Ca/Cr =1,4 MMOJIB/MMOJIb TIPH
Hopme menee 0,7); MOYeBOTO CHHApOMa He ObLIO.

[IpunepBuunom o6cnenoBannu Mansarka B HUKU
MeMaTpuy B Bo3pacte 7 JeT: PU3HYECKoe Pa3BHTHE
cpennee rapmonnunoe (50—75%o o pocty, 50%o Mo
Macce), KOCTHBIX JieopManuii He ObLIO, TOHYC BCeX
IPYII MBI B HOPME, TOJUIMIICUH/TIONUYPUN HE
ormeyanochk (1566 mm/M*/cyt). B OHOXUMHYECKOM
aHaJIM3e KPOBU MMEJH MECTO HETOCTOSHHAas Tumep-
Kajpiemust (00mmid Kanbiui 2,4—2,75 MMOJIB/M),
HernocTosiHHas TunodocdaremMust (HEOPTaHHMUECKUI
docoar 1,16-1,91 MMoOIIB/J1), TIOBBIIIICHUE AKTUBHO-
cru D (840-1118 En/m), skckperopHas QyHKIHS
nouek Obuta coxpanna (pCK® 115 mu/mun/1,73 m?).
Hapymennii mapameTpoB O€IKOBOTO, JHIHIHOTO U
YIJIEBOAHOTO 0OMEHAa B KPOBH y peOCeHKa HE HaOIIO-
nanock. KHCmoTHO-OCHOBHOE COCTOSTHUE U 3JIEKTPO-
JUTHl KpOBU ObUIM B mpenenax HopMmbl (pH 7,42,
BE 2,7, HCO, ™ 22,2 mmoub/J1, Kanuid 4,3 MMOJIB/ I,
MOHM3UPOBAHHBIN Kanblui 1,14 MMoOnb/1, HaTpuid
140 mmons/m). [Ipu uccnenoBaHUK TOPMOHAIBHOTO
npoduist ObUIO BBISIBICHO cHIDKeHne ypoBHst [T
(3,2 mpu HOpMe 16—62 1r/mMiT), TOPMOHBI IIUTOBU/I-
Hoii xene3sl B HOpMe (TTT 2,4 MmkME/Mit), ypoBeHb
1,25(0OH),D na Bepxwueii rpanurie Hopmsl (0,021 pu
wopme 0,015-0,021 mxr/mi). ModeBoro cuHapoMma
He HabII01a10Ch, HU3KOMOJIEKYIISIPHON MTPOTEHHY PUU
BBISBIEHO He ObLI0 (f3,-MuKkpornoOymin 105 npu HOp-
Me 710 300 Hr/Mi). B OnoxuMuUecKOM aHaIM3e MOYH
ObuTH  BBIABJICHBI runepkanpimypust (Ca/Cr=0,86
MMOJIB/MMOIIB), Tuniepdocharypus (P/Cr=3,94 npu
Hopme 1,2-3,6 MMOJNB/MMOJIB) TIPH HOPMAaIBLHOM
3HAYEHWH MaKCHMAaJIbHOTO TYOYyJISIPHOTO TpaHCIOp-
ta ¢ocdopa (TmP/GFR=1,17 npu nopme 1,15-2,44
MModtb/1). [Tpu Y3U: moukn He yBenu4eHbI B pa3Me-
pax, ormeueHsl quddy3Hble U3MECHEHHS TAPEHX MBI
B BHJIE YTOJIIICHNS, ITOBBILICHUS 3XOT€HHOCTH MUpPa-
MUJIOK C €JIMHUYHBIMH THIIEPIXOTCHHBIMHU BKIIIOYC-
HusMmu, pazmepamu 0,14-0,25 cm 6e3 akycTHUeCKOn
TEHHU, YTO ObUIO pacIeHEeHO KaK Meny/UIApHBINA He-
(pokanbiHOo3 2 crenenu. [1o JaHHBIMH peHTTeHO-
rpaduu KUCTEW M TOJNIeHed KOCTHBIN BO3pacT COOT-
BETCTBOBAJI MACIIOPTHOMY, NMPU3HAKOB OCTEOINOpPO3a
BEIsIBIICHO HE ObUI0 (MHAeke bapuera—Hopnena 43%
ipu HopMe He MeHee 43%, nnaexc bepuapna—Jlasans

0,49 ipu Hopme 0,48+0,09). PeOeHok ObLT OCMOTPEH
OKYJIICTOM — TIaTOJIOTUH HE BBISIBICHO.

YuuTeiBask TO, YTO BEIYUIMMH KIMHUYECKUMHU
CHUMIITOMAMHU OBUTH THIEPKATBIIMYPUS U METYIUISp-
HBIH HEPPOKAIBIIMHO3, & TUIIEPKAIBIUEMHUST U THITO-
docdareMust HOCHITN HETIOCTOSIHHBIN XapakTep, hoc-
Gbarypust Obula HE3HAYUTEIHHOH MPH HOPMAIBHOM
3HAUCHUH MaKCHMAJIbHOTO TYOYJISIPHOTO TpaHCIOpTa
docdopa, cocTosiHEE OBLIO PACIICHEHO KaK MIUOIIa-
TUYECKasi TUNEepKaIblypus. K Tepamuu ¢ I1ebio
KOPPEKIMH TUTIEPKATBIUYPHH ObLT MOJKITIOYEH TH-
noruasuy B noze 0,56 mr/kr/cyt, Ha (oHe yero yna-
JIOCh KynupoBarh Turnepkansiuyputo (Ca/Cr=0,53
MMOJIB/MMOJIb) O€3 TIOBBIIICHUSI YPOBHS KaJbIUS B
kpoBu (Ca oOmuit 2,47 MMOIB/T).

