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B cmambe asmopbi npugodsim GaHHbIe iumepamyphbl, @ makxe pedyribmamsl CO6cmeeHHO020 MHO20/1eEMHEe20 orbima duagHocmu-
Ku 3abonesaHull, ces3aHHbIX C HacnedCmeeHHbIM HapyweHuem obmeHa ¢ghocghamos. M3moxeHbl OCHOBHbIE MPUYUHbI 3abonesaHud,
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B npakTuke neguatpa HapyLieHus odbmeHa choccaTtos valle pac-
CMaTpuMBalOTCS Kak BTOPUYHbIE, BO3HMKAKOLWWMeE Npy cTabunusaumm
YPOBHSI KarnbLsi KDOBU BCIEACTBUE pPasBUTUS BTOPUYHOTO runepna-
paTtupeo3sa. B To e BpeMs Hanuume y 6onbHOro runodocdaremmm
HEYKOCHUTENbHO TPeByeT MUCKMYEHUs] HacneaCcTBEHHbIX hopM
HapyLleHun obMeHa cpocdata ¢ nocnenyroLlen ux agekBaTHoOm
Koppekuuen [1, 2, 5, 13, 15].

B TeuyeHune nocnegHux neT nonyyeHbl HOBble AAHHbIE O MO-
NeKynspHbIX U BUOXMMUYECKNX OCHOBAX BPOXAEHHbIX U MpuUob-
peTeHHbIX HapyweHun obmeHa cdocdara. MNMyTem No3nMuUnoHHOro
KMOHUPOBaHUs BbINY MOEHTUULIMPOBaHbI reHeTuYeckne AedekTbl
X-CLenneHHbIX 1 ayTOCOMHO-AOMUHAHTHbIX popM runodocdare-
MWUYECKOTo paxmTa, OTKPbITbl HOBbIE FeHbl, perynupytoLiue obmeH
docgaTta B 0Nyxonsx, acCOLUMNPOBAHHBIX C OHKOTEHHOW OCTeO-
Mansiuuen.

K 90-JIETMIO KA3AHCKOM roCYJAPCTBEHHOM MEMLINHCKON AKAJEMUK

Cpenun reHeTnyecknx aedekToB, CONpPOBOXAAOLWMXCA pac-
cTporicTBoM 6anaHca cocdara, OCHOBHbIM MpeacTaBUTENEM
JaHHOrO Krnacca siBNsieTcs HacneACTBEHHbIV rmnodocdaremmye-
CKUIM paxuT (ceMemnHbIn runogocgaTteMmnyecknin paxut, cemeriHas
runodocdatemms nnmn cocdatHbii gnabet, cuHapom OnbpanTta—
Bartnepa-bniombepra) [3, 4, 10, 16].

MnodocaTeMmnyeckmin paxut, BCTpevaroLLmiics npy 3abonesa-
HUSIX C NoYeYHOoN noTepen ocdaTos, MMEET 3HAYNTENBHOE KOMNK-
YEeCTBO KIMMHUYECKUX U PEHTTEHONOMMYECKMX CUMMTOMOB, CXOAHbIX
C HeOCTaTOYHOCTbIO KanbLmus. OgHako HakonneHne N3bbITOYHOro
ocTeoMAa He acCoLMMPOBAHO Y 3TUX MaLMEHTOB C BTOPUYHLIM
runonapaTMpeouan3MoM Unn yBenuymMBatoLLencst KOCTHOM pesopb-
uunen. NeHeTuyeckne aedeKTbl, HeCyLLMe CHUKEHME KaHarnbLeBOn
peabcopbumm docaToB n XxpoHuyeckyto runocdocaremmio —
Hamboree YacTas NpuYMHa HacneaCTBEHHOIO paxuTa.
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B pamkax runococchaTtemMmyeckoro paxumTta BbiaensAoT:

@ X-cuenneHHbIN rmnogocaTeMnYeckuin paxuT,

® AYyTOCOMHO-OOMUHAHTHBIN runodocgaTteMnyYecKknin paxur,

® BpoxaeHHbIN rmnogocdaTeMnYeckuii paxmT ¢ rmnepkarb-
unypuen,

® OHKOreHHY 0CTEOMAnSILMIO.

1. X-cuenneHHbIn runodoccareMnyeckmm paxuT, BATaMUH-
D-pe3ucteHTHbIN paxuT (X-linked hypophosphatemic rickets,
XLH).

310 Hanbornee YacTo BCTpeYaeMoe HacneaCTBEHHOE HapyLue-
Hne obmeHa dpocdpata (80% cpeam Bcex criyqyaeB HacneacTBeH-
HOro runodgpocareMmyeckoro paxmTa), Yalle HacregyeTcsl no
AOMWHAHTHOMY TUMy, cLenneHHoMy ¢ nosiom. 'mnodocdaremus
pa3BuBaeTcs BCeacTBue HapylueHusi peabcopbumm HeopraHu-
Yyeckoro chocdata B NOYEYHbIX KaHanbLax, CBS3aHHOIO C MyTa-
umen PHEX reHa (phosphate regulating gene with homologies to
endopeptidases on the X-chromosome), KOTOPbI NOKaNM3oBaH Ha
KOPOTKOM nnede X-xpomocombl (Xp22.1). MNpw aTom ocBobOXaa0T-
€51 rymoparibHble (hakTopbl, BIUSIOLLME HA MUHEPanW3aLmto, CUHTES
KanbLuMTprona v npokcMmanbsHyto peabcopbLmio HeopraH4Yeckoro
docdata. PHEX reH MOXeT akTMBMpOBaTb UM MHAKTUBUPOBATb
rymopanbHble hakTopbl, perynupytoume BnusiHe docdartos
n BuTammHa D Ha KocTb. [eH koHTponupyeT akTnBHocTb Na/P nepe-
Hocsilwero 6enka B NoYeYHbIX KaHarnbLax U aNUTENUN KALLIEYHKKA.
leHeTUYeckun gedekT NPUBOAUT K HapyLLUEeHMIO peabcopbunm doc-
(haToB B KaHasbLiax NOYEK 1 ero BCacblBaHUIO B TOHKOW KULLIKE.

