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CYYACHI MOTAAM HA CUHAPOM AE TOHI — AEBPE —
®AHKOHI: AAHI AITEPATYPU TA OMIUC KAIHIYHOTO BUMAAKY

Pestome. Betyn. Y cmammi eidobpasiceni ocobaueocmi nepebiey xeopobu (cundpomy) de Toni — Jleope — Dan-
KOHI Yy dimeil pi3H020 8iKY 3a1edcHo 8i0 ¢hopmu 3axeoproeanis. VMeTa NOCTiKeHHS n01512a1a Y 6UEYEHHI KAIHIKU
cundpomy 6 dumsiuomy eiyi. Marepiaun i meronu. Hasedero dani 3apybincroi aimepamypu 3a ocmarui 5— 10 po-
Kie, npucesueri yiti npobnemi. Onucano eunadox Hedyeu y xeopoeo 16 pokie. Pe3yabTaTH Ta 00roBOpEHHS.
Bcmanoeaeno, wo danuii cunopom ycnaoko8yemucs 3a A8MOCOMHO-PEUECUGHUM MUNOM, 3YCMPIiMacmucs pioko
il ypasicae nepeealdcHo Kicmkogy mKanuny, ckesem ma Hupku. Lle, é ceoro uepey, cymmeeo enaugae na picm
i pozeumok dumunu 3aearom. Ceped KAiHiYHUX ocobausocmell hamoaoeii, Kpim 03HaK paximy, caio eudirumu
noaiypiro, noaiuncito, 3ampumky 3pocmy, a makoxic pizui cmyneri deciopamauii. J/labopamopre docaioicens
y x6opux i3 cunopomom de Toni — Jlebpe — Dankoni demoncmpye HaseHicmb npomeinypii, einogocgamemii,
einokaniemii ma memaboniunoeo ayudosy. Jlikysanus nepedbauac 3amicHy mepaniro 3a1eicHo 8id ducbaraucy
OCHOBHO20 00MIHY, a4 MAKOoMNC NPU3Ha4erHs diypemukie ma memabonrimie eimaminy D. Y nauwomy éunadky na-
yienm ompumae adexeamuy 003y gimaminy D 3 1iKy8anbHow mMemoro, Memaboniuri npenapamu, a MmaKkoic Kypc
macaxcy ma aikyeanvhoi gizkysomypu. BucuoBku. Cunopom de Toni — Jlebpe — Dankoni € piokicroro eH3u-
MONAMIER, WO NEPesa’CHO ypadcae KicmKogy mKaHuHy, cKkeaem ma HUpKU. SHanHs ocobausocmeil nepebiey 3a-
XBOPHOBGAHHSA Y PI3HI 8IK0BI nepiodu cymmeso donomazae KAiHiyucmy y eepuikayii diaenosy, 3a1y1eHHi 8Y3bKUX

cneyianicmia, po3poouyi adekeamHoi MaKkmuKu AiKy8aHHs.
Karouogi caosa: dimu, cunopom (xeopo6a) de Toni — Jlebpe — Pankoni, diacnocmuka, AiKy6anHs.

Bctyn

XBopoba (cuHmpom) ae Tori — Jleope — DaH-
KOHi OifibIll BizoMa B JIiTEpaTypi SIK TJIIOKO30-aMiHO-
docdar-miadber, ado paxiTomomiOHe 3aXBOPIOBaAHHS
[1,6,10].

MeTta aocaimKeHHS — BUBYUTU OCOOJUBOCTI Mepe-
6iry cunapomy ae Toni — Jlebpe — PDaHKOHI Y AUTS-
YoMy Billi.

MarepiaA i MeToAmn

Ha nepiomMy etarni goCHiIXKeHHsSI HAaMU MPOBEAECHO
aHaJli3 HayKoBOi JiiTepatypu 3a ocTaHHi 5—10 poxkiB,
MPUCBSIYEHOI AaHiil TpobJieMi, Ha ApYyroMy — KJIiHiuHe
00CTeXEHHST Ta CIIOCTEPEXKEHHS 32 XBOPUM i3 CUHJIPO-
MoM sie Toni — Jleope — PankoHi. OKpiMm 3araabHO-
KJIiHIYHUX J1aOOpaTOPHO-iHCTPYMEHTAJIBHUX METOMIB
O00CTeXEHHS, Mali€EHTY MPOBEIEHO JOCIIIXKEHHS cedi
Ha ypUHOJII3UC, peHTTeHorpadilo opraHiB IpyIHOI KJIiT-
KU Ta KUCTEH JJISI OLIIHKY aHTPOMOMETPUIHMX MapaMe-
TpiB, EHIOKPUHHOIO CTAaTyCy, a TaKOX YJIbTPa3BYKOBE
JOCJiI>KeHHS IIIUTONOAIOHO1 3a7103H.

