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B cTaTbe onucaHbl COBPEMEHHbIE MPEACTaBIEHUs 06 ITMOIOMMK M NaTOreHe3e PassnyHbiX BapuaHToB runogocparemmye-
CKOro paxuTa, a TaKKe OCHOBHbIE MOAXO/bl K AMArHOCTUKE U JIEHYEHUIO YKa3aHHOro 3a601eBaHus, NPEACTaBAeH P KIMHH-

YECKUX CrlydaeB N3 CO6CTBEHHOM MPaKTUKMN.

Knro4eBbie cnoBa: o6MeH KasbLmns u ¢ocgopa, Tybynonatusi, BUTaMuH D, napatropMoH, runopocpateMmyecKmnii paxmr,

ANarHoCTUKa, KIMHUYECKOE TedyeHue, AEeTH.
(Mepnatpmyeckas papmaronorms. 2013; 10 (4): 118-120)

[OuarHoctuka u nedveHue runodochareMmMyecKoro
paxuTa KaK peaxkoro HacneacTBEHHOro 3aboneBaHus B
YCNOBUAX OOCTMXEHUN COBPEMEHHOM MeAMLMHbI NPUO6-
peTaeT HOBbIE NEPCNEKTUBbLI. ATOT GAKT UMEET CYLLIECTBEH-
HOe 3HayeHue Ons oblen neanaTpuHecKon MpaKTUKK,
NOCKONbKY rnnodocdateMUyYecKnUii paxut, Kak v apyrue
Ty6ynonaTtum ¢ paxmTonogo6HbIM CUHAPOMOM, HacToO CKPbI-
BaeTcs Nog Mackon BUTaMUH-D-geduunTHOro paxuTa, 4to
NPUBOANUT K HECBOEBPEMEHHOM AMArHOCTUMKE U Headek-
BaTHOM Tepanuu.

BbigenstoT BapuaHTbl rmnodpochareMm4ecKoro paxu-
Ta, 06yCNOBJIEHHOrO U30/IMPOBaHHOM NoTepen docdaTtos,
n runodochdaTteMUYeCKUn paxuT B cocTaBe OONie3Hew
CO C/IOXHbIMM KaHanbLEeBbIMK AedeKTaMM, TAaKUX KaK CUH-
apom ae ToHn—[ebpe—®dPaHKoHu, cuHapom Jloy, 601e3Hb
[eHTta un np.

B nocneaHue roabl Bce 60/bllee BHUMaHWE NpUBEKa-
eT U3yyeHne mMexaHu3moB runodocdaremun. BoigeneHuve
rEHEeTUYECKUX MyTalui, Nexalux B OCHOBE pa3BuTUS
0603Ha4YeHHOrro Bhbillie COCTOSIHWUS, OTKPbIBAET HOBbIE BO3-
MOXHOCTM B MOHWMMaHWKW natoreHesa runodocdaremu-
YEeCKOro paxuTta W, Kak cneacteue, B NOUCKE afeKBaTHOM
Tepanuu 3Toro 3abosieBaHus.

B coBpemMeHHOW MeaWMLMHCKOW nuTepaType onwuca-
Hbl X-cUenneHHbIn runodochareMUyecKnuin paxut, o0y-

CMOB/NIEHHbIN MyTauuen B dochaTperynmpyolleM reHe
PHEX (phosphate regulating gene with homologies to
endopeptidases on the X-chromosome); ayToCOMHO-
JIOMWUHAHTHbIA PaxuT, B OCHOBE KOTOPOrO JIEXWUT MyTaLms
B reHe gaKtopa pocTta pubpobnactoB FGF23; ayToCOMHO-
pPeLECCUBHBIN paxuT ¢ MyTaLmen reHa 6enKka maTpuLbl AeH-
TMHa 1 DMP1; ayTOCOMHO-PELLECCUBHbIN TUMNepKasbLiny-
puyeckmi runopocPaTteMn4ecKnin paxuT ¢ MyTaumen reHa
HaTpuh-dochaTHOro TpaHcnopTepa SLC34A3 [1-3].