PHEX-reH obHapyxunBaeTcsa Takke B octeobnactax, O4OHTO-
6nacTax, AnYHUKax, nerkux, napawmnToBUAHbIX Xenesax, Moare,
MbllwLax. PaclumpeHHbI aHanua B3aumocBs3en reHotuna/deHo-
TUNa nokasarn, 4YTo HeT Koppenauuin Mexay TsxecTbio 6onesHu
1 TUMOM WU pacnonoXeHnem MyTaumm.

Bo3amoxHo, 4To npu gaHHoMm 3aboneBaHuM ocTeobrnactamu
npoayumpyeTcsa Hekun nHrnbutop. Tak, npyn nepecagke 30opoBoOM
noykn pebeHky, cTpagaroLemy aaHHoM hopmor paxuta, oTMeva-
110Cb NopaxeHue nepecaxeHHon noyku. BepositTHo, MMeeT MecTo
1 NepBUYHBIV AedekT 0cTeobnacToB, Tak Kak Aaxe nocre Koppek-
L1 3aboneBaHnsi adekBaTHOWN 40301 hocdaToB M KanbLuTpuona
y 6OMbHbIX OCTAOTCS YYACTKM CHKEHHOW MUHEPanM3aLmmn BOKpyr
OCTEOLMTOB.

Xota rmnodgocaremms 4omkHa Obina 6bl CTUMYNMPOBATb CUHTES
1,25(0OH),D,, ero ypoBeHb B CbIBOPOTKE HOPMarbHbIA UM MOHVKEH.
Kpome Toro, cuHTes 1,25(0H),D, He ycunusaetca nog BNnsHMeM
MTT. MoaTtomy nonaratoT, 4To Npu X-cLenneHHoMm runodocdaremm-
YecKkoM paxuTe HapylleH u metabonuam ButamuHa D.

KnuHuyeckas kapTMHa HacneacTBeHHoro X-cuenneHHoro

runodpocchaTeMmMyYecKoro paxmra BKIovaeT:

Hanuune paxmtnyecknx gedopMaunini HUXKHUX KOHEYHOCTEN
Y POOCTBEHHUKOB, YaLle MO XXEHCKOWN NTMHUM.

Pa3sutne B BospacTe oT 6 A0 18 MecsALeB TAXenoro paxuTa
C npusHakamMu ocTeomansiuMm u oCTEOMAHON runepnnasum (oo-
nunxouedanuyeckuin Yepen ¢ NOOHBIMKU U TEMEHHbIMKU Byrpamu),
Opaxuuedanus, paclumpeHne HKHEN anepTypbl FPYAHON KNEeTKn
C BbIP@>X€HHON «rappuUCOHOBON BOPO3A0NY», MPUYEM Y Marnb4YMKOB
pa3BuBatoTcs bonee TsKerble MPU3HAKN paxuTa, Yem y JEeBOYEK.

BapycHble gedopMauum HUKHUX KOHEYHOCTEN 3a cYeT kak be-
OPEHHbIX KOCTEW, Tak U KOCTEN roneHen.

Mo mepe nporpeccupoBaHusl 3aboneBaHnss — oTcTaBaHue
B pocTe (YaLle nocne 5-6 mecsiLeB) € NpeBbILLEHNEM MACChl OTHO-
cuTenbHO pocTa. B nepuoae pasrapa paxut pe3vcTeHTeH K 06bI4HO
npYMeHsieMbIM Npu paxuTe nevyebHbiM go3am ButammHa D (2000-
3000 ME B cyTku B TedeHune 1 mecsua).

Mpy peHTreHoNorMyeckom UccrneaoBaHUn BbISIBASIIOTCS pac-
LUMPEHHbIE N pa3MbiTble MeTadhm3apHbIe 30HbI B KOCTSIX BEPXHUX

M HWKHUX KOHEYHOCTEN C YalleobpasHon gedopmaument, ocTeono-
P03, NoAHaAKOCTHUYHBIE NepenoMbl B MECTax HanbonbLUMX UCKPUB-
TNEHNIN KOCTEWN HUXKHUX KOHEYHOCTEN (30HbI Jloo3epa), yToniweHve
KOPTUKarnbHOro Crosi o MeguanbHOMY Kpato kocTen (puc.1).

Mo3xe pa3BmBatoTCa 60MM B KOCTSIX 3@ CHET apTPO30B U nepe-
BanuBawLascs Noxoaka us-3a opmupyoLumxcs aedopmauuii
KOoCTel Ta3a v coxa vara.

PucyHok 1.

BonbHasa docdaTtHbIM guabetom 13 net (pagom 3gopoBas
AeBOYKa TOro xxe Bo3pacTa) U peHTreHorpamMmma ee HUXHUX
KOHeYHocTen

L/

Mpn GroXMMMUHECKOM NCCreqOBaHNM KPOBWU OTMEYaETCS Bbipa-
XXEHHOE CHWKEHMEe CbIBOPOTOYHOIO YpoBHS dhocchatos Ao 1,5-2,5
Mr/An, NOBbILWEHNEe aKTUBHOCTU LenovHon docdartasbl. Conep-
KaHne B KPOBW KamnbLMsi U napaTropMoHa He MeHsieTcs. B moue
noBbILEHbI BbiBeAeHne docdaToB, UX KIMpeHC 1 peabcopbums,
MOXET OblTb HE3HAYMUTENBbHO MOBbLILEHHbLIM BbiBEAEHNE a3oTa
aMUHOKUCIOT, peabcopbums B MPOKCUMarbHbIX OTaenax HedpoHa
OpYyrmx MeTabonuToB He HapyLueHa.