V npoueci obcTexkeHHsT OyJI0 JOCSITHYTO TOBHOTO
KOMILJIaeHCY i3 XBOPUM, y34TO 3roAy Marepi Ha Mpo-
BEJICHHS YCiX JIIKYBAJIbHO-AiarHOCTUYHMX 3aXO/1iB.

Pe3yAbTaTU TO OGrOBOPEHHS
Briepire cumrniroMatnky BKazaHoi HO30J10Tii y 1903
poui omnucaB Abderhalden, axuii BUSIBUB KpUCTaIu
LIMCTUHY B MeYiHLi Ta HUpKax 21-Mics/uHOI IUTUHU [5].
I3 1924 o 1931 pik Lignac ta Fanconi He3anexHO
OJIVH BiJl OHOTO CITOCTEPirajiv AeKiJibKa BUMAIKiB TSK-
KOTo paxiTy i3 3aTpUMKOIO (pi3UUHOr0 PO3BUTKY (Kap-
JINKOBICTIO), TIIOKO3Ypi€lo Ta abOyMiHypi€lo [3, 5, 6].
Uepes 2 poku iHmmii gociinauk de Toni momaB mo
KJIiHIYHOI CMMIITOMATUKM, 3rajlaHol BUllE, rinodocda-
TeMito, a JleOpe i3 crliaBT. — amiHoatmmypito [1, 3, 5, 8].
OmHak HaMOLIBII CYTTEBUI BHECOK Y BUBUCHHS J1a-
HOro paxitornomioHoro 3axBopioBaHHsI BHic Fanconi,

© Jlem6puk 1.C., Axumis C.1., Jlectox O.B., 2013
© «310poB’sa AuTUHU», 2013
© 3acnaBcokuit O.10., 2013

N2 7 (80) » 2013

www.mif-ug.com

169




Bunaaok i3 npaktmuku / Case Report

Ha3BaBIIM IIATOJIOTiI0 «HE(MPOTUIHO-IJIIOKO3ypUUHA
KapJIMKOBICTh Y MOEAHAHHI 3 rinogocdaTeMiyHUM pa-
XiTOM» Ta BCTAaHOBHUBILM, 110 B OCHOBI 1i PO3BUTKY Jie-
KUTh TOPYIIEHHS (DYHKILiT MPOKCUMAIbHOTO CETMEHTA
HedpoHa [6, 10].

Etionoris cunapomy ne Toni — [Ileope — DankoHi
HeBimoma. Po3pi3HsI0Th Taki BapiaHTH nepediry 3axBo-
pIOBaHHSI: TIEPBUHHMI BPOIKEHUI (CITamKOBMIA), imio-
NaTUYHUI Ta BTOPMHHUI BapiaHT, SIKWii 3yCTPIiYa€ThCs
Hayyacrimre [1, 5, 6].

Ilepeunnuii cunopom, abo xeopoba de Toni — Jlebpe —
Dankoni, — 11 TCHETUYHO JeTePMiHOBaHA €H3MMOTIa-
Tisl, yactoTa ii y monyJjsauii craHoBuTh 1 : 20 000 a6o
1 : 40 000 Hacenenns BinnosinHo [1, 3, 6, 10]. Ycman-
KOBYETBHCSI 3aXBOPIOBaHHS 32 aBTOCOMHO-PEIIECUBHUM
TUTIOM, TIPUYOMY TETePO3UTOTH TPAKTUYHO HE XBO-
pitoThb. g 1aHOT HO30JIOTiI XapaKTepHE IMOPYLICHHS
TPaHCIIOPTY Yepe3 HUPKOBI KaHaJbI docdariB, TI0-
KO3H, aMiHOKHCJIOT [6, 10].

Idionamuunuii cundpom de Toni — Jlebpe — Danko-
Hi BUSIBJISIIOTH Y BUITaJKYy BiJICYTHOCTI OYab-sIKO1 SIBHOL
npuunHM [5]. s LIbOro BapiaHTa XapaKTepHi MOBTOPHi
emni3onu Aeriaparanii, 03HaKM paxiTy Ta 3aTpMMKa po3-
BUTKY. He BCi cMMNTOMU MOXYTb BUSIBJISITUCS] O/Ipasy:
iHOIi 3aXBOPIOBAaHHSI MaHi(heCTye y OUTBII CTApIIOMY
Billi JIv1iIe 3 SIBUIL HUPKOBO1 HEJOCTATHOCTI.