Jlyist MCKITIOueHHsT CeMEeWHOTo XapakTepa MmaroJo-
U OBLTH 00CIICIOBAHBI POJUTEIIN U CTapIInid cuoc.
[To pesynapraram oOciemoBaHUS y MaTepu peOCHKA
Obula BBISBIICHA HEMOCTOSHHAS TunodocdaremMus
(mo 0,68 MMOB/T), CyTOYHAsT SKCKPEIUS KaJIbLUs
u docdopa Obutn B npenenax HopMmbl (Ca/Cr=0,68,
P/Cr=2,31); y orua u crapiiero cudca KalbI[Uil—
(dochopHBIX HApyIICHUH B OMOXMMHYCCKUX aHAIU-
3aX KpOBM M MOYH BBISIBIICHO He ObwI0. [To TaHHBIM
Y3U nouek y ponuTeneil U cTapiiero cudca rnpusHa-
KOB He(pOKaIbIIMHO3a U YpOIUTHA3a HE HaOIoa-
JIOCh.

B nuHamuke HaONIOACHUS TPAH3UTOPHAS THIIO-
docharemus (o 1,19 mmonb/n) y pebeHKa coxpaHsi-
JIach B TEUCHHE MEPBBIX 2 JIET HAOMIONACHHUS, B TalTb-
HeWIlleM ypoBeHb CHIBOPOTOYHOTo (hocdopa Hop-
Masn3oBajcs 0e3 mepopanbHol gotanmu (ocdaros
(puc. 2).

YpoBeHb KalbliUsl B KPOBH COXpAHSJICS B Tpejie-
JlaX peepeHCHBIX 3HAYCHM, akTUBHOCTD LD ObL1a
crabmwipHO ToBBIMIEHA (983—-1423 mpu HOpME IO
644 En/n), yposenb [ITI" Obut CHMKEH Ha MPOTSIKE-
HUU BCETO Tepuoaa HaOmopeHus (8—12 mpu HOpME
1660 ur/min). B tunamuke HaOIOACHUS 110 MEPE PoO-
cTta peOeHKa HabII0aI0Ch MTOABICHHE TPAH3UTOPHON
THIIEPKaJIbIINYPUH, YTO TPEOOBAIIO TIOBBIIICHUS JO3bI
runotrazuaa (¢ 0,56 mo 1,1 Mr/kr/cyrt) ¢ J0CTHXKE-
HUEM HOPMaJIM3alliU CYTOUHON SKCKPEINU KaJIbITHSL.
CoxpaHsIoCh TOPIHJHOE TOBBIIICHUE CYTOYHOM
akckperun Gocdopa ¢ mouoit (P/Cr=4,7-5,5 Mmorn/
MMOJIb) TIPU HOPMaJIbHOM YPOBHE MaKCUMAIIbHOM pe-
abcopOiuu Gocdaros o orHorieHnto k CKD (TmP/
GFR=1,17-1,23 npu wopme 1,15-2,44 Mmmonb/m).

Uepes 3 roma ¢ MOMEHTa Haudajga HaOMIOACHUS B
Bo3pacte 10 mer y pebeHka BIEpBBIC, MO JTAHHBIM
PEHTICHOICHCUTOMETPUH, OblJla BBISIBICHA OCTEO-
TIEHHs TIOSICHUYHOTO 0T/ no3Bonounuka (L, ) (Z
score —1,1). uddy3HOro cHuKEHUsS MHUHEpPATbHON
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Bospact 7 net 9 net 11 net 13 net 14 net
DOCPOP KPOBU, gl - wmwmafamamamamceaw bbb e
MMOb/I 1,6 N

1,3'ﬁ ----- R 4 T R T T
1796
LLleroyHas N
docdparasa, eaal o
En/n N
0L S e g
MapaTropmoH, e e e A VI
Hr/mMn [ R R R R R R R R R R R R R R R
N’
8,0
CalCr,
0,7
MMOfb/MMOMb
0,04
TmMP/GFR, 244 rr[ rrrrrrrrreepriii oo p st S
Y TeY T3 T ] e e e g e N
1,53
N
Zscore, total  MO[ T[T TN [
\_30

v v v

mnotuasng 0,56 mr/kr/c  runotnasng 1,1 mrikric  pepykTo® 40—20 mr/kr/c

6nemapeH ? T 3 p/g

6nemapeH 1 73 p/g
ocTeoreHoH 1 17 2 p/g
anbda 3 TeBa 20 Hr/kr/c

6nemapeH 113 p/g

Puc. 2. QuHamuka nabopaTopHbIx NokasaTtenei Ha doHe NPOBOAMMON Tepanun 'y pebeHka ¢ HacneaCcTBEHHbIM rnnodocdaTeMnyeckm

PaxmToM C runepkanbuuypuei.