Han6onee BakHyt0O ponb B natoreHese runodocoda-
Temun otBoaaT FGF23. BbiCOKME KOHUEHTpaLWK 3TOro
daKTopa ymeHbluaT peabcopbunio dochatoB m noaa-
BASIOT @KTUBHOCTb «-1-rMAPOKCMAA3bl, CHUXKasA, Takum
o6pa3oM, ypoBHU docdaTtos u ButammnHa D [1,25(0H),D]
B KpoBwu. lpeanonaratT, 4to PHEX v DMP1 nopaBns-
10T npoaykuuio FGF23, ogHaKo, TOHKME MexaHW3Mbl
3TUX BO3AEWCTBUIM MOKa He M3yyeHbl. [Mpegnonaraertcs,
47O nogasneHne FGF23 nocpeAcTBOM HEUTpanu3yloLwmx
FGF23-aHTuTen, a TaKXe NpUMeHeHWe MWHIMoéuTopoB
FDF-peuenTtopoB — OAWH M3 Haubonee ONTUManbHbIX
noaxoAoB K Tepanuu runodochateMrMyecKoro paxuta
B Gyayuwem [4].

CaMblM M3BECTHbIM M Haubonee pacnpoCTPaHEHHbIM
aBngeTcs X-cuenaeHHbln runopochareMM4eCcKUn paxur.
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[Ba rofa »MU3HW. XapaKTepHbl 3aepXKa pocTta, BapycHas
aedopmauns HUKHUX KOHeYHocTewn, runodocdaremus, doc-
daTtypus. YpoBeHb KanbLus Npu 3TOM HOPManbHbIN, coaep-
aHve napaTropMoHa HopMaJsibHOE WM MOYTU HOPManbHOoeE,
KoHueHTpauunsa 1,25(0H),D HenponopunoHaibHO HU3Kas
Unn HopmanbHas. lmnodpocdaremuss pa3aBMBaeTCa B TEYEHUE
NepBbIX HECKONbKUX MECSLIEB XW3HU U ABNSETCH, TaKUM
06pa3oM, BaxHbIM OBUOXMMUYECKUM TECTOM AN MNafeHLEeB,
noao3peBaeMblX B HacnegoBaHWW MyTaluW reHoB, OTBET-
CTBEHHbIX 3a pas3BuTMe runodpocdareMU4ecKoro paxura.
PeHTreHonornyeckn BbIIBASIOTCA OOKanoBUAHblIE pPacCLUM-
pPeHUs AUCTanbHbIX U MPOKCMMabHbIX OTAENO0B TpybyaTbix
KOCTEN, pa3pexeHne KoCTu.

AyTOCOMHO-4OMMUHAHTHbIX runodochareMnuyeCcKumn
paxuT — o4eHb peaKoe 3aboneBaHne, ero CUMNTOMbI NOJ06-
Hbl NPOSIBNEHNAM X-CLEMIEHHOro paxmTa. Bo3pact ¢opmupo-
BaHUSA 601€3HN MOXKET ObITb pa3dHbiM. KnMHM4ecKon ocobeH-
HOCTbIO Y 60/1e€e CTapLUMX NaLMeHTOB }KEHCKOro nosa cymTatoT
BbIPaXEHHYI0 MblLIEYHYIO C1aboCTb U 60K B KOCTAX. Y TaKux
[eTen B CbIBOPOTKE KPOBW YPOBEHb KaslbLMA HOPMasbHbI,
docdaT HU3KKI, coaepaHune napatropmoHa u 25(0H)D Hop-
manbHoe. YposeHb 1,25(0H),D HeagekBaTHO HOPMasbHbIN.