Cepen npuduH 6mopunHo2o cunopomy de Towi —
Jlebpe — Dankoni HaOLIbII MOLIMPEH] CIAAKOBI XBO-
poOu 0OMiHY: HIMCTUHO3, TATAKTO3EMisI, TUPO3UHEMIs
[2,9].

lucmuno3 BUHUKAE BHACIIIOK MyTalliii cieuuiv-
Horo reHa CTNS i3 nogaiblIiuM po3BUTKOM Ae(PEKTiB
y JlizocoMax, 4epe3 110 y HUX MOYMHAE HAaKOTTMIyBaTH -
cs uMCTUH [2, 9]. MantokoBuii, a0 HeponaTUUHUM,
IIMCTUHO3 XapaKTepU3YETHCS aKyMYJISIIIIEIO IIUCTUHY B
YCiX KJIITUHAX OPTaHi3My i 3yCTpivaeTbcs MPUOIU3HO B
1 Bumanky 3 200 000 mManioKiB, HAPOMKECHUX KUBUMMU.
LIncTnHO3 y MiITKOBOMY Ta JOPOCIOMY Billi ITOETHY-
€TbCSl 3 HU3BKUM YMICTOM IIMCTUHY B POTiBLIi Ta KiCT-
KOBOMY MO3KY i HEPilIKO NMPU3BOIUTH 10 IPyOUX MOPY-
IeHb QYHKIIIi HUPOK.

Tanraxmosemisa BUKIIMKAETbCS AeDILIMTOM aKTUBHOCTI
ranakro30-1-pocdar-ypunuiarpaHcdepasu, 110 MOpU-
3BOIUTh JO HAKOMWYEHHS rajakTo3o-1-docharty B op-
raHax Ta CMcTeMax, 30KpeMa y TeqiHIli, HUpKax, TOJIOB-
HOMY MO3KY, SIEUHMKAX, KpUIITATUKY oKa |3, 4, 6, 10].

Tuposunemisn (I mun) € pesyabraToM aedinury ¢y-
MapWJIaleToaleTaTHOl TiIpoJa3Hol aKTUBHOCTI, TeH
SKOI po3MillleHMi Ha 15-if xpomocoMi. MyTarii 11boro
reHa MPU3BOISTH 10 MOPYLIEHb TUPO3MHOBOIO MeTa-
0ou1i3My Ta ypaxkKeHHsI TTeUiHKU, HUPOK i TTepudepiitHux
HepsiB [3, 4, 6, 10].

VY nmitepaTypi TakoX ONMCaHi BUMAIKWA CUHIPOMY
ne Toui — Jlebpe — PDaHKOHI ITicIsI BXXUBAHHST aHTH -
O0IOTUKIB TETPALIMKJIIHOBOTO PSAy, aMiHOTJIKO3UIiB
(reHTaMiLIMHY), LIUTOCTATUKIB (6-MEPKANTOMYPUHY), a
TaKOX OTPYEHbD COJISIMU BaxKKUX MeTais [6, 10].

B ocHOBi ycix BapiaHTIiB Tepebiry cuHapomy e
Toni — debpe — PaHKOHI JIEXKNUTh IMOPYILIEHHS pead-
CcopOLii HYTPIEHTIB y MPOKCUMAIbHUX KaHAJIbIISIX HE-

dpona [6, 10]. Yci nmopylieHHsT TPaHCIIOPTY MOILiIS-
I0Th Ha 3 OCHOBHi KaTeropii: ajbrepalisi TpaHCIOPTHOI
¢yHKIIiT HOCIiB uepe3 JIOMiHaJbHY MeMOpaHy; Topy-
ILIEHHS €HePreTUYHOro MeTaboJ1i3My KJIITUHH; TTaTOJIO-
riyHi 3MiHM Ha piBHI TYOyIsIpHUX MeMmOpaH [6, 8, 10].

Po3pi3HSI0TE MaIOKOBY Ta AOpociay (GopMU CUH-
npomy ae Toni — lebpe — Pankoni [1, 3, 6, 10].

Maunrwkosa ¢opma TIOUNHAETHCS HA TEPIIIOMY POIIi
KUTTs. [TposIBISIETHCA YaCTOIO OJIFOBOTOIO, BiICYTHICTIO
afneTUTy, BiACTaBaHHSIM Yy (Pi3MYHOMY Ta PO3YMOBOMY
PO3BUTKY, CXUJIBHICTIO A0 YaCTUX iH(PEKIiIMHUX 3aXBO-
PIOBaHb i3 TSXKKUM nepedirom. [ponopuiiiHuii HaHi3M,
nedopMallii ckejaeTa Ta HAUPKOBA HEAOCTaTHICTh MpU
it hopMi pO3BUBAIOTHCS MOCTYTOBO [1].