N — Hopma, Ca/Cr — akckpeums KanblLms ¢ MOYOM MO OTHOLLEHWIO K kpeaTuHuHy moun, TmP/GFR — makcumanbHas peabcopbums

docdopa nNo OTHOLLEHUIO K CKOPOCTU KIyOOYKOBOM dunbTpaumu.

IJTIOTHOCTH KOCHOM TKaHHU BBISBIICHO HE OBLITO (Z score
—0,7), mpn 5TOM T10 pe3yibTaTaM peHTTeHOTpadun KH-
CTel ¥ rojieHel UMEeJTM MECTO MTPU3HAKHU OCTEONopo3a
co cHmkeHnem mHnekca bapaera—Hopnena mo 35%
(mpu HOpMe He MeHee 43%), u mHIekca bepHapma—
JlaBamns mo 0,33 (mmpu mHopme 0,48+0,09).

B Bo3pacre 12 net (wepe3 5 neT oT Havasa HaOIro-
JICHUs1) BIIEPBBIC ObIIa BRISBIICHA BaJIbIyCHAs Aeop-
MaIrusl HIKHAX KOHEYHOCTEW, CKOJHMO3 TPYIOTOsiC-
HUYHOTO OT/IeJ1a TTO3BOHOYHHKA C BTOPHYHBIM YKOPO-
YEHUEM IIPaBOM HOI'M, MOSBIECHUE CUCTEMHOM OCTEO-
TIEHUH TI0 TaHHBIM PEHTTEHOACHCUTOMETpHH (Z score
—1,8). [lo manubM Y3U modek cCOXpaHsIcs MeIyi-
TSPHBIA HEe(QPOKATBITMHO3 2 CTETICHH O€3 BHIUMOMH
OTPUIIATEIIEHON AUHAMHUKHA. PeOCHOK MPpoI0mKat 1mo-
JydaTh TEPAIHIO THITOTHA3HIOM B 703¢ 1,1 MI/KT/CyT,
C aHTUKPHUCTATOOPa3yIOIICH IEIbI0 OBIT MOIKITIOUCH
«bnemapen» ¢ mogaepxanueM pH moum 6,8-7,2, ¢
LIEThI0 KOPPEKINH MeTaboIu3Ma KOCTHON TKaHU pe-
KOMEHIOBaH OBIJI IPUEM OCTEOT€HOHA M HEOOIBIIIX
no3 putamuna D («Anbga D, Tesay, 20 ar/kr/cyT).
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B Bospacte 13 mer pebenky OBUTIO TIPOBEICHO
MOJIHOE CEKBCHHUPOBAHME JK30Ma, IO pe3ylibTaTam
KOTOPOTO OBLIM BBISIBIICHBI JIBE HE OMMCAHHBIC paHee
reTepo3uroTHsIe MyTauu B 13-M ax30HE ¢.1382G>A
(p-Trp461Ter) u 10-m unTpone c.1094-3C>T, koto-
PbIE AGNAIOMCA 6ePOAMHO NAMO2EHHLIMY HA OCHOBA-
HUH TIPOTPaAMMBI #pe0cKa3aHusi TATOTEHHOCTH Bapu-
antoB in silico «Polyphen2» («PolyPhen2-HDIVy,
«PolyPhen2-HVAR»). Briapnennsie MyTanuu Obuin
BaJIMIMPOBAHBI CEKBEHUpOBaHUeEM 110 CeHrepy.

YuuTeiBas JaHHBIE KIMHUKO-JIAOOPATOPHOTO U
WHCTPYMEHTAIBHOTO 00CIEeIOBaHUs B TEUCHHE JJTHU-
TEJILHOTO TIepHOJia HAOMIONCHHUS, a TaKXKe Pe3ylbTa-
THI ITOJTHOTO CEKBEHUPOBAHISI DK30Ma Y peOeHKa, ObLT
JIMarHOCTUPOBaH HACJIEACTBEHHbIH rumodocdare-
MUYECKUM PAXUT C THIEpPKAJIbLUYpPUEH, YTO NOTpe-
0oBaJIO TIepecMOTpa TEpareBTUYECKHX TIOIXO0J0B K
JICYCHUIO TAaHHOTO mnanuenTta. K tepanun ObLT mOJ-
KirodeH npenapar Gocdopa — «Penykron B 03¢ 40
MT/KT/CyT, ipofioinkeHa Tepanus «biemaperom». Ot
Ha3HA4YeHUs] aKTHBHBIX METa0ONMTOB BUTaMHHA D
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peleHo ObLIO BO3/ICPIKATHCS, YUUTHIBAS ITATOICHETH -
Yyeckrne O0COOeHHOCTH 3aboseBaHMA. PexoMmenmanmu
Mo JIeueHWIo Tpenaparamu ¢Gocdopa poAUTEISIMH
BBITIOJTHSUTHCH B HETMIOJHOM 00beMe, Jio3a Iperapara
yepes 2 Mec Teparnuu Oblia CHrbkeHa 10 20 MI/Kr/cyT,
KOTOpYIO peOeHOK Nomydan B Tedenue | roxa.

