®BOY BIIO «KpacHosipckuii TOCYyIapCTBEHHbIH MEAUIMHCKUI yHUBEepcuTeT UM. [Ipod. B.D.

Boiino-fIcenenkoro» Munucrepcrsa 3apaBooxpanenus Pocculickon @enepanuun

Kadenpa I[lequarpun UT1O

3aB. kadenpoii: 1.M.H, pod. Tapanymenko T.E.
[IpoBepuia: k.M.H., no1. Makapen b.I'.

Pedepar
Ha temy:

TyOyaonaTuu ¢ BeIylIUM PaXUTONOA00HBIM CHHAPOMOM

Bremonnaun: Bpavy-opAUHATOP

Kasoponok /I. C.

Kpacnosipck, 2021r



Omnpenesienune

TyOynonarun — KaHaiblieBble OOJE3HM MOYEK, XapaKTepU3yeMble Pa3IMYHBIMU HAPYIICHUSIMHU
TyOyJSIPHOTO TPAHCHOPTA AJIEKTPOJIMTOB, MUHEPAIOB, BOABI M OPraHMYECKHX CYOCTaHIIHH,
HACJIC/ICTBEHHOTO (IIepBUYHBIC TyOYJIONaTWH) WIM TNPUOOPETEHHOTO XapakTepa (BTOpHUYHBIC
TyOynonatun). [1]

Du3u0JI0TUSs MOYEK
[Touku BBIMONHSAIOT TPU OCHOBHBIE (PYHKIMHU: 1) SKCKpenusi OTXOJOB >KHU3HEIEATEIbHOCTU
opranusma; 2) nojaepxanue oobeMa U cocTaBa BHEKJICTOYHON KHUJIKOCTH; 3) CHHTE3 TOPMOHOB.

Kaxmast moyka cOCTOMT MPUMEPHO M3 MIJUTMOHA (DYHKIMOHAJIBHBIX €AWHUL, HE(PPOHOB.
[Toukn oOMIBHO CHAOXKAIOTCA KPOBBIO, HOPME IOJTyyast npuMepHo 25% cepaeuHoro BbIOpoca.
Bosnbiias yacTb 3TOM KpOBM CHauaia MomajaeT B KaWJUIAPbl MOYEUHBIX KIYOOYKOB, KOTOpBIE
JeHCTBYIOT MOAO0HO (hribTpaM BeICOKOrO JaBieHus. OT mpocBera Heh)poHa KPOBb OTAEISAETCA
TPEXCIOMHOM CTPYKTYpOH, COCTOALIEH W3 SHAOTEIHAIBHBIX KJIETOK KanmWUIIpoB, Oa3abHOU
MeMOpaHbl U SIUTEIHATBHBIX KJIETOK HepoHa. DHAOTETHAIbHBIE KIETKA (DEHUCTPUPOBAHEI, a
CJION SUTENNANbHBIX KJIETOK NMPEPHIBUCTBINA, TAK YTO MEMOpaHa OJHOM CTOPOHON KOHTaKTUPYET C
KPOBBIO, a JIPYTO# ¢ MPOCBETOM HepoHA.

KnyOoukoBbiii  (unbTpaT mpenacTaBisieT coOoW  ynbTpaguibTpaT IUIa3Mbl,  T.€.
MPAKTUYECKH OJUHAKOB II0 COCTaBY C IJIa3MOM, 32 MCKIIOYEHHUEM IOYTH MOJHOTO OTCYTCTBHS
0enkoB. JTO CBA3aHO C TEM,YTO SHIOTEIHMM co3gaeT Oappep AJid JEUKOLUTOB U SPUTPOLIUTOB
KpoBH, a Oa3aibHas MeOpaHa HENpOHMIIaeMa sl OosblIed 4YacTH MakKpoMmoJieKysl. benku c
MOJIEKYJISIpHOM Maccoil MeHbIe,ueM y anboymuna ( 68 000 [la), mpoxoasT yepe3 MeMOpaHy;
MOJIEKYJbl C OTPHUILATENBbHBIM 3apsaoM (QMIBTPYIOTCS XYyXK€,UeM MOJEKysbl, Hecyllue
MONOKUTENbHBINA 3apsia. [loutn Bce Oenku KiyOoukoBoro ¢uibTrpaTa peabcopOupyrorcs u
KaTaboJIM3UPYIOTCS KJIETKaMU MPOKCUMAJIbHBIX U3BUTHIX KaHAJIbIIEB.

OunbTpanus- MacCUBHBIM mporecc. OOmas CKOpocTh TMOYeYeHOW (UIbTpanuu
ompesensercs, TIaBHBIM 00pa3oM, pa3HUIEH MeEXIy MaBICHHEM KpPOBH B KIYOOUYKOBBIX
Kamuuisipax ¥ THAPOCTATUYECKUM JaBJICHHEM B MpocBeTe HeppoHa, cOCTOsIHMEM Oa3allbHOM
MeMOpaHbI U YUCIIOM KiTy0oukoB. OCHOBHasi Macca GpuiabTpara peabcopoupyercs B HeppoHe.

Kny6oukoBbIil GHIBTPAT IPOXOAUT B MPOKCUMATIbHBIE U3BUThIE KaHANbLIBI, I/1€ OOIbIIas
4acTh MOJIBEpraeTcs 0OpaTHOMY BCachIBaHHMIO. B HOpMe BCs TITIOK03a, aMUHOKUCIIOTHI, KaJlui U
OukapOoHaT, a Takke MNpuMepHO 75% HWOHOB HaTpus peadcopOUPYIOTCS H30TOHUYECKU
MIOCPEJICTBOM DHEPTrO3aBUCHMBIX MEXaHHU3MOB.

B Mo3roBoM cioe TMOYEK TUNEPOCMOISPHOCTh,HEOOXOoauMas JUisl JalbHEHIIe
peabcopOIIUU BOJIBI, CO3/Ia€TCSl CUCTEMOM MPOTUBOTOKA MOHOB. MOHBI XJ10pa B COMPOBOXKIEHUN
MOHOB HATpusi BBIKAUMBAIOTCA U3 BOCXOJALIEH dYacTh mernu [eHie B  OKPYKaIOUIyIo
MHTEPCTUIUANBHYIO )KHJIKOCTh, I10CIE 4ero (G PyHAUPYIOT B HUCXOASIIYIO YaCTh METIIH.

[To Mepe mpoxoxkaeHHus Mo Bocxodiien netiie ['eHne )XKUIKOCTh B KaHAJIbIIE CTAHOBUTCS BCE
Oosiee pa30aBICHHOW BCIEACTBHME HEMPEPHIBHOTO YIAJICHUS HOHOB XJopa W Hartpus. B
JIUCTabHBIC U3BUTHIC KaHAIBIIBI MOCTYMHAET 0o0Jiee TUMOTOHUYECKAs KUAKOCTh (TmpuMepHo 150



MMOJIB/JT), 4eM KIyOOUYKOBBIH (uiabTpar. B mucTaqbHOM KaHabIle MPOUCXOIUT HajbHEUIas
peaOcopOuusi HaTpusi, KOHTpOJMpYyeMas albJAOCTEPOHOM. TakuMm o0O0pa3oM TeHepupyercs
AIIEKTPOXUMUYECKUN TPAIUEHT, KOTOPBIA 00ecrevynaeT CEKpelri0 MOHOB Kajus U BOJOPOIAI0
Kpome Toro, B AuCTaIhbHOM KaHAIbIE CEKPETHPYETCS aMMHaK, KOTOPBIA 3a0ydepuBacT MOHBI
BOJIOPOJIa ¥ DKCKPETUPYETCA B BUAE NOHOB aMMOHHUS.

[Tocne 3TOro )KUAKOCTh U3 KaHAJBIEB MOCTYIAET B COOMPAIOIIUE MMPOTOKH, KOTOPHIE MPOXOIST
CKBO3b THUIEPTOHUYECKYIO YacThb MO3TOBOTO CJIOSl MOYEK M COPachIBAlOT MOYY B IOYEYHYIO
noxaHky. Kierku BeicTUNaronIye cOOMpAOIIKe MPOTOKH, BHOPME HEMPOHUIIAEMBI JJISi BObI.
Basomnpeccun (aHTUIMypeTHYECKHII TOPMOH) JIeJIaeT UX MPOHUIAEMBIMHU, YTO MO3BOJISIET BOJIE
MACCUBHO pPeabCcopOMpOBATHCS MO OCMOTHYECKOMY TIPaJUEHTY MEXKIY MPOCBETOM MPOTOKAa U
MHTEPCTUIUAIBHON JKUIAKOCThIO. TakuM 00pa3oM, mpH OTCYTCTBHH Ba3oMpeccHHa oOpasyercs
pa3baBieHHas Moya, a B €ro MNPHUCYTCTBHH- Oojiee KOHLEHTpupoBaHHas. [lon BiusHHEM
QIBJJOCTEPOHA B COOMPAIOIINX TMPOTOKAX MOXKET MPOMCXOIUTh HEKOTOpas peabcopOums MoHOa
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Puc. 4.2. NepemewieHne 0CHOBHBLIX MOHOB, NACCUBHOE ABUXEHUE BO/Ibi 1 MAMEHEHUA OCMONANLHOCTH B HedpoHe. B pocxoan-
ulei yacTi nenn MeHne MoK XNopa TPaHCNOPTUPYITCA C NOMOLLLIO aKTUBHLIX NPOUECCOS, 2 MOHLI HATPUA CONPOBOXAAKDT UX
NePeMELLIEHNE, YTO COXPAHART INEKTPOXMMUYECKYIO HEMTPAaNLHOCTL

HaTpus. [2]

Kanaccupuxanus

Tadauua 1 Knaccupukanuss tyoyaonarusi mo jgokaauzauuu aepexra (FO.E.BeabTuines,
E.A.lOpbeBa, 1978r.) [3]

Jlokanmuzammst mopaxenus: | TyOymonmatuu
MIEpBUYHBIE BTOPUYHBIE
[Ipokcumaneueie u3BuThie | -Cungpom  ne  Tonu-Jlebpe- | -LluctuHo3s
KaHaJIbIIEI dagkonu -Cungpowm Jloy
-I'mrox03aMUHOBBIN 1Ua0eT -Tuposunemus




-I'mroko3ypust
-docdar-nuadber
-AMUHOAIUYPUS:
WMUHOTJIMIIUHYPUS,
lNaptHana, rmunuHypus
-IToueunsiii TYOYISApHBINA anUI03,
tur |l

LUCTHHYPHS,
00JIe3Hb

-I'amakTo3emMus

- TMKOTEeHO3BI
-HacnencrBennas
HETMEPEHOCUMOCTH (PPYKTO3BI
-OTtpaBiieHust COJIAMU

TSDKEIIBIX METAJUJIOB, JIU30JI0M,
KpEe30JIOM, TETPALUKINHOM U
ap.
-bonesnp
Konosanosa
-ITepBuuHbIii
runepnapaTupeoniu3m
-I'nnodocdorazus
-llennakns
-CumHzipom Aunbniopra

BHUJIbCOHA-

Obuee MOBPEKICHHE -IIepnynas runepokcanypus
KaHAJIBLIEBOT'O amnmapara -CaxapHslii quadet

-Kcantunypus

-XIIH

-Hedbponodruz dankonu
JucranbHbli KaHanen [Toueunsrii HecaxapHBINA AUA0ET [Tuenonedppur

[Toueunslii TyOYNSpHBIN ala03

Tabimuna 2 Kaaccupuxaumsa TtyOyjaonaruii B 3aBHCHMOCTH OT BeAyLIMX CHHAPOMOB
(FO.B.BeabTuies, J.A.IOpbeBa 1978r) [3]