[na neyeHns 60MbHbIX UCNONb3yOT docdaTbl per os
70-100 ™mr/Kr B CyT, pasfefieHHble Ha 4—6 03, a-KalbL1AoN
no 25-50 Hr/Kr B eHb (MaKCUMasnbHO A0 2 MKr/aeHb) 1 pa3
B [leHb MOJ KOHTpPO/JeM cofepraHusa B KpoBu docdatos,
Kanbuus, wienovyHon docdhatasbl, NapaTropMoHa, metabonu-
TOB BUTamMuHa D, docdaTtypuu, KanbLuuypun.

AyTOCOMHO-peLeccuBHbin  runodpochpareMnyeckumn
paxut — apyras pegkasa popma 3abosieBaHus, ero KInHu4e-
CKasl KapTWMHa TaKXKe CXOf4Ha ¢ CMMNTOMamu X-CLEenneHHoro
paxuTta, HO NposBseTcs B 60nee cTaplieM BO3pacTe U faxe
y B3pocnbix. OTMevatotcs runodocdatemus, docdatypus,
npu 3TOM HEMPOMOPLMOHAIbHO MO OTHOLWEHUIO K runodoc-
dateMunn HU3KUM yposeHb 1,25(0H),D.

Y [LeTen C ayTOCOMHO-peLecCMBHbIM runepKanbLiuy-
puyecKkum runopocpareMUYeCKUM paxuTom B CbIBOPOT-
Ke KPOBW YPOBEHb KallbLMA HOPMasbHbIW, KOHLLEHTpauus
docdatoB HU3KasA, cofepaHue napaTtropmMoHa CHUXKe-
Ho. YpoBeHb 25(0H)D HopmanbHbIM, 1,25(0H),D — Bbico-
KWW B OT/INYME OT X-CLEenneHHoro runodpocharemMmyeckoro
paxuTa. JledeHne TaKux 60JbHbIX COCTOUT TO/IbKO B BOC-
nonHeHun ¢ocdata. Npn HacneacTtBeHHoM runodocdarte-
MWYECKOM paxuTe C runepkanbuuypuert OCHOBHOM aedeKT
3aKno4yaeTca B TpaHcrnopTe docdaTta 4vepe3 KaHanble-
Bble KNeTKku. B oTBeT Ha runodocdaremuto cTumynmpyetcs
aKTMBHOCTb «-1-rMapoKcunasbl M, Kak cneacresue, MoBbl-
waetca cogepxaHue 1,25(0H),D, 4to NnpMBOAUT K BO3pac-
TaHUIO KULLIEYHON abcopbunm KanbLnsa n docdara, a 3atem
K rMnepKanbLUypun n NogaBneHuto napaTmpeonaHoro rop-
MOHa. BarKHOCTb NOHMMaHWA NaTtoreHesa 3TUX U3BMEHEHUN
COCTOUT B TOM, YTO OAHO TOMbKO MpumeHeHne docdaTa
NPMBOAUT K WCMpPaBAEHUID OMOXMMUYECKUX HapyLUEHWN.
HeT HMKaKoW MOTPEeBHOCTM B Ha3HaAYeHUW KanabLUTpUona,
NMOCKOJ/IbKY MOBblWeHHoe coepxaHune 1,25(0H),D o6y-
C/oOBfIEHO NaToreHeTuyecku [1-3].

Henb3s He yKasaTb, 4To runepdocdatypus npu runo-
dochaTemmyecKkoM paxuTe MOATBEPMKAAETCS He Bceraa,
Hanbonee BEPOATHO €€ BbIIB/IEHWE B paHHWE CPOKU. pwu
HeneyeHoMm paxuTe ¢ runodochatemunen dochaTypmo MOXK-
HO OGHapPYXWUTb NPU BblpaBHMBaHUK GocdaToB B KPOBMU, T. €.
npu runodochareMnn JocTUraeTcs onpefesieHHbIn Mnopor,
npu KoTopoM docdaTbl NepecTaloT TepPATLCS ¢ Mo4or. Kpome
TOro, NPW HEKOTOPbIX dopmax pocdaTypuio BbIABUTL BOOGLLE
He yaaetca [5].