Uepes 1 rox oT Hauasa mepopasibHOM TOTAIUH 110-
JIOBUHHOM /10361 (hoc(haToB 3HAUMMOTO KIMHHYECKOTO
addekra TOCTUTHYTO HE OBLIIO — COXPAHSUIUCH KOCT-
HbIC U3MCHEHHUSI B BHJE TPYAONOICHHYHOTO CKOJIHO-
3a, BaJbIyCHON JedopMalii HIKHUX KOHEYHOCTEH,
“MeIo Mecto Hapactanue aktuHocTH LD (o 1796
En/m), ypoBenb Heopranmdeckoro pocdara Kposu ObLI
B ripezienax HopMal (1,3—1,41 MMoIIB/1T), SKCKpeTOpHas
¢bynkmms nouek coxpanna (pCK® 133,4 mu/mun/1,73
Mm?). Yposenb IITI 6611 chiokeH (8,0 Hr/min). [To gaH-
HBIM OMOXMMHYECKOTO aHAIlM3a MOYH, MMENa MECTO
HernocTosiHHas runepkansiypus (Ca/Cr=0,53-1,23
MMOJIL/MMOJIb), BIIEPBbIC OBLIO BBISBICHO CHHKCHHUE
MaKCHMaJIbHOM peabcopOimu (ocdopa Mo OTHOIIE-
Huto kK CK® (TmP/GFR=1,13 mmons/m). Y3U novek
— COXpaHsUICs He(PPOKAJIBIIMHO3 2 CTeNeHu 0e3 OTpH-
LaTeIbHOM JJMHAMUKY 110 CPABHEHUIO C Pe3ylbTaTaMu
NpeAbIAYIUX uccheaoBanuid. [Ipu 3Tom pesynbrarhl
PEHTTCHOJICHCUTOMETPUH JIEMOHCTPHPOBAIH OTpPHIIA-
TENBHYIO JIMHAMUKY B BHJC TOSBICHUS CHCTEMHOTO
octeonoposa (Z score —3,0) 6e3 mpu3HAKOB MPOTPeEC-
CUPYIOLIETO CHWKEHMsI MHAEKcoB bapHera—Hopnena
(38% mpu HOpMe He Menee 43%) u beprapma—JlaBans
(0,4 pu HOpM™Me 0,48+/-0,09) 1O AaHHBIM PEHTICHO-
rpadun kucteit u roneHel. Jlosa npemapara gocdo-
pa «Penykro» Obuta yBeiaudeHa o 40 Mr/kr/cyt, 4ro
B KPaTKOCPOUHBIHM Tepro (ele Ha MOMEHT CTallfo-
HapHOTO O00CIIeI0BaHMsI) TPUBEIO K KYIMHPOBAHHUIO
runiepkanbimypun (Ca/Cr=0,43-0,5 MMOJIB/MMOITB), a
3(h(HEeKTHBHOCTH B OTHOIIICHUH MUHEPATU3AIINN KOCT-
HOI TKaHU OyJIeT OlleHeHa MpY JalbHeiIeM KaTaMHe-
CTUYECKOM HaOJIOIEHHH.

OBCY>XXAEHUE

Benynmmu KIMHUYECKUMH CUMIITOMaMH y pe-
OeHKa MpH MOCTYIUIEHWH ObUIM JBYCTOPOHHHM Me-
JIYJUISIPHBIN HE(PPOKAIBIIMHO3 U THUICPKAIBIINYPHS,
HETIOCTOSIHHAS YMEpEHHasl THIepKainbiuemMus. Ha
TIEPBOM dTarle HaMU OBLITH UCKJIIOUCHBI 3a00JICBaHU,
MPOTEKAIONINE C JAHHOM KIMHUYECKOH CHUMIITOMa-
TUKOHM ¥ HapylIEHUEM KHCIOTHO-OCHOBHOTO COCTOSI-
aus (KOC): cunopom bapmepa 1-5 muna, cunopom
Tumenomana, noueynviti myoynapHolil ayuoos 13
muna, Tak Kak y Hamrero nanuenta KOC u anexrpo-
JIMTHI KPOBU OBLITH B MIPE/Ieax HOPMBI.

OtcyrcTBUE  (DEHOTHIIMYCCKUX OCOOCHHOCTEH
(1o «anbdar), HopMabHBIC TEMITbI (PU3HYECKOTO

U TICHXOMOTOPHOTO Pa3BHUTHS, & TaKKe OTCYTCTBHE
BPOXKJIEHHBIX ITOPOKOB Cepla Mo pesyasratam 9X0O-
KI" mo3Bonumu HaM UCKITIOUUTE cuHOpom Bunvsmca.

YMepeHHass HENOCTOSHHAS —THUIEPKAIBIIHEMUs
B COUCTAHWHU C THUMEPKAIBIHMYPUEH W CHUKECHHBIM
ypoBHeM IITI" B CBIBOPOTKE KpOBH, & TAKKE OTCYT-
CTBHE TOJOOHBIX M3MCHEHHN B CEMbE IO3BOJHIIH
HaM HCKIIIOYUTH Takue 3a00JIeBaHUSI, KaK CeMelHyio
uUnepranbyuemMuro ¢ unoKanibyuypuel, cemeunslii
USONUPOBAHHBLI 2UNEPNAPAMUPEOUOUIM.