Benymuii cunapom IIepBuuHbIE Bropuunsie

[Tommypus [Toyeunas roko3ypus Hedpodtusz dankonun
IToueunslii HecaxapHblii nuaber | [luenonedppur
(TICeBIOTUII0AIHIOCTEPOHU3M)

AHomanmuun ckenera | docdar-guader JI-3aBUCUMBII paxuT

(mo4eyHble OCTEONnaTHH )

Cunapom ne Tonu-JleOpe- nuadet
[Toueunkrii coneBoii quader
dankonn

[Toueunslii TyOYISIpHBIN aua03

I'unogocdorazus

Lennakus
[IceBnorunonapaTupeonin3m
uctuno3

Tuposunemus
XITH u np.
Hedponutunas Huctnrypus IIepBruHBS runepokcatypus
I'muuynypus u | Kcantunypus
WMUHOTIIALUHYPHUS Cunnpowm Jlema-Huxana

Tab6auna 3 CucreMaTHKa HaCJaeACTBEHHBIX TYOYJIONATHIA Y AeTeli Mo BeayleMy NpU3HAKY
(CaBenkoBa H.J1., JJesuamsuiu K.I'., 2006) [3]

1.C BeaymuM CUMIITOMOM IOYE€YHOTO KaHAJIBIIEBOI'O META00IMYECKOTO alli103a:
e lamomarnueckuii (MEPBUYHBIN) ayTOCOMHO-TOMHUHAHTHBIN, ayTOCOCMHO-PEIIECCUBHBIN,
X-cuerutennsiii cuaapom de Toni-Debre-Fanconi
e BropuuHslif peHanbHbIH cuHApoM DaHKOHH TP HACIIEACTBEHHBIX 3a00JICBaHUAX

-raJJakTo3€MHu

-HACJIEJICTBEHHON (DPYKTO3HON WHTOJIEPAHTHOCTH




-ne(uurTe TPETHEro U YeTBEPTOr0 KOMIUIEKCA JbIXaTeNIbHOM e MUTOXOHIPH
Jedunure nupyBar-kapOOKCHIIA3HI
-neuIuTe KapHUTUH NATBMUTOMI TpaHcdepasbl-1
-renaTo-peHaabHO Tupo3uHemMuu | tuma
-He(ppomaTUYECKOM LIUCTUHO3E
-OKYyJI0-11epedpo-peHanbHOM cuHaApoMe Lowe
-cunapome Fanconi-Bickel
- cunipome Deal
- curapome Dents
-bosiesnn Bunbcona-KonoBanosa
-Hedponodruze
e [lceBnorunoanba0CTEPOHU3M:
-| T ayTOCOMHO-PELIECCUBHBIMN, Ay TOCOMHO-JOMUHAHTHBIN
-1l Tum ayTocoMHO-1OMUHAHTHBIH (cHHIpOoM Gordon)
- Il Tun TpaH3uTOpHBIM
e [loyeuHslil TUCTANBHBIN KaHATBIEBbIN MeTaboIMYecKuii anuao3 | Tuna:
- (KJTACCUYECKHIT» ayTOCOMHO-TOMUHAHTHBIN
-ayTOCOMHO-PEIECCUBHBIN 0€3 TITyXOThI
-ayTOCOMHO-PEIIECCUBHBIN C HEMPOCEHCOPHOI TITyXO0TOM
e [louecHbIil MPOKCHMANTBHBIN KaHAIBLEBBIA MeTaboarmueckuii annaos |l tumna:
-ayTOCOMHO-IOMUHAHTHBIN
-ayTOCOHO-PELIECCUBHBIN C 3a/IePKKOM YMCTBEHHOT Pa3BUTHSI U MOPAKEHUEM IJ1a3
-CIIOpaINYEeCKUl , U30JIMPOBAHHBIA (MJIaJCHUECKUI)
e KoOMOMHUPOBAHHBIM JUCTANBHBIA W TPOKCUMAIBHBIM IOYECUHBIH KaHAIbIECBBIN
metabonuueckuil anuao3 lllTumna ¢ octeonopo3om ayTococMHO-pELeCCUBHBIN
e JlucTanbHBIN MOYEYHBIN KaHATBIIEBBIA MeTabomuyeckuit annao3 1V tumna
e CuHAPOM CEMEMHONM TUMIOMAarHUEMHUH C THUIEpKaIbLIUuypueii, MeTaboInyecKuM
anu1030M U HEPPOKaIbIIMHO30M — ayTOCOMHO-PELIECCUBHBIM

2. C BeyluM CUHAPOMOM ITOYEYHOT'0 KaHAIbIIEBOTO META00IMUECKOr0 aJIKaio3a
Cungapowm Barter — ayrocomHo-penieccuBHbli 1,2,3,4 THon
Barter-nmogoOHbie CHHIPOMBI

Cunnpom Gitelman

Cunypowm Liddle

3. C Beqymm paxuTono100HbIM CHHIPOMOM

e  ®dochodar-nuader (runodocareMuueckuii paxut, D-pe3ncTeHTHBIN):
- runogochaTeMuyecKrit paxuT X-CIeNJICHHbIN JOMUHAHTHBIN
- runodochaTeMUdecKil paxuT ayTOCOMHO-TOMUHAHTHBIN
-runioochareMudecKuil paxuT ¢ TUIEPKAIbIINYPHEH ayTOCOMHO-PEIIeCCUBHBIN

e lamonmarnyeckuil ayrOCOMHO-PELECCUBHBIN, ayTOCOMHO-IOMUHAHTHBIN, X-CIIETUICHHBIN
curapom de Toni-Debre-Fanconi

e BropuuHbIil peHaIbHBII CHHAPOM Fanconi mpu HacaeICTBEHHBIX 3a00JICBaHUAX

e TloyeuHslii UCTANBHBIN MeTabomuveckuii anuao3 | Tuma (ayTocoCMHO-TTOMHUHAHTHBIMH,
ayTOCOMHO-PEIIECCUBHBIN)

e [lodeuHslii MpOKCUMATBHBINA KaHAIBIIEBBIN MeTabommaeckuit aruao3 |l tuma:
-ayTOCOMHO-PELECCUBHBIN C 3aJ€PKKOM YMCTBEHHOT'O PA3BUTHS C ITOPAKEHUM TJ1a3

e KoMOWHUPOBAHHBI TUCTATBHBIA W MPOKCUMAJbHBIA TOYEYHBIH  KaHAIBIIEBBIN
meTabommueckuit aruaos |l Tunma ayrocomHo-peniecCuBHBIN C OCTEOMOPO30M

4. C BenyImiuM CUHAPOMOM I'MIIOKAJIMEMUU
e Cunnpowm Bartter ayrocomuo-peneccuBubiii 1,2,3,4 TUTIOB
e Cunapom Gitelman
e Cunapowm Liddle




5. C BenymuM CUHAPOMOM TUNEPKATUEMUS
e [lceBporunoaibAeCTEPOHU3M:
- | TMIT ayTOCOMHO-PELIECCUBHBII, ayTOCOMHO-A0MUHAHTHBIN
- Il T ayrocoMHO — qOMUHAHTHBIH(cHHIpOM Gordon)
- Il Tun TpaH3uTOPHBIA
e Cunapowm Spitzer-Weinstein
e JlucTanbHBIM MOYCYHBIN KaHAIBIEBBIA METa00ITNICCKHIT

6. C BelyliuM CUHAPOM THIIOMarHeMuu
e Cunapom Gitelman
e CuHAPOM CEeMEWHON TMIIOMarHeMUU C TUIEPKATBIUYPUCH, META0OINISCKUM aIlUI030M
1 He(DPOKATBIIMHO30M, ayTOCOMHO-PEIIeCCUBHBIN

7. C curapomMoM HedpokaabIHO3a/HePpO-ypoauTHa3a
e [louyeyHslil TUCTAIBLHBINA KaHAIBLEBBII MEeTA00IMYECKU anuno3 | tumna:
-“KJ1acCU4ecKuil” ayTOCOMHO-IOMUHAHTHBIN
- ayTOCOMHO-PEIIECCUBHBIN 0€3 TITyXOThI
- AyTOCOMHO-PELIECCUBHBII C HEMPOCEHCOPHOM TIyXOTOMI
e KoOMOMHUPOBaHHBIM JAUCTATBHBIA W  MPOKCUMAJIBHBIM TMOYEYHBIM  KaHAJIbIEBBII
meTabommueckuit arumo3 |l Tuna ¢ ocreonopo3om
e PenanbHbli cuHIpoM PaHKOHU ayTOCOMHO-JIOMUHAHTHBIN
e Cunapowm Bartter ayrocomuo-penieccuBHslii 1,2 THIIOB
CuHIIpOM ceMeiHOM TMOMarHueMHH C TUIIEPKAIbIINYPHE, MeTaOOIMUYECKUM alli1030M
U HEPPOKATBIIMHO30M ayTOCOMHO-PEIECCHBHBIN
Cunapom Dents
AnkanToHypus
I'mununypus
Kcantunypus
[uctunypus
e [lepBuyHas runepokcanypus

8.C BeAyIIUM CHHIPOMOM TOJIMYPUH
e BpoxneHHblit HepOreHHbI HecaxapHbIi uabeT:
-X-CUEIJICHHBI PELleCCUBHBIN
-X-CIIeIUICHHBIN TOMUHAHTHLIN
-AyTOCOHO-JOMUHAHTHBIN
-AyTOCOMHO-PEIECCUBHBIN

9. C Benymum CUHIPOMOM apTEpPHUAIbHON TMIEPTEH3UN
e [lceBmorumnoanbaocreponusm Il Tuma — ayrocoMHO-TOMUHAHTHBIH (cuHIpOoM Gordon)
e Cunnpowm Liddle-ayrocoMHO-TOMUHAHTHBIH
e AyTOCOMHO-PEIECCUBHBIN CHHIPOM Ka)KyIIerocs n30bITKa MUHEPAIKOPTUKOHNIOB

I'unogocparemuueckuii paxurt (dgochar-auader) — 3a0oreBaHue, CBI3aHHOE C JeHEeKTOM
peabcopOiun GochaToB B MPOKCUMANIBHBIX KaHAJbIaX, MposBIIsionieecs y neteit pocharypueit,
runopocdareMueld W BBIPAKCHHBIMH PAXUTUYCCKUMH W3MEHEHHSIMH, PE3UCTCHTHBIMH K
0OBIYHBIM J103aM BUTaMHUHa D.
OmnucaHo HECKOJBKO HACIEICTBEHHBIX POPM OOJIE3HH, TPOTEKAIOIINX C U30JIMPOBAHHBIM
HapyLIeHHEeM POKCUMaIbHOU peabcopOiiu hocdaroB B MoUKax:

e rtunodocharemudeckuii paxur, X-creraeHHbii fomuHanTHeI (OMIM 307800);

e rtunodocharemudeckuii paxur, ayrocomHo-noMuHanTHBIN (OMIM 193100);

e runodochaTeMHUUECKHI paxuT, ayrocoMHO-pereccuBHbiii (OMIM 241520; OMIM
613312);

® HACJIEICTBEHHBIN runodochaTeMUuecKuii paxuT ¢ runepkanbuuypueit (OMIM 241530).