Jopocaa (nizns) ¢hopma 3aXBOPIOBAHHS ICOIOTYE Ha
3—6-My poKax XUTTS i XapaKTePU3YETHCS ITOBUILHUM
HapOCTaHHSIM SIBUIL OCTeOMaJIsilili Ta rirnoKajgieMiu-
HUMU mapajivamu [1]. 3araabHuii cTaH XBOpPOTO 3a-
3BUYaAil MaJio TOPYIIYEThCs. XapaKTepHi IoJiypis Ta
MOJIAMIICIsI, KapJAUKOBICTb, TSXKi AedopMaliii cke-
JeTa.

3axXBOpIOBaHHS BUHMKAE HAMTPUKIiHIII TePIIOro — Ha
MOYaTKy IPYrOro pOKY KUTTS Ta XapaKTepU3YEThCS Tpia-
JTOI0 CUMIITOMIB: einogocpamemiuni ypaxcents ckesema,
2eHepanizoeana amiHoayudypis ma peHanrbHa enoKo3ypis,
CIIPOBOKOBAHI TOpYIIeHHAM (YyHKIIil TyOyIsipHOTO
arapaty Hedpona [1, 6—8]. CroyaTky 3’SIBJISIIOTbCSI
aHOpeKCis, OJII0BOTa, 3aIllOpy, MOJiypis, 110 CYIIPOBO-
JKYIOThCSI 3HEBOJHEHHSIM Ta BHMCHAXKEHHSIM XBOPOTO,
rinotpodi€ro, MOSIBOIO JIMXOMaHKU. 3TroJOM CTaloTh
MOMITHUMM TIaTOJIOTiYHI 3MiHM CKeJieTa y BUIJISIIAL BU-
KPUBJIEHHS TPyOUacTUX KiCTOK, Kiho3y abo Kiockoi-
03y, aTOJIOTIYHUX MePEIOMiB.

HiarHo3 cuaapomy ae Toni — JIeope — PaHKoHi 6a-
3y€THCS Ha MOPIBHSIHHI Pe3y/IbTaTiB KJIiHIYHUX Ta JIabo-
paTOPHUX JOCiIKEHD i3 BIKOBOIO HOPMOIO, a TAKOX Ha
MiACTaBi KJIIpEeHCY JIAKTaTy J0 KpeaTUHiHY SIK HaliOIbII
YYTJIMBOTO TECTY ILIOAO0 ypaxkKeHb IMPOKCUMAIbHOIO Ka-
Hajblsg HedpoHa [1, 7, 8, 10]. Bubip miarHOCTUYHOIO
TECTy BU3HAYAETHCS XapaKTePOM IaTOJIOTii.

EnexrtponiTHuii nucbanaHc, 30KpeMa Tinokajiemis,
XapaKTepU3YEThCSI M’SI30BOIO TIiMOTOHIEIO, apTepiaib-
HOIO TiMoTeH3i€l0, anuHamieo Ta 3MiHamu Ha EKT [1,
3, 7]. Mae miciie MeTaOOIYHUI allnI03, MiABUIICHHS
BMicTy JIy>kHOi hocaTaszu y cuposariii Kposi [1, 3, 5,
9]. ¥V xBOpUX BUSBISIOTH MOPYIIEHHSI KOHIIEHTpAITili-
HOi (YyHKIIiI HUPOK (TilMOCTeHYpito, TOJiypito), iHOMII
MOMIpHY MpPOTEiHYypilo, TeHepasi3oBaHy TinepaMiHO-
aluaypito, MiABUILEHY eKCKpelito (hocdaTis, I1oKo3M,
KaJlblilo, Kadilo, HUTpaTiB. Peakilist ceui 3a3Bryaii ayx-
Ha abo HeliTpasibHa. [1I0KO3ypis iHOAI OyBae mepLIMM
CHMIITOMOM HEIYTH.

PeHTreHOIOTiYHO BUSIBISIIOTH BUPAXKEHUI OCTEO-
MOPO3 i3 TSKKUMU MOPYLIEHHIMU B MeTaenidizapHux
POCTKOBMX 30HaX KicTok [6, 8, 10].

