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OINIPEJIEJIEHUE

TyOynomatuu — Tpynma pas3dyHbIX 1O TMPOUCXOXKICHUIO 3a00JeBaHUH,
MIPOSIBIISIOIINXCS] HAPYIIIEHUEM KaHAIBI[EBOTO TPAHCTIOPTA OPraHUYECKUX BEIIECTB,
BOJIbI WJIM DJICKTPOJUTOB. Bee TyOynmonaTtuu pa3fenisioT Ha IB€ OCHOBHBIE TPYIIIIHI:
HaCJIeJICTBEHHBIC (TIEPBUYHBIC) U MPpUOOpeTeHHbIe (BTOpUYHBIE). 1o mokanuzanuu
TPaHCIIOPTHOTO JeekTa pa3auyaroT MPOKCUMAIbHBIC, METIEBbIC U JUCTAIbHBIC

TyOyJIOnaTuu.

[Ipu nepsuunvix TyOynonaTusix HapylleHHWE TPAHCIIOPTa BEUIECTB MO MOYEYHBIM
KaHAJIbIIaM CBSI3aHO C BPOXJICHHBIM Ae(hEeKTOM (EPMEHTHBIX CHCTEM UW/WIH

HETOJTHOIICHHOCTRIO (UCIIa3ueil) MeMOpaH KJIETOK.

Ty6y.IIOHaTI/II/I KJIaCCI/I(l)I/IIII/IpyI-OT B 3aBUCUMOCTH OT JIOKAJIN3allUN TPAHCIIOPTHOT'O

nedeKTa onpeesIeHHOTo oT/ena HedpoHa.
IIpokcumanbHbie TYOy10NATHH

e Tunodocharemuueckuii paxur (pocdar-guader)

e [IpokcumanbsHBIN peHaTbHBIN TyOYIspHBIN aruao3 (11 Tum)
e Cunapom Pankonu (e Toru—ebpe)

e PeHanbHas TIIIOKO3ypust

e bones3ns [lenta
IleTieBble TYOyJIONATHH

e Cunapom baptrepa
JAucTranbHble TYOyJ0NATHH

e Cunapom ['mrenpmana

e JlucranbHbId peHaNbHbINA TYOYNsapHbIN anu103 (I Tumn)



e [lceBmorunoanbaoCTEpOHU3M
e Hedporennslii HecaxapHbIi quadeT

e Cungpom JIngnna.

B 3aBHCHMOCTH OT XapakTepa U CTEICHU BBIPAXXKEHHOCTH HAPYIICHUI KaHAJIBIIEBOTO
TPAaHCTIOPTa KIMHUYCCKHUE TIPU3HAKU TYOYJI0TIaTH MOTYT MaHU(ECTUPOBATh KakK B
nepBble HEAENW >KM3HH, Tak M B Ooyiee mo3AHEM Bo3pacte. HecMoTps Ha
pazHooOpa3ue TyOysonmaTuii, KIWMHUYECKH OHU TIPOSBISIIOTCS Pa3IUIHBIM
COYETAaHHEM TaKHUX CHMIITOMOB, KaK: apmepudaibHds eUunepmeH3us/unomen3us,
NOIUYPUSL, NOJUOUNCUSL, PAXUMONOOOOHbIE USMEHEHUS, 3A0ePHCKA PU3ULEeCKO20
PAa38umust, @ Maxice MemadoIUYecKUMU HapyueHusmMu 6 guoe ayudo3a/aikanosd,
namono2uel Hampul-Kaaueao2o u Kaivyuti-gpocpopnozo comeocmasza. Hexotopsie
BUJBI TYOYJIONATHH MPOTEKAIOT JOCTATOYHO OJIAarONpHUsATHO, 0€3 BBIPAKCHHBIX
HapyIICHUH romeocTtaza M He TpeOyroT crenuduueckord Tepamuu (HarpuMep,
peHanbHas TIFOK03ypust). OgHAaKO TPU OOJIBIIIMHCTBE MIEPBUIHBIX TYOYIONATHH YKe
B TPYJIHOM BO3pacTe y NEeTeil OTMEYaroTCsl BO30YAMMOCTh, pPBOTa, HEOOBSICHIMEBIE
NOIBEMBl  TEMIIEPATypbl  Tela, OOYCIOBJIEHHBIE  BOJHO-3JEKTPOIUTHBIMHU
paccTpoicTBaMH. OTH CHMIOTOMBI  3a4acTyl0 TPAKTYIOTCS  YYaCTKOBBIMU
neauaTpaMu KakK TPOsBICHUS Apyrux 3abosieBaHuii. J[0 MOMEHTa IMMOCTaHOBKH
JMarHo3a ¥ Hadvalla JICYCHHS BO3MOXHBI TTOBTOPHBIE MPHUCTYIBI JETHIPATAINAN C
THIIEPHATPUEMHUCH, TPHUBOIANINE K CYyAOpOraM M 3aJep)KKe TCUXHYECKOTO

pa3BUTHAL.

Muorue TyOyJIOmaTUU COMPOBOXKIAIOTCS HeDPOKANbYUHO30M, peyuousupyroujeli
MOYeKameHHOU 001e3Hbi0, TPOTPECCUPYIOIIee TEYECHHUE KOTOPBIX MPUBOJIUT K
notepe modyeuHbx (GyHKmwid. Hepenko mnepBudHas KaHambleBas IUCHYHKIIHS
OCIIOXKHSIETCSI HH(EKIIUEeH MOYEBOM CUCTEMBI M JIETH TIOTYYalOT JUTUTEITbHBIE KyPCHI
aHTHOAKTepHaTbHON Tepanuu 6e3 cTorkoro dddekra. Beipaxkernas mommypus (pu

HeporeHHOM HecaxapHOM JHMabeTe) MOKET BBI3BIBATh PACIIMPEHUE MOUYEBBIX
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nyTel (32 cuer 4Ype3MepHOro oO0beMa MOYM) U Pa3BUTHE TMOYCUHOU
HEJIOCTaTOYHOCTU. [103TOMY OUYEHb Ba)KHO BOBpEMS 3amoJ03pUTh M Pacro3HaTh
COOTBETCTBYIOIIUE META0OJUYECKUE HAPYIICHUS, CBSI3aHHbICE C AUCHYHKIHEH
MOYECUYHBIX KAHAJIBLIEB, JJIS MPEJAOTBPAICHUS] TSDKENIBIX OCIOXKHEHUUH U
obecrieyeHUs] HOPMAJIBHOTO (PU3UUECKOTO M HEPBHO-TICUXMYECKOTO Pa3BUTHUS

pebeHKa.
KPATKASI XAPAKTEPUCTHUKA TYBYJIOIIATHUI
IIpoxcumanvrovle mybyronamuu.