B Hopme Tpancnopt ocdaToB uepe3 MOMUHATIBHYI0O MEMOpaHy MPOKCUMAIBLHOTO KaHalblla
OCyIIEeCTBIIsICTCS HaTpHii-pocharHpiMu KoTpancnoprépamu (sodium-phosphate transporter 2a,
2C - NPT2a, NPT2c), skcrpeccust KoTopbeix Moauduiupyercs ¢haktopom pocta ¢Gudpodi1acToB-
23 (fibroblast growth factor 23 — FGF23) u naparropmonom. FGF23 cnocoGcTByeT pa3BUTHIO
dbocharypun mocpeAacTBOM yruereHus peadcopoimu docedaros, Beiencrtsue peaykiuu NPT2a,
NPT2c u mnojaBieHUss HSKCIPECCHUU 1-0-TUJIPOKCHIA3bl € TOCIEAYIOIIeH cympeccueit
nupkynupytomero 1,25(0OH)2D.

[TapaTtropMoH Tak e HMHrHOUpyeT peadbcopOiuio ¢GochaToB B NMPOKCHMAIBHBIX KaHAIBLAX,
WHaKTUBUPYs HaTpuii-hocdarHpie KoTpaHcnopTepsl, HO B orauuue ot FGF23 omHOBpemMeHHO
UHAYLUpPYET TpaHcKpunuuio l-a-ruapoxcunassl, ctumynupys 1,25(0OH)2D B npokcumaibHBIX
KaHAJIbIIaX, 4YTO BeJeT K mNoBbimieHUI0 NPT2b-3aBucumMoii kuimeunoit adbcopoumu docdaroB u
MOJJABJICHUIO TPAHCKPUIIIIMH T'€HOB IMapaTropMoHa.

Ipu X-cuenjieHHoM JOMUHAHTHOM runogocareMu4ecKOM paxure MyTaluy B I'€HE
docdar-perynupyromieli TOMOJIOTHYHOM HonenTHaa3bl B Jokyce Xp22.1 (PHEX — phosphate-
regulating endopeptidase homolog, X-linked), npuBoasT k HapyIIeHUIO (HEPMEHTHBIX CUCTEM,
ocymectBisitoux  nporeonu3 FGF23.  M36bitoxk  FGF23  obycnaBnuBaer HapylieHHe
peabcopOiuu GpocdaTtoB B IPOKCUMATIBHBIX KaHAJIbLIAX MOYEK, YTO (pOpMHUpYeT XapaKTepHBIN
OnoxuMuveckuii (PeHOTHIL, IposBIsTIoNHiics hocdarypueit, runodocdaremMueii, HU3KUM WIH
HOpPMAaJIbHBIM, HO HEaIEKBAaTHO CHI)KEHHBIM OTHOCUTENBHO TUIIO(hochaTeMUH YPOBHEM
1,25(0H)2D3.

IIpuyuHOli  ayTOCOMHO-IOMHHAHTHOrO rumnodgochareMu4ecKkoro paxura sBISCTCA
HEIOCPEJICTBEHHOE BO3HMKHOBeHMEe Mytauuid B reHe FGF23 na xpomocome 12pl13.3,
bopMUPYIOLIUX YCTOWYUBOCTD (DaKTOpa K MPOTEOTUTUYECKOMY PACHICIUICHHUIO.
BO3HUKHOBEHHIO ayTOCOMHO-PEIECCUBHOTO TUMOGOCHATEMUYECKOTO PaXUTa CIOCOOCTBYIOT
MyTalliM B T'eHe JIeHTHH MaTpukcHoro mporemHa 1 (DMP1) Ha xpomocome 4q21 unm rene
sKkTOHYKIeon ] upodocdarasbr/pocdoandcrepaser 1 (ENPP1) Ha xpomocome 6022-023, Tak xe
CHOCOOCTBYIOIIME NOBBIIIEHUIO KoHIIeHTpauuii FGF23.

AyTOCOMHO-penecCuBHbIM HaCJIeICTBEHHbIH runogocharemuueckuii paxur c
TUIEpKaIbLINypuel pa3BUBaeTcs BeieacTBue myranuil B rene SLC4A3 Ha xpomocome 9q34,
HENOCPEICTBEHHO KOMpYyoleM HaTpuii-¢pocdatubiii koTpancnoptep (NPT2c) momunanpHOM
MeMOpaHbl MPOKCUMAJIbHBIX KaHAJIBbIIEB.

JAnarnoctuka

Basxen aHanu3 poI0CIIOBHOM: MMOUCK CIIy4aeB MOATBEPKAEHHOTO 3a00ICBaHUS Y YIEHOB CEMbU
Y POJICTBEHHHKOB. 3a00sieBaHue MaHU(pecTUpyeT B Bo3pacTe 9-13 Mecsries.

Kannuyeckasi kapTuHa

MIPOSIBIISIETCS] OTCTAaBAaHUEM B POCTE, Pa3HOOOPA3HBIMU CUMITTOMAaMH paxuTa (Hanbosiee paHHUN
CUMITOM — MPOTPECCUPYIOIIee, HECMOTPS Ha TPOBEJCHHE MPOQPHUIAKTUKH paXuTa OOBIYHBIMH
J03aMU BUTaMUHA D, ICKpUBIEHNE HUKHUX KOHEUHOCTEH ). 3yOBbI TOSBIISIOTCS C OTO3/IaHUEM,
TUTTUYHBI 1e(PEKTHI IMAIIM U MHOXKECTBEHHBIN KapHec.

PDu3UKAJIBHBIA 0CMOTP
OOmuit ocMOTp MOIpa3yMeBaeT OIEHKY (U3UIECKOTO Pa3BUTHsI peOeHKa, COCTOSTHUS
KOCTHOM CHUCTEMBI, MOJICUET YaCTOTHI JAbIXaHUs, CEPICUYHBIX COKPALIEHUH, ayCKYIbTallUI0
JIETKUX, Cep/ia, MajabHaluio >KUBOTa.
XapakTepHBI:

e Huskwuii/kpaifHe HU3KHI POCT

e Paxurtonono0HbIe U3MEHEHUS CKEJIeTa, BKIII0Uasi BEIPAXKEHHYIO Je(OpMaIuio
(BapycHasi/BalbI'yCHasI) HUKHUX KOHEYHOCTEH.



JlabopHaTopHble KpuTepuu runopocpareMu4ecKoro paxura:
e Tunodocdaremus (menee 0,8 Mmmonb/n), hocharypus.
e Kampumii ceiBopotkn u 25(0OH)D3 B HOpMme, ypoens 1,25(0OH)2D3 Huzkuil wim
HOpPMaJIbHBIN, HE3HAYUTEIBHO MOBBIIICH.
e OTtcyTcTBYET METa0OIMYCCKUH aIUI03.
e [loBblmieHa AaxkTHUBHOCTh MIEJIOYHOW (ocdaras3pl. I[lodeunble QyHKIUU oOCTarOTCA
COXpPaHHBIMHU.

JlaGopaTopHoe 06c/iefOBAHHE:

e KIIIC (pH xpoBH, cTanmapTHbIN OMkapOOHAT

e OMOXMMHYECKOTO aHaM3a CyTOYHOW MOYH: onpezaencHue pocdaron

® COOTHOIICHHH (ocdaThl/KpeaTUHUH B Pa30BOH (BTOPOH yTpeHHEH ) OPIIUA MOYH

e OMOXMMHYECKOTO aHaJK3a KPoBH: ocdop, KalblUid, KpeaTUHHH, IeoyHas ¢ocdarasa;
®  YPOBHS MAPaTrOPMOHA.

Tab6umua 4 Inarnocruueckue kpurepuu FGF23-3apucnmsix ¢popm
runogocdaremuyeckoro paxura [1]

IToka3zarenn X-T'OP

Dochop CHIBOPOTKH Hwxe Hopmbl (tumodocharemus)

Okckpenus pocdaroB ¢ Moo Beime  HOpMBI  ((paKIMOHHAS — SKCKpEIHs
>15%)

Kanpumii CbIBOpOTKH Hopma

DKCKpelHust KalbIUsl C MOYOM Hopma

OKkckpenys 0enka ¢ MO4oi Hopma

OKCKpelysi aMUHOKHCIIOT C MOYOH Hopma

DKCKpelysi III0KO3bl C MOUOH HOpMa

1,25(0OH)2D3 Huxe HopMbI/HOpMa

25(0OH)D3 Hopma

ITaparropmon Hopma/ne3HaunTeabHO CHIKEH

KIIC OTcyTCTBHE META0OJINYECKOTO alli103a

HNHcTpyMeHTAIbHAS IHATHOCTHKA

e PenrtreHorpadus KUCTeid, onpeaeneHue KOCTHOTO BO3pacTa

e JlencuroMmerpus

e Pentrenorpadus TpyOUaThIX KOCTEH TOJIEHEH C 3aXBaTOM KOJEHHBIX CyCTaBOB

e  VYIbTpa3ByKOBOE HCCIIEOBAHUE MMOYEK y HEJIICUCHBIX JIETEW BCEr/ia B HOPME, HO B XOJI€
nedenus 1,25-muruapokcu-puTaMuHoM D3 00s3aTeTbHO PEKOMEH0BAaH TMHAMUYECKUT
KOHTpoJIb Y3 moYek B CBSI3U ¢ BO3MOKHOCTBIO pa3BUTHs HE(PPOKATBIIMHO3A.

e PexoMeHn0BaHO MPOBEAEHNE FTEHETUYECKOTO aHAIN3a MPU BO3MOKHOCTH

Jleuenne

CrangapTHasi OCHOBaHa Ha OJTHOBPEMEHHOM Ha3HAUYECHUU HeopraHudeckux (ochartoB u
AKTUBHBIX aHAJIOTOB BUTaMHUHA D (4alie KalbIUTPHOIT; TaK )K€ MCIOIb3YeTCs alb(haKaabIiuI01)
Y HampapJieHa Ha KIIMHUYECKOE U3JTICUCHUE PaXUTa, YIYyUIIICHUE TUCTOIOTUH KOCTHON TKaHHU.

J103bI U JTTUTETTHHOCTH JICUSHHS ONPEACIISIOTCS BRIPAKECHHOCTBIO PAXUTHYECKIX
W3MEHEHUH, ypoBHEM (hocdaToB B KPOBH, BO3PACTOM MALUEHTOB. bosee BRICOKHE 10351
npenapaToB HEOOXOAUMBI B HaUayle TEPAMK U B TIEPHOJIbl HHTEHCHBHOTO pOCTa peOCHKA.

OnTumansHele 10361 pocdhaToB He onpeaeneHbl. OOBIYHO PEKOMEHYETCs TEPOPATBLHBIH




npueM ¢ocdata B 103e 30-40 MI/KT B A€HB IO 3lieMeHTapHOMY (ocdopy B 4-5 npuemos 1,25-
JUTHAPOKCH-BUTaMKUH D3 nipumensiercs B exxeaneBHoi qo3e 0,02-0,05 mxr/kr/cyt (20-50
HI/KT/CyT) B 2-3 mpuema.
KommenTapuii: Bo3amo:xHO noBblilieHre 10361 (hocaToB B EPHOIbI MHTEHCUBHOTO PocTa (10
55-70 mr/kr B 1eHb no 3neMenTapaomy ¢ocdopy). Lleas — nocruxenne yposus ¢pocdaros
ceiBopoTkH 1,0-1,2 MMOIIB/1.
B nacrosiee BpeMsi pUMEHSIETCS] paCTBOP HEOpraHudeckux (ocdaron (0qHO3aMEIIEHHBIN
dbocdar HaTpus 2-BOIHBIN — 5 T U AByX3aMenieHHbId pocdar Hatpus 12-ogubrii — 10 r Ha
250 M1 BOJIBI), KOHEYHBIN pacTBOP COMEPKUT 7,44 Mmr anementapHoro ¢ocdopa B 1 mi.
Onrtumanbslbie 10361 IpenaparoB 1,25(0OH)2D3 ve onpenenensl. C 11embio
npeoTBpanieHus (GOpMUPOBAHUS HEPPOKATBLIUHO32 HEOOX0IUM TMHAMUYECKHI KOHTPOIIb
9KCKpPELUHU KaJbIUs C MOYOH, cofepkaHusl Kanblus, ochopa, aKTUBHOCTH IIETOYHOM
docdarassl B ceIBOpoTKE KpoBH, Y3U nouek. B kauecTBe anbTepHATUBEI KAIBIIUTPUOTY MOKET
OBITh HCII0JK30BaH anb(akaabiumoi. [1]

Xupypruyeckoe Jie4yeHue

[Tpu mo3aHO HAYaTOM JiedeHHH runodochaTeMUIeckoro paxura BO3MOKHO IIPOBEICHUE
OpPTOTECINICCKON XHPYPrHUSCKONH KOPPEKIUU JUIsl  ycTpaHeHUs jaedopManuii  HIKHHX
KOHEYHOCTEH (XUpypruueckas KOppeKus A0HKHA MTPOBOAUTCS IMOCIHE 3aKPBITHUS SMU(U3aPHBIX
30H pOCTAa.).