2. AyTOCOMHO-AOMWHaHTHbIN runodocdaTeMmyeckuin paxur.

3710 heHoTUNMYECKN BapuabenbHoe 3aborneBaHne ¢ HEMOMHOM
neHeTpaHTHOCTbLIO reHa 1 6onee No3gHen maHudecTaumen KNnMHn-
Yyeckunx nposiereHui. leHHbiIn gedekt (FGF-23 — fibroblast growth
factor) nokanusoBaH Ha KopoTkoM nnede 12 xpomocomsbl (12p13.3).
'eH akcnpeccupyeTcs B HEGOMbLUMX KONMYeCcTBax B Mo3re, TUMY-
ce, TOHKOM KULLIeYHUKe, cepaue, nevyeHun, nMdaTuyeckux yanax,
LMTOBMOHON W MapaLliMTOBMOHOW xenesax, KOCTHOM Mo3re 1 B
6GonbLUMX KONMYECTBaxX B ONyXOSsiX NPU OHKOreHHOW ocTeomans-
ummn. B kocTax akcnpeccusi oTcyTcTBYyeT. MOBbILEHHBIV YPOBEHD
FGF-23 accouumnpyeTcs ¢ yrHeteHneM peabcopbuum docdaTtos
B KaHarbLax Nno4vku u runogocdareMmnen.

FGF-23 moxeT ¢uanonornyeckn yHKUMOHMPOBATL Kak
rloKanbHO-aKTUBHbIN (DaKTOp U Tak Xe B YCMOBUSIX NaToNoruu,
CeKpeTMpysiCb B N3BbITOYHBLIX KONUYECTBAX, MOXET Bbl3bIBaTb MNO-
YeuHylo NoTepro HeopraHnyeckoro docgara.

B knuHunyeckol kaptuHe 3aboneBaHWs MOXHO OTMETUTbL Ae-
heKTbl MUHEpanu3aumm KocTe, NPUBOASILLUME K PaxuTy U OCTeo-
mMansuuu, 6onu B KOCTsIX, AedopMaumMn HUKHUX KOHEYHOCTEW,
MblLLEeYHYt0 cnabocTb. OgHaKko KMUMHUKa 3aBUCUT OT BO3pacTa Ha-
Yyana 3abonesaHnus. MNpu MaHndecTaumMm BO B3pOCHOM Bo3pacTte
(ot 14 po 45 net) otmevatotca 6onu, cnabocTb, yTOMASEMOCTb,
nceegonepesniombl, NM60 CNOHTaHHbIE Nepernombl, OCTeoMansLms,
HO AedbopMaLMm HKHUX KOHEYHOCTe OTCYTCTBYIOT. B psine cnyya-
eB 3aboneBaHue nposiBnsieTcs nocne 6epemeHHocTy. MNpu Havane
B AeTckoM Bo3spacTe (B 1-3 roga, yalle Ha BTOPOM oAy KuU3HK)
nposiBreHns PeHOTUNNYECKN CXOAHbI C X-CLENNeHHbIM PaxMToMm.
B psige cnyyaes nocnie 3aBepLueHns nybepTaTa notepu ooccaton
npekpaLuatTcsl. XapakTepHasi 0CO6eHHOCTb JaHHOro cMHApoMa —
pa3BuTe NapafoHTOo3a 1 AeHTarnbHble abcuecchbl,

K 90-JIETUI0 KA3AHCKOM rOCYJAPCTBEHHOM MEAULIMHCKOW AKAEMUN
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Mpy GUOXMMUYECKOM UCCNEQOBAHNN KPOBM BbISIBNSETCS CHU-
XeHHoe cogepxaHue docgaToB (MeHee 2,5 mr/an), HopMokanb-
LmemMus, NOBbILLIEHME YPOBHS LLEeNoYHon docdaTasbl; MOXeT ObiTb
He3HauuTerbHOoe MOoBbILLEHNE YPOBHS MapaTropMoHa, CoaepXaHue
KanbUMTp1ona HopmarnbHoe U HECKOMNBbKO CHMKEHO. B Mouye Bbi-
paxeHHas pochaTypus, NoBbILLEHNE KnMpeHca ochaToB U CHU-
XeHne nx peabcopbuun

3. BpoxaeHHbIN runodocdareMnyeckum paxuT ¢ runep-
Kanbuuypuen.

MmetoTcs nwb eanHUYHbIE HabnaeHUs 3Ton opMbl paxuTa.
MyTb HacneaoBaHMs — ayTOCOMHO-peLeCcCUBHbIN. [epBbIv crnyyan
onucaH B 6eayMHCKON ceMbe, 3aTeM BCTPEYanucb U criopaguye-
ckue crnyyqam. CHUXeHMe ypoBHsi (hochaToB B KPOBU CBSI3aHO CO
CHWXeHHOoW peabcopbumert docdaToB B kaHanbLax no4ek, Ho oT
apyrux opm runocpoccareMmyeckoro paxuta gaHHbI BapuaHT
OTNNYaETCS MOBLILLEHHBIM YPOBHEM KanbLMTpKona, rmnepkanbLmy-
pvieit. HopmanbHbI YypOBEHb MapaTropMoHa NOATBEPXKAAET, YTO
BbICOKWIA YPOBEHb KarbLMTpUoa ABNSIETCS afeKkBaTHbIM OTBETOM
Ha runodpocdaremuto. Jlokanusaumsa reHeTudeckoro gedekra Ha
HaCTOSILLMIN MOMEHT HE YCTaHOBIEHA.

KnuHnyeckun y 6onbHbIx HabnogatoTcst 60nm B KOCTAX, MblLLEeY-
Has cnabocTb, 3afepkka pocTa, PaxuT UM ocTeoMansiLus.

4. OHKOreHHas octeoMansAuua.

OHKoreHHasi octeoMansiumMsi — NpMobpeTeHHbIN rmnogocda-
TEMUYECKUIA CUHAPOM, UMEOLLMIA MHOIO OBLLIErO C FeHETUYECKUMN
dopmamu runodocgaremmyeckoro paxmTta. OObIYHO Bbi3bIBAETCS
pa3HoobpasHbIMU JOBPOKAYECTBEHHLIMM, MEPBUYHO ME3EHXUMATTb-
HbIMW OMYXONAMW, KOTOPbIE CEKPETUPYIOT hakTopbl, 0GbeanHsIE-
Mbl€ TEPMUHOM «POCHATOHNHY», UHIMBUPYIOLLIUMU CUHTES KarnbLu-
Tpuona n peabcopbunto HeopraHmdeckoro docdarta. KnuHunueckm
runodocdaTeMmsi NPOSIBNSETCA BblpaXXeHHOW ocTeoMansaumnen,
nmnbo pasBmBaeTcsa paxmTonogobHoe 3abonesaHue.

