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B ctatbe onucaHbl COBpEMEHHbIE NPeACTaBAeHUs1 06 3TUO0MMK 1 NaToreHe3e PasJ/nyHbIX BapuaHTOB runogpocoaremmye-
CKOro paxuta, a TakXe OCHOBHbI€ noAxoAbl K AUarHoOCTUKE U JieHeHU yKa3aHHOIro 3abos1eBaHus, NpeACTaBAeH P KITMHU-

YEeCKMX Cay4aeB M3 CO6CTBEHHOM NPaKTUKM.

KnroyeBble cnoBa: o6MeH KasbLus U ocpopa, Tybynonatus, BUTaMuH D, napaTtropMoH, rmnopocoaTteMmM4eCcKmii paxmr,

[IMarHoCTUKa, KIMHUYECKOE TEYEHHME, [IETH.
(Meanatpnyeckasn papmaronornsi. 2013; 10 (4): 118-120)

[AnarHoctmka u ne4vyeHune runodocdaremMmmnyecKkoro
paxuTa KaK peaKoro HacneacTBeHHOro 3aboneBaHus B
YCNIOBUAX OOCTUXKEHUN COBPEMEHHOW MeaMLUHbI NPUo6-
peTaeT HOBble NePCrneKTUBbI. ATOT GaKT UMEET CyLLECTBEH-
HOe 3HayeHWe AnA O6LEeN nefuaTpuyYecKon MNPaKTUKK,
NOCKO/bKY runopochaTteMmUYecKUn paxuT, Kak U apyrue
Ty6ynonaTtuu ¢ paxuTonogo6HbIM CUHAPOMOM, HYacTO CKpbl-
BaeTCs Noj Mackon BuTaMuH-D-gedunuymMTHOro paxura, 4To
NPUBOAUT K HECBOEBPEMEHHOM AMArHOCTUKE M HealeK-
BaTHOW Tepanuu.

BblgensitoT BapumaHTbl runopochateMmnyecKoro paxu-
Ta, 06yCNIOBNIEHHOIO M30/IMPOBAHHOM NoTepen GocdaTos,
n runodochdaTteMUYECKUI paxmT B cOCTaBe OONEe3HEM
CO CJIOXXHbIMM KaHanbLeBbIMU fedeKTaMu, TaKUX KaK CUH-
npom ae ToHn—[ebpe—PaHKoHU, cuHapom Jloy, 60/1e3Hb
[JeHTa v np.

B nocnenHue rogbl Bce 60/bluee BHUMaHWE NpuBeEKa-
€T n3yyeHne MexaHn3moB runodocdaremumun. BoigenexHve
reHeTUYEeCKMX MyTalui, Nexallnx B OCHOBE pa3BUTUSA
0603Ha4Y€HHOro Bbllle COCTOSIHWS, OTKPbIBAET HOBbIE BO3-
MOXHOCTU B MOHWMaHWKW natoreHesa runodocdaremu-
YEeCKOro paxuTta W, Kak crefcTsue, B NOUCKe afeKBaTHOM
Tepanuu 3Toro 3aboneBaHus.

B coBpemMeHHOW MeaWUMHCKOM nuTepaType onuca-
Hbl X-cuenneHHbln runodochaTteMn4ecKnin paxut, 06y-

C/IOBMIEHHbIW MyTauuen B docdaTperynmpylollem reHe
PHEX (phosphate regulating gene with homologies to
endopeptidases on the X-chromosome); ayTocoMHO-
JOMWHAHTHbIA PaxuT, B OCHOBE KOTOPOro JIEXMUT MyTauus
B reHe gaKrtopa pocta pubpobnactoB FGF23; ayToCOMHO-
PELIECCUBHbIN PaxMUT C MyTaLMen reHa 6e/ka MaTpuLbl AeH-
TMHa 1 DMP1; ayTOCOMHO-PELLECCUBHbBIN TUNepKanbLuy-
puyeckun runopochateMUYeCKUn paxmT ¢ MyTauuen reHa
HaTpuh-dochaTHOro TpaHcnopTepa SLC34A3 [1-3].