Benelme mManueHToB

e B Hayase Tepamnuu, B TCUCHUE YETHIPEX HEEIb, PEKOMEHIYETCS exeHeAeNbHbIN (1 pa3 B
HEJIeI0) KOHTPOJIb J1a00paTOPHBIX MOKa3aTeNled, ypoBHeH kanblusd, hocdopa, HeI0IHON
docdaraspl, mapaTroOpMOHa B KPOBH, SKCKPEIUHU Kalblius, pocdaToB ¢ MOUOI; MO3/HEE -
aMOyJIaTOPHBIN KOHTPOJIb POCTA, TAOOPATOPHBIX JaHHBIX JIJISl ONTUMAIBHON a/lafTaliui
Tepanuu J0JKEH IPOBOIUTHLCS HE MEHEEe YEThIPEX pa3 B TOJ]

¢ Heo6xoauMOCTh pagroIOrH4ecKOro KOHTPOJIS paXxyuTa ONnpeAensieTcs] KIMHUYECKUMH U
OMOXMMHYECKUMH KOHTPOJIbHBIMU TOKa3aTeNIMU

e V3U mouek q0JKHO MPOBOIUTHCS HE MeHee 1 pasa B rof Jisi HCKITFOUCHHS
He(pOKaJIbLINHO3A.

”CXOHI)I U MPOrHo3

['unodocdaremuueckuii paxut

[Tpu paHHeM yCTaHOBIEHUH JUArHO3a runodochaTeMIUUecKoro paxuTa, Tepamnms

docdarom u 1,25-muruapokcu-puTaMuHOM D3 crmocoOCTBYeT U3IICUEHUIO PAXUTOMO00OHBIX
nedopMaruii, CTpyKTypa KOCTHOM TKaHH MOJIHOCTHIO HE BOCCTAHABIUBACTCS.

I[HouyeuHblil KaHAJIBbUEBBIN (TYOYASIPHBIN) ALUI03

IToueunprit KaHaHBI.IeBLIﬁ alnugo3 — OJHO H3 anI/ITOHOI[06HBIX 3a00/1€BaHUI (HepBI/I‘-IHBIX
TY6y.TIOHaTI/II7I), XapaKTCPU3YyIOUICECd IMMOCTOAHHBIM METa00INUECKUM allua0o30M, HH3KHM
ypoBHEM OWKapOOHATOB W YBEJIWYEHHOM KOHIEHTpauueidl xmopa B KpoBu. [loueunsrii
KaHaJ'ILI.IeBBIﬁ alna03 aCcCOMUPOBAH HE TOJIBKO C HAPYIICHHUEM ITOYCUHBIX (byHKI.[Hf/'I, HO U C
HapyIIEHUEM CITyXa U TJIa3HOW MaTOJOTUEH.

ITHO0JIOrUS U IIaTOreHes.
3aboneBaHne ayTOCOMHOPELECCUBHOE, OJIHAKO YIIOMHHAIOTCSA CIOPaJUYecKue Clydyau
ayTOCOMHO-IOMMHAHTHOI'O TUIIA HACJIEIOBAHHUS.



[To noxanu3anuy OCHOBHBIX HapyIIEHUH pa3IMyaroT [Ba TUna OoJe3HH: THIl I, wim cuHApoM
Bartnepa—On6paiita u tun II, unu cunapom JlaikTBya.

Tun [ — nucranbHBIA MMOYEUHBINH TYyOYISIPHBIA alMI03, CBS3aH C HAKOIUICHHEM B OpPTraHHU3MeE
MOHOB BOJIOPOJIa BCIEJCTBUE CHIKEHUSI MX IKCKPELHMH B AUCTAIBHBIX MOYEYHBIX KaHAJIbIIAX,
MaHH(ECTUPYET B JIOIIKOIBHOM BO3pacTe.

Tun II — mpokcUManabHBI TOYEYHBIM TYOYJSPHBIM amuma03, OOYCIOBJICH HEIOCTATOYHOU
peabcopOrueit 6MKapOOHATOB B MPOKCHUMAIBHBIX KaHAIBIIAX [TOYEK U TUIIEPXIIOPEMHUEH.

B 3aBucuMoCTH OT T'€HETHYECKOIO z[e(beKTa BBIACIIAOT CICAYIOIIUE BapHAHTBI IMOYCYHOI'O
KaHaJIbIOCBOI'O alilnj03a:

1. IToyeuHbIii KaHATBIIEBBIN AIlUA03 IUCTAILHOTO THMA ¢/0e3 remonmuTraeckoi anemun (OMIM
179800 u OMIM 611590) — ren SLC4A1 (17921-g22), cocrout u3z 20 s3x30H0B. Onucano 137
MyTalui , onpeaeneHa yacras myrauus S773P, a Takke ykazpiBaeTcss pervioH ¢ 589-ro no 628-ii
KOJIOH, B KOTOPOM HamOOJIee YacTO BBISBISIOTCS MAaTOTEHHBIC BAPHUAHTHI;

2. TloyeuHbld KaHAJBICBBIA alUI03 JAUCTAILHOTO THMA C MO3JHO MaHU(PECTUPYIOIICH
HerpoceHcopHoil Tyroyxoctbio (OMIM 605239) — ren ATP6V0OA4 (7q33-q34), coctout u3 22
9k30HOB. Onrcano 80 MyTanuii;

3. IloveuHblii KaHAIBLEBBIA anWA03 JUCTAIBHOTO THMA C HEHPOCEHCOPHOW TYroyXOCTbHIO
(OMIM 267300) — rer ATP6B1, unmu ATP6V1B1 (2p13.1), cocrout u3 14 sx30u0B. Onmcano 55
MyTalui, HEKOTOpbIE YKa3aHbl Kak yacTo Bcrpeuatomuecs: R157C, M174R, G364S;

4. TloueuHbIl KaHANBLEBBIA alUA03 TUCTAJIBHOTO THMA C HE(YPOKAIBIIMHO30M, 3aJIEPHKKOU
pocta u ymcTBeHHOHM oTcTtanoctbio (OMIM 611555) — nepBuuHBIM reHEeTHUECKUN AEPEKT He
YCTaHOBJIEH;

5. TloyeyHbll KaHAJIBLEBBIA alUMA03 CEMEHHBIA IPOKCUMAJIBHOIO THIMA — IIEPBUYHBIN
FeHETUYECKUN JePEeKT HE YCTAaHOBJIEH;

6. IlodeuHblil KaHaNBLEBBIM alMI03 MPOKCUMAIBHOTO THUMA C TJAyKOMOM, KaTapakToOu,
KepaTomnatueil 1 ymcrBeHHOU oTcTanocthio (OMIM 604278) — ren SLC4A4 (4921), cocTtout u3
23 »k30HOB. Omnmcano 19 wMyranmii, HET BO3MOXKHOCTH BBIICIUTh CpPEIW HHUX YacTO
BCTPEYAIOIITUECS BAPUAHTHI;

7. IloueqHbIN KaHATBIEBBIN alli03 MPOKCUMAILHOTO THIIA ¢ ocTeoneTpo3oM (OMIM 259730) —
red CA2 (8q22), coctout u3 7 3x30H0B. Onucano 30 myTanwuii ;

8. Iloueunslit kananpLeBsld aruao3 11 Tuna, atunuynas gopma (OMIM 267200) — nepBUYHBIH
FeHeTUYeCKUN JeQEeKT He YCTaHOBJIEH;

9. IloyeuHslil KaHaIbLEBBIA anuao3 IV THma ¢ runepkaaueMueil — NepBUYHBIN F€HETUUECKUN
nedeKT He YCTaHOBJICH.

K/iMHHn4Yeckue IMPpOABJICHUA.
[lepBble mpu3Haku 3a00JIeBaHUS — CHIDKEHHE alllIeTHTA, MPHUCTYIBI PBOTHI, 3arophbl,
TUIOTPOQHUs, MBIIIEYHAs TUIOTOHUSA, TOJUYPHs, TOJIMAUICHS, ObICTpas YTOMIISIEMOCTb,



OTCTaBaHHE B (PU3MUYECKOM Pa3BUTHH — MPOSBISIOTCS HA MIEPBOM rony ku3HH. Ha BTOpom romy
JKU3HU K 3TOM CUMITOMATUKE MPUCOCIUHSIOTCS paxuTHdeckue nedopmanuu yepena (JIOOHbIE U
TEMCHHBIC 6yrpbl), PAXUTHYCCKUC «YCTKU» U ((6paCJIeTKI/I», BAJIbI'YCHBIC UM3MCHCHHA HWIKHUX
KoHeuHocTel. ['pyaHast kieTka caaBiieHa ¢ OOKOB, BBIpaKeHa rappucoHoBa 6oposna. Hepenko
OTMEUaeTCs IO3IHEE MPOPE3bIBaHUE 3y0OB, Ne(DEeKThl U TUIIOIUIA3Us 3yOHOUW IMaiu. 3aTpyIHeHa
MOXOJTKA.

[Todeunslii KaHATBIEBBIN AIIUA03 YACTO COMPOBOKIAACTCS TAKUMHU 32a00JICBAHHUSIMU TTOYCK,
Kak nuenonepput, HepoKanbIIMHO3, MOUeKaMeHHasl 00s1e3Hb. JlucTanbHble (OPMBI TIOUSUHOTO
KaHaJIbLIEBOTO allK]103a aCCOILMUPYIOTCS MPEUMYIIECTBEHHO C IIIyXOTOM, a MPOKCUMAaJIbHBIE — C
IJIa3HBIMH  aHOMAJIUSIMU M OCTEONOpo3oM. Ha paHHMX cTaausXx HEOOXOIMMO ITOCTOSHHO
MIPOBEPSTH CIIYX .

B kxpoBu y OonbHBIX oOmpeAensercs MeTa0OJIMYecKHil aluao3, yMepeHHas
runodocdaremMusi, TUMOKANBIMEMHUs, TMOBBIIICHHBIA YPOBEHb XJIOPUIOB M  IIEIOYHON
docdarazpl. Peaknus Moud IIEJIOYHAS, BBISBISETCS CHIDKCHHAs OKCKPEHHS IUTPaTHBIX
COCIMHEHUH; BBINCICHHE C MOYOM aMMHUaKa, HaTpHs, Kallus, Kaubllusd W OMKapOOHATOB
MOBBIIIEHO. MOXeT HaOII0aThCsl YMEPEHHAs! MPOTEUHYPUS U JICHKOLIUTYPHSL.

PenTtrenonorudecku omnpenensieTcsi CACTEMHBIN octeonopo3. [Ipu ananuse cuMHTUTpaMM
00HapyXKMBACTCS HAKOIUICHUE PaJOU30TONA B 30HAX HAUOOJBIICH aKTUBHOCTH PAXUTUICCKOTO
nporecca.