[Tpu MopdosoriTHOMY TOCTiIKeHHI y HAUPKaAX MO-
psn i3 iHTepcTULiiiHUM (iOpo3oM, aTpodiero Ta Kic-
TO3HUM PO3LIMPEHHSIM KaHAJbIIiB HUPOK BUSIBJISIOTH
KPUCTaJIU LMCTUHY BCEPEAMHI iIHTEPCTULIIAHUX KITITUH
[6, 8, 10]. KpiMm 1bOro, y KOXKHOMY KOHKPETHOMY BU-
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MagKy MOXYTbh CIIOCTEpiraTUcCs iHIIi TYOyJsIpHi nedek-
TU, SIKi BUSIBJSIIOTH IUISIXOM CBIiTJIOBOi MiKPOCKOITi1
(merenepattisi, aTpogist) a00 XX METOAOM MiKPOAMCEKIIii
(3By>XE€HHST Ta BKOPOUEHHST TIPOKCUMAJIBHOTO KaHaJlb-
1151 He)poHa y BULJISIAL 1eOeanHOi1 1ui). Bix iHmmx Ty-
OynonaTiii Ta KiCTKOBUX Aedopmaliili oro BigpizHSE
MO€EHAHE YpaXKeHHs 0araThoX MapiialbHUX (DYHKIIIN
MPOKCUMAJIBbHUX Ta/a00 IUCTAIBHUX BiIIiIiB He()poHa
[4,7,9,10].

OCHOBHUM Y JIIKyBaHHi € Ji€TOTeparisi 3 00OMeKeH-
HSIM allMIOTeHHMX aMiHOKMCIIOT, BYIJIEBOMAIB Ta BXU-
BaHHSIM MPOMYKTIB, sIKi MicTATh ¢ochop, TOOTO Ka-
MyCcTSIHO-MOpPKBsiHA aieTa [1, 4]. Cniag Big3HAUUTH, 1110
KiJIbKICTh OiJIKa y palioHi XBOPOi AUTUHU CYTTEBO HE
0OMEXYIOTh, a KUIbKICTh PIIMHU HABiTh 30UIBIIYIOTh Y
MOPiBHSIHHI 3 BIKOBOIO HOpMOT0. JlesTKi (hopMu CHHAPO-
My 1e Toni — Jlebpe — PaHKOHI BUMAraloTh eiMiHaLil
HYTPIi€HTIB, TAKMX SIK TUPO3UH, TaJIaKTO3a, (PyKTO3a Ta
deninananiun [1, 3, 5,7, 9].

BinHoBlIeHHSI BOJHO-EJIEKTPOJITHOTO aucOalaHCy
CJIiZl IPOBOJUTH SIK MIEPOPAIbHUM, TaK i apeHTepaib-
HUM YBeIEHHAM pigunu [2, 4, 6, 8, 10]. MetaGoiyHumiz
almIo03 KOPUTYIOTh BBeleHHsIM 3—10 Mr/Kr/m HaTpito
OikapboHaTy, a BBEJEHHS METJIEBUX AiyPETUKIB y M03i
1—3 Mr/KT/n € HeOOXiMHUM T 3HUXKEHHSI HUPKOBOTO
MOpOTy NP BUBENEHHI OikapOOHAaTIB i3 pinuHoW0. [1a-
paJieJIbHO OiypeTUKU MAlOTh 3[ATHICTH y MiIABULIEHIN
KUTBKOCTi BUBOJIUTH KaJlili 3 OpraHiaMmy, TOMY OTo He-
cTauvy CJif, KOMIIEHCYBaTH TipernaparamMu Kajito. Kowm-
neHcanis nediuty docdartis (1—3 r/m) ta Bitaminy D
CJIiI MPOBOAWTHU BiIMOBiAHUMU Tipenapatamu (1,25-nu-
rizpokcusiTamin D, abo la-rinpokcusitamin D, — me-
tabouitu Bitaminy D) [2, 4, 6, 8, 10].

LIucTuHO3 cmig KOpUTyBaTU CHELiaJbHUMU TIpe-
napatamMu, He BCi 3 SIKMX, Ha Xajb, 3apEECTPOBaHi B
Vkpaini. Ile npenapatu, sKi 3HUXYIOTh PiBeHb 1IMC-
TUHY (LucTeaMiH (LucTadoc, LUCTAroH)); Aiku, sKi
3B’3y10Th TOKCMHU (D-neHiunnaMiH, TpPiIEHTUHY Tif-
POXJIOpU); iHTiOITOP Aerpanailii TMPO3UHY (HiTi3iHOH)
[2,4,6,8,10].