Cnepnyet oTMETUTb, 4YTO MpPW BCEX BapuaHTax runodocda-
TEMWYECKOro paxuTa OTCYTCTBYIOT U3MEHEHMUS CO CTOPOHbI
KUCNOTHO-LLIENOYHOIO COCTOSIHUS KPOBM.

B otaeneHun Hedponornn Prey «HU3J» PAMH Habnto-
fatotea 7 geten ¢ runopochareMrUYECKUM PaxnTOM.

Y 3 naumMeHToB OTAroweH HacneacTBEHHbIM aHaMHEes:
y ABYX AEBOYEK MaMbl CTpaAatoT 3TUM 3ab60oNieBaHUEM; Y Tpe-
Tbe€M — 0OTeL, a TaKXe No ero TMHuK 6abylika, NnpadabyliKa
1 6paT 6abyLLKMN.

Kak npaBuno, nepeble CUMNTOMbI 3a60/1€BaHUA Y Habto-
JlaeMbIX GblsIM 06HAPYKEHbI Ha BTOPOM Fofly XXW3HW, Koraa AeTu
Hay4unucb XoauTb, B cpeaHeM B Bo3dpacTte 12,9 = 4,3 mec:
NnosiBUANCL OTCTaBaHWe B pocTe, GOpMUpOBaHWE Bapyc-
HOM gedopMauunn HUKHUX KOHEYHOCTEN. Y oaHOro pebeHka
B 6 Mec 6blna BbiiBAeHa runodocdharemums (4eBoyKa obene-
foBanacbk Nno HanpasfeHWIo opToneaa, y KOToporo Habsoaa-
nacb No NOBO/Y M/I0CKO-BabIyCHbIX CTOM).

B aHann3ax KpoBM y BCeEX AETEN BbISIB/IEHbI HOPMabHbIE
rnoKasaTenu KanbLus, CHUXeHue ypoBHa docdaToB B cpel-
Hem po 0,7 + 0,13 MMONb/N; MOBbIWEHWE COAEpPKaHUSA
uenoyHon docdartasbl B cpegHem go 973,8 + 630,8 ea./n,
y OBYX MaUMEHTOB OGHapy*KeHbl 04EHb BbICOKME 3HAYEHUS
(Bo3pacTaHue 6onee 4em B 3 pasa Mo CPaBHEHWIO C HOP-
Mom). o Mepe nedvyeHus y BCex AeTer OTMEYEHO ynydlue-
HMe noKasaTtenen docdareMuun, ogHako runodocharemus
y 60/bHbIX COXPaHSAIach (3a UCKIOYEHUEM OOHOI0 pebeHKa),
B 4 crny4agx OOHapyXeHO CHUXeHWe YPOBHeW LWell0HHOM
docodartasbl 4O HOPMaSIbHbIX 3HAYEHUN.

CofeprkaHue napaTropMoHa B KPOBMU Yy 3 AeTEN HE OTU-
4aniocb OT HOPMbI (B NocneaylowemM Ha GoHe NeveHns y oaHO-
rO M3 HUX OTMEYEHO CYLLECTBEHHOE CHUXKEHWE 3TOr0 NOKas3a-
Tens, 4to NotTpeboBano yMeHbleHNe J03bl KanbLMTpMona).
B 4 cnyyasix BbIIBNEHO OTHOCUTENbHO HEGOSbLLOE MOBbILLE-
HWe YpPOBHSA NapaTropMoHa B KposHu (97,7 + 24,6 nr/mn).

CopepxaHue cymmapHoro 25 (OH)D yganock onpegenutb
TONbKO Y ABYX MNaLIMEHTOB, B 060OMX C/lydasx 3TOT NoKkas3aTeNb
He OoTAMYyancs OT HOpMasbHbIX 3Ha4vyeHun. lpu wnccnego-
BaHWW MOYM HU Y OJHOIO M3 BOMbHbLIX AETEN HE BbIIBNEHO
W3MEHEHUN B YpOBHE KanbLus; runepdocdaTypuio yaanochb
06HapyXuTb B 4 cnyyasx (= B 2 pasa Bbllle N0 CpaBHEHUIO
C BO3PAacCTHbIMKU HOpMaTUBaMM).