Jleuenne. C y4eToM NAaTOJIOTMUYECKUX MEXAHM3MOB ITOYEYHOI'O KAHAJIBLEBOTO alyn03a
JeYeHUE TAIMEeHTOB NPOBOAMUTCA IO TPEM OCHOBHBIM HampaBlieHUsM: Ooprba ¢
MeTabOoIMYECKUM ali1030M, KOPPEKIMS OCTEONopo3a U NpopUIIaKTHKa OCIOoKHEeHUH. JleueHue
BKJIIOUAET OILEJIauMBAOIIYI0 TEpanuio B BHUJE IpPHEMa COOTBETCTBYIOIIE NPUTOTOBIEHHOIO
OukapOoHaTa B KOJIMYECTBE, JOCTATOYHOM JUIs OJiepxkaHusl HopMainbHoro pH mia3zmel. Baxno
MNpPOBOJUTh  MOHUTOPHHI  [OYEYHOM  HSKCKpPEIMH  Kajublusd Uil  IPeIoTBpalleHUs
He(POKAIBIMHO32, & TAK)KE TIATENLHO CIEIUTh 32 YPOBHEM Kallus B CHIBOPOTKE KpoBH. Jlis
KOPPEKIIUH OCTEONOPO3a Ha3HAYAIOT Ipenaparsl BuTamuHa D u ero MeTabonuToB .[4]

IIpokcuMasibHbIN peHaIbHbIN TYOY/IAPHBIA allU03

[Mpoxkcumaneueiii PTA (II tum) (OMIM 179830) — 3aboneBanue, xapakTepusyrolieecs
HapyueHueM peabcopbunn OukapOonaroB (HCO3-) B mpokcuManbHbIX KaHanblax. Haunbomnee
yacTo 3aboneBaHme MaHUpecTupyer B Bo3pacte 1-18 mec. EnuHCTBEHHOE KIMHHYECKOE
IPOSIBIIEHUE ayTOCOMHO-IOMUHAHTHOT'O THIIa — OTCTaBaHHUE B POCTE.

[Ipr ayTOCOMHO-pENECCMBHOM THIIE HApsAy C OTCTABAHWEM B POCTE MPUCYTCTBYIOT
IJIa3Hble aHOMANIKU (TJIayKOMa, KaTapakTa), a TaKXKe OTCTaBaHHe B yMCTBEHHOM pa3BUTHH . J{is
TPAH3UTOPHOTO MIIAJICHYECKOTO THITA XapaKTePHBI: 33Jep)KKa POCTa, CHIDKEHHE anTeTuTa,
TOIITHOTA, PBOTA, MPUCTYIIBI IETUPATAIIMA ¥ TUTIOTOHUH.

IHepBuyHblii npokcuMaibHblil PTA (M3014poOBaHHBbIN):

e AyTOCOMHO-JOMHHAHTHBIH;

e AyTOCOMHO-PEIIECCUBHBIN C MMATOJIOTHEH TJIa3 U OTCTAaBaHWEM B YMCTBEHHOM Pa3BUTHH,
mytarusi reHa SLC4A4 (xpomocoma 4q21), HapylmieHHe CTPYKTYpbl HaTpHUid-
oukapbonatHoro korpancmoprepa + -1 (Na -CO3-cotransporter - NBC-1)
0a3onarepa’abHON MeMOpaHbl MpOKCUMabHOTrO KaHanbia (OMIM 604278);

e Cnopaanveckuit



- TPAH3UTOPHBIN (IETCKHIT), HE3PEIOCTh HATPUI-BOJOpOHOTO aHTHIIOpTepa -3 (Na - + H

exchanger - NHE-3) anukansHOM MEeMOpaHbI TPOKCUMAILHOTO KaHANbIIA;

- IEPCUCTUPYIOIINHN (B3POCIIBIif).
Bropuunselii mnpokcumajiibublii PTA  o0ycimoBiaeH psgoMm  3a0o0jieBaHWN: [MCTHHO3,
rajlakTo3eMusi, IIIMKoreno3 (tun 1), Tupo3uHemus, 60se3Hp Buibcona, runeprnapaTupeonins3m,
MeAyJUIApHas  KUCTo3Has  Ooyie3Hb, BUTAaMUH-/I-MeDUUIUTHBIA W  3aBUCHMBIM  paxwurT,
UIMONATUYECKas THIEPKAIBLUYPHs, MEpBUYHAs THUIEepoKcanypus, cuHapom Jloy, cuHIpOM
[llerpena, MHOXKECTBEHHass MUeIOMa. TakKe MOXKET ObITh BBI3BAH TOKCUYECKUM IOPAKEHUEM
IPOKCUMANIbHBIX KAaHAIBILEB COJIIMH TSDKENBIX METAJUIOB, HEKOTOPHIMU JIEKapCTBEHHBIMHU
npenapaTami.

B HOpMeE B poKcHMabHBIX KaHabIax peadcopobupyetcs 10 90% npoguiabTpoBaHHBIX
OukapOonatoB. BenenctBue HapyiieHust peadbcopOuu OMkapOOHATOB B MPOKCUMAIBHOM
KaHayble, OMKapOOHATYpHsI pa3BUBACTCS IPU HOPMAJIHHON KOHLEHTpAIMA OMKapOOHATOB B
1a3Me KPOBU. ITO BEIET K METabOIMUECKOMY alluA03y MPU OTCYTCTBUH MOAKUCICHUS MOYH,
HECMOTpPS. HAa COXPaHHbIE MEXaHW3Mbl JIHUCTaNIbHOM cexkpeunn unoHOB + H . Kak Tonbko
KOHIIEHTpAalUsl IJIa3MEHHBIX OHMKapOOHATOB CHIJKAETCS HUXKE IOPOTrOBOrO 3Ha4YeHHs (B
OOJNBIIMHCTBE Cy4aeB MeHee 15 MMOub/J, B OTCYTCTBHH JI€UEHHS), NPO(HUIBTPOBAHHBIC
OukapOOHATHl HAYMHAIOT MOJHOCTHIO peadcopOUpOBATHCS, PEeaKIMsl MOUYM CTAaHOBUTCS KHUCIIOW.

[1]

JAnarnocruka

dusukaabHOe 00c/IeJOBaHNE

OO0muii 0CMOTp MOAPA3yMEBACT OICHKY (PH3UIECKOT0 pa3BUTHS PeOEHKA, TIOICUYET

YacTOTHl JIbIXaHUS, CEPACYHBIX COKpAllleHWH, ayCKYyJIbTAIlMIO JIETKHX, CEplla, MalabIaliio
JKUBOTA. XapaKTepeH HU3KUHI POCT.

JlaGopaTopHasi IMATHOCTHKA
[TpoxcumanbHbIi peHaBbHBINA TYOYapHBbIN anno3 (11 um)
Pexomenyercs uccienoBanue:
e KIIIC (pH kpoBu, crangaptaslil 6ukapoonat - - HCO3 , BE)
e pH cBEXEBBINMYLIEHHON MOYH
e OMOXMMHUYECKOTO aHalM3a CYyTOYHOM MOYH: III0OK03a, (ocdaThl, Kalbluid, OETOK; aMMOHUH,
LUTPATHI, TATPYEMBIE KUCIOTHI
® COOTHOLIEHUH pochaThl/KpeaTUHUH, YTPEHHEH ) TOPIUH MOYU
¢ OMOXMMMYECKOTO aHaJM3a KPOBH: KaJIUW, HATPUH, XJIOPHUIbI, KaIbLUH, Ppochop,
KpeaTHHHH, TJIF0KO03a .

JluarHocTuYecKHe KPUTEPUH NPOKCHMAJIBHOIO PeHAJbLHOro Tyoyasipuoro ammumosza (II
THII)
e MeTraboan4eCcKuil aluaos;
pH Moum < 5,5 (B yclOBHSIX I€KOMIIEHCHPOBAHHOT'O alli032);
DKCKpelLUsi aMMOHHUS — B HOPME;
DKCKpelusl IUTpaTa — B HOPME;
@pakioHHas JKckpeuusi 6ukapbonarta Oonee 15-20% (mpu HCO3 B mmasme > 20
MMOJIB/T).

I/IHCTp}’MeHTaJIbHaSI AHArHOCTHKA

e VY3U mouek mpHu MOCTAaHOBKE JUarHo3a ( MpHU MEPBUYHOM MPOKCHMAIBHOM PEHAJIHLHOM
TyOynsipHOM anuno3e Y3 moyek Bceria B HOpME.)



KoHcepBaTHBHOE JIeYeHHE

e PexomennoBaHo nmpumeHenue bukapOonara Hatpus (pactBop 4%: B 1 mi — 0,5 MMOIIb)
Wnu uwmrparHas cmech (Kanus-HaTpusi THAporeHuuTpar — 1 Tad/l MepHas Joxka
rpanyivpoBaHHoro mopomka - 1,197 r jgumonHoM kuciotel, 0,967 kanug
runpokapobonara, 0,835 r Harpus uutpata, 4yro coorsercTByer 10,138 mMmonb nuTpara)
10-15 mMmounb/Kr/cyT (B TpH-ueThIpe NpueMa). JIeueHne HOCUT 3aMECTUTEIBHBIN XapaKTep
C LENbI0 BOCIONHEHHS OONBIIMX MOTEpPh OWKApOOHATOB, MPOBOJHUTCS EXKEIHEBHO H
HENPEPBIBHO, 1ENIb — MOJJIep)KaHue CTaHAApTHOro OUKapOOHAaTa CHIBOPOTKH HA ypPOBHE
21-24 MMonb/1I.

Benenue nanuueHToB
[IpokcumanbHbIi peHanbHbIH TyOYyIsipHbIN aruo3 (11 Tum)

e Kontpons KIIC, 31ekTponutoB KpoBH (Kaauii, HaTpuid, XxJopuasl) - 1 pas B 3 mecsia
(mocne mogbopa ONTHUMAaNBHOM 10361 OMKapOOHATa HATPHS)

Hcxoabl 1 mporuos

JltutenpHas mopuenayuBaromas Tepanus 3p(eKTuBHa, a MpU TPAH3UTOPHOM MIIa/IEHYECKOM
TUIIE BbI3bIBA€T OBICTPOE YBEIMUYEHHUE POCTa M C BO3pPacTOM MOKET ObITh IpepBaHa 0e3
OIaCHOCTH peLMIUBa CUHAPOMA.

JUcTa/IbHBbIA peHAJIbHBIN TYOYJIAPHBIA auuAo03 (I Tumn)

3aboeBanue MaHI/ICI)CCTI/IpyeT B BO3pAaCTC OT IIECTHU MCCALCB 10 ABYX JICT. Tunuunsie
IMPOSABJICHUA - OTCTAaBAHUC B POCTC U BBIPAKCHHBIC anI/ITOHOI[06HI>Ie HU3MCHCHUS CKEIICTA.
I'unoxanuemus - OZlHa U3 OCHOBHBIX IIPUYUH TTOJUYPHUH, BHC3AITHBIX KPHU30B ACTHApAaTalluu,
CCPACUHBIX apHTMHﬁ, BAJIBIX napannqeﬁ 1 COHJIMBOCTH.

du3nKaIbHOE 00cTeI0BAaHNE

OO6muit ocMOTp MOJIpa3yMeBaeT OLICHKY (PU3UYECKOTO Pa3BUTHSA peOEHKa, COCTOSHMSI KOCTHOM
CHUCTEMBI, MBIIIEYHON CUCTCMbI, IOACYET YaCTOTbl [JbIXaHUA, CCPACYHBIX COKpaHIGHHﬁ,
ayCKYyJbTAIMIO JIETKUX, CEpAla, NaJIbIAIAI0 XUBOTA, y4eT O0BEMa BBITUTOW KHUJIKOCTH,
Iuypesa.