o [lpoxcumanbHblii peHadbHbIN TYOyaspHbld anuao3 (II tum) (OMIM
179830) — 3aboseBaHue, XapaKTepU3YIOIIEECs HapyIICHHEM peadcopOnun
oukapoonatoB (HCO3-) B mnpokcuMmanbHbIX KaHanbllax. B Hopme B
NPOKCUMAJIbHBIX KaHalIblaX peabcopOupyercs 10 90% npoduabTpoBaHHBIX
OukapOoHaToB. BcieactBue HapymieHusi peadbcopOuum OukapOOHATOB B
IPOKCUMAJIbHOM KaHajblle, OMKapOOHATypUs pa3BUBAETCS IPU HOPMaJIbHOM
KOHIIEHTpallMK OuKapOOHATOB B IUIa3Me€ KpPOBH. ITO BeAET K
METa0OTUYECKOMY alliI03y MPU OTCYTCTBUU MOAKUCICHUS MOYH, HECMOTPS
Ha COXPAaHHBIC MEXAHU3MbI AUCTAIBHOU cekpenuu noHoB H+ . Kak Tosbko
KOHIIEHTpPAIMs TJIa3MEHHBIX OMKapOOHATOB CHWXKAETCSI HUXKE MOPOTOBOTO
3HaueHus (B OONBIIMHCTBE Ciy4yacB MeHee 15 MMOib/I, B OTCYTCTBHUH
JedeHus), MNpouIbTpoBaHHBIE OWKApOOHATHl HAYMHAIOT IOJHOCTHIO
peabcopOupoBaThCS, PEAKIIUSI MOYH CTAHOBUTCS KUCIIOM.

e Cunapom ®ankonu (ne Tonu-/Iedpe) — 3aboneBanue, 00YCIOBICHHOE
reHepaIN30BaHHON qUC(YHKIMENH TPOKCUMAIIbHBIX KAHAJIbIIEB, PUBOIAILICH
K HapyIICHUIO peadcopOIui aMUHOKHCIIOT, TITFOKO3bI, KaJus, HATPHs, BOJIBI,
docdaros, bmkapOOHATOB, MOUCBOM KHCIOTH. Hambosee yacTo nmpuanHoOn

cunapoma PankoHu y AeTer sBiasercs nuctuHo3 (OMIM 219800), peaxoe



ayTOCOMHO-PELECCUBHOE  3a00JieBaHHME,  KOTOpPOE  XapaKTepU3yeTcs
HaKOIUJICHHEM KPUCTAJJIOB IUCTUHA BHYTPHU JIM30COM M COMPOBOXKIACTCS
MPOTPECCUPYIONIUM TOPAXKEHUEM HWHTEPCTUIIMATBHON TKaHU TIOYEK C
UCXOJIOM B  XPOHHMYECKYIO TIOYEUYHYIO HEJOCTaTOYHOCTh, YacTOTa
BcTpeyaeMoctu ~1:200000 HoBopoxaeHHbix (EBpoma, CIIIA). Hapymenue
TpaHCIOPTa HUCTUHA YEPE3 TU30COMANTBbHYIO MEMOpaHy BeIET K HAKOTJICHUIO
IIUCTHHA B JIM30COME, CHWKCHUIO NUCTHUHA M LUCTEHHA B IMTO30JIE, YTO
OPUBOAUT K TOBBIMICHUIO MPOAYKIIMU PEAKTUBHBIX PaJUKAIIOB KHCIOPOJA,
BbI3bIBAaET UCTOIICHHE AT®D U CTUMYIUPYET aromnTo3.

PenanbHasi rioko3ypusi — 3a0olieBaHHe, OOYCJIOBJIEHHOE HapylIEHUEM
TpaHCIIOpPTa TJIFOKO3bI B TPOKCHMAJIBHBIX KaHAJbI[aX TIOYEK, MpHU
HOPMaJIbHOM YpPOBHE TJIIOKO3bl B KpOBU. B (pusnonornueckux ycloBHSIX
TJII0K03a TIOJHOCTBIO peadcopOupyeTrcs B NPOKCHUMAJIBHBIX KaHAJbILIAX.
PeabcopOitnss 0OCHOBHOM MaccChl TIIFOKO3bI MPOUCcXoauT B S1 u S2 cermeHTax
IpU YYaCTHH TOYEYHO-CIIEHU(PUIHOTO HATPUN-TIIOKO3HOTO TPAHCTIOPTEPa-2
JTIOMUHAJIBHOM MeMOpanbl. OcTaBmIascs 4YacTh TIIOKO3bl YAQIAETCS W3
¢unbTpata B S3 cerMeHTe NOCPEACTBOM HATPHUM-TIIOKO3HOTO TpaHCTIOPTEPa-
1. DTOT TpaHCTIOPTEP TAK K€ MPUCYTCTBYET U B TOHKOM Kuiike. Kak u gpyrue
MeMOpaHHbIE TPAHCIOPTHBIE CUCTEMBI, TPAHCIOPTEPHI TIIOKO3bI HUMEIOT
npenen HacklmaeMocTd. [Ipu CHUKEHUU MOYEUHOTO MOopora Jjisl TIIFOKO3bI,
HECMOTPSI Ha HOPMaJIbHBIA YPOBEHb Caxapa B KPOBH, MOSIBISIETCS peHAIbHAs

TJTIOKO3YPHS.

Ilemnegvie mybynronamuu:

Cungpom  bBaprrepa —  ayTOCOMHO-pEIECCHBHOE  3a0OJICBaHHE,
oOycioBneHHoe nedexTom peadcopOIuu HATPUS W XJIOPUIOB B TOJCTOM
BOCXOJIAIIEM KOJIGHE TeTau ['eHie, JUIsi KOTOPOTO XapaKTEpHO pPa3BUTHE

THUIIOKaJINCMHU, TUIIOXJIOPCEMUM, METa00INIECKOTO aJIKaJio3a n
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TUIIEpPEHUHEMHUYECKOTO  runepanpaocreponnsma.  Ilpm tume I
HEOHATAbHOTO BapuaHta mnepBuuHbld jgedpekr Nat+ -K+ -2Cl- -
KOTPAHCHOPTEPA MPUBOAUT K HAPYILIEHUIO peadbcopOLMK HAaTPUsl B TOJICTOM
Bocxozsdiem kosieHe nemn [enme. Iloreps HaTpus BEAET K CHUIKEHUIO
BHYTPUCOCYIUCTOTO  00bEMa, AaKTUBAMM  MPOAYKUMHM PpPEHUHA H
aNbJIOCTEPOHA, TMOBBIIMIEHUIO  (PAKUMOHHOM  HOKCKpEUMH  Kalus C
noceayoel runokaiieMmuet 1 Mmeradonnyeckum ankano3om. Ipu Tune 2
HEOHATAJbHOTO  BapuaHTa HapymeHue (¢yHKuMn kaHana ROMK
OPEMsITCTBYET BO3BpAIllEHUIO peadcopOUpPOBAaHHOTO Kajidusi B MPOCBET
TOJICTOI'O BOCXOJSIIEro KojieHa neTnu ['enne, uro cHmkaeT pyHkuuto Na+t -
K+ -2Cl- -kxorpancnoptépa. Ilpm HeoHaTaJbHOM BapuUaHTE CHHAPOMA
baprrepa  pa3BuBaeTcs =~ TUNEpKANbIUypus U HeDPOKAIBIUHO3.
Kaaccuuecknit Bapuantr (tum  III) compoBoxkaaeTcs HapyleHHUEM
TPaHCIIOpTa XJOPUAOB uepe3 Oa3onaTepaibHyl0 MeMOpaHy OOpaTHO B
LUPKYJIALHUIO, YTO BEAET K TUIIOBOJIEMHUU U ITOCIIEAYIOIIEH aKTUBALIUU PEHUH-
AHTMOTCH3MHOBOM  CUCTEMBI  C  Pa3sBUTHEM  TI'MIIOKAJIUEMHYECKOIO

MeTaboaudeckoro ankanosa. HegpokanblinHO3 OTCYTCTBYET.