YuyuteiBas TO, YTO YPOBEHb MarHusi KPOBU U €r0
(dpakmoHHast SKCKPEIHs ¢ MOUOW Y HAIIIETO TTallueH-
Ta ObUIM B TIpefieniax pedepeHCHBIX 3HAYeHMH, a 3a-
OoJieBaHHE HOCHIIO HE MPOTPECCHPYIONINN XapaKkTep
(crabunbHas pCK® B TeyeHue 7-IETHETO Mepuoaa
HaOIO/ICHYST) TIO3BOJIMIIN HAM UCKITIOUUTD CeMElHYI0
DPEHANLHYIO 2UNOMAaHEe3UeMUIo ¢ cunepraibyuypuert u
HeppOKATbYUHO30M.

OTcyTCcTBHE HHU3KOMOIICKYISIPHON TPOTEHHYPUH
(B,-MuKporIOOYIMM MOYH OBLI B MPEENax HOPMBI),
[Ia3HBIX aHOMAJIMH, KIMHUKO-TA0OpaTopHBIX JaH-
HbIX 32 cUHJpoM DaHKOHM, KOTOPBIA BKIIIOYAET B
celst KpoMe TUTepKaIbLuypun U runodocdaremun,
MMEBIIUX MECTO Yy Halllero pedeHka, enie M IMoJHy-
PHIO/TIONTUIUTICHIO, TITFOKO3YPHIO, aMHHOALUIYPHIO,
MO3BOJIMJIO HAM MCKJIFOYHMTH MIMPOKYIO TPYMITy 3a00-
JIEBaHUH, MPOTEKAIOIIHNX ¢ CHHAPpOoMoM DaHKoHH (60-
nesuv [enma, 1-2-1i mun; cunopom Jloy, negpona-
MUYECKULl YUCMUHO3, MUPOSUHEMUS,; 2ALAKIMO3EMUSL,
cunopom Danxonu—bukkensa; 6Gonesnv Bunvcona—
Konosanosa u op.).

Couerannie Meny/UIIpHOTO HeppPOKaIbIIMHO3A,
THIIEpKaJIbInypu ¢ runodocdareMueii, rumep-
docdarypueli, 0cTECONOPO30M U KOCTHBIMH Jedop-
MalysMH, TOSIBUBIIMMUCS B 0Ooyiee TO3JHHE CpPO-
KH OT Hayaja HaOMIONEHUs, TPeOOBaIH IIHPOKOTO
muddepeHInanIbLHO-TMarHOCTHYECKOTO TIOMCKa Cpe-
I 3a00JieBaHNi, 00bEAMHEHHBIX B TPYIITY THIIO(OC-
(areMHUYECKOTO paxuTa, TaKUX KakK X-cyenneHHulil
eunogpocpamemunecxuil paxum (OMIM 307800), 00-
YCIIOBJIEHHBIN MyTauueil B rene PHEX; aymocomHo-
OOMUHAHmMHBL  eunogochamemuyeckuii.  paxum
(OMIM 193100) ¢ myTarueit B reHe, KOAUPYIOIIEM
FGF23; aymocomno-peyeccusHulil eunogocgame-
muveckuit paxum mun 1 (OMIM 241520) u mun 2
(OMIM 613312), mytrauuu B renax DMPI u ENPP]
COOTBETCTBEHHO; 2unopochamemuieckuil paxum c
eunepnapamupeouousmom (OMIM 612089) ¢ myra-
uueit B rere a-Klotho, nacneocmeennwiii eunoghoc-
damemuuecxuii paxum c eunepranvyuypueti (OMIM
241530) ¢ myranueii B rene SLC34A3 u eunoghocpa-
memusi ¢ Heghpokanvyurozom/ocmeonoposom (OMIM
612286), mytanus B rene SLC34A41 (Tabm. 3).
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Hannuue runepkaiblnypun 1 HepOKaIbIHO32
JI0 Ha3HAYCHUS MpenaparoB Gocdopa u BHICOKUX 103
aKTHBHBIX METa0OIUTOB BUTaMHuHA D B 9TOH Tpymie
3a00JIeBaHMI XapaKTEPHO TOJBKO JUIS HACIIE/ICTBEH-
HOro TUNO(HOCHaTEMHUECKOTO PAXUTa C TUIEPKAIIb-
nuypueit u runodocdareMun ¢ HepoKaIbIUMHO3OM/
OCTEOIOPO30M U HE XapakTepHO JJisi JIPyrux 3abo-
JIEBAaHUH 3TOM IpyINIbl, YTO IO3BOJIMJIO HaM Orpa-
HUYUTH Haml auddepeHranbHO-TUarHoCTHYECKUH
Kpyr Ha 9THX ABYX 3aboneBanusx [13]. T'mmodoc-
daremust ¢ HeQpPOKATBIMHO30M/OCTEOIOPO3OM H
HACJIEICTBCHHBIH TrHUModochaTreMudeckuii paxur c
THIIEPKATBIIMYPUCH KIMHUYECKH MPOTEKAIOT WCH-
TUYHO, OJHAKO OOYCIIOBIICHBI MYTallUsIMH B pa3HBIX
Harpuii-pochopHbIx Ko-TpaHcnoprepax [NaPi-Ila
(SLC34A1) u NaPi-Ilc (SLC34A43) cOOTBETCTBEHHO],
KOTOPBIE AKCIIPECCUPYIOTCSI Ha alTUKaIbHON MOBEPX-
HOCTH NMPOKCUMAJIbHBIX KaHAJIBLIEB IOYEK U YIaCTBY-
10T B peabcopOuun 6omee ueM 70% mpoduisTpoBas-
merocst pocdara [5, 15]. Kpome Toro, 60IBIIMHCTBO
3a0oieBaHust M3 TPYHIbl THIO(POchHATEeMUUECKOTO
paxura OTHOCSTCA K Tpymie Tak Ha3biBaeMblx FGF-
23-3aBUCUMBIX PAaXHUTOB, MIPU KOTOPHIX IMOBBILIICHHUE
FGF-23 urpaer HemocpeacTBEeHHYIO POJb B Iarore-
Hese 3a0oneBanuii [13]. [Ipu HacIeICTBEHHOM THIIO-
dbochareMuyeckoM paxuTe C THUIEPKAIBIUYpUEH H
runodochareMurt ¢ HePpPOKaIBIIMHO30M/OCTEOTIO-
po3om ypoBeHb FGF-23 ocraercst HOpMabHBIM U HE
YUYacTBYET B MATOICHETUYCCKHX MEXaHM3MaX pealiu-
3aruu 3a6oneBanus [13]. Onpenenenne ChIBOPOTOU-
Horo ypoBHst FGF-23 y Hamiero pe6eHka mo3BOINIIO
OBl Ha HAYATILHOM JTare Cy3uTh AuddepeHIraIbHbIH
nouck. OIHAKO MPOBECTH ITO UCCIICOBAHIE HaM He
YAAJI0Ch B CBS3H C OTCYTCTBUEM J1a00paTOPHBIX BO3-
MOXHOCTEH (HeT 1aboparopuid, B KOTOPBIX ObI IPOBO-