Y nopaKeHHbIX 1L, yMeHbLUEeHa KuLieyHasi abcopbums kanbums
1 ONpeaensieTcss HECOOTBETCTBEHHO HN3Kasi CbIBOPOTOYHAS KOHLIEH-
Tpaums 1,25-guokcnxonekansundepona. CbiIBOPOTOYHbIE KOHLEH-
Tpaumm KarnbLusi, napaTropMoHa v 25-rmgpokcmxonekansumdepona
06bIYHO HOpMarbHbI, OfHAKO BO3MOXEH YMEPEHHbIV rmnepnapa-
TUPEO3.

Bo3MOXHO, 4YTO B pas3BuUTUM BCeX rMnodocdaTeMnYecknx CuH-
OpOMOB urpaet ponb oauH aktop — PHEX-reH. OH kak Moneky-
NSApHbIN aedekT X-cuenneHHoro runogocgareMmyYecKkoro paxmra
rOMOIOMMYEH C ApYrMMY 3HAoNenTuaasaMu. B To ke Bpems nokasa-
HO, YTO NapaTropMoH siBnsieTcs cybectpatom PHEX, octeokanbuuH,
nupodocdart, HeopraHm4eckun ocdaTt UHIMOUPYOT aKTUBHOCTb
PHEX, a FGF-23 B cbiBopoTKe perynupyetca PHEX-3aBucnmbim
NpoTEONN30M.

TNeyenne BOPP, kak 1 Bcex ero pe3nmcTeHTHbIX hopMm, SBMSIeT-
cs1 HenpocToW 3agadeit. HasHauyeHe MeankameHTO3HbIX CPEACTB
OOIMKHO BbITb CTPOro MHAMBMAYANbHLIM B 3aBUCMMOCTU OT (HOPMbI,
XapakTepa 1 CTENEHN UBMEHEHNS KITMHUYECKUX U BUOXUMUYECKNX
napameTpoB MOCIEe KOMMMEKCHOMO KIMHUYECKOro Hedporiornye-
ckoro o6cnegoBaHus.

[MepBoHavanbHO 3aboneBaHUsa 3TON rpynmnbl 0ObEAMHANN NO
NPU3HaKy pPe3NCTEHTHOCTM K BUTaMUHY D 1 NbITanunck Ne4nTb O4eHb
BbICOKMMU J03aMu BUTaMuHa D. YTOYHeHWe naTtoreHesa, BbisiB-
neHue runodoctateMmmn NPUBENO K Ha3HAYEHUIO 3TUM GOSbHbLIM
Oonbwnx 0o3 npenapatoB ocdartos. B pesynerate y naumes-
TOB pa3BMBarcs BTOPWYHbLIA rMneprnapaTupeos. B cBssn ¢ aTum
B HacTosillee BpeMS MPUMEHSIIOT KOMOUHMPOBAHHOE fleyeHne
npenapatamu pocdatoB 1 ButamuHa D. Moa BnusHnem Butamu-
Ha D onTUMM3NpyeTCs YPOBEHb KamnbLisi B CbIBOPOTKE KPOBU, YTO
npegynpexnaeT passuTe BTOPUYHOTO runepnapaTnpeosa.

[Mpn BbIOOpE TaKTUMKM fneyveHust 6onbHbIX ocdaT-guadeTom
N ero BapuvaHTaMu, COMnpoBOXaaLWUMNCS rmunodocharemMmen,
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crnefyeT UCXOAMTb M3 CReayrLero npuHumMna: Tepanust 4omkKHa
ObITb KOMMMEKCHON N HanpaBfieHHOW Ha Koppekuuto meTabonu-
YeCKMX pacCcTpoOMCTB, NPOUNAKTUKY OCNOXHEHMWI, Npeaynpe-
XOeHne uHeanuausauum pebeHka. MegukameHTo3Hoe neyveHune
OOIMKHO HAYMHATLCS Kak MOXKHO paHblLLUe U NPOBOANTLCS C Y4ETOM
MHOMBUAYaNbHON HENEPEeHOCMMOCTUN NpenapaToB, aKTUBHOCTM
pPaxmMTUYECKOro npoLecca U KIMHUKO-OUOXMMUYECKUX BapUaHTOB
3aboneBaHus.

MokasaHuaAMuK Ana Tepanvum BUTaMMHOM D cnykaT: akTUBHbIN
pPaxmMTUYECKMIN MPOLIECC B KOCTHOW TKaHW, MOBbLILLIEHWNE aKTUBHOCTM
LenoYvHon dpocdatasbl KPoBU, NOBbLILLEHHAs 3KCKpeuus hocdaToB
C MOYOM (HM3KMIA NpoueHT peabcopbumm hocdaToB B MOYEYHHbIX
KaHarnbLax, BbICOKMI NOYEYHbIN KNupeHc dhocaToB), NOAroToBKa
AeTel K NPOBEAEHMIO XMPYPrMYECKON KOPPEKLIMM KOCTHBIX Aedop-
MaLui.

MNpoTuBonokasaHusaMu AnA Tepanun BUTammuHom D u ero
MeTaGonuTamu ABNAKOTCA:

® yHOMBMAYyanbHas HenepeHoCMOoCTb BuTammHa D;

@ BbipaXeHHas rmnepkansumypus (bonee 3,5-4 Mmonb/cyT. nnm
4-5 wmr/kr/cyT.);

@ OTCYTCTBME aKTUBHOIO PaXUTUYECKOro npoLecca No AaHHbIM
nabopaTopHbIX U PEHTIreHONOrMYECKNX UCCNEeA0BaHNI KOCTEN.