Jucmanvnvie myoyronamuu:

Cungpom I'mrensmana (OMIM 263800), cemeitHasi rUnoKaJineMU4ecKas
TUTIIOMAarHe3eMus, COJbTEpsIonias TyOyyiomaTusi, XapaKTepu3yHoIasics
TUIIOMAarHe3eMuen, TUMOKAIBIIMYPUEH M BTOPUYHBIM allbJJOCTEPOHU3MOM,
KOTOPBIM TPUBOAWT K PA3BUTHUIO THUMNOKATHUEMHUH U METaA0OIUYECKOMY
ankano3y. Hedpexr Na+ -Cl- -koTpaHcmoprepa NPUBOAWT K CHIDKCHHUIO
tparcopta NaCl B IUCTanbHBIX M3BUTHIX KaHAJBIAX C TOCIEAYIOIIAM
pa3BUTHEM THIOBOJIEMHUHM U CTHUMYJAIUENH PEHUH-AIbIOCTEPOHOBOM
cucTeMbl. BO3HUKAIOT THMOKAINEMUS, TUTIOMArHE3eMUsl U METa0OINYECKUI

aJIKaJI03.



e JlucranbHbli peHaNbHBIH TYOYasspHbIii anuao3 (I Tum) (OMIM 179800,
OMIM  602722) - 3aboneBaHHe, XapaKTCPU3YIOIIEECS  TSHKEIBIM
THIEPXIOPEMUIECCKIM METa0OTUIECKIM alliJ030M, BCIICICTBUE HAPYIICHUS
AKCKPEINH BOJOPOIHBIX HOHOB B AMCTAaIBLHOM OTneje HeppoHa. Hapymenue
OKCKpEeLIMM AaMMOHHMS TpPU BCEX BapuUaHTax BTOpUYHO. PeabcopOius
OukapOoHaTa KOJMYECTBEHHO HOpMalibHa, HO, B COOTBETCTBUM C
noBellieHneM pH  Moum, ompenereHHas CTeNeHb OWKapOOHATYypUU
00s13aTeNIbHO MPUCYTCTBYET (MeHee 5% mpodUILTPOBAHHOIO KOJIUYECTBA).
[Tpu TsKETOM XPOHUYECKOM METabOIMYECKOM aln03€ KOCTh 00ECTIeunBaeT
no 40% OydepHOlt €MKOCTH KpOBH; HEHUTpaJM3allus HOHOB BOJAOPOJA
KOCTHBIM KapOOHATOM BBI3BIBAET BBHICBOOOXKIICHHE KaJbIMS M3 KOCTH BO
BHEKJICTOYHYIO JKHUIKOCTh, 9YTO BEAECT K HapYIICHHIO €€ HOpMaIbHON
CTPYKTYPBI U pa3HOOOPa3HBIM KOCTHBIM JieopMaIusamM. IKCKpeIus [UTpaTa
B TPOKCUMAJIbHOM  KaHAJbIE CHIDKEHA, YTO SBIIICTCS  OCHOBOW
dbopmupoBaHus HePPOKATBITMHO3A.

e [lceBIOrnmoaJbI0CTEPOHU3M - TETEPOTCHHAS TPYITa KIMHUIECKHX (HOopM,
BO3HUKAIOIIUX BCJIEJCTBHE HECIIOCOOHOCTH ajbJOCTEPOHA OCYIIECTBIATH
CBOM OCHOBHBIE (hu3uosioruyeckue 3PMEKTh MO0 00ECICUSHUIO IKCKPEIUH
MOHOB KaJIMsI ¥ BOJAOPO/IA.

e Hedporennnbiii HecaxapHblid auader - peaKoe HACIEICTBEHHOE
3a0oJieBaHue, XapaKkTepu3yeMoe OTCYTCTBHEM IIPOHUIIAEMOCTHU
coOupareiabHbIX TPyOOUEK MJIsi BOABI M PE3UCTEHTHOCTHIO K JCHCTBHIO
AHTUINYPETUIECKOTO TOPMOHA MIPH €T0 aJeKBAaTHON CEKPEIUH.

e Cunapom Jlugaaa (mceBgoadabaocteponnzm) (OMIM 177200) —
HACJIEZICTBEHHOE 3a00JieBaHUE, XapaKTepu3yIolleecsi pPaHHUM Je0ITOM
TSOKEJIONW apTepUaNbHOW THIEPTEH3WH, B COUYETAHWU C HU3KUMH YPOBHSIMHU

AKTUBHOCTH PpPCHHMHA W  AJbJOCTCPOHA ILIIa3MBbl, TUIIOKAIMEMHUEH U



MeTa00INYECKUM ankaio3om.  3amemneHue — gerpagaunu  ENaC
(AnUTEeNUANBHBIX ~ HATPHEBBIX  KAHAJIOB)  MPOSBIACTCS  U30BITOYHOMN
peabcopOuueit Hatpus U notepeit kanus. M30piTouHas peabcopOiust HATpUst
BEJET K apTEPHAIbHON THIEPTEH3WH BCJICACTBUE YBEIHWUYEHUS OObeMa

HUPKYJIUPYIOMIEH KPOBU, YTO MOJIABIIET CEKPELIUIO PEHUHA U aJlbJIOCTEPOHA.

THINIO®OCPATEMUYECKHUMN PAXUT

OTHocUTCS K TpyIIe NPOKCUMalbHBIX TyOyjonatuil. 3abojieBaHue, CBA3aHHOE C

nedexrom peadcopobiu pocdaToB B MPOKCUMATBHBIX KaHAJIbIIAX, TIPOSBIISIONICECS

y naerert Qocdarypueit, runodocdaremMueii U BBIPAKECHHBIMH PAXUTHYCCKUMHU

N3MCHCHUAMU, PC3UCTCHTHBIMH K OOBIYHBIM J03aM BUTaMHHa D.

OmnncaHo HECKOJIBKO HaCJICACTBCHHBIX (1)OpM 60J163HI/I, IMPOTCKAIOIIUX C

N30JIMPOBAHHBIM HAPYIHICHUCM HpOKCHMaHBHOI;’I pea6c0p6u1/11/1 ¢)OC(1)aTOB B [TOYKax.

o runodocdareMuueckuit paxut, X-creraeHHpid qomuHanTHeid (OMIM 307800);

o runodocdareMuueckuit paxuT, ayrocoMmHo-aomMuHaHTHEIN (OMIM 193100);

o runodochaTreMUIECKH paxuT, ayTocoOMHO-perneccuBHbi (OMIM 241520;

OMIM 613312);

0 HacCIIeJICTBEHHBIN rurnodochaTreMuyeckuii paxut ¢ runepkanbpiuypueii (OMIM

241530).