JUIIOCH JIaHHOE HccienoBanue). [lonTBepanTs aua-
THO3 Y MaJIBYHMKA YAAJI0Ch TOJIBKO OJaronaps pe3ylib-
TaraM IOJTHOTO CEKBEHHPOBAHMS 3K30Ma: BBISBJICH-
Hasl paHee HEOIMCAHHAs KOMIIAyHJ-TeTePO3UTOTHAS
myTtanus B reae SLC34A43 [c. 1382G>A (p.Trp461Ter)
u ¢.1094-3C>T] no3Boauia MOATBEPAUTh Y peOeHKa
HaCIIe/ICTBEHHBIH THnodochareMUuecKuil paxur ¢
TUTIEPKATIBLINY PUECH.

Ponurensm pebenka HE MIPOBOIMIIOCH
MOJICKYJISIPHO-TEHETUYECKOE MCCIICIOBAHUE JUTS BBI-
SABJICHUS Y HUX MyTanmii B rene SLC34A43, koTtopbie
ObUIM BBISBJIICHBI Y HAIIETO TAlMEHTa, OJIHAKO, yUH-
TBIBasi AyTOCOMHO-PEIIECCUBHBIN THIT HACIICIOBAHUS
3a0oyieBaHMs W BBISBIICHHE Yy Marepu peOcHKa He-
MOCTOSIHHON — runodocdaremMun, MpEANoIaraeTes,
YTO POIUTEIH SIBISIOTCSI TeTEPO3UTOTHBIMU HOCHTE-
JISIMHU JTaHHBIX MyTanui. [1o pesynbraram HaumbOoee
KPYITHOTO WCCIJIEJIOBAaHUS, BKJIIOUaBIIero B ceds 133
yjieHa 27 ceMell ¢ HacleICTBeHHBIM runodocdare-
MHUYECKUM PaXUTOM C TUTIEPKAIBIUYPHEH, ObLIO BbI-
SIBJICHO, YTO y T€TEPO3UTOTHBIX HOCUTEJICH MyTalluK
B reHe SLC34A43 (45,9% cnyuaes, n=61) ¢ BbICOKOH
YaCTOTOH BBISBISUIACH PA3IMYHAS KIMHHUYECKAs CUM-
NTOMAaTHKA, B YaCTHOCTH, TUTICPKAIBIIUYPHSI, THIIO-
docharemus, HeGPOKAIBIUHO3 H/WIM YpPOJIUTHA3
[3].