Y 5 pgeten npoBeaeHa AEHCUTOMETPUS (NOCNE HECKOSb-
KUX NET NEeYEHUS): CHUKEHNSA KOCTHOM MWHEepanbHOM MNioT-
HOCTW He BbIIBIEHO, OTMEYEeHa TEHAEHUMS K NPEBbIWEHUIO
HOPMabHbIX NOKa3aTeneun.

HW y ogHOro vM3 nauMeHToB He OOHapPYXEHO CUMMMTO-
MOB Apyrux Tyéynonatui, CHUXKEHMUS CKOPOCTH KIy60O4KOBOM
dunbTpaLmn.

Bce getn nonyvatoT pocdatbl, aKTUBHbIE MeTaboNThI
BuTaMuHa D. B Poccuu He BbinycKaeTcs obuumanbHbIn npe-
napat ¢ocdopa. McnonbayoT pactsop oniu, COCTOAWMM
13 AByocHoBHOro ¢ocdarta Hatpusa (136 r/n) n docdop-
HOW KucnoTbl (58,8 r/n). B MMPOBOM NpaKTUKE LWHUPOKO
n3BecTeH npenapat Reducto-spezial, cogepxawmin 602 mr
aurnapodocdarta Kanua n 360 Mr rugpodocdara HaTpus
B 1 Tabnetke. focyaapCTBEHHAsA pPErucTpaLms yKas3aHHOro
npenapata B Poccuiickon defepauunn, o4eBULHO, OTKPOET
HOBblE BO3MOXHOCTW B Jle4eHUn aeten ¢ runodocharemu-
YECKUM paxuTom [6].

B 5 cnyyasix npoBefeHbl Koppurupylowue onepauuu
Ha HWXHWUX KOHeYHocTax. Y 4 u3 3TUX nauueHToB Auar-
HO3 6bll MOCTaBfieH TONbKO Ha TPeTbeM—YETBEPTOM roay
YKWU3HU, U TOSIbKO C 3TOr0 MOMEHTa Ha3HavyeHa ajeKBaTHas
Tepanus, y ABOUX AeTen fnevyeHne npoBoANIOChE HEPETNYISPHO
(puc. 1, 2).
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Puc. 1. [leBoyKa ¢ runodpochaTteMnU4ecKnum paxmTom B aebiote
3a60neBaHus (A) M nocne Ha3dHavYeHUs NnaToreHeTMYecKomn Tepanuu
M NPOBeAEHUA KoppUurmupytowmnx onepaumm (b)

Puc. 2. Paxutnyeckune gedopmaumnm y pebeHKka ¢ no3gHo
YCTaHOBNEHHbIM ANarHo30M nocne NPoBeAEHUS KOPPUTUPYIOLLUX
onepauun
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O Heo6X0aAMMOCTM paHHEro Ha3Ha4YeHUs 1 HEMpPepPbIBHO-
ro NpoBeAeHns afjleKBaTHoM Tepanuu runodochaTtemMmyecKo-
ro paxuTa y6eauTenbHO CBMAETENbCTBYIOT UCTOPUU BONE3HM
HalUMX NauMeHTOoK.

[eBouKa A., 8 neT, HabnaaeTcs B OTAENEHMM C AnarHo-
30M «[MnodpochateMNYECKNN paxuT. XpoHrnyeckas 60ne3Hb
noyek, | ctragus. CoctosiHne nocne onepatuBHON KoppeKLmm
BapycHoun gedbopMaLmm HUKHUX KOHEYHOCTEN».