IlaTorenes

3a cUeT MOJIOMKH TE€HOB Hapymiaercs peadbcopOius Qochopa (t.e. obpatHOE

BcacbiBanue Gocdopa U3 NEPBUYHON MOUYH B KPOBB) B MPOKCUMAIIBHBIX TIOYEYHBIX

KaHAJIbIIaX, YTO MPUBOAUT K moTepe Gocdopa u3 opranuszma. Hegocrarok pochopa

SBJISIETCS MPUYUHOW HApYUIEHHUS] MHUHEpAM3allui KOCTEH ckeneTa W 3yOOB, 4TO
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MPUBOJUT K pa3BUTHIO paxuTa. [Ipu naHHOM 3a00JI€BaHUM CHUXKAETCSI aKTUBHOCTD
lanbda-ruapokcunazel (CYP27b1) B moukax, mo3TOMy HapyliaeTcsi 0Opa3oBaHUe
13 HeaKTUBHOU Gopmbl BuTamuHa [ (T.e.xonekanbuudeposna) Toit popmbl, KOTOpast
SIBJISIETCS. OMOJIOTUYECKU aKTUBHOM, T.e. KanbiuTpuosa (1,25(0OH)2D), B cBsizu ¢
4yeM Ha3zHayeHHWe MpernapaToB HATUBHOTO BUTaMHUHA [l (Xonekanbiudepos, pbiouii
KUD, aKBaJICTPUM, BUTAHTOJ) ABJISICTCS HeA (D PEKTUBHBIM.
[Ipu HexoTophiX Gopmax Hapsay c mnoreped ¢ocdopa HapyliaeTcsl peryJisiuus
cunte3a mnaparropmona u 1,25(OH)- Butamuna JI, 4ro MOXET NPHUBOJIUTH K
pPa3BUTHIO  THUIEpIApaTUpPeO3a,  TUOEPKAIBLUYpUS €  (GOPMUPOBAHUEM

He(pOKaNbIIMHO3A.
INUAEeMHO0JIO0TUA

X-CUEIUIeHHbIA JJOMUHAHTHBIN TUnodochareMuueckuil paxur sBiseTcs Hanbosee
JacTol Haciemxyemoi (opMoii paxuTta ¢ dYacTtoroi BcTpedaemoctd 1:20000 -
1:50000  kuBBIX  HOBOPOXAEHHBIX. Jlpyrue  HacjaeACTBEHHbIE  (HOPMBI
runodocdareMruueckoro paxura ¢ ayTOCOMHO-JIOMHUHAHTHBIM WA ayTOCOMHO-

PELECCUBHBIM TUIIOM HACIIEIOBAHUS BCTPEYAIOTCSA rOPa3io pexe.
Knnnuyeckass kKapTuHa

1. X-cuennennasn oomunamnan ¢popma, xoropas Bcrpeyaerca B 80% cpeau Bcex
cinydaeB runodocdaremudeckoro paxuta. ['en atoit popmber 'OP (umeet cuMBOIIBI
PHEX-ren (Phosphate Regulating Gene with Homologies to Endopeptidases, X-
linked), HYP, HPDR1, LXHR) nokanmu3oBan Ha xpomocome Xp22.1-p22.2 u

COCTOHUT 13 22 HEOOJIBIINX PK30HOB.

MonekyIsIpHO-TeHETUYECKHE HCcCleN0oBaHus nokaszanu, uro reH PHEX kogupyer
dochaTperymupyrommii 6€I0K, OTHOCSIINICS K KJIACCY SHIOMENTH Ia3. DKCIIPECCHS
reHa PHEX npoucxoaut B octeobnactax, octeonurax u ogoHTodmactax. OCHOBHBIC

GyHKIMY TaHHOTO OeJiKa 3aKJII0YaroTCs B peryIrupoBaHuu peabcopOuun Gpocdaron
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n Mmerabonusma ButamuHa D. PHEX Moxer akTMBHpOBaTh WM MHAKTHUBUPOBATH
NapakpuHHbIE WIM ayTOKPUHHBIE (PAKTOPBI, BIMSIONIME HAa MUHEPAIU3ALIIO
KOCTHOM M 3yOHO! TKaHU, a TaK’K€ Ha LUPKYIUPYIOLIUE (PaKTOPbI, pEryIUpYyIOLIUe
peabcopbumio QocharoB u wmerabonusm ButamuHa D. T'eH KOHTpoJiupyeT
akTuBHOCTh Na/P mnepenocsmiero Oenka B MOYEUHBIX KaHaJblaX MU AIUTEIHH
KHIIeYHUKa. ['eHeTnyeckuil nedexT NpUBOAUT K HApYyLIEHHIO peadcopOuuu
¢docdaToB B KaHAIbLIAX MOYEK M €ro BCACHIBAHMIO B TOHKOM kuiuke. OIHAKO
IIOCJICJHAE JaHHBbIE CBUICTEIBCTBYIOT O TOM, 4YTO B OCHOBE IIaToreHesa X-
cuerieHHoro ['®OP  Takke nexur wu30bITOYHOE jeiicTBue (akTopa pocTa

¢bubpobnactos-23.

Denomunuyeckue npuzHaku X-cyeniennoco OomuHawmuozco ['@P  CUIBHO
BapbUPYIOT OT M30JMPOBAaHHON TrumnodochareMun 10 BhIpaXKEHHOU nedopManuu
HUKHUX KOHeuHOcTed. Manudecranuss X-clerieHHoro runodocdareMuueckoro

paxuTa 9alc BCCTrOo HACTYIIACT HAa BTOPOM Ioay XKHU3HHU.

Benymmmmn mnpusHaKaMH SBJISIOTCS  PaxXUTONOJOOHBIE W3MEHEHHUS CKeJleTa,
NPEUMYIIECTBEHHO HW)KHUX KOHEYHOCTEH, JepopManud MOTYT OBITh HE TOJIBKO
BapyCHbIMH, HO U BaJbI'yCHBIMH. JTH H3MEHEHUS COMPOBOXKAAIOTCS 3aJEPiKKOM
(Gu3MUecKoro pa3BUTHs W HapyIIEHWEM MOXOAKU JAETe («yTHHAs TOXOIKa»).
[lopaxkeHus ckejeTa HOCIT MPOTPECCUPYIONIMI XapaKTep M CHOCOOCTBYIOT
3aJIepKKe CTaTUKO-MOTOPHBIX (hyHKIMIA peOeHKa. PeHTreHomornueckue n3aMeHeHHsI
KOCTEH BBISBISAIOTCA 4epe3 3-4 mecsma mociae MaHudectanuu 3a00JIeBaHMUS:
TeHepaTM30BaHHBI  OCTEONMOPO3, yBeIWYeHHEe MeTadu3oB, MeTadu3apHbIe
[IOBEPXHOCTH HMMEIOT HEPOBHBIE KOHTYPBI, MO MEpE MNPOrPECCUPOBAHUS

3200J1eBaHMS TTOSBIISIOTCS U O0iee TITyOOKHE U3MEHEHHS.

XapakTepHbIMH ~ OMOXMMHYECKMMH  TNpU3HAKaMHu  3a00JeBaHUS  SBJISIOTCS:

runoocdaremusi, MOBBIIEHNE aKTUBHOCTHU ImenouHoi (ocdaraser B 1,5-2 pa3sa,
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HOPMAaJIbHBIM YPOBEHb KAJBLIMS W IAPATTOPMOHA B CHIBOPOTKE KPOBH, HHU3KHUI

ypoBeHb kanbuutpuona (1,25(0H)2D3), runepdocdarypus.