Oco0eHHOCTBIO TeYCHHUsI 3a00JICBaHMS Y HAIIETO
nanueHTa ObUIM HEMOCTOSHHBIN Xapakrep runodoc-
(daremun, HOpMallbHbIC 3HAYCHUS MAKCHMAaJIbHOTO
TyOynsipHOro Tpancrnopra ¢ocdopa, OTCYyTCTBHE pa-
XUTHYECKUX U3MCHEHHI M HAPYIICHHSI MUHEPAJIbHOMI
TUIOTHOCTH KOCTHOW TKaHW B TEUEHHE JUIUTECIHHOTO
nepuoyia HaONIONEHNsI, YTO HE TO3BOIHUIIO IPEIIO-
jarath y peOcHKa OJIMH M3 BapHaHTOB THIiodocda-
TEeMHYEeCKoTo paxura. Kpome Toro, ypoBeHb Kajbllu-

Tabnuua 3

Tunbl runodpocdaremMmyeckoro paxmra — 6MOXMMMUYECKMe U rOPMOHaJIbHbIe XapaKTePUCTUKM,
moandukauns R. Areses-Trapote [14]

MmnogocpareMmmnyecknin paxmt leH lp kpoBu | TLLD TFGF23 |TmP/GFR | 1,25 (OH),D | Tl 1Ca/Cr
X-CLenneHHbI PHEX + + + + N/| N/t -
AyTOCOMHO-A0MUHAHTHbIV FGF23 + + + + N/| N/t -
AyTOCOMHO-peLecCcuBHbIi, TN 1-2 | DHP1

ENPPT | T * * * N/L N/t |-
f'mnodocdareMmmnyeckmin paxmt KLOTHO |+ + + . N/ " )
C runepnapaTMpeo3om
HacgeACTBeHHbm rmnoq)ocq)aTenjmqe- SLC34A3 | + + ) 4 1 ! +
CKWUI paxuT C runepkanbuuypuen
Mmnopocparemus ¢ HeppoKanbLIMHO- SLC34A1 | + + ) + 1 | .
30M/0CTE0NnopPO30M
BonesHb [leHTa CLCN5 N/| N/t
CuHppowm Jloy OCRL + + + + N/| N/t +

Mpumeuanune. P — pocdop, LD - wenoyHas pocdartasa, FGF-23 — dpakTtop pocta pubpobnactos-23, TmP/GFR — makcumanbHas
peabcopbums GocdaTos Mo OTHOLLEHUIO K CKOPOCTU Kiy6o4koBOM punstpaumm, 1,25 (OH), Butamun D — kanbuntpuon, Ca/Cr — akc-

Kpeunsa KasibLunsa K KpeaTuHUHY MO4I.
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TpHoia ObIJT Ha BEPXHEH TPaHUIIC HOPMBI, YTO TAKKe
3aTPyIHIIO JUArHOCTUKY U TIO3BOJIMJIO HAM Ha dTare
BBISIBJICHUS] OCTEONIEHIH Ha3HAYUTH TEPANNio aKTHB-
HBIMH MeTabomurtamMu BuTaMuHa D. VmMerommecs B
JUTEeparype KINHUYECKHE OMHMCAHUSA TaKXkKe JEeMOH-
CTPUPYIOT BapHabeIbHOCTh KIMHHUYECKOM CHMIITO-
MaTUKH JakKe Y WICHOB OOHOU ceMbH [3, 8, 16, 17].

PanHsist AarHocTHKa HaCIEICTBEHHOTO THIodoc-
(haTeMu9IeCcKoro paxura ¢ THIEPKAIBIIMYPHUEH HEOO-
XoJluMa JIJIsi CBOEBPEMEHHOTO Ha3HAueHUs Teparui,
KOTOpasi MPUHIUIHNAIBHO OTIWYAaeTCsd OT TeparuH,
HazHayaemoil nipu FGF-23-3aBucumeix ¢gopmax ru-
nodocharemuueckoro paxurta [13, 18]. Ecnu s
neuenust FGF-23-3aBucHMBIX paxUTOB Ha3HAYAIOTCA
npemnaparbl gochopa B cOYSTAHUN C BHICOKUMH JI0-
3aMM aKTHBHBIX MeTaOOMUTOB BHUTaMHMHA D, TO s
nedeHus: THnodochareMHIecKOr0 paxura ¢ TUIep-
KaJIbIIUYpHEH PEeKOMEHIyeTCs MCIOJIb30BAHNUE TOJb-
ko mpernaparoB ¢ocdopa B no3e 30—40 mr/kr/cyT, a
HazHaueHHUe IMpernaparoB BUTaMuHa D mpoTuBoIoka-
3aHO B CBSI3M C €r0 MOBBIIIEHHOW AHJOT€HHOW Mpo-
JyKIUEH.

WzonmuposanHast Tepanusi npenaparamu Gochopa
y TMalUeHTOB C HACJIEJCTBEHHBIM rurnodocdareMu-
YECKUM PaXUTOM C TUNEPKAIBIMYPHEH MOBBIIIAET
ypoBeHb (ochopa KpOBH H, Kak MPaBHIIO, YCIICIIHO
CIPABJISIETCS C MOBBIIIEHHEM MHHEpAIU3aluid KOCT-
HO# Tkanu. Hopmanuzanus ceiBopoTouHoro ¢hocgo-
pa ¢ moclieayrole HopMaIn3aluue KaJlbIUTpUoJia
CIOCOOCTBYET KYNMUpPOBaHUIO aOCOPOTUBHOW rumep-
KaJBIUYPHUH U, B OTJAJICHHOM IEpHOIE, MOXKET CIIO-
COOCTBOBATh CHI)KEHHUIO CTENICHH BBIPAXKEHHOCTH He-
dbpoxanpmHO3a [1, 2].