Y pe6beHka B Bo3pacte 1 roga oTMeyeHa BapycHas
nedopmaums HUKHKUX KoHevyHocTen. O6cnegoBaHne He Npo-
BoAMoCh. B Bo3pacTe 3 net B CBA3M € NPOrpeccMpoBaHmMeM
nedopmaLmm HUKHUX KOHEYHOCTEN AeBOYKa MPOKOHCYNbTU-
poBaHa y opTtornefa v HanpaneHa K Hedponory. ToibKo B
Bo3pacTte 3,5 net 6bln ycTaHOBAEH runodochdaTeMUIECKnit
paxuT. Mo gaHHbIM 06cnefoBaHUsa oTMevanuch rmnodocda-
Temus go 0,52 mmonb/n, docdatypus no 4,48 MMONb/CyT.
lMp13HaKoB Apyrux Tybynonatnin He Habnoganoce. B ganb-
HenweM AeBOYKa HeperynsapHo nofiyyana Ttepanuio npe-
napatom BuTamuHa D, docdatamn. B Bo3pacte 4,5 ner
npoBefeHa Koppurupyloulas OCTEOTOMUS HUMXKHEW TpeTu
npaBon 6GeApeHHON KOCTM, B 5 net — Koppurupyouwas
ocTeoToMus fieBoro 6egpa, yepes 10 Mec — AETOPCUOHHO-
Ba/NbrM3unpytolasa octeoTomus npason 6GonbliebeplLoBowm
KOCTH, elle Yepes rog — Balbru3unpylowas MexsepTte/ibHas
octeotoMuss nesoro 6egpa. Ha atom ¢doHe aedopmaums
HUXHUX KOHEYHOCTEW coxpaHseTcs, GU3NYEeCKoe pas3Bu-
TMe ocTaeTca HuKe 3%o, rmnopocdareMms CylwecTBEHHO
He namexunaco (0,63 mmonb/n).

Ewe y aByx geBoyek runodochateMmMyecKu paxuT ycta-
HOBJIEH Ha BTOPOM rOAY XW3HM, U TOr4a e HavyaTta Tepanus.

OfHa M3 3aTUX NaUMEHTOK Yye B TedyeHune 5 eT NoCcTosH-
HO nonydaer ¢pocdarbl M NpenapaTbl aKTUBHLIX MeTabosu-
ToB BUTamuHa D. Ha aTtom ¢oHe OoTMeveHa cylleCTBEHHad
NnofIoXUTENbHAsA AMHaAMUKA: BapycHasa AedbopMaLms HUMKHMUX
KOHEYHOCTEN 3HaYUTENbHO YMEHbLMNACh, A€BOYKa Bbipocaa
6onee 4yem Ha 30 cM, yMeHbLIKNACH BbIPaXKEHHOCTb rnnodoc-
daTtemum (1,11 mmonb/n; B aebtote 0,76 mmonb/n). Bropas
[eBoYKa HabnoaaeTcs B OTae/leHMn Hedponormm B TeyeHune
1 roga, MOCTOSIHHO MpWHMMaeT docdaTtbl U KanbLUTPUOI.
Ha atom poHe BapycHas aedpopmMaLms HUKHUX KOHEYHOCTEN
yMeHbluaeTcs, runodochaTeMmnn HeT, AOCTUTHYT HOPMaSibHbIM
YPOBEHb LenovyHon docdartasbl (B Aebote 637 en./n).

Taknm o6pa3oM, cnegyeT NoOAYEPKHYTb 3HAYMMOCTb PaH-
Hen AMarHOCTUKKU U perynspHon Tepanuum runopocdareMmye-
CKOr0O paxuTa, 4TO BO MHOIOM 3aBWCHT OT HACTOPOXKEHHOCTH
neavaTpoB B OTHOLLIEHMM TyOynonaTUn C paxmtonogobGHbIM
CUHAPOMOM M CBOEBPEMEHHOIO HanpaB/eHUs AeTeN C NOAO-
3peHnemM Ha aTn 3aboneBaHus K Hedbposory.
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