2. X-cuennenmnwvtii peyeccugnwviit o0yciopieH wmyrtanusmMu B reHe CLCNS,
JIOKaJu30BaHHOM Ha xpoMocoMme X B Jokyce — Xpl1.22 u umeer 12 3x30HOB. B
pe3yibpTaTe MyTalluidi CHUXaeTcs peadcopOuus kanbius U Gochopa B MOYSUHBIX
KaHaJIbLIaX, pa3BUBaeTCid He(PpPOKaJbLMHO3 M KamMHEoOpa3oBaHHE B IOYKaX,
Iporpeccupyromias NoyeyHasi HeIOCTaTOYHOCTh. 3a00IeBaHNE BCTPEUAETCS TOJIBKO
y ManbuukoB. KiMHUWYECKHE MPU3HAKK CXOJHBI C X-CLUEMJIEHHON JOMHHAHTHOU

dbopmoii 3a00eBaHUS U AYyTOCOMHO-JOMUHAHTHBIM BapUaHTOM 3a00JICBaHUS.

3. AymocomHo-00MUHaAHmMHBLI BCTPEYACTCS PEIKO W OOYCIOBIEH MyTalHend B
reHe, koaupytromiem pakrop pocta pudpoodmactos 23 (FGF23), nokanuzoBaHHOM Ha

xpomocome 12 B nokyce 12p13.3.

dakrop pocta ¢udpodnacroB-23 (FGF23) sBnsercss HOBBIM HEIABHO OTKPBITHIM
UPKYJIUPYIOIIUM MENTUIOM, PErYIUPYIOMUM MeTabonu3M gocdopa U BUTAMHUHA
D. I'en skcnipeccupyeTcsi B TOUKaX, B MEHBIIEH CTENEHU B MO3Te, TUMYCE, TOHKOM
KUAIIEYHUKE, CEepAle, TMeYeHH, ITUMPATHYECKUX y37axX, I[IUTOBUTHON U
NapamyTOBUIHON JKelle3aX, KOCTHOM MO3reé M B HEOOJNBIIUX KOJIMYECTBAX B

OIIYXOJIIX IIPpH OHKOI'€HHOM ocTeoOMaJIAI U,

IIpu aytocoMHO-mOMUHAHTHOUW (opMe 3a00JeBaHMS TEHETHUYCCKUU PHUCK IS
cnbcoB npobanaa cocrapisgeT 50% He3aBHCUMO OT I10J1a MMOTOMCTBA. 3a00jieBaHue
MOXKET HaOII0aThCA KaK y MaJb4YMKOB, TaK M Yy JAeBOYeK. KiuHu4eckas KapTuHA

npu nanHoi ¢popme I'OP 3aBucuT oT Bo3pacta nedroTa 3a007I€BaHUS.

[Tpn mManudecTanuu 3ab01eBaHUs B MOAPOCTKOBOM U OOJiee CTapIieM BO3pacTe
oTMeuaroTcss 0omM B HOraxX, CcllaboCTh, TIOBBIIEHHAs  yTOMJISIEMOCTD,
TICEBIOTIEPEIIOMBI, JTMOO0 CIMIOHTAHHBIE TIEPEIIOMBI, OCTEOMAJISAIINS, HO nedopmaruu

HIDKHUX KOHEYHOcTe oTcyTcTBytoT. Ilpu nebroTte 3a0oneBaHus B [1€TCKOM
12



Bo3pacte (Ha 1-3 roay >Ku3HU, yaiie Ha 2 roAy) KIMHUYECKas KapThuHa cXoJiHa ¢ X-
cuerieHHbIM ['OP. KnnHuueckne nposiBIEHUsS XapaKTEpU3YHOTCS HapyLICHHEM
MOXOJKM, HE3HAYUTENbHOW CTENEHbIO KOCTHBIX Je(opmanuii, 4aie BCEero Io
BapyCHOMY THUITy, MaJIO OTpakarouuxcs Ha 3a7epkke pocta. Koctheie e opmarnyu
3aXBaThIBAIOT IPEMMYLIECTBEHHO HWKHHME KOHEYHOCTH. 3aJepKKa pocTa
yMepeHHas1. XapaKTepHass 0COOEHHOCTb — Pa3BUTHUE MMAPATOHTO3a U JIEHTAIbHBIX
abcrieccoB.  MeTabonuueckue  paccTpoilcTBa  MPOSABISIIOTCA  YMEPEHHOM
runodocdaremueit u runepdocdarypueil, HOpMaIbHBIMU MOKA3aTEISIMU YPOBHS
KaJgblusi KPOBM U HE3HAUUTEIbHBIM IMOBBIIICHUEM IIETO4YHON (ocdaTaszsl
CBIBOPOTKM KpPOBU. B HEKOTOPBIX Cilydyasix B MOCTIIYOEPTATHOM MEPUOJIE MOXKET
BO3HUKATh CIIOHTAaHHAs PEMHCCHS B BHAE HOpPMaIMU3alMM OWOXMMHYECKHUX

MoKa3aTeJien.

4. I'OP c napywieHuem OeHmMuHo2eHe3a, ayTOCOMHO-PELIECCUBHBIN SBISETCSA
peakoit popMoit 1 00yCIIOBICH HHAKTUBUPYIOUIEH MyTallleil B ayTOCOMHOM T€HE —
DMP1 (dentinmatrixprotein 1), mokamu3oBaHHOM Ha xpoMocoMme 4 B jokyce 4q21.
DMP1lsBnsieTcsi HEKOJUITAreHOBBIM OEJTKOM BHEKJIETOYHOIO0 MAaTpPHUKCa KOCTHOM
tkaHu. [lepBonayansHo DMP1 Obu1 0OHapy’>keH B JICHTHHE, 3aTeéM B KOCTHOH U
XpSAIIEBON TKAHIX; HEJABHO OB OOHAPY’KEH B IMEUYEHU, MBIIIIIAX, TTOKETYT0YHON
KeJese, MoYKax, TOJIOBHOM MO3re, CIIOHHBIX kene3ax. DMP1 skcnpeccupyercs B
ocTeo0JIacTax U OCTEOLMTAaX U COCTOUT U3 531 aMHHOKHUCIIOTHBIX ocTaTKoB. DMP1
MMeeT HECKOJIBKO (DYHKITNI B PETYIISIIMU TOCTHATATFHOW MUHEPATU3AIUA KOCTHOM

TKaHH.

3a0oneBaHne MOXKET HAOJMIOJAThCAd KaK y MaJbUUKOB, TaK W Y JCBOYEK.
Knunnueckas kaptuHa panHoro BapuaHta ['®OP cxomna ¢ X-cueniaeHHOM
JTOMUHAHTHOW 51 ayTOCOMHOJOMHHAHTHOU dhopMoii: OTMEYAETCS
runepdocharypus, runodocharemus, ovyeHp HH3KHA ypoBeHb 1,25(0OH)2D3,

MOBBIIIEHUE AKTUBHOCTU  IIenoyHoM  (docdaTaspl, aepopmaiuss HUKHUX
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KOHeqHOCTefI, 00513aTeJILHBIM CHMIITOMOM SBJISCTCS IMOpaxCHUe BY6OB B BHUAC

IUCTpodUU IMAIH.