XapakTepHbI:

e Huskuii/kpaiiHe HU3KUI pOCT, BEC;
e Paxurtonono0GHbIe U3MEHEHUS CKENETa;
e MplmeyHas TMIOTOHUSA

[Tommypus

Juarsocrudyeckue Kkputepuu aucraabHoro PTA (1 Tun):

Mertabommueckuii arua03: cTanaapTHeii oukapoonat ( - HCO3 ) B mnazme < 15 mmounb/n

pH Moum > 6,0 (peakiust MOUr BCeT/a IMIETOTIHAS )

DKCKpelusi aMMOHHSI CHIDKEHA

OKCKpenus [UuTpaTa CHUKEHA

@®pakiroHHas 3Kckperus oukapoonara menee 3% (mpu -HCO3 B mnazme > 20 MMOJIb/)

PexomennoBano mpoBeneHue Y3UW modek C IENbIO BBISBICHUS He(QPOKAIBIIMHO3A,

yposinTrasa (CocTaB MOUEBBIX KaMHEH — ¢ocdar Kambius).

e PenrreHorpadus KucTeil, ompenereHHe KOCTHOIO  BO3pacTa, JICHCUTOMETpUS,
peHTtreHorpaduu TpyOUYaThIX KOCTEH TOJECHEH C 3aXBaTOM KOJICHHBIX CYCTaBOB. (OIIEHKa
TSXKECTU OCTEONOPO3a)



Hcxoabl 1 mporuos

JlucTanbHBIN peHaTbHBIN TYOYIIpHbIN arumao3 (I Tum)
[Tpu nucransnom PTA nporuo3 61aronpusiTeH, eciu JeueHre Ha4aTo A0 MOSBICHUS
He(poKaTbIIMHO3A.

Cunapom ae Toun—/leope—PaHKOHN

Cunnpom ®ankonu (ne Tonu-/ledpe) — 3abosieBaHne, 00YCIOBICHHOES
reHepain30BaHHON AUCPYHKIKMEH TPOKCUMAaIbHBIX KaHAIBLIEB, TPUBOIAIICH K HAPYIICHUIO
peabcopOIu aMHHOKHCTIOT, TIFOKO3bI, KAJIHs, HATpus, BOJbI, pochaTos, OMkapOOHATOB,
MOYEBOMH KUCIOTHI. [1]

Brnepssie nannblii cuaapom O0bl1 onricad B 1933 r. utanbsackum neauatpom G. de Toni y

pebenka ¢ runodochaTeMUUIecKUM paXUTOM M TIIOKO3ypueH, 3ateM B 1934 r. dpaHIy3ckum
BpauoM R. Debre. B 1936 r. mBeiinapckuii nenuatp G. Fanconi mpeuioxkus rumoresy o
TyOYJISIpHOW CYIITHOCTH 3a00JICBaHMS.

JUIs [aHHOTO CHUHAPOMA XapaKTEPHBIMHU SBISIOTCA TPU OCHOBHBIX J1a0OpPaTOPHBIX
IpU3HAKa: [JIIOKO3YpHUs, TIEHEepal30BaHHas THUIepaMUHOAUMAYypus u rumnepdocdarypus,
pa3BUTHE KOTOPBIX 00YCIIOBIEHO KOMOMHUPOBAHHOM TyOysonaTuei.

Cungpom ne Touu—JleOpe—Dankonu sBisieTcs Hanboee TxeNnoi (GopMoil maToOIOTUH C
PaxUTONnOJOOHBIMU U3MEHEHHUSIMH CKEJIETa U3 BCEX HACJIEICTBEHHBIX TYOYJIOMaTUH CMEIIaHHOTO
tumna. [4]

PaznuuaroT 1Be hopmbl 3a0051€BaHUS:

e TMEpPBUYHBIN HAMONATHUECKUN CUHAPOM DaHKOHU, B OONBITMHCTBE Cy4aeB HOCAIIUI
CIIOpaJAMYECKUN XapaKTep; eAUHUYHBIE CIydal MOTYT SIBJISITHCS HACJIEICTBEHHBIMH (2yTOCOMHO-
peLecCUBHOE, ayTOCOMHO-IOMUHAHTHOE HAaCJIE€0BAaHUE);

e BTOpUYHBIA cUHIPOM DaHKOHM, 00YCIOBIEHHBIA T'€HETHUECKUMH 00JIe3HAMHU (LICTHHO3,
rajJlakTO3eMHUs, HAcCJIEJICTBEHHAs HENEePEeHOCUMOCTh (pyKTO3bl, THUpo3uHemus (tum ),
riukoreHo3 (tum I), 6one3ns Bunibcona-KoHoBaioBa, MUTOXOHIpHUAIbHbIE IIUTONATUH, OOJIE3HD
Henta, cunapom Jloy), TOKCHYECKUM JE€HCTBHEM JIEKapCTB (TEHTAMUIIMH, TETPAIMKIINH,
AHTUPETPOBUPYCHBIE TMpEmapaThl), COJEH TSKENBIX METaIOB, JUOO0 pa3BUBAIOIIUKCS
BCJIE/ICTBUE TEPBUYHOTO aMMWJIOM03a, MHOKECTBEHHOM MHEJIOMBI U HEKOTOPBIX JPYIHX
3a00JIeBaHU.

ITHOJIOTUSA U MATOreHe3.

Ha nanHBIi MOMEHT XapakTep T€HETHYEeCKOro jJedeKTa W MepBUYHBIA OMOXMUMHUYECKUN
MPOJIYKT HEIOCTAaTOYHO M3ydyeHbl. Ha nanHOM 3Tame onucanbl 4 T€HETHYECKH T'eTepOreHHBIX
BapuaHnta cuHapoMma ae Tonu-/{eOpe—DaHKOHM, pPA3TUYAIONINXCS IO THUIY HACIeIOBaHUS
(ayTOCOMHO-PEIIECCUBHBIH W ayTOCOMHO-IOMHUHAHTHBIN), CTENEHW HAPYIICHUS KHUIIEYHOTO
BCACBHIBAHUSI KAJBLIUS U TSKECTH TCUCHUS:

1. Cunapom ®dankonu tun 1 (OMIM 134600) — rern FRTSI1 (15q15.3), uccnenoanue
9TOTO T€Ha MPOBOIMIOCH TOJIBKO ITyTEM HCIOIB30BAHHS MOJIMMOP(HBIX MapKepOB, MATOTCHHBIX
MyTanuii B 6a3ax JaHHBIX HE OMHCAHO;

2. Cunapom Pankonu taun 2 (OMIM 613388) — ren SLC34A1 (5q35.3), cocrout u3 13
3K30HOB. OnucaHo 26 myTanui;



3. Cunapom Pankonu tun 3 (OMIM 615605) — ren EHHADH (3927.2), coctout u3 7
9K30HOB. Onucana 1 Mmyranus;

4. Cunapom ®@ankonn taun 4 (OMIM 616026) — ren HNF4A (20q13.12), coctout u3 10
9K30HOB. Onucano 155 myranuii . [{ns naHHOro BapuaHTa 3a00J1€BaHMsI XapaKTEPEH caxapHbIi
muaber (MODY* ) u panHee crapeHue.

Cungpom ne Tonn—JleOpe—PaHKOHH MOXKET OBITH KaK IMOJIHBIM, TaK U YaCTUYHBIM, IIPU
KOTOpPOM HapylleHHs peadcopOLuu KacaroTCsl TOJNBKO OTIACIBHBIX KOMIIOHEHTOB IOYE€YHOTO
¢mibTpara. MccnenoBanus CBHIETENBCTBYIOT O HApyIIEHHH TPAaHCMEMOpPAaHHOIO TpaHCIIOpTa
TJIIOKO3BI, (hoc(aToB 1 aMHHOKUCIIOT B TPOKCUMAIIBHBIX YaCTAX MOYEYHBIX KaHAIIBIIEB.

PaXI/ITOHOIIO6HI>Ie W3MEHCHUS KOCTHOM CHCTEMEI Pa3sBUBAIOTCA BCJIICACTBHUC COUCTAHHA
runodochareMun U anumI03a WM Ke W30IMpoBaHHON Tunodocdaremun. [Ipennonaraercs, 4aTo
B OCHOBE 3a00JICBaHUs JIKHUT MO0 (hepMEHTATUBHBIN Ae(eKT, THO0 aHOMAIMH TPAHCIOPTHBIX
0€JIKOB MOYEYHBIX KaHaJIbLECB; B IMOCICAHEC BPECM BBICKA3BIBAIOTCS IMPEATIOJIO0KCHUA O CBA3U C
HaTOJIOTUEeH MUTOXOH/IPUI MMOYCUHBIX KaHAJIbIEB. [4]

Kaunuueckue IPOSABJICHUS.

OcHOBHasl KJIMHMKA OOJE€3HM HA4YMHAETCS Ha IEpPBOM TOAY KM3HU U IPOSBISAETCS
NOBBILICHHOM Ka)K01 (MOJUAUIICHS), TOJINYpHel, cyOhedpunuteToM U pBoToil. B nanpHelimem
peOEHOK HAaYMHAET OTCTaBaTh B (PU3UYECKOM PA3BUTHUH, MOSBISETCS MBIILIEYHAS] TUIIOTOHUS U K
5—6 rogamM JEeTH HE MOTYT CaMOCTOSITeIbHO XOJIWTh. MHOrIa BCTpe4aroTCsl CIIOHTAHHbBIE
nepenomsl. 3yObl TUCTPO(GUUHBI M TPOPE3BIBAIOTCS CO 3HAYUTENbHBIM ono3aanueM. Ko Bropomy
roJly >KU3HU HaOJIOJAeTCsl CHU)KEHUE CONPOTHUBIAEMOCTH K MHQEKIMSIM, BO3MOXXHBI 4acThble
ITHEBMOHUH, OTUTBI, OCTPbIE pecUpaTopHble BUpYCHBIE 3a0oneBanus. [Ipu nporpeccupoBaHuu
TyOyJIspHBIX paccTpodMcTB K 10—-12 romaM JKM3HU pa3BUBAeTCs XPOHUYECKas IOYeYHas
HEJ0CTaTOYHOCTb.

OcHoBHbIe OHOXMMHYeCKHe HapylleHHsi — runodocdareMus U TUMOKAIBIIUEMUS,
MOBBIIIIEHHE YpPOBHS IIeNouHOM Qocdarazpl, MeTadOIMYECKHil anua03 ¥ MOBBIIIEHHAS
OKCKpEIMsl OpraHWYecKuX Kuciaor. Hepeako oOHapyXuBaeTcsi yMepeHHas MPOTCHHYPUS
TyOynsipHOrO THTNA (HAIMYME B MOYE JIETKMX II€TIeH HMMYHOTJIOOYJIWHOB, JU30IMMAa) U
HeOonpmas Jeikonutypus. I[loTteps OumkapOoHATOB ¢ MOUYOH OOYCIOBIMBAECT pa3BUTHE
MEeTa0OJMYECKOTO alua03a, MPU HapacTaHWW TPU3HAKOB allM103a TOBBIMIAETCS KaJTbIUYPHS,
ycunuBaeTcs: pochopHO-KanbiMeBblid qucbananc. [losBisercs rroko3ypus, TeHepalTu30BaHHas
TUIepaMUHOAIUIYpUs (HE COMPOBOKIACTCS MOBHIIICHUEM COACPKAHUSI aMHHOKHCIIOT B KPOBH),
nonuypusi, yBenuduenue pH Mouu, CHUKEHHE ypOBHS HATPHUS M Kalvs, B KPOBH IOBBIIIAETCS
coJiep’KaHre MOJIOYHON U MUPOBUHOTPAIHON KUCHOT. [loBBINIEHHAS SKCKPEIUS HATPUS U Kalus
COTIPOBOXIAETCS Pa3BUTUEM THTIOM30CTEHYPHUH.