Crnin 3a3HAYUTH, 1110 BTPATU TIIOKO3U, aMiHOKUC-
JIOT Ta CEYOBOi KHUCIIOTA HE € CUMIITOMATUIHUMU i He
BUMAaralTh 3aMicHOI Teparii [2, 4, 8, 10]. Y mitepaTypi
3’IBJISIIOTBCS JaHi IIOAO 3aCTOCYBaHHS L-KapHIiTHMHY
JIJISI THABUILIEHHS M SI30BOTO TOHYCY MPU CUHAPOMI e
Toni — debpe — PaHKOHI, OMHAK BOHU IOBOJIi CyITe-
PEYJIMBI Ta BUMAralTh JOOMpPaLlOBaHHS.

V BUmnaaky TSKKUX ypaxkKeHb MeUiHKU Mpu XBOpoOi
Binbcona (BropuHHUIA cuHapoM Ae ToHi — ebpe —
®ankoHi) TToKazaHa TpaHCIIAHTAllis TIEYiHKU, a TIpU
LIMCTUHO31 — TPAHCIUIAHTALLiS HUPOK (LIUCTUH aKyMy-
JIIOBAaTUMETHCSI Y MOHOLIMTAX Ta KJIITUHAX iHTEPCTULLIIO,
OJIHaK HE y KJITHHAX MPOKCHUMAJbHUX KaHAJbLIB He-
dpona) [2, 6, 10].

Ilpocno3 3axeoprosanns. 3a yMOBU HEYCKJIaTHEHOIO
nepebiry, micss 8§ poKiB KUTTS HACTA€ MOKPALLIEHHS Y1
HaBiTh onyxXaHHs. [IporHo3 nepebiry € HecrpUsITIU-
BUM Y BUNaaky po3Butky XHH.

Hwxye HaBOOAMMO BUTIT 3
Ne 10673/12.

icropii  xBOpoOU

XBopuit JI.T., 1996 p.H., HamiiIIOB Y HepOIOriuHe
Bignienuss OJKJI m. IBaHo-PpaHKiBCchbKa 3i cKapramu
Ha BicTaBaHHS Y (Pi3MIHOMY Ta TICUXOMOTOPHOMY PO3-
BUTKY, BUKpUBJIEHHS XpeOTa. 3 aHaMHe3y XBOPOOU BU-
SIBJICHO, 1110 JiarHo3 TyOysomnartii (cuHapoM ae ToHi —
Hebpe — PaHKOHI) BIepliie BCTaHOBIEHO y 1996 poiti
i yac cTalioHapHOTrOo JIiIKyBaHHSI Ha €HJIOKPUHOJIOTIY-
HOMY JixkKy. OTpUMyBaB HEOAHOPA30BE JIIKyBaHHS Bi-
TamiHoM D,, Ha (oHi 4Oro cTaH TMMYacOBO MOKpAIILy-
BaBCS.

Anamnes scumms. 13 BAITMCKU icTOPil aMOYJIaTOPHOTO
XBOPOTIO BiIOMO, 110 AUTWHA HapOAMWJIACS Bill TEpMiHO-
BUX 1oJjoriB. JIo 10 MicsLiB XJIOMUMK PO3BUBABCSI HOP-
MajibHO. Y 1998 poiti HeBposiorom OJIKJI niarHocTOBaHO
JITI. ArakcuuHa opma. Bia craiiioHapHOro JlikyBaH-
HS1 Y HEBPOJIOTIYHOMY BiUIJIEHHI MaTH BiIMOBUJIACH.

06’ ekmueHo: 3aralbHUN CTaH XBOPOTO — Cepel-
HbOI TSKKOCTi. BupaxeHe BincTaBaHHS y (pisuuyHOMY
Ta TICUXOMOTOPHOMY PO3BUTKY. JducnponopiiiiiHa Ti-
JIo0ymoBa: BeIWKa TOJI0Ba, KOpPOTKa Ius, aedopmMa-
11is1 TpyaHoi KaiTku (ckomio3 IV ctynens), O-nonioHa
nedopMaliss HUXKHiX KiHuiBok. LlkipHi mokpuBu Ta
BUIMMI CIM30BI — 3BUYAIHOT'O KOJbOPY, SI3UK — BO-
JIOTHi, MTOMIpHO OOKJIaAeHu 0imuM HajiboToM. Ilep-
KYTOPHO HaJ JIETeHIMHW — SICHUI JIeTeHEBUU 3BYK,
ayCKYyJbTaTUBHO — BE3WKYJISIpHE IMXaHHSI. Mexi
cepls BiAMOBiIAIOTh BiKOBili HOPMi, TOHU YUCTi, PUT-
MiuHi. 2KuBit M’ sgkuii, aymiuBuii. Iledinka +1,5 cMm.
Cenesinka He 30inpiieHa. Ce4yOBUITYCKAaHHSI BiJIbHE,
He 6omtoue. CTaTeBUli PO3BUTOK 32 YOJIOBIUMM TUIIOM,
BOJISTHKA JIiIBOTO SIEYKA.