5. I’'®DP c zunepxanvyuypueii, ayTOCOMHO-PEIECCUBHBIN 00YCIIOBJIEH MyTallMel B
rene SLC34A3, nokainn3oBaHHOM Ha XpoMocoMe 9 B snokyce 9q34, koaupyromuii
NaPi-Ilc u otnuyaercs ot npyrux ¢popm runodochareMuveckoro paxura TeM, 4To
3a00JeBaHNE MPOSBIAECTCS HE TONBKO Tunodocdaremueii u runepdocdarypuei, a
TaK)Ke TUMNEPKaIbIIMypuell B CBSI3M C YBEJIMYEHHUEM B ChIBOPOTKE KpoBu 1,25-
OUTUIIPOKCUXOJeKanbludeposa W  TOBBILIEHHEM a0copOuuu  KajblUs B
KUILIEYHHUKE, B TO BpeMs Kak B KpOBU ypoBeHb Ca B HOpME; ypOBEHb MapaTropMoOHa
ocTaercs B mpejenax HopMbl. 3aboneBanrne MaHU(pECTUPYET B paHHEM BO3pacTe U
XapaKTepu3yeTcs paxuTHUYECKUMHU AehopMalMsIMU HUKHUX K 3aJ€PKKOH pocTa,
MOBBILIEHHBIM PEHATBHBIM KIUPEHCOM (0ochaTOB U THUIEPKAIBLIMYPHEH, B TO BpeMs
KaK KOHIIEHTpAlMsl KajblMsi B CBHIBOPOTKE KPOBU OCTAETCS HOPMAJIbHOM.

3a001eBaHUE MOXKET Ha6JII-OILaTBCH KaK Yy MaJIbYUKOB, TdK U Y JICBOYCK.

6. 'DP c zunepnapamupeoou3mom CBI3aHO C MyTalliel B FeHE, JIOKAIM30BAaHHOM
Ha xpoMocome 13, B okyce 13q13.1. MosiekynsipHO-T€HETHYECKUE UCCIIeIOBaAHNUS
ATOrO BapuaHTa 3a00JI€BaHNs TIOKA €1l1e HE JaJId OKOHYATEIHbHOTO OTBETA Ha BOTIPOC
O THUIIE HACJIEICTBEHHOW TNepenayu 3a00JieBaHUS M MEXaHHW3MaxX €ro pa3BHUTHIL.
[Ipenmonaraercs ayTOCOMHO-PEIIECCHBHOE HacienoBaHuE. 3a00JIeBaHHUE MOXKET
HAOMIOMAThCSl KaK Yy Majb4MKOB, TaK U Yy J€BOYEK. KIMHUYECKHE MPOSBIICHHUS
JAHHOTO BapuaHTa CXOJHBI C X-CleTJICHHBIM JTIOMUHAHTHBIM
runoocdareMudeckuM  paxuTOM, OJIHAKO 3a00JIEBaHHE  COMPOBOKIACTCS

TUICcpIrapaTupCoAu3MOoM U IMO3AHUM PA3SBUTUCM T'HIICPKAIIBIINCMHH.

OBILIME NMPUHIUIIBI IMATHOCTUKHA
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Baxxen ananu3 poJOCIOBHOM: MOUCK CIIy4aeB MOJTBEPKIAEHHOTO 3a00JieBaHUA Y
YJICHOB CEMbU W POACTBEHHUKOB. [lpu X -cyennemnvix ¢hopmax szabonesanus

DPEKOMeHOYemcsi UCCe008aHue YposHs (hocghamos Kposu y mamepeli.

3aboneBanne manudectupyet B Bozpacte 9-13 mecsaueB. KnuHuueckas kapTuHa
MIPOSIBJIICTCSI  OTCTaBaHWEM B POCTE, PAa3HOOOpPA3HBIMH CHUMIITOMAMHU paxuTa
(Haubomnee paHHHA CHUMITOM — MPOTPECCUPYIOIIEEe, HECMOTPS Ha IMPOBEICHUE
NpOQHUIAKTHKU paxyuTa OOBIYHBIMH JI03aMH BUTaMUHA D, UCKPUBICHHE HIKHUX
KOHEYHOCTEH). 3yObl TOSIBISIOTCS C OMO3JAaHUEM, THITHMYHBI Je(DEKThI dMaIU H

MHO>KE€CTBECHHbIN Kapucec.

O6mwmii ocMOTp TMOApPa3yMeBAaeT OLEHKY (PU3UYECKOro pa3BUTHS peOeHKa,
COCTOSIHUSI KOCTHOW CHCTEMBI, IOJICYET YaCTOThl JbIXaHHUS, CEPJCUHBIX

COKpAILIEHUH, ayCKYJIbTALUIO JIETKUX, CEPALA, MAIbIALNIO KUBOTA.
XapaKTepHBIL:
o Huskwuii/kpaitne HU3KUM poCcT

0 PaXI/ITOHOIIO6HI>I€ HU3MCHCHUA CKCJICTA, BKIIXOYAsA BBIPAKCHHYIO I[G(bOpMaHI/IIO

(BapycHasi/BaJIbI'yCHasl) HIDKHUX KOHEYHOCTEH.

Benymumu  ga6opatopubiMu  cumnromamu  FGF23-3aBucumeix  hopm
runopocharemudyeckoro  paxutra  (X-CICIUICHHBIM  AOMHUHAHTHBIH  ['OP,
ayTocoMHOJOMUHaHTHBIM ['®P, ayrocomHo-penieccuBHbii ['®P) saBustores:

cunogpocpamemusn (menee 0,8 MMoIIb/N), ghochamypus.

Kanvuyuii ceiBopotku u 25(OH)D3 B HOpMme, ypoBeHb 1,25(0H)2D3 wuskwuii niu
HOPMAaJIbHBIN, YPOBEHb MAPAMZOPMOHA HOPMAIBHBIM WIM HE3HAYUTEIHHO
noBeimeH. OTCyTCTByeT MeTabonudeckuid amnumo3. [loBblllieHa aKTHBHOCTH
wenounoit  pochamaszpr. Iloueunvie (QYHKIUHM OCTAOTCS  COXPAaHHBIMHU.

PexomenayeTcst uccinegoBaHue:
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o KIIIC (pH xpoBu, crannaptuseiit bukapoonat - HCO3 -, BE)

0 OMOXMMHYECKOTO aHajlM3a CYTOYHOM Mouu: ompeaeneHue ¢ocdatoB o

COOTHOILIEHUH (pochaTbl/KpeaTHHUH B pa30BOM (BTOPOH YTpeHHEN ) NOPLUU MOYHU

0 OMOXMMHMYECKOro aHanu3a KpoBuU: (ochop, KanblHil, KpeaTUHUH, IIEIOYHAs

docdaraza;
0 YPOBHS IMapaTropMoHa

I[OHOJIHI/ITGJIBHBIMI/I KpUTCPUAMU SABIIAKOTCA KaJIBI_II/I(i)I/IKaI_[I/ISI apTepI/Iﬁ,

TUINCPKAJIIBbINYPUA, TUTICPITAPATUPCOIU3M.
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Tabnuna 1.
Huarnoctuueckue kputepuu FGF23-3aBucumbix popm runodochareMudeckoro paxura

Iloka3zartenb X-I'®dP

®ochop

CHIBOPOTKH Hwxe nopmsl (runodocdaremusi)

Ikckpenns ¢pochaToB ¢ MOUOI Beritie Hopmebl (PpaknmonHas skckpenus > 15%)