Mpwn BOPP nonoxutenbHoe BnusiHAE Ha nokasatenn obme-
Ha chocaTos okasbiBaeT codeTaHHoe NpuMeHeHne sutamuta D,
B gosax 30 000-50 000 ME B cyTku n pactBopa HeopraHM4ecKmx
doccaToB (ogHO3aMelLeHHbIN docdaT HaTpusa-2,01 r n gByx3a-
MeLleHHbIn pocdat HaTpus — 11,4r Ha 1 n Boabl) — no 60-80
MI pacTBopa B feHb (fo3a genutcs Ha 3-4 npuema B TeveHue
OHs1). AnnTenbHOCTb NeYeHns onpeaensieTcs CTENEHbIO TSXKECTH,
nepuonom 3aboneBaHus, a Takke ypoBHEM (hOCHaToB B KPOBMU.
MpumeHeHne koMBMHaLMKM NpenapaToB HEMNPEPLIBHO B TeYEHMEe
1-1,5 neT no3BonsieT nogAepxmBaTb cogepkaHue docdaTtos
B KPOBM Ha NOCTOSIHHOM ypoBHe B npegenax 3,0-4,5 mr/an, 4to
[OCTaTOYHO ANs afeKBaTHOM MUHepanu3aumm, NoCTeneHHoro CTu-
XaHWUsi aKTUBHbIX NPOSIBNEHUA 3aboneBaHns 1 npeaynpexaeHus
nporpeccupoBaHust gecpopmauuii.

B nocnegHue rogbl B KomnrekcHom nedeHun BOPP peko-
MeHOyeTcs ucnonb3oBaHue kanbuutpuona — 1,25-(0OH),D, unn
okcupaesuta-1--OH D,. Mockornbky npenapatbl 6bICTpo MeTabo-
NN3MPYIOTCS, CHUXXAETCS pUCK runepkanbumemun. Okcnaesut
HasHa4aloT BHYTpb B o3e 0,25-3,0 MKr/cyTkn, kanbumtpmon —
0,5-2 mkr/cyT. o3y KOpPEKTUPYIOT, YTOObI n3bexaTb rmnepkanbs-
LUMeMUN 1 yeuneHns akckpeuunn docdata. MNpu HasHavYeHUn aTux
npenapaToB HeobxoauM 0COBEHHO CTPOMUIA KOHTPOIb NoKa3aTenen
YPOBHSI KanbuUusi KpOBU M Moun (onpepeneHvne oguH pas B 7-10
aHen).

OnwucaH onbIT NPUMEHEHNS FOPMOHA pocTa AN KOPPEKLMM
rmnocomun y neten ¢ BDPP.

B nocnegHue rogbl y 60nbHbIX C HAacneacTBEHHON runodoc-
haTeMmuelt ycneLHo UCronb3yeTcsl OCTEOreHOH — OCCEUHTUAPOK-
cnanatuTHbli komnnekc. MNpenapaT cogepxut 178 Mr kanbuus
n 82 mr cbocchopa. Kpome Toro, B coctaB npenapara BXogsT He-
KonnareHoBble 6enkn — 75 Mr u konnareHosble 6enkn — 216
Mr. OCTEOreHOH CTUMYNMPYET OCTEOreHes3, UHMMBMPYET KOCTHYHO
pesopbumto, onTummnsmpyet obmeH cocdatos. MpumeHsieTcs no
1-2 TabneTkn 2-3 pasa B OeHb.

JleyeHre NpoBOANTCS NoA, PErynsipHbIM KOHTPONEM YPOBHS Ghoc-
daToB 1 Kanbuus B KPOBU U MOYe, Tak Kak M3bbITok docdatoB
MOXXET MPUBECTU KO BTOPUYHOMY FMneprnapaTMpeonamamy ¢ ycu-
rNieHnemM JeMUHepanu3aunm KocTu, a M3bbIToK KanbuuTpuona unm
OKCUAEBUTaA — K rMnepKanbLmyprmn 1 HepoKanbLMHO3Y.

Mpwv paHHel gnarHoCcTyKe U perynsipHOM OnTUManbHOM fevYeHnn
NPOrHoO3 Ans Xm3Hu 6onbHbIX ¢ BDPP 6rnaronpusitHbIN, npoLecc 3a-
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TUXaeT MO MEePE CHKEHNS TEMIMOB POCTa U YMEHbLUEHWUWN CTEMNEHU
nedumunta pocdaTos k 10-12 rogam. Yawe octaetcs oTctaBaHve
B pocTe, paxutuyeckue gecopmauum Tasa, chopMMpoBaHHbIe
apTpo3bl KPYMHbIX CycTaBoOB, NepeanuBatollasca noxoaka. Co-
CTOsIHWMe OBbIYHO YXyALLAeTCsi B BeCEHHUIA Nepuopa 1 TpebyeT valle
KOPOTKMX KypCOB NleyeHust BuTamuHom D B codeTaHum ¢ dhocaTa-
MW. Xupyprudeckasi KoppeKums BbIpaXKeHHbIX AehopMaLmi HKHUX
KOHeYHOCTEW He AOMKHA, Mo HalleMy OMbITy, MPOBOAWUTLCS paHee
10-12 neT, TO eCTb NMLLb NPY CTUXaHWM NpoLiecca u3-3a OnacHoOCTH
BO3MOXHbIX MOCIieonepaLmoHHbIX PeLanBoB 3abonesaHns ¢ pas-
BUTMEM NOBTOPHbIX AeopMaLmii HUXKHUX KOHEYHOCTEN.