Han6onee BakHyt0O ponb B natoreHese runodocoda-
Temum otBoasaT FGF23. BbICOKME KOHUEHTpaLWK 3TOro
daKTopa ymMeHblwaloT peabcopbumto docdaToB M nopa-
BNSOT @KTUBHOCTb «-1-TMAPOKCMNA3bl, CHUXKas, Takum
o6pa3oM, ypoBHHU pocdaTtos n BuTamuHa D [1,25(0H),D]
B KpoBu. lNpegnonaratT, 4to PHEX n DMP1 nopaBns-
0T npoaykuuto FGF23, ogHaKo, TOHKME MexaHW3Mbl
3TUX BO3AENCTBMM MOKa He m3y4yeHbl. [peanonaraetcy,
4yTO nopasfieHne FGF23 nocpeacTBOM HENTpanu3youwmx
FGF23-aHTnTen, a TaKXe MNpUMEHEeHUe WHIMObMUTopoB
FDF-peuentopoB — OAMH W3 Haubonee OonTUMasbHbIX
noaxoAoB K Tepanuu runopochaTteMmUYecKOro paxuta
B Gyaywewm [4].

CaMblM M3BECTHbIM U Haubonee pacrnpoCTPaHEHHbIM
aBnseTcs X-cuenieHHbln runodpochareMMYeCKUin paxmr.
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[Ba rofa M3HW. XapaKTepHbl 3aJepXKa pocTa, BapycHas
nedopmaLns HUKHMUX KOHEeYHOCTeN, runodocharemust, doc-
daTypua. YpoBeHb KanbLus Npu 3TOM HOpMasbHbIW, coaep-
aHWe napaTropMoHa HOpManbHOE WKW MOYTU HOPManbHoe,
KoHUeHTpauna 1,25(0H),D HenponopuuoHanbHO HU3Kas
U HopMasnbHas. [MnodochateMus pa3BMBaeTca B TEHEHUE
NepBbIX HECKONbKMX MECSILLEB MWU3HU U ABNSETCH, TaKUM
06pa30oM, BaXKHbIM GMOXMMUYECKUM TECTOM A1 MIaAEHLIEB,
noJo3peBaeMblX B HacnegoBaHMM MyTalMW FeHOB, OTBET-
CTBEHHbIX 3a pas3BuTne runodbocdareMmyecKoro paxuta.
PeHTreHonormyeckn BbISABASIOTCA OOKaNOBUAHbIE paclu-
pPEeHUs OWUCTanbHbIX M MPOKCMMaNbHbIX OTAENO0B TpybyaTbix
KOCTEN, pa3pexeHne KOCTH.

AyTOCOMHO-AOMUHAHTHbIA runodpochareMmuecKumn
paxuT — Oo4YeHb peaKoe 3abosieBaHUe, ero CUMNTOMbI NO406-
Hbl NPOSIBAEHUSM X-CLienneHHoro paxmTa. Boapact popmupo-
BaHWA 601€3HU MOXKET 6bITb pasHbIM. KnnHMYeCKon 0cobeH-
HOCTbIO Y 60/1e€e CTapLUMX NaLMEHTOB EHCKOro nosa cymTatoT
BbIPAXKEHHYIO MblLLIEYHYIO C1aboCTb M 60NN B KOCTAX. Y TaKMX
[ETEN B CbIBOPOTKE KPOBW YPOBEHb KasbLMS HOPMasbHbIN,
docdat HU3KKI, coaepKaHue napatropMoHa 1 25(0H)D Hop-
ManbHoe. YposeHb 1,25(0H),D HeageKBaTHO HOPMasbHbIN.

Ons neyeHuss 60NbHbIX MCMONb3YOT docdhaTbl per os
70-100 Mr/Kr B CyT, pasfefieHHble Ha 4—6 103, a-KaNbLnaon
no 25-50 Hr/Kr B AeHb (MaKCUMalsibHO 10 2 MKr/aeHb) 1 pa3
B OEHb MOJ KOHTPOJIEM COAEepKaHus B KpoBu docdaTos,
Kanbuus, wenovyHon pocdartasbl, napatropMoHa, MeTabonum-
TOB BUTamMuHa D, docdaTypuu, KanbLnypuu.