Kanbunii

CBIBOPOTKH Hopma

DKCKpelus KaJblus C MOYOH Hopma

DKcKpenus Oenka ¢ MO4oi Hopwma

DKCKpelrs aMUHOKHUCIIOT C MOYOH Hopma

DKCKpeLus IIII0KO3bl ¢ MOUYOH Hopma

1,25(0OH)2Ds Hwxe HopmBbl/HOpMa
25(0OH)Ds Hopma

[Taparropmon Hopma/He3HaunTeapHO MOBBINIEH

KIIC OTtcyTcTBHE META00JIMUECKOTO alkI03a

e C OCJIBIO OIIPCACIICHUA BBIPAKCHHOCTHU PAXUTHUYCCKHUX W3MCHEHUHN CKeJieTa

PCKOMCHAOBAHO ITPOBOAUTD:
0 PGHTFGHOFpa(bI/IIO KHCTCﬁ, OIIPCACIICHUC KOCTHOI'O BO3pPacCTa
0 HGHCI/ITOMGTPI/IIO

o Pentrenorpadguto TpyOJyaThIX KOCTEH TOJICHEH ¢ 3aXBAaTOM KOJICHHBIX CYCTaBOB
(pazsumue  ecenepanuz06anHO20  OCMEONOpPoO3qa, y  GeluueHUe Memaguzos,

MmemapuzapHvle N08ePXHOCMU UMEIOM HePOBHble KOHMYPbL)

* YIpTpa3ByKOBOE HCCIENOBAHHE ITIOYEK Y HEJICUCHBIX JIETEN BCEraa B HOPME, HO B
xone nedeHus 1,25-murunpoxcu-ButaMuHoM D3 00s13aTelbHO pPEKOMEHI0BaH
JUHAMHYECKUN KOHTPOJb Y3W mouek B CBA3M C BO3MOXKHOCTBIO Pa3BUTHS

He(poKaIBIIMHO3A.

['eHeTHUeCKy0 AMArHOCTUKY CJEAYyeT CUUTaTh IE€JIeCO00pa3HOM B Ciydae He
TUMIMYHON KapTHUHBI 3a00J€BaHUs U MPU BBISIBICHUH JIOMOJIHUTENbHBIX KPUTEPUEB
JNAArHOCTHKH;, TE€HETHYECKHE HCCIIEIOBAaHUS CIEIYyeT HA3HAYUTH BCEM 4ICHAM

CCMbH, YTO IIO3BOJIACT BBIABHUTH JOKIIMHHYCCKHC WJIKM MAJIOCHUMIITOMHBIC ClIydan
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3a00JIeBaHUS U ONMpCACINUTL THUII HACJICAOBAHHA, YTO BAXHO IJIsI TCHCTHYCCKOI'O
IMporao3a CEMbHU;, HPOBCACHUC IMOMYIAINUOHHOIO TI'CHCTHUYCCKOIO CKPHWHHHIA

HelenecooopasHo.
JIN®DOEPEHIIMAJIBHBIN IUAT'HO3

FGF23-3aBucumbie gopmbl I'OP nHeoOxonumo auddepeHunpoBarb ¢ OOBIYHBIM
BUTAMUH-D-1epUUUTHBIM pPaxuTOM, JUCTAJIbHBIM PEHAJIBHBIM TYOYJISPHBIM
anuno3oM, cuHapomoMm dankonu (ne Tonu-Zlebpe). HacnenactBennsiii ['OP c
TUIIEPKAUTBLIUYPUEH  OTIIMYAETCS OT X-CLUEIUICHHOTO JOMUHAHTHOro ['®P
noBbllIeHHbIMU ~ ypoBHAMH  1,25(0OH)2D3, 25(OH)D3, HuszkuMm ypoBHEM
napaTropMoHa U BBICOKOM abcopOuuen kanblius B KuiieuyHuke. Jjis 601bIIMHCTBA

dopm 'DP cymecTByeT reHeTUUECKOE TIOATBEPK/ICHHE.
JIEHEHUE

Crannmaptaas tepanust FGF23-menuupyempix runodocdareMuueckux paxuToB (X-
I'®P, ayrocomHo-gomuHanTHbeiii ['®P, ayrocomuo-peneccuBubiii ['@P) ocHOBaHa
Ha OJTHOBPEMEHHOM Ha3HAYEHUU HEOPTaHUYECKUX Poc(aToB U AKTUBHBIX aHAJIOTOB
BuTamMuHa D (Yaiie KadbIUTPUON; TaK K€ MCIOIb3YETCs alb(akanbIUa0i) U
HaIlpaBJi€HA HAa KIMHUYECKOE U3JICUCHUE PAXUTA, YIyUIIEHUE TUCTOJIOTHU KOCTHOM
TKaHU. PanHee Hauaso JedeHus Mo3BoJIIeT n30exaTh Aedopmanuu Koctei. J[o3bl u
JUINTENIBHOCTh ~ JICUEHHS]  ONPENENAIOTCA  BBIPAXKEHHOCTBIO  PAXUTHUYECKUX
M3MEHEeHHH, ypoBHEM (QocdaToB B KPOBU, BO3PACTOM MAIMEHTOB. bojee BhicOKHe
J03bl TIpenapaToB HEOOXOAMMBI B Hayaje Tepanuud U B MEPUOAbl MHTEHCUBHOIO

pocTa peOeHKa.

* Ontumanbabie 70361 (pocatoB He ompeneneHbl. OOBIYHO PEKOMEHIYETCS
nepopaibHbld TipueM ¢ocdara B o3¢ 30-40 MI/Kr B JICHB IO 3JIEMEHTaApPHOMY
dochopy B 4-5 mnpuemoB 1,25-guruapokcu-sutamuH D3 npumeHsercs B

exeaneBHou no3e 0,02-0,05 mxr/kr/cyt (20-50 Hr/kr/cyT) B 2-3 npuema.
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Bo3MoxkHO noBblIeHHEe 10361 GOCHATOB B MEPUOABI HHTEHCUBHOTO pocTa (10 55-
70 Mr/kr B aeHb mo sneMeHtapHoMy ¢ocdopy). Llenb — nocTmkeHue ypoBHs
docdaTo ceiBopoTkH 1,0-1,2 MMonb/i1. B HacTosIiee BpeMsi IPUMEHSIETCS pacTBOP
Heopranudeckux (ocharos (ogHO3aMenIeHHbINH (ocdaT HATpUst 2-BOJHBIN — 5 T U
nByx3amMmelneHHbi ¢pocdar Hatpust 12-Boansiif — 10 T Ha 250 M1 BO/IbI), KOHEUHBIN
pactBop conepxut 7,44 mr snementapHoro ¢ocdopa B 1 mia. B GonbimiuHCTBE
CJIy4aeB HE YJaeTcs MOJHOCTHI0O HOPMAIM30BaTh YPOBEHb (hOC(haTOB B CHIBOPOTKE.
3amemenue ¢ocdara npenmnoururesabHee NpoBoauTh B Gpopme Phosphat Sandoz,
TaK Kak B OJHOM TaOjeTke coaepxkutcs 790 Mr murTpara, MpeloTBPAIIAIONIEro
pasButHe He(pokabimHO3a. Takke Bo3MokeH npueM npenapata Reducto-spezial
(matpuitnuruaporendochar u auHatpuid  ruaporeHdocdar). Onpnako, o00a

npenapara Ha Tepputopun Poccuiickon denepanun He 3apErUCTPUPOBAHBIL.