Bone3Hb PaHkoHu-Aebpe-ae ToHu (PAT) MMeeT ayTOCOMHO-
peLeccuBHbIN TUN HacneaoBaHusl. OgHaKko 3KCMPECCUBHOCTb MY-
TaHTHOrO reHa B rOMO3WUIrOTHOM COCTOSIHAM 3HAYUTENBHO BapbUpyeT.
CoobLaeTcsi 0 KapTMPOBaHWUM reHa ayTOCOMHO-A0OMUHAHTHOM dhop-
Mbl Ha xpomocome 15 B nokyce 15q15.3. Bctpevatotcs cnopaguye-
ckue criydaum, obycnoBrneHHble ceexen MyTaumei. MNonaratoTt, 4To
B OCHOBe 60OMe3HM nexar reHeTu4eckn obycroBrneHHbIe AedeKTbI
hepmeHTaTMBHOrO hoCchopUNMPOBaHUS B NOYEYHbIX KaHarbLax
(komBuHupoBaHHasa TybynonaTtus), gedununT PepmMeHToB 2-ro
1 3-ro KOMNIEKCOB AbIXaTeNlbHOW Lenn — cyKuMHaTaerngpore-
Ha3HOro M LMTOXPOMOKCUAA3HOro. OTO NPUBOAUT K HapYLUEHWIO
npoLeccoB aHeproobecneyeHnsi TpaHcnopTa hocdaToB, roKo3bl
1 @MUHOKMCIOT U Kanwus B MOYEYHbIX KaHanbLax 1 MOBbILLUEHHON UX
3KCKpELMM C MOYOW, a Takke pacCTPOMCTBY MEXaHU3MOB noaaep-
»aHusi paBHOBECUS KUCIOT 1 OCHOBaHMiA. MNpu 3ToM pa3suBatoTcs
Tak HasblBaeMble MosiHble hopmbl 6one3nn daHkoHM—[ebpe-age
ToHu (rmoko-amuHo-cpocdaTtHbIn anabeT). Yauwle BcTpeyatoTcs
HenomHble opMbl, Koraa oepMeHTHbIN AedeKT KacaeTcs NuLlb
oTAenbHbIX 3BeHbeB npouecca peabcopbunm metabonutos
B MPOKCMMarbHbIX oTAenax kaHanbueB (aMUHOKUCIOT U doc-
daTtoB — amuHodocdaTHbI guabet, pocdaTtoB, aMUHOKUCIIOT
N Kanusa — ammHodocdaTtHbIn AMabeT ¢ runokanvemuen n T. g.)
PasBuBatowmiica metabonmyeckmii aungo3 M HegocTaTok dhoc-
daTHbIX coeanHeHU CnocobCTBYOT HapyLLEHWO hopMUpoBaHus
KOCTHOWM TKaHW No Tuny octeomansiuMm U paxmTonono6HbIX ns-
MeHeHUIA ckerneta. Psg aBTOpOB OTHOCUT AaHHoe 3aboneBaHue
K pa3psigy MUTOXOHApUanbHbIX GonesHen.

B HekoTopbix cnyyasax 6onesnn ®AT BbISBASAT Mopdonoru-
Yyeckne M3MEHEHUsI B NOYEYHbIX KaHarnbLax (0COGEHHO B MPOKCH-
ManbHOM oTAene, paclumpeHve netnu FeHne n cobupaTenbHbIX
Tpybouek, obHapyxuBatTCa numdorncTnounTapHas UHpunbTpa-
umns, Hepegko pnbpos), HapyLeHne pyHKUMM NapalimMToBUOHbIX
Xenes, pacCTponcTBa cuHTe3a 1,25-amnokcmxonekanbuudepona.
[1,2,6,7,10, 11].

B 6onbliMHCTBE cryyaeB nepBble Npu3Haku 3aboneBaHus
NosiIBMSIIOTCS BO BTOPOW MOMOBMHE MEpPBOro roga XusHu, a pas-
BepHyTasi cumnToMaTnka 6onesHu hopmMmpyeTcsi Ha BTOPOM rogy
XU3HW; pexxe HabnogaeTca No3gHsAs MaHudecTaumst GonesHn —
B 6-7-neTHeM Bo3pacTe. HauanbHble KNMMHUYeCKUe NposiBNeHns —
nonuauncus, Nonuypusi, pBoTa, HorAa AnuTenbHbIn cybdebpunu-
TeT. Ha BTOPOM rofly u3HW BbISIBNSIIOT OTCTaBaHWe (hrU3N4eCcKoro
pa3BuUTUS (M pocTa, U Macchl) U KOCTHble AedopMaLmn HUKHUX
KoHeuHocTel. MNpu nerkmx doopmax, korga AeTh HaunMHaloT BCTaBaTb
Ha HOXKM 1 XOOWTb C HEBOMbLLNM OTCTaBaHneM (B 12-16 mecsiLeB),
hopMUpyHOTCS BapycHble AedopMaLy HKHUX KOHEYHOCTEN, YTO
BCTpeyaetcs pexe. MNpu Tshxenbix opmax oTCTaBaHue B pa3BUTUn
cTaTU4eckux PyHKUMIA 3HAUUTENBHO, U AEeTW HAaYMHaIOT BCTaBaTb
N XoauTb C GonblUMM ONO34aHWEM — K KOHLY BTOPOro roga
(B aTux cnyyasx aedopmaLmm HUKHUX KOHEYHOCTEN HOCSIT Barb-
FYCHBI UM CMELLAHHbIV XapakTep) — PUCYHKK 2, 3 n 4. B Tsxenbix
cnyyasax 6onesqm POT popmupytoTcsa Takke gedopmaLm KocTen
Yepena, rpyaHON KNeTku, npeanieymn u nrnevyeBbix KocTen. PeHT-
reHomnornyeckn npy aToM onpeaensieTcsi CUCTEMHbIA OCTEONOPO3
pasnuyHoOii CTENEHN BbIPaXKEHHOCTU, ICTOHYEHMWE KOPKOBOTO Crost

TpyBuaTbiX KOCTEN, paspbIXNEHNE U paclUMpeHne 30H pocTa, UxX
BokanosugHas gecopmaLmsi, BOSMOXHO OTCTaBaHWe Pas3BUTUS
AAep OKOCTEHEHWS.

Mpw nonHbIX BapnaHTax 6one3Hn PaHkoHu-Aebpe-ae ToHn
Buoxmmmnyeckoe uccrieaoBaHne KpoBM U MOUU BbisiIBNAET:

® [loBbILLEHNE MOYEYHOTO KNMpeHca docdaTos, YTO SBMSET-
Csl MPUYMHOW CHUXEHME YpoBHST hochaToB B KPOBM, NpuMBOaAUT
K HapyLleHuo octaTHOro roMeocTasa v pasBUTUID TSKENOro
rmnocpocaTeMmyeckoro paxuta. B oTaenbHbIX cryvasix MoXeT
0TMeYaTbCs Npexoasiiasi BTOpUYHas runokanbumemust.