AyTOCOMHO-peueccuBHbin  runodpochareMuieckum
paxut — apyras pegkas dopma 3aboneBaHus, ero KMH14Ye-
CKasl KapTWMHa TaKXKe CXOA4Ha ¢ CMMNTOMaMu X-cLuenneHHoro
paxuTa, HO NposBAseTcs B 60/1ee cTaplieM BO3pacTe U AaxKe
y B3pocnblx. OTMevatotes runodocdatemus, docdaTypus,
npu 3TOM HENPOMOPLIMOHANbHO NO OTHOWEHUIO K rMnodoc-
daTemMunn HU3KMI yposeHb 1,25(0H),D.

Y peTten ¢ ayTOCOMHO-peLecCUMBHbIM runepKanbLiuy-
puyeckum runopocpareMmuecCKUM paxuTom B CbiIBOPOT-
Ke KPOBW YPOBEHb Ka/lbLiMS HOPMafbHbIW, KOHLEHTpaLMS
docdaToB HM3Kas, CoAep)aHWe napaTropMoHa CHUXKe-
Ho. YpoBeHb 25(0OH)D HopManbHbIM, 1,25(0H),D — Bbico-
KWW B OT/indMe OT X-CLenneHHoro runodpocdaremmyeckoro
paxuTa. JledeHne TaKux 6O0JbHbIX COCTOMT TO/IbKO B BOC-
nonHeHun édocdara. MNMpn HacneacTBeHHom runodocdare-
MWYECKOM paxuTe C rmnepkanbuuypuert oCHOBHOM aedeKT
3aK/oYvaeTcs B TpaHcnopte ¢ocdaTta yepes KaHanble-
Bble KNeTKW. B oTBeT Ha runodpocdaremuto CTMMynmpyeTcs
aKTUBHOCTb «a-1-rMAPOKCMNAasbl U, Kak cneactsve, NoBbl-
waetcs cogepxaHune 1,25(0H),D, 4To NpMBOAUT K BO3pac-
TaHUIO KULLIEYHON abcopbLnm KanbLna n docdara, a 3aTemM
K rMnepKanbLuypun U NogaBneHUIO NapaTUPEOUIHOro rop-
MOHa. Ba)HOCTb NOHMMaHUA naTtoreHesa 3TUX U3MEHEHWH
COCTOMT B TOM, YTO OAHO TONIbKO NpuMeHeHue docdaTta
NPUBOAUT K WUCMpPaBNEHUIO OGUOXMMUYECKUX HapyLIEHWUN.
HeT HMKaKoM NOTPebHOCTM B Ha3HAYeHWW KanbuuTpuona,
NMOCKOJ/IbKY MOBbIWeHHOe cofepxaHune 1,25(0H),D o06y-
CIOBNEHO naToreHeTnyecku [1-3].

Henb3a He ykazaTb, 4YTO runepdocdatypus npu runo-
dochaTeMnyecKkoM paxuTe MNOATBEPNKAAETCA He Bceraa,
Hanbonee BEPOSATHO ee BbiIBEHWE B paHHUE CPOKW. lpu
HeneyeHoMm paxuTe ¢ runodocharemunen dochaTypmo MOX-
HO OGHaPYWTb NPU BbipaBHUBaHUK GocHaTOB B KPOBY, T.€.
npu rmnodocdatemMmm AOCTUraeTcsl ONpeaesieHHbIN Mopor,
npu Kotopom docdatbl nepecTatoT TEPSATLCHA ¢ MOYon. Kpome
TOro, Npu HEKOTOPbIX dopmax pocdaTyputo BbiSBUTb BOOOLLE
He ygaeTcs [5].

CnepyeT OTMETUTb, YTO MpU BCEX BapuaHTax runodocda-
TEMMYECKOr0 paxuta OTCYTCTBYIOT M3MEHEHUS CO CTOPOHbI
KWCNOTHO-LLETI0YHOr0 COCTOSIHWUSA KPOBM.