Ontumaneable 10361 npenapatoB 1,25(0OH)2D3 we omnpenenensl. C  1enbro
npenoTBpalieHns (GpopMUpoBaHUS HePPOKAIbLUHO3a HEOOXOAUM JHHAMUYECKHI
KOHTPOJIb JKCKpELUH KaJblUsl C MOYOM, coaepxaHus Kanblus, (ocdopa,
aKTUBHOCTHU I11€JI0YHOM (ocdarasbl B cbIBOpoTKe KpoBH, Y3 nouek. B xauecTse

aNbTEPHATUBBI KAJBIUTPUOIY MOXKET OBITh UCIIONIB30BAH alb(paKaIbIHUIO0I.

Ponb eyeHnss peKOMOMHAHTHBIM TOPMOHOM POCTa OIEHUBACTCS MPOTHBOPEUYUBO.
CyIiecTByeT ¢IMHCTBEHHOE PaHIOMH3UPOBaHHOE HccieaoBanue Zivicniak M. et al,
KOTOPOE T0Ka3aj0 3HAYMTEIbHOE YIYYIICHHE TUHAMHKA pocta y 8 m3 16 aeTew,

MOJIy4YaBIINX PEKOMOMHAHTHBIN TOPMOH POCTA.

[Ipu mo3mHO HadatoM JedyeHWW TUnodochareMruueckoro paxmra BO3MOMKHO
MIPOBEJICHUE OPTOIEINYECKON XUPYPTrUUYECKOW KOPPEKIMU ISl YCTPAHCHUS
nedopMalii  HIKHUX KOHEUHOCTEeH. XHpyprudeckass KOPPEKIHs OJDKHA

MIPOBOJIUTCS TIOCIIC 3aKPBITHS dMTU(U3APHBIX 30H POCTA.

BEJEHUME TAIIUEHTOB
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o B Hauane tepanuu, B TE€UCHHUE YETHIPEX HENETb, PEKOMEHYETCS €KEHEeACTbHBIN
(1 pa3 B Hexmeno) KOHTPOJb Ja0OpPATOPHBIX IMOKa3aTeled, YpPOBHEU KasbIlus,
docdopa, menounoit Qocdarazpl, mapaTropMoHa B KPOBHU, IKCKPEUUU KabIIUs,
docdaToB ¢ MOUOil; mO3AHEE - aMOYIaTOPHBIM KOHTPOJIb pOCTa, JIaDOPAaTOPHBIX
JaHHBIX JJIs ONTUMATbHON aJanTalii TEparmuy JOJDKEH MPOBOIUTHCS HE MEHEee

YeTbIpeX pa3 B ro/l.

o H606XOI[I/IMOCTB pPaaruoJI0OTrnICCKOTO KOHTPOJIA  paxuTa  ONpCACISACTCA

KIIMHUYECKUMHU U OMOXMMHYCCKUMU KOHTPOJIbHBIMH IMOKA3aTCIIAMMU.

0 Y3U mnoyek O0MKHO MPOBOAUTHCS HE MeHee | pasza B roj Mg HMCKIIOUYCHUS

He(POKaNBIIMHO3A.

[Ipu panHeM ycTaHOBJIEHUW AWarHo3a TMNo¢ochaTreMUIecKOro paxuTa, Tepamus
docharom wu 1,25-nurugpoxcu-eutaMuHoM D3 cmocoOCTBYET H3JICUCHUIO
paxuTononoOHbIX nedopmaiuii, CTpyKTypa KOCTHOW TKaHU TMIOJTHOCTBIO HeE

BOCCTaHAaBJIMBACTCA.

Bcem mamumenTam mokazaHO Kaxible 2-3 Mecsilia MPOBOJUTH KYpChl JIe4eOHO-
npoduIakTUueckon (U3KYIbTYpHI, JeueOHOro Maccaxka. C LEeIbl0 yKPETUIeHUS
MBIIII] U TPEIOTBPAIICHUS apTPO30B KPYIMHBIX CYCTABOB (JIOKTEBBIX, KOJICHHBIX)
PEKOMEHYIOTCS €KEHEBHbIE (PU3NYECKUE yIpaKHEHUS (YTPEHHSISI UM BEYCPHSS
3apsaKa), 3aHUMAThCS TUTaBaHUEM, e3non Ha BEJIOCHUIIEIE.
[Ipu BeIpakK€eHHOM OOJEBOM CHHAPOME B KOCTSIX- CHMIITOMATHYECKas TEparus
(aHanbreTUKH, HIIBC).
[Ipu chopmupoBaBIINXCS apTPO30B CYCTABOB- MPOBEJCHUE IJIACTHKU CYCTaBOB.
C menpr0 MpeAoTBpAIIeHUS TMOJTHOW TOTepu 3y0OB TOJOCTh pPTa JOJKHA
OCMAaTpUBATHCSI CTOMATOJIOTOM HE PEKe 4eM pa3 B 3 mecsia. B merckom Bo3pacte

BO3MOKHO IIPOBCACHHNC (I)TOpI/IpOBaHI/Iﬂ SY6OB WJIN IIOKPBITUC CIICHHAJIbHBIM I'CJICM.
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[Ipu mocemieHny CTOMATOJIOra CIEAYET YBEAOMUTh Bpadya O BO3MOXHO OBICTPOM

MOBPEKIACHUU SMAJIH NPU MPOBEACHUH KAaKUX-THUO0 MPOLEaYP.

21



CIIMCOK JIMTEPATYPbI

1. Bcepoccuiickoe o00mecTBoO opdaHHBIX 3a0o0JieBaHUN.  DHIIUKIONEIUS

3a0oneBaHuil: runodochareMUuecKuil paxur.

2. Jlerckas Hedposorus: NpakTUUYECKoe pyKOBOACTBO No pen. J. Jloiimana, A. H.

Hpiruna, A. A. CapkucsiHa. M.: Jlutreppa, 2015

3. Knunnueckue pexkomenaanuu « Tyoynonatuu y nerei» Coro3 neauatpos Poccun,

2016 rox

4. OcmanoB .M., 3axaposa U.H., Konnbe O.b., Mymnanze 2.b., bekmypzaesa I'.b.,
Tambuena E.B. Ilepsuunsie TyOynonatuu. Poc Bectn nepunaron u neauatp 2018;

63:(1): 81-89.

4, TIPOEKT nHanuoHadbHBIX KIMHUYECKUX PEKOMEHIAIMN 10 JHArHOCTUKE U
nedenuto  tyOymomaruii.  ['umodocdaremuueckuii  paxut. OCII-Hayuno-
UCCIIEIOBAaTENbCKUNA KIMHUYECKUN HMHCTUTYT neauarpuu ['BOY BIIO PHUMY
uM.H.W. [Tuporosa Munzapasa Poccuu. ABropsl: HoBukos I1.B., Jlnun B.B., 2014

TOJI.

5. ®denepanbHble KIMHUYECKHUE PEKOMEHJAIMM 110 OKa3aHWUI0 MEIUITMHCKOM

nomoInu aetsM ¢ Tyoymnomarusmu. [lox pen. A.A. bapanosa. M 2015; 32.

22