® [eHepanun3oBaHHYH rMnepaMmMHoaLmaypuio.

® CHmkeHue peabcopbunm bukapboHaToB 1 Kanus C pa3ButTmem
MeTabonuyeckoro aumaosa npokcumarnsHoro tuna (pH - 7,35-7,25;
BE =-10-12 mmonb/n) 1 runokanvemun.

® HapyLueHune peabcopbunm Bogbl C pa3BUTUEM MONNYPUN.

® [1I0KO3YPUID Pa3HOW CTEMNEeHN C HOpMarbHbIM YPOBHEM FTIto-
KO3bl B KPOBM.

® HopmarnbHYH 3KCKpeLmto KanbLus ¢ MOYOM.

PucyHok 2

BonbHoM 7 net

c 6one3Hbo PaHKOHU-
De6pe-ae ToHu

PucyHok 3

BonbHas 16 ner

c 6one3Hbio PaHKOHU-
De6pe-ae ToHu

Mpu HeNorHbIX hopMax BO3MOXHbI NLLb KOMOUHALMMN OTAENb-
HbIX HapYLUEHWIA.

Bonblwoe 3HayeHne nmeeTt anddepeHUnpoBaHme nepsBuy-
Hon 6one3Hn ®OT ¢ BTOPUYHLIMU CUHOPOMAaMM, BbISIBISEMbIMU
npv OpyrMx HacrneacTBEHHbIX U NpUMobpeTeHHbIX 3aboneBaHnax
(cungpome Jloy, toBEHUNbHOM HedpoHOPTU3E, LUCTUHO3E, TH-
pPO3NHEMUW, ranakTO3eMUM, FMIMKOreHO3ax, HacNeaCTBEHHOW He-
nepeHocMMocTu pyKTo3bl, renaTo-uepedbpanbHon gucTpoduu,
MuernoMHon 6onesHu, ammnonaose, cuHgpome Lerpena, Hedpo-
TUYECKOM CUHAPOME U Np.).

OCHOBHbI€E NMPUHLMMbI NIEYEHMS 3aKIOYAKOTCS B KOPPEKLMM Sek-
TPONMUTHBIX HapYLUEHWUI, COBUMOB B KMCMOTHO-LLENOYHOM paBHO-
BeCUM, yCTpaHeHnn geduumta kanus n bukapboHatos. Jikemaa-
Lusi HapyLeHui hoccaTHO-KanbLmMeBoro roMeocTasa CBOAMTCS K
HasHaueHuio BuTaMuHa D, (Ha4anbHas cyToyHas [03a BuTamMmuHa
D, 10000 - 20000 ME, makcumanbHasa — no 30000 ME B aeHb)
C OHOBpPEMEHHbLIM MpMemMoB pacTeopa docgaTtoB. AnbTepHa-

K 90-JIETUI0 KA3AHCKOM rOCYJAPCTBEHHOM MEAULIMHCKOW AKAEMUN
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TUBOWN SIBMSIETCS HasHaveHue
okcugesuta 0,5-1,5 mkr/cyT.
unn kanbumntpona 0,5-2 mkr/
CYT. C 06s13aTeNbHBIM KOHTPO-
JIEM YPOBHSI KanbLiMsi B KPOBM
1 Moye. [ns Koppekuun auu-
[403a B AMeTe YBENUYMNBAIOTCSA
LLeNnoYHble KOMMOHEHThI, MO-
Kas3aHO Ha3Ha4yeHwe pacTBoO-
pa untpatoB (140 r TMMOHHOW
kncnotbl 1 90 r HaTpus uuTpa-
Ta B 1 n BOAbl), MOTYyT ObITb
pPEKOMEHOBaHbl ypanuT, Ma-
TYpnuT.

JledeHne npoBoguTcs
ONUTENbHO, OT HECKOMbKUX
MecsiueB OO0 HEeCKOMbKUX
neT, NOA KOHTPOSEeM Knu-

HWYECKUX WU PEHTFreHonoru-
Yecknx nokasaTenen, ypoB-
HA dochaTtoB M Kanbuus
B KPOBM U MOYe M3-3a onac-
HOCTW Mepeao3npoBkn BuTamuHa D,, passutus runepdoc-
ateMumn n runepkansumemmmn. Npu oTMEHe NpenapaToB Ha-
6niogatTcs peunaunBbl C NPOrpeccMpoBaHMEM OCTeomnoposa
N PaXUTUYECKMMUN U3MEHEHMSIMU KOCTHOM TKkaHu. B komnnekc ne-
YeHUs1 BKIOYAoT Takke npenapathbl Kanbuus, Kanus, BUTaMUHbI
A, C, E, rpynnbi B B BO3pacTHbIx Ao3ax. B Tspkenbix criyyasx B KOM-
nrekc fievyeHns BkroYaoT okenaesuT B gose 0,5-1,5 Mkr B cyTKu.
[Moka3aHo orpaHnyeHe NOBapEHHOM COMM U BKIOYEHME B paLMoH
NpoAYyKTOB, OKa3sblBaOLLMX OLLenaymBaioLlee gencteme n 6oratbix
kanvem. B thase pemmnccnm HasHavaloT Maccax, ComneHble, XBOW-
Hble BaHHbl. Xupyprudeckasi koppekuusi npu 6onesHn ®aHKoHM-
[ebpe-ge ToHn uenecoobpasHa TOMbLKO MPU TAXKENbIX KOCTHbIX
nedopmaumnsax n JOCTUXKEHUMN CTONKOW KITMHUKO-OMOXMMNYECKON
PEMUCCUUN B TEYEHME HE MEHEE 2 fET.