B otaeneHun Hedponornun Prey «HU34» PAMH Ha6nto-
fJatotes 7 geten ¢ runopochareMn4eCcKUM paxmTom.

Y 3 nauMeHTOB OTAroWeH HacneACTBEHHbI aHaMHe3:
y OBYX A€BOYEK MaMbl CTpaAatoT 3TUM 3abosieBaHMeM; y Tpe-
Tben — oTel, a TaKXe Nno ero JMHUK 6abyluKa, NpababyllKa
1 6pat 6abyLLKHK.

Kak npaBuno, nepeble CMMNTOMbI 3a601eBaHUs y Habnto-
fAaeMblX 6bl/In 06Hapy>KeHbl Ha BTOPOM FO4Y XXWU3HW, Korga AeTu
Hay4unucb XoauTb, B cpeaHeM B Bo3pacTe 12,9 *+ 4,3 mec:
nosiBUINCbL OTCTaBaHWe B pocTe, GOpMMpOBaHWe Bapyc-
HOM aedopMaLMnK HUKHUX KOHEYHOCTEN. Y 0aHOro pebeHKa
B 6 Mec 6bl1a BbiiBfieHa runopochatemums (4eBoyKa obene-
JoBanacb No HanpasfeHWIO opToneaa, Y KOToporo Habnoaa-
flacb No NOBOAY M/I0CKO-BabIyCHbIX CTOM).

B aHannsax KpoBwu y Bcex AeTen BbisiBNE€Hbl HOPMasbHble
noKasaTe/Nn KanblLus, CHUKeHME ypoBHS dpocdaToB B cpea-
Hem go 0,7 = 0,13 MMOJb/N; MOBbIWEHWE COAEPHKAHUSA
lenoyHon docdartasbl B cpegHem go 973,8 £ 630,8 ea./n,
y ABYX MaUMEHTOB OBGHapy*KeHbl O4EHb BbICOKME 3HAYEHUS
(BO3pacTaHue 6onee Yem B 3 pasa Mo CpaBHEHWIO C HOP-
Mom). o Mepe nevyeHus y BCeX AeTer OTMEYEHO ynydlue-
HMe noKasartenen gocdhareMuun, ogHako runodochareMmus
y 60JIbHbIX COXpaHsnach (3a UCKIIIOYEHNEM OLHOI0 pebeHKa),
B 4 cnyvyasix OOHapy)XEHO CHWXEHUE YPOBHEN LWeno4yHon
docdaTtasbl 4O HOPMabHbIX 3HAYEHUN.

CopeprkaHue napaTropMoHa B KpOBM Yy 3 eTeN He OTu-
Yyanocb OT HOPMbI (B NocneaylolemM Ha GoHe NIe4eHns y 0AHO-
rO U3 HUX OTMEYEHO CYLLIECTBEHHOE CHUMKEHME 3TOro NoKasa-
Tens, 4To NoTpeboBano yMeHbLIEHUE A03bl KaNbLMTPMONa).
B 4 cny4asax BbISIBIEHO OTHOCUTENbHO HEGO/bLLOE MOBbILLE-
HWe YPOBHS NapaTropmMoHa B KpoBu (97,7 + 24,6 nr/mn).

CopepxaHue cymmapHoro 25 (OH)D yganock onpeaenutb
TOMbKO Y ABYX NALMEHTOB, B 060MX C/ly4asnx 3TOT NoKa3aTe/b
He OTMyancs OT HOopMalbHbIX 3HadeHun. Mpu wmccneno-
BaHWM MOYM HU Y OOHOIO M3 GOMbHbLIX AETEN HE BbIIBNEHO
W3MEHEHUIM B YPOBHE Kanbuus; runepdocdatyputo yaganocb
06HapyXuTb B 4 ciyyasax (= B 2 pa3a Bbllle N0 CpaBHEHUIO
C BO3pacTHbIMWU HOpMaTUBamu).