IIpu pentrenorpagum oOHAPYXKUBAIOTCS BBIPAXKEHHBIE KOCTHBIEC AeQOpMAIIH HUKHUX
KOHEYHOCTEN (BaJbI'yCHOI'O WJIM BapyCHOIO THUIIA), U3MEHEHUs TIPYOHOW KIETKH, 4Yepena,
BEPXHUX KOHEYHOCTEH, HApYyIICHHE CTPYKTYphl KOCTHOW TKaHH, OCTEOIOPO3, BO3MOXKEH
snuduzeonn3. OOHaApYKHBAETCS SYCHCTas CTPYKTypa KOCTHOW TKaHM W IIIOPONOI0OHBIC
obpazoBanus. [Ipu MopdosornaeckoM HCClIeOBaHUN OMONTATOB KOCTHOW TKaHW CTPYKTypa
KOCTHBIX 0aJIOK HapyIleHa, BBISABISIOTCS JIAKYHBI M ClTadasi MUHEpaIH3ains KOCTEH.



Ilpu nHedpodOHONCHM OTMEeYaeTCss cBOeoOpa3Has KapTHHA MPOKCHMAIIBHBIX KaHAJIBIICB
(mo ¢dopMe HAMOMHHAOIINX <JICOCTUHYIO WICH0»), BBIABIACTCS arpodus smmrenusi, Gudpo3
uHTepcTuins. Kirybouku BOBJICKAIOTCS B IMPOIECC HA KOHEYHBIX CTaIusIX 3a00sieBanus. [4]

JluarnocTuka

Kano6sl: monuypus, IeTUapaTALMs, MbIIIEYHAs CIa00CTh,
OTCYTCTBHE aIllIETHTA, IJI0Xast MpruOaBKa B Bece, 3aJIep)KKa POCTa, paXUTOMOI00HBIC H3MEHECHHUS
CKeJleTa, OTCTABaHHE B YMCTBEHHOM Pa3BUTHUH.

DuU3NKAJIbHBIA 0CMOTP
OO6muii 0cMOTp MoApa3yMeBaeT OLEHKY (PU3NUECKOro pa3BUTUs peOEeHKA, YMCTBEHHOTO
pa3BuUTHs peOEHKA, COCTOSHUS KOCTHON CHCTEMBI, MBIIIIEYHONW CUCTEMBI, MOJICYET YaCTOTHI
JbIXaHUSI, CEpACUYHBIX COKPAILLIEHUM, ayCKYJIbTALUIO JETKUX, CEpALa, NAIbIALNIO KUBOTA, YUET
00beMa BBITUTON KUAKOCTH, TNype3a.
XapakTepHBbI:

e Huskwuii/kpaiine HU3KHIA POCT, BEC;

e PaxuTonono0HbIe U3BMEHEHHS CKEJIeTa,;

e  MbpblmeyHas ruInoTOHUS

e [lommypus.

JlaboparopHasi JUATHOCTHKA

e KIIIC (pH kpoBu, crangapTHbIii OukapOoHAT

e pH cBexXeBBITYIIEHHON MOYH;

e OMOXMMHYECKOTO aHaju3a CYTOYHON MOYU: TUTPYEMbI€ KHCJIOTHI, aMMOHHM, KaJIbIHH,
docdartsl, rr0K03a, 00K, aMUHOKUCIIOTHI, Kallui;

® COOTHOIIEHUH KaJbIMi/KpeaTuHuH, (ocaTbl/KpeaTUHUH B pPa30BOH MOPIUM MOYH
(BTOpast yTpeHHsIsI IOpLHs);

e OHMOXMMHYECKOIO aHaju3a KpOBH: KaJIWH, HATpui, XJOpUIbl, Kanblui, Qocdop,
KpEaTHHMH, TJII0KO3a.

Kpurepun 1uarnoctuku cuHapoma ®aHKOHM

e Merabonuueckuil anuo3 (mpoxkcuManbHblii PTA co cHM)XKeHHEeM ypOBHSI CTaHJapTHBIX
O6ukapO6oHaTOB HIXKE 18 MMOIIB/I);
I'enepann3oBaHHas aMHUHOALUYPUS;
[IpoTennypus (HeOoNbIIAs UITH YMEPEHHAs);
I'mroxo3ypus;
docdarypus;
l'unodocharemus;
l'inokanuemus, runoHaTpueMusl;
I'mnoypukemus;
[Tommypus;
Paxur

UHcTpyMeHTAIbHAS JTHATHOCTHKA:
e  V3U nouek, MOYEBOTO ITy3bIpPs
e Pentrenorpadus KUCTEH, ONpeaAeieHne KOCTHOTO BO3pacTa
e JlencuromeTpus
e Pentrenorpadus TpyOUaThIX KOCTEH TOJICHEH ¢ 3aXBaTOM KOJICHHBIX CYCTaBOB



KOHC}’J’[LTHHI/IH Y3KHX CIICHHAJTUCTOB

Koncynpranus odraapmosnora, OCMOTp B IIEIEBOM JamIie (C IEeJIbI0 HCKITIOUEHUS
He(ponaTuYeckoro HUCTUHO3a, Oone3nu Bunbcona . [lpu odranbemonoruueckom
o0cie10BaHUU MOXXHO OOHAPYKUTh OTJIOXKEHHS KPUCTAUIOB IIUCTHHA B POTOBHIIE, KOJIEI
Kaitzepa-®uneitmepa. [Ipu mogo3penun Ha ragakrozemMuto, cuaapoM Jloy (BpoxaeHHas
KaTapakTa).

VY nanuueHToB ¢ HUCTUHO30M IPH MOSBICHUU NIPU3HAKOB YHJAOKPUHOIOTUYECKOM,
HeBpOHOFHHGCKOﬁ MaToJOIrn pCKOMCHAOBAaHAa KOHCYJIbTallud SHIOKPHUHOJIOra,
HEBPOJIOTA C LENbIO ONPeACTICHUs AabHEeHIero o0bemMa JOMOITHUTEIbHBIX
HCCIIEIOBAHU I

JleueHue CUHAPpOMAa PaHKOHHM.

KommiexkcHoe neueHue IpOBOAUTCA II0 HCECKOJIbKMM HAIIPpaBJICHUAM: KOPPCKIHUA

QJICKTPOJIMTHBIX HapymeHI/Iﬁ, YCTpAHCHUC CABUI'OB B KHCIOTHO-UICIIOYHOM PAaBHOBCCHU,
JIMKBU a1 IIC(I)I/II_II/ITa Kajlausa u 6I/IKap6OHaTOB, MNMPUMCHCHUC CUMIITOMATHYCCKUX CPCACTB. HpI/I

MNPUMCHCHUN BUTaMHHA D u ero metaboauToB HGO6XOI[I/IM IMOCTOSTHHBIM KOHTPOJIb 3a MMOYCIHOM

AKCKpenuei kanpius [4].

PGKOMGHHOBaHa AZICKBaTHaA peruparaiuusa — pucM BOAbI JOJKCH COOTBETCTBOBATH

JMYpe3y U KOPPUTUPYETCsl TPU BO3PACTAHUU HKCTPAPEHAIBHBIX OTEPh KUAKOCTH .
e PexomeHnnoBaHa KOppeKlusi MeTaOOJMYeCKOTO alua03a, TUIOHATPUEMHUH, TUIOKAJIUEMHHU,
runogocharemMun.

PexomeH0BaHbI:

bukapbonar Hatpus (pactBop 4%: 1 mi — 0,5 mmosns) 10-15 mmons/kr/cyT (B Tpu-

YeThIpe MpremMa), Iellb - MOoIepKaHNe CTaHAapTHOTo OMKapOoHaTa CHIBOPOTKY Ha ypoBHE 21-24
MMOJIB/J.

ITpenapats! kanus 4-10 MMOJIB/KI/CyT (B TPHU-YETHIPE IIpUEMa).

[Tepopanehsiii mpueM docdara B 1o3e 30-40 MI/Kr B JIeHb 1O d1eMeHTapHOMY (hochopy
B 4-5 mpuemoB. Bo3MoxHO moOBbIIIeHHE 03Bl (hochaTOB B MEPUOJBI MHTEHCUBHOTO
pocta (mo 55-70 Mr/kr B neHb 1o 3yeMeHTapHoMy docdopy). Llens — moctmxenue
ypoBHsL docdaTtoB ceiBopoTku 1,0-1,2 mMMmone/n. B Hacrosimee Bpems TpHUMEHSETCS
pactBop Heopranundeckux (ocdaroB (ogHO03aMemeHHbIN hocdat HaTpus 2-BOAHBIA — 5 T
U JIByx3aMmelieHHbI (ocdar Hatpus 12-Bomubiii — 10 T Ha 250 M BOABI), KOHEUHBIN
pacTBop coaepkut 7,44 mr anementapHoro ¢ocdopa B 1 mi.

Hasnauenue 1,25(OH)2D3 - 0,02-0,05 wmkr/kr/cyt (20-50 HI/Kr/cyT) B HECKOIBKO
MPHEMOB , C TICJIbI0 MPOQPIIAKTHKN HEPPOKAIBIIMHO3a - JUHAMHUYECCKHI KOHTPOIH
OKCKpEIUU KaJbIUsl ¢ MOYOH, cofepKaHusl Kanblus, pochopa, akTUBHOCTH IIETOYHOM
docdarassl B CbIBOpOTKE KpoBH, ¥ 3U mouexk.

B kaudecTBe anbTepHATHBBI KATBIUTPUOIY MOXKET OBITh UCIIOJIB30BaH alb(paKaabIIHI0MI.
[Ipu HemocTaTouHo# 3PPEKTUBHOCTH BHIMICTIEPEUNCICHHBIX JIEUeOHBIX MEPOTIPUATHH TIO
MPEIOTBPAILICHUIO TIOTEPh BOJIBI, KaJIHsl, HATPHS PEKOMEHI0BAHO MPUMEHEHHE
unaomMeraruaa 0,5-1,5 mr/kr/cyt B 1Ba mprema (0ObIYHO MPUMEHSETCS 10 2-JTETHETO
Bo3pacrta) . ([Ipumenenue npenapata y aeteit off label — BHe 3aperucTpupoBaHHBIX B
WHCTPYKIIUH JICKQPCTBEHHOTO CPEACTBA MOKA3aHMI OCYIIECTBIIACTCS IPH HATMYUU
MOJMUCAaHHOTO UH()OPMHUPOBAHHOTO COTJIACHSI POJIUTENEH/ 3aKOHHBIX MPeICTaBUTENeH
(MHIOMETalMH B BUJIE Ta0JIETOK O(UIMATIBHO pa3pelleH K MPUMEHEHHIO ¢ 14 neTHero
BO3pacTa).