PucyHok 4
PeHTreHorpamma HUXHUX
KOHe4YHocTeln 6onbHOM
Ha pUcyHke 3

OKyno-uepebpo-peHanbHbIN cMHApPOM Jloy

370 peakoe X-cuenneHHoe peLeccrMBHoe 3aborieBaHune, xapak-
TepuaytoLLeecst 3Ha4YMTENbHbIMY aHOManUsaMM rras, Mo3ra, NoYek.
B TMNnYHbIX criy4asx B cOCTaB CMHAPOMa BXOAUT kKaTapakTa, (hop-
MUPYHOLLASICA B paHHEM AETCTBE, MMNOTOHUS, 3a4epKKka YMCTBEH-
HOrO PasBUTUSA U pa3HOO6Pa3HbIe MOYEYHbIE HAPYLLEHNS, BKIOYast
HenonHyt peabcopbumnio bukapboHaToB, TyOynsipHbIA auMaos,
CUHOPOM DaHKOHM U XPOHUYECKYIO MOYEYHYH HEeOOCTaTOYHOCTb.
MoryT HabntogaTbCs CKENETHbIE aHOMarMK, BKMHOYatoLLMe OCTE0-
apTpuT, KNPO3, CKONMO3 N MHOXECTBEHHYIO apTponatuto. Mpuun-
Ha cuHgpoma Jloy — BpoXaeHHasi HegoCcTaTO4YHOCTL (hepMeHTa
dochaTngmnnHosntTon-4,5-budocdar-5-pocgarasbl, Bbi3BaH-
Hasi MyTauusiMu reHa, KoTopbI KapTUPOBaH Ha ANMMHHOM Mfeve
X-xpomocombl (Xq25-q26). B pesynsrate pasBuBaeTcs HegocTa-
TOYHOCTb pocchaTuannuHosnton-4,5-6udocdara, senswoLLero-
CSl KPUTUYECKUM MeTabonMTOM, BOBMEYEHHbIM B BE3UKYMSIPHbIN
TpaHcnopT B koMnnekce Fonbaxu. MNMovedHbin TyOynsipHbIA aum-
[,03 BbI3bIBAET OCTEONOPO3, MPUMNUCHIBAEMbI KOMNEHCATOPHOMY
0CBODOXAEHUNIO LLENoYen U Kkanbumns n3 Kkocten. XpoHuyeckas
noyeyvHas notepsi 6ukapOOHATOB Yy NALMEHTOB C HAPYLUEHUSIMU
MeTabonmama nHosutondgocdara MoXeT ObITb MPUYMHON runep-
napatMpovgmama.

INeyeHune. CBOEBpEeMEHHO Ha4YaTas aueTa ¢ orpaHNMYeHneM no-
BapEHHOW CONW 1 ranaktosbl, Tepanus cuHagpoma COOT u paxuta
yny4LwawT cocTosiHue 6onbHbIX. MeTabonuyeckuii aumaos Kop-
perupytoT 2 unun 4% pacteopom GukapboHaTa HaTpus — 5 Mn/kr
B CyTku unu u3 pacyeta BE (-)x1/3 maccel Tena B cyTku, pasge-
NeHHbIM Ha 4 nprema. bonbHbIM Takke Heobxoaum Npuem LmTpart-

K 90-JIETMIO KA3AHCKOM roCYJAPCTBEHHOM MEMLINHCKON AKAJEMUK

MPAKTUHECKAA MEOMLINHA W

HbIX CMEeCel, YTO NO3BOMNSET CHU3NTL A03Yy BrkapboHaTa HaTpus.
BornbHbLIM cnegyeT HasHauaTh Kypcbl BUTamnHa D, nog KoHTponem
cogepxaHusa Ca u P B cbiBOpoTKe kpoBu 1 move. ObsizaTenbHO
OHOBPEMEHHO MPUMEHSIIOT PocthaTHy cMechb. Xupypruyeckoe
reyeHve NnpeaycMaTpyBaeT SKCTPaKLUMIO KaTapakTbl U FOHMOTOMUIO
npu rmaykome, HO BO3MOXHbI PELMANBbLI KaTapakThbl.

OHKOreHHbIN paxuT. ATO NepBuYHasg runogocdaremms, ces-
3aHHasi C pasBUTMEM OMyXosie Me3eHXMMHOTO NMPOUCXOXOEHNSI.
OHu B GomnblWKNHCTBE crnyvaeB Ao6GpokavyecTBEHHbE U UMEIDT
riokanusaumio B MeNkux KocTsX KUCTeW, cTon, abaoMuHanbHbIX
hacuusix, NpMaaToYHbIX Nasyxax Hoca, rnotke. Onyxonu BbisiBMS-
I0TCS1 Yepes3 HECKOMNbKO NET Nocre pa3BuTUs paxuta. ATu onyxonu
MOryT ObITb B BUAE anmaepmarnbHOro Hesyca u Henpodubpoma-
To3a PeknuHrayseHna. B komnnekcHon Tepanun 3abonesaHns uc-
nonb3yTcs NpenapaTtbl BuTamuHa D n HeopraHunyeckue ocdatsl
B WHAMBMAYanNbHbIX A03axX MO MpuHUMNaMm nedyexus dgocdar-
aunaberta [11, 12, 21].

Takum obpasom, B paboTax OTE€YECTBEHHbLIX N 3apybexHbIX
aBTOPOB MOKa3aH 3HAYUTENbHBI NONMMOPHU3M reHeTUYecky ae-
TEPMUHMPOBAHHBIX HapyLleHWn obmeHa docdaToB y geten. ATo
CBSI3aHO C YCTaHOBMEHNEM XPOMOCOMHOW JIoKanv3aumm oTaesbHbIX
chopM naTonornm NnyTeM MonekynsipHo-reHeTU4ECKNX METOAOB UC-
cnepoBaHus. OCHOBHbIE NOAXOAbI TEPANEBTUYECKOrO BO3AECTBS
6a3npytoTcs Ha pesynbraTtax U3yyeHnus MexaHn3mMoB pa3BUTUST Ha-
CnefCTBEHHbIX HapyLleHn obMeHa doccaToB M UCMONb30BaHUN
naToreHeTU4Yeckn onpaBaaHHON Tepanuu.
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