06°em docaidxcens. 3aranbHuii aHami3 Kposi: Hb —
1101/, ep. — 3,4 Mmonn/i1, Kn — 0,9, 1. — 4,6 < 102/1,
e.—2%,n.—4%,c. —66%, 1. —22%, M. — 6%,
IIOE — 3 %. bioximiuHuii aHajli3 KpOBi: 3arajlbHUiA
Oitipyoin — 15,22, npaMm. — 2,56, Henpsim. — 12,66,
sarayibHUi 010k — 70,2, ATAT — 0,46, AcAT — 0,42,
XoJiecTepuH — 2,66, B-ainonporeinn — 2500, K — 4,48,
Na— 143,4, P — 50,2, Ca— 1,5, kpeatuHin — 45,0, ce-
yoBuHa — 5,10. Y3]1 OYII: o3Haku mepuBacKyJIsIpHOI
iHGinbTpalii meviHku, 30inbIneHHS cene3iHnku. Y3/]
KHCTe#: BUpPaXXCHNX ACCTPYKTUBHUX 3MiH HE BUSIBIIC-
Ho. biojioriuHuii Bik Biamosigae macroptHoMy. PeHT-
reHorpadis OI'K: S-monioHe BUKpUBIIEHHS XpeOTa y
IPYAHOMY BiJili BIpaBO, y MOIEPEKOBOMY — BIIiBO.
BenuunHa KyTa BUKPMBJIEHHSI CTaHOBUTb Y TPYAHO-
My Bimmini 61 rpamyc, y monepekoBoMy — 38 rpamycis.
BupakeHna potauist xpeOliB Ha BeplIMHi. PeHTreHo-
rpadist KOJTiHHUX Cyr00iB: 03HaKU paxity. TecTu ypu-
HOJTI3UCY: TECT HA aMiHOALUAYPil0 Pi3KO MO3UTUBHUM.
Koncynbratisi eHmokpuHosora: cyOHaHi3M Ha (oHi
eHnokpuHonarii. KoHcynbraniss HeBposora: metabo-
nmiyHa eHuedanonatisa. KoHcymbTallis reHeTHKa: paxi-
TOIOAIOHE 3aXBOproBaHHS (TyOysomnarist). CUHAPOM e
Toni — Jlebpe — PaHKOHI. ABTOCOMHO-PELIECUBHUI
TUII ycnaakyBaHHs. JIikyBaHHS: 30araueHa ¢ochopom
nmiera, miagpoHar 1 tabn. 3 pasu/meH» — 12 nuis, D,
(akBameTpuM) 2 Kparid moaeHHO — 1,5 Mic. moKBap-
TaJbHO, KaJbllMHOBA — 1 Tabj. 2 pa3u/meHp — 1 Mic.
IIOKBapTajbHO, ypoxol — 10 kpamenab 3 pas3u/meHb
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Bunaaok i3 npaktmuku / Case Report

BcepennHy — 1 mic., JIOK, Macak rpyIornonepekoBoro
Bifaiy xpeOTa, eJeKTPOCTUMYJISILIISE M SI3iB CIIMHMU, Ma-
padiHoBi artikauii koxkHoro micsiig — 10 pasis.

BMcHOBKMU

1. Cuagpom ae Tori — debpe — PaHKOHI € TeHe-
TUYHO 3YMOBJIEHOIO €H3UMOIIATIEI0, 110 MA€E Pi3Hi KJTi-
HiUHI TPOSIBY 3aJIE3KHO Bifl BiKy Ta (popMHU MaTOJIOTii.

2. 3HaHHS 0COOJIMBOCTEH TTepediry JaHOi HO30JIOTIl,
He3BaXkaloud Ha CIIOPAIUYHICTb BUSIBJICHHS Y ITOMYJIsI-
11ii, JO3BOJUTH KIIIHILIMUCTY BYACHO 3aIyYUTU JO BEpU-
dikauii giarHo3y ¢axiBIIiB By3bKOI'0 Mpo@diiio, a TaKoX
nigiopaTy oNTUMAaJIbHY T€paneBTUYHY TaKTUKY 3a1eXk-
HO BiJ (hOHOBOI MATOJIOT1.
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COBPEMEHHbIE B3rA9Abl HA CUHAPOM AE TOHU —
AEBPE — ®AHKOHWN: AAHHbIE AUTEPATYPbI
M ONUCAHUE KAMHUYECKOTO CAYYA4