YuuThIBas H30IUPOBAHHYIO TEPAIHIO IIperapara-
MU ocdopa, y TallueHTOB ¢ HACIEICTBEHHBIM TUIIO-
dochareMUIeCKIM PaxXUTOM C THIIEPKAIBbIIMYpUCH
CJIeZlyeT OmacaThCsl pa3BUTHsI BTOPUYHOTO U TPETHY-
HOTO THIIepIapaTHpeo3a 1o aHaJIOTHH C MallUeHTaMU
¢ X-cleTIeHHbIM TUIO(OC)ATEMUISCKIM PaXUTOM,
€CJIM OHU TOJTy4YaloT W30JIMPOBAHHYIO TEparHio mpe-
naparamu ¢ocdopa [18]. Tem He MeHee, npemnona-
raercs, 4YTo y MaleHTOB C HACJIEICTBEHHBIM THIIO-
dochareMrIeCKIM PaXUTOM C THIIEPKAIBbIIMYpUCH
MIPEPHIBUCTOC TIOBBIIICHUE YPOBHS (ocdopa KpoBH
Ha Tepanuu npenaparamu (ocdopa B codeTaHUH C
9H/IOTEHHO TIOBBIIIEHHBIM YpPOBHEM KaJlbLUTPHOIIA
npenotBpainaet rnossienne yposus 1T [9]. Onqna-
KO B HACTOsIIEe BpeMsl HET JTOJITOCPOYHBIX AAHHBIX
0 pe3ysbTaTax M30JMPOBAHHON Tepamuy Iperapara-
MU pocdopa y NanueHToB ¢ JaHHOW MaToJIOTHeH, nx
BIIMSTHUSI HA (PYHKIIMIO TTAPAITUTOBHIHBIX KeJIe3, PHCK
Pa3BUTHS U TIPOTPECCUPOBAHUS HEPPOKATBIIMHO3A U/
WU YPOJIUTHA3a, KOPPEKIIHIO ocTeornopo3a [19].

VY Hamiero nmanyeHTa Ha TepPanuH THIOTHA3HIIOM,
KOTOpasi MPOBOAMIACE JI0 BepUPHUKALUHU JHATHO3A,
0TMEYaJIOCh MTPOTPECCHPOBaHNE 32a00JICBaHUS B BHIC
TOSIBJICHUSI KOCTHBIX JeopManuii U CHCTEMHOTO
octeornopo3a. ONeHUTh Y3PPEKT OT HU30JIUPOBAHHON
Tepanuu mpemnaparamMu (ocdopa, koropyr pebe-
HOK Hayall TIoJIyYaTh MOCJE W3Yy4YCHUs PE3yJIbTaToB
MOJICKYJISIPHO-TEHETUYECKOTO HCCIICIOBAHUS, B Ha-
CTOsIIIee BpeMsl HE TIPENICTABISIETCS BO3MOYKHBIM,
YUYHUTBIBAs MPUEM HU3KHX 103 TIperapara i KOpOTKHiA
Tepuo] HaOTIOMEHUSI.

[Mporuo3 TeyeHus 3a0o0aeBaHus y OONBHBIX C Ha-
CJICICTBEHHBIM TUMO(POCHATEMUICCKHM PaXUTOM C
TUIEPKAIBLIMYPUEN B TIOJTHOW MEpE 3aBUCUT OT CPO-
KOB JIMarHOCTUKH 3a00JI€BaHMsI U HA3HAYCHUS ITperia-
paroB docdopa. B ciydae koppekiuu rumnodocda-
TEMHH, TUTICPKAIBIUYPHHA U OCTEONOpO3a MPOTHO3
MOXHO CUUTATh OnaronpusTHeIM. [Ipu coxpaHeHUH
MIEPEYUCIICHHON BBIIIE CUMIITOMATUKU 3HAYUTEIBHO
BO3PACTaeT BEPOSITHOCTD MPOrPECCHPOBaHUS 3a00J1e-
BaHMS KaK 3a CUET YCYr'yOJCHUs CTETICHU BBIPaKEH-
HOCTH He()POKAIBIIMHO3a H, KaK CIICJICTBHUE, CHIKE-
HUS QUIBTPAIIMOHHON (YHKIIMHU MTOYEK, TaK U 33 CYET
HPOrPECCUPOBAHMS KOCTHBIX M3MCHEHHH, BEIYIINX K
WHBAIUIN3AIMH 3TOW TPYIIIBI MAICHTOB.

[MpencraBieHHOE  KIMHHYECKOE HAOIIOICHHUE
JEMOHCTPUPYET TPYIHOCTH Ju(QepeHnaIbHol
JMarHOCTUKU pejkoi ¢opmbl runodocdaremuye-
CKOTO paxuTa ¥ HeOOXOAMMOCTh paHHEH JHUarHo-
CTHKH 3a00JIeBaHUs C MPOBEJACHUEM MOJICKYISPHO-
TEHETHUYECKOTO UCCIICJIOBAHUS JIJISI CBOCBPEMEHHOTO
Ha3HAYCHHS Teparuu, NPEeRyNpeKICHHUs STPOTCH-
HBIX OCIIOKHEHUH W yJIy4YIeHHs MpOorHosa 3abole-
BaHMSI.
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