Y 5 peten npoBeaeHa AEHCUTOMETPUS (MOCNe HECKOMb-
KWX NET NIeYEHUSA): CHUKEHUS KOCTHOW MWHEPanbHOW MoT-
HOCTM He BbISIBJIEHO, OTMEYEHa TEHAEHLUMS K MPEBbIWEHUIO
HOpPManbHbIX MOKa3aTenen.

Hu y ogHOro “3 nauMeHTOB He OBHapy)KEHO CUMMTO-
MOB ApPYrux TyGynonaTui, CHUXEHUS CKOPOCTU KITy6O4KOBOWM
dunsTpaumm.

Bce getn nonyyatoT docdaTbl, aKTMBHbIE MeTabonuThl
BMTamuHa D. B Poccuun He BbinycKaeTcs opuumanbHbln npe-
napat ¢ocdopa. McnonbayoT pacteop Mo, COCToALMM
13 AByocHoBHoOro ¢ocdarta Hatpus (136 r/n) n docdop-
HOW KucnoTbl (58,8 r/n). B MMpoOBOM NpaKTUKe LWKUPOKO
n3BecteH npenapaT Reducto-spezial, cogeprawmnn 602 mr
aurnapodocdata Kanua n 360 mMr rugpodpocdarta HaTpus
B 1 TabneTke. focyaapcTBeHHas perncrpaums yKazaHHOro
npenapata B Poccuiickon deaepaunmn, 04eBUIHO, OTKPOET
HOBble BO3MOXHOCTU B fiedeHnn aeten ¢ runopocdateMm-
YECKMM paxuTom [6].

B 5 cnyyasx npoBedeHbl Koppurupylowue ornepauuu
Ha HWXXHUX KOHe4YyHocTsax. Y 4 M3 3TUX NauuMeHToB Awuar-
HO3 6bl1 MOCTaBfieH TOMbKO Ha TPETbeM—YETBEPTOM romy
W3HU, U TOSIbKO C 3TOr0 MOMEHTa Ha3HavyeHa ajeKBaTHas
Tepanus, y ABOUX AeTew leyeHne NpoBOAMIOCH HEPEryasipHO
(puc. 1, 2).
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Pepkue 60n1e3Hu

Puc. 1. JeBo4Ka ¢ runopocdareMnyecknum paxmtom B aebiote
3ab6oneBaHus (A) M Nocne Ha3dHavYeHUs NaToreHeTMYeCcKon Tepanuu
1 NPOBEAEHMS KOppUrupyowmux onepauunn (b)

Puc. 2. Paxutnyeckune gedbopmaumm y pebeHKa ¢ no3gHo
YCTaHOBNEHHbIM ANArHo30M Moc/e NPOBEAEHUS KOPPUTUPYIOLLMX
onepauumn

CMUCOK NNUTEPATYPbI

1. [etckas Hedponorus: MpaKTnyeckoe pykoBoAcTBo. [Moa pea. 3. Jloi-
MaHa, A.H. LpirnHa, A.A. CapkucsiHa. M.: Jlutreppa. 2010. 400 c.

2. Baroncelli G.1., Toschi B., Bertelloni S. Hypophosphatemic rickets.
Curr Opin Endocrinol Diabetes Obes. 2012; 19 (6): 460-467.

3. Pettifor M. John. What new in hypophasphataemic rickets? Eur J
Pdiatr. 2008; 167 (5): 493-499.

4. Wohrle S., Henninger C., Bonny O. et al. Pharmacological
inhibition of fribroblast growth factor (FGF) receptor signaling

O He06X0AMMOCTM PaHHEro Ha3HaYeHUs U HenpepbIBHO-
ro NpoBeAeHWs afleKBaTHOM Tepanumn runodocdaremMmyecKo-
ro paxvTa y6eauTenbHO CBUMAETENbCTBYIOT UCTOPUM 6ONE3HM
HaWmWX NaLUEHTOK.

[eBoyka A., 8 neT, HabngaeTcs B OTAENEHUN C AnarHo-
30M «unodocdaTteMmnyeckMin paxut. XpoHunyeckas 60ne3Hb
nouyek, | cragmsa. CoctosiHne nocne onepaTMBHOM KOPPEKLIMK
BapycHoM aedopmMaLmmn HUKHUX KOHEYHOCTEWM».