C 1enbio BOCIIOIHEHHS TTOTePh KapHUTHHA NTpuMeHsieTcs L-kapautus B 1o3e 50
MTI/KT/CyT (B YeThIpe MpueMa), JUIsi KOPPEKIIUU TUIOTHPEe03a - L-THPOKCHH.



e PeKOMEHI0BAHO JIOTOJHUTEIBHOE SHTEPATLHOE MUTAHNE YePE3 Ha30TaCTPAIbHBIN 30HT
WK TaCTPOCTOMY JIJIsSl KOPPEKIIUS OEIIKOBO-IHEPTeTHYECKON HEIO0CTATOYHOCTH, KOTOPBIE
TaK)K€ MOTYT OBbITh MCITOJIB30BaHBI JIUIsI BBEICHHSI JIEKAPCTBCHHBIX MPEMApaToOB, B Cliydyae
oTkaza pebenka. [1]

Benenue manueHToB
Cunapom Pankonu (ne Tonu-Jledpe)

e Konrpoas KILC, cbIBOpOTOUYHBIX YPOBHEN KpEaTUHUHA, KaJIUsl, HATPUsl, XJIOPU/IOB,
Kanblud, pochopa - 1 pa3 B 3 mecsua (mociue moadopa ONTUMAIBHBIX 103 OukapOoHarta
HaTpHs, Ipenapara Kanus, Gocdara, KaTbIUTPUOIIA WU aTb(haKaIbIIHI01a)

e Pagnonornyeckuii KOHTPOJIb paxuTa ONPEAEIACTCS KIMHUYSCKIMU U OMOXMMHYECKIMH
KOHTPOJIbHBIMH TOKa3aTeIIMU

e V3U noyek AOIKHO MPOBOJIUTHCS HE MEeHee | pa3 B rof UIsl UCKIIIOUEHUs
He(pOKaJIbLINHO3A.

Hcxoabl u mporuos

[IporHo3 3aBUCUT OT MPUYMHBI, 00YCIOBUBIIIEH 3a00JI€BaHUE, TSHKECTH MOYEYHBIX U
JKCTpapeHalIbHBIX NposiBieHui. Manonatunueckuii cunapom dankonu (ae Tonu-Lledpe) moxer
MPUBOAUTH K XPOHUYECKON MOUEYHON HETOCTATOYHOCTH B MTOJAPOCTKOBOM HJIH B 3PEJIOM
BO3pacTe.

IucTHHO3

Haubonee yactoii mpuunHoii cunapoma GankoHu y aerei spnsercs nuctuno3 (OMIM
219800), peakoe ayTOCOMHO-PEICCCUBHOE  3a0O0JieBaHHME, KOTOPOE  XapaKTepU3yeTcs
HAKOIUICHNEM KPUCTAJJIOB IIMCTHHA BHYTPU JIM30COM MU CONPOBOXKIAETCS IPOrPECCUPYIOLINM
NOpaXEHUEM HHTEPCTULMAIbHOW TKaHM TIOYEK C HUCXOJAOM B XPOHUYECKYIO IOYEUHYIO
HEJI0CTaTOYHOCTh; yacToTa Bcrpedaemoctu ~1:200000 HoBoposxaenHbix (EBpona, CILIA).

Hedext oOycnoBineH paznmuuHbiMu MmyTamusiMu B reHe CTNS (xpomocoma 17pl13).
HauOonee uacto BblsBIsieMas Oonbinas jenenuss reHa CTNS MONMHOCTBIO HapylIaeT €ro
¢yuknuto. Hapymienrne TpaHcropTa HaKOIUIEHMIO IIMCTHHA B JIU30COME, CHUKEHMIO IIMCTHHA U
LUCTEMHA B IIMTO30JI€, YTO INPUBOAUT K IOBBIIMIEHUIO NPOAYKIHMH PEAKTHBHBIX paJUKaJIOB
KHCII0pO/1a, BeI3bIBAaET UcTouieHne AT® 1 cTUMyIHUpyeT arnomnTos.

NupanTnnabnas ¢opma HeppomaTHUECKOro IMCTUHO3a MaHU(ECTHPYET C CHUHApOMaA
®aHkoHM B Bo3pacTe 6-12 MecsleB c OBICTpPON Mporpeccuell 1O TEPMHUHAJIBHON CTaauu
XPOHMYECKON OYeyHON HeJocTaTOYHOCTH (K 8-12 ronam).

IOBenuinbHy10 hopmy HepponaTHUECKOrO IUCTUHO3A OTINYAIOT OoJiee MO3JHUM Ae00T
B TeUCHHE MyOepTaTHOTO MEPHOAA, MEHbIIIas! BEIPAXKEHHOCTh KJIMHUKU CUHIpoMa DaHKOHH,
MeJIEHHas! IPOTPeCcCHsl 10 XPOHUYECKOM MoYeyHO! HegocTaTouHOCTU. B3pocnas ¢popma
00J1e3HM IPOTEKAET C U30JIMPOBAHHBIM OPAKEHUEM TJ1a3.

PanHMMU ¥ TATOTHOMOHUYHBIMH 3KCTpapeHaIbHBIMU MPOSBICHUSIMHU HEPPOIATHUECKOTO
LUCTHUHO3a CYMTAIOTCA OTJOKEHUS KPHUCTAUIOB LMCTHHA BBIABISAIOIIMECS CO BTOPOroO roja
JKU3HU, B JAJbHEWIIEM MOTYT IOpa)kaThCsl SHIOKPHUHHBIE OpraHbl (THIOTHPEO3, caXapHbIN
nuabeT, runoroHaau3M (y MalbYMKOB), HEpBHas cucTeMa (HeipoMuomarus, >SIHIIETICHS,
MO3KEUKOBbIE M MHUpPAaMUHBIE PACCTPOMCTBA, OTCTABAaHHE B YMCTBEHHOM DPa3BUTHUM), NE€YEHb U
NoJDKETyA04Hast xere3a [1]

Kputepun auarHocTUKM He(PONATHYECKOr0 MUCTHHO32, KAK NPUYUHBLI CHHAPOMA
dankonn

e (OOHapyXeHHEe KpPUCTAJJIOB IUCTHHA B POTOBUIIE TIPU MTOMOIIH IIEJIEBOM JIAMITbI



(TTOSIBNISIIOTCSL CO BTOPOTO TOJa KHU3HU, K BO3pacTy 16 MecsieB, U UMEIOT BUJA HTOJbYATHIX,
OMAJICCIIUPYIOIIMX TTOMYTHCHHH );

o [loBbImIeHUE COAEPIKAHUS ITUCTHHA B JICHKOIHUTAX (ITOPaKECHHBIC TOMO3UTOTHI 2-
15 amonw/Mr Oenka; B HopMme < 0,5 HMOIB/MT Oerka);

e Hanuuue myraunii B rene CTNS.

Cnennduueckas Tepanus He)ponaTuyeckoro UCTHHO3A MIPEMapaToOM, COAEPKAIIUM
ucTeaMuHa ouTaprpar (He 3apeructpupoBan B Poccuiickoii Deneparum).

Jleuenue (1151 HEIPOJIOHTUPOBAHHOM POPMBI IUCTEAMUHA OUTAPTPaTa) HAYMHAETCS C
HU3KOH 1103561 0,2 T/M2/CyT, IPH XOpOILIeH NEPEHOCUMOCTH CIIeIyeT IOCTEIIEHHO YBEITUYNBATh
7103y B TeueHue 4-6 Henmenp A0 neneBor 1,30 r/mM2 (ams nanuenToB 10 12 ser) u 2 r/cyt (s
ManueHToB crapiie 12 neT, npenapat HeoOXOAMMO IPUHUMATE Kaxable 6 4acoB. MakcuMalbHast
71032 He JOJKHA MpeBbImaTh 1,95 r/m2/cyT.

D¢ dhexkTuBHOCTD NEHCTBHUS HUCTEAMUHA PEKOMEH/I0BAaHO KOHTPOJIUPOBATH 110
OTIpeIeNIEHUI0 KOHIIEHTpAluil [IUCcTUHA B JelikonuTax (< 1,0 HMOJIb HUCTHHA HA MUJUTUTPaMM
Oenka) . PanHee Ha3HaYeHHE IICTEAMHIHA CIIOCOOCTBYET 3aMEJICHUIO TIOYEYHBIX (DYHKIIHIA,
MPeIOTBpalIaeT IKCTpapeHaIbHbIe TOPAXKEHUS OPraHoOB U yaydiiaet poct. J{is pacTBopeHus
KpPUCTAJIJIOB LINCTUHA B POTOBUIIE IPUMEHSIOT KaIliy, coaepxaiue nucreamut (0,5% - He
MeHee 4 pas/cyT).

Xupypruuyeckoe jedyeHue

HpI/I He(prHaTI/I‘IeCKOM IOHUCTUHO3C B TepMHHaJIbHOﬁ craanu MMOYCYHOM HEAOCTAaTOYHOCTHU
METOA0OM BI)I60pa ABJIACTCA TPAHCIIaHTAI WA ITOYKHU.

”CXOHI)I U MPOrHo3

Hedponarnyeckuit UCTHHO3 BEJET K XPOHUYECKOH MOYEYHON HEJJOCTAaTOUHOCTH,
HapyILEHUsAM 3PEHUS, THIIOTUPEO3Y, TPOTrPECCUPYIOIIMM HEBPOJIOTHYECKUM PAaCcCTPOUCTBAM,
muonaTiy. PanHee Ha3HaueHHe cieln(UUIECcKO Tepanuu [UCTUHO3a O3BOJISIET OTCPOUUTH
HACTYIUIEHHE XPOHUYECKON OYEYHON HEJOCTATOYHOCTH U YIYUIIUTh GU3NYECKOE Pa3BUTHE

3ak/iroueHue

JIMarHocTHKa NEepBUYHBIX TYOyJIONMAaTU CIOXKHA M3-3a PEJIKOM BCTPEYaeMOCTH 3THX
3a00JIeBaHNUN, T€TEPOre€HHOCTH KIMHUYECKUX MPOSBIECHUHN, CXOJICTBA CHUMIITOMOB C JAPYTUMHU
00JIe3HSIMH, HE CBSI3aHHBIMH C TEPBUYHBIM J1e()EKTOM KaHaIbLEBbIX (QYHKIUH, U Tpelyer
JIOCTaTOYHOTO 3HAaHUS MOYEYHOW MaTOPHU3UOJOTUM W OOLIEro MEAMIIMHCKOIO Kpyrosopa.
MHorue u3 Takux OOJIbHBIX, 0COOEHHO B CAMOM paHHEM MEpHOJIe KU3HH, MOT'YT HaXOJUThCS B
TSKEIIOM COCTOSIHUU. [109TOMY BaKHO BOBpEMs 3allOJIO3PUTh M PACIO3HATh COOTBETCTBYIOIIHE
MeTa0O0IMYECKUE HapYIICHNUs, CBSI3aHHbIE ¢ AUC(HYHKIMEN TOYeYHBIX KaHAIbIIEB.






CIIMCOK JIuTEepaTyphl:

1 Knmuanueckne pexkoMeHAanuu coroza neauarpoB Poccun «TyOynomarum y nmereit». MockBa
2016r

2.Knunandeckas 6uoxumus. B.J[x. Mapmamn 2017r.

3. Knunuveckas Hedponorust nerckoro Bospacta. A.B. ITlamasua, H.J[.CaBenkoBa. CaHKT-
ITeTrepOypr 2008r.

4. : Proshlyakova T.Yu., Korotkaya T.S., Kuznetsova S.Yu. Comparative characteristics of
rickets-like diseases. Ros Vestn Perinatol i Pediatr 2018; 63:(3): 19-25 (in Russ). DOI:
10.21508/1027-4065-2018-63-3-19-25

5.: OcmanoB .M., 3axapora 1.H., Kone6e O.b., Mymnanze D.b., bekmypzaesa I'.b., TamOuena
E.B. IlepBuunbie TyOynonatuu. Poc BectH mepunaron u mneauatp 2018; 63:(1): 81-89. DOI:
10.21508/1027—-4065-2018-63-1-81-89