Y pebeHKa B Bo3pacTe 1 roga oTMeyeHa BapycCHas
fedbopmaLms HUKHUX KOHeYyHocTel. O6cneaoBaHme He npo-
BoAuMNoCb. B Bo3pacTte 3 neT B CBA3M C NPOrpeccMpoBaHneM
nedopmaLmm HUKHUX KOHEYHOCTEN AeBOYKA MPOKOHCYNbTU-
poBaHa y opToneja v HanpasfieHa K Hedposnory. TonbKo B
Bo3pacTte 3,5 net 6bl1 ycTaHOBEH runodochdaTteMUyYECKni
paxuT. o gaHHbIM 06cneqoBaHUsa OTMeYanucb runodocda-
Temua go 0,52 mmonb/n, docdhatypusa no 4,48 MMONb/CyT.
Mpu3HakoB Apyrux Tyéynonatuin He Habnoganoce. B ganb-
HenweM AeBOYKa HeperyisapHo nofiyyana Tepanuio npe-
napatom BuTamMuHa D, docdatamn. B Bo3pacte 4,5 ner
npoBefleHa KOpPUrMpyloLlas OCTEOTOMWS HUMKHEW TPeTH
npaBon 6GeApeHHOM KOCTM, B 5 ner — Koppurupyoulas
ocTeoToMusa neBoro 6egpa, yeped 10 mec — AETOPCUOHHO-
BaNbrM3npylollas oCTeO0TOMUS MNpaBow 6osbliebepLoBOM
KOCTH, elle Yepes rog — BanbrMaupylolas MexBepTtefibHas
octeotomus nesoro 6egpa. Ha atom ¢doHe gedopmauma
HUMHUX KOHEYHOCTEW coxpaHsieTcs, dU3N4YecKoe pa3Bu-
TMEe ocTaeTcs HuKe 3%o, runodpocdareMus CywecTBEHHO
He namexunach (0,63 mmonb/n).

Euwe y AByx AeBoyek runodpochaTteMmUYECKUn paxuT ycTa-
HOBMIEH Ha BTOPOM oAy XW3HW, U TOrAa e HavyaTta Tepanus.

OfHa “3 3TUX NaUMEHTOK Y)Ke B TedyeHue 5 net noctosiH-
HO nony4aetr ¢pocdatbl M NpenapaTbl aKTUBHbIX MeTabosu-
ToB BUTamuHa D. Ha aTom poHe OoTMeyeHa CylleCTBEHHas
NonoXKUTENbHAsA AMHaMUKa: BapycHas aedopMaLns HUKHUX
KOHEYHOCTEN 3HAYUTENbHO YMEHbLIMAACh, AEBOYKA Bblpocna
6onee 4yem Ha 30 cM, yMEHbLLXIACH BblpaxXeHHOCTb rmnodoc-
datemum (1,11 mmonb/n; B aebiote 0,76 mmonb/n). Bropas
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1 roga, NOCTOSIHHO MpuUHUMaeT docdaTbl U KanbLUWUTPUON.
Ha atom ¢poHe BapycHasa gedbopmaLnsg HUKHUX KOHEYHOCTEN
yMeHbluaeTcs, runodocdaTeMmmn HeT, LOCTUMHYT HOPMaSibHbIH
YPOBeHb Lieno4Hon docdartasbl (B AebtoTe 637 ea./n).

Takum o6pa3om, cneayeT NoJgYePKHYTb 3HAYUMOCTb paH-
HeW AMarHoCTUKKW U perynsipHon Tepanuun runopocdaremuye-
CKOro paxuTa, 4TO BO MHOTOM 3aBWUCHT OT HAaCTOPOXEHHOCTH
neanaTpoB B OTHOWEHMKU TybynonaTuh C paxuTonofo6HbIM
CYHAPOMOM ¥ CBOEBPEMEHHOIO HanpaBfieHUs eTen ¢ Nogo-
3peHneM Ha 3Th 3aboneBaHns K Hedpoory.
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