Pesiome. Beenenue. B ctarbe 0ToOpaXkeHbl 0OCOOEHHOCTU Te-
yeHust 6o0j1e3HU (cuHapoma) ae Toun — J[lebpe — PaHKOHU Y
JIeTeil pa3HOTo BO3pacTa B 3aBUCUMOCTHU OT (DOPMBI 3a00JIeBa-
Hus. Leab uccnenoBanus cocTosiyia B U3y4YeHUM 0COOEHHOCTEN
TEYEeHUSI CHHIPOMa B IETCKOM Bo3pacte. MaTepuas u MeToIbl.
INpencraBieHbl JaHHBIE WHOCTPAHHON JIMTEpaTyphbl 3a IO-
cieqaue 5—10 jeT, mocBsIeHHbIE 3TOM Mpobieme. OnucaH
ciIyyaii 3a6oJieBaHusl y 60JIbHOTO 16 JieT. Pe3yabTaTsl U 00CyK-
JieHne. YCTaHOBJIEHO, YTO JaHHBI CMHIPOM MMEeT ayTOCOM-
HO-PEIECCUBHBIN TUIT HACJEIOBaHUsS, BCTPEYAETCS PEIKO U
nopaxaeT MpeuMYIECTBEHHO KOCTHYIO TKaHb, MOYKHU. DTO,
B CBOIO OYepeib, CYIIECTBEHHO BJIMSIET Ha POCT U Pa3BUTHE
0osibHOTO pedeHKa B 1ejoM. Cpellr KITMHUYEeCKUX OCOOEHHO-
cTell CHHApOMa, KpoMe IMPU3HAKOB paxyTa, CJIeAyeT BhIICIUTh
MOJMNYPHIO, TTOJIUAUTICUIO, 33JIEPKKY POCTa, a TAaKXKe pazany-
HYIO CTeIeHb aeruapaTtanuu. JlJabopaTopHoe uccieaoBaHue y
60JIBHBIX cuHApPOMOM J¢ Toun — [e6pe — DaHKOHU TeMOH-
CTPUPYET HaJIW4ue MPOTEUHYPUM, TUodochaTeMun, TUIO-
KaJlUeMUU U MeTaboJIM4yecKoro auuao3a. JleueHue npeaycma-
TPUBACT 3aMECTUTEIBHYIO TePaITiio B 3aBUCUMOCTH OT MeTa-
6oyiMuecKoro aucbasaHca, a TakKe Ha3HAauYeHUE TUYPETUKOB
1 MeTaboMTOB BUuTaMuHa D. B Hallrem cirydyae rmaimeHT rmosy-
YuJI aIeKBaTHYIO 103y BUTamMuHa D ¢ j1eueOHOIli Lieibio, MeTa-
OoJmuecKue MpernapaThl, a TaKXKe Kypc Maccaxa U JiedeOHoi
duskynpTypsl. Bemonsl. Cunnpom ne Tonu — Jlebpe — Dan-
KOHHM SIBJISIETCSA PEAKOW SH3MMOTMATUEl, MPEUMYIIECTBEHHO
nopaxarolieit KOCTHYIO TKaHb, TO3BOHOYHMUK, TTOUKHU. 3HAHUE
0COOEHHOCTE TeueHMs 3a00JIeBaHUST B pa3Hble BO3PACTHBIE
MEepUOABI CYIIECTBEHHO TTOMOTAeT KIMHULIMCTY B TIOCTAHOB-
Ke IMarHos3a, MpUBJICYCHUM Y3KUX CTICIIMATMCTOB, BEIPAOOTKE
aJIeKBATHOM TaKTUKU JICUCHUSI.

KioueBsie cioBa: netu, cuHapom jae Tonu — Jlebpe —
MDaHKOHU, TMaTHOCTHKA, JICYCHUE.
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MODERN VIEWS ON DE TONI — DEBRE — FANCONI
SYNDROME: THE LITERATURE DATA AND CASE REPORT

Summary. Introduction. In the article features of clinical
course of de Toni — Debre — Fanconi disease (syndrome) in
children of different age, depending on form of the disease are
represented. The objective of investigation was to study clini-
cal peculiarities of the syndrome in childhood. Materials and
Methods. Data of foreign literature on this problem for the last
5—10 years are shown. Case report of the disease in 16-year-old
patient is described. Results and Discussion. It was proved that
this syndrome has autosomal-recessive pattern of inheritance.
It is rare in population, and injures mostly bone tissues, kidneys.
This condition, in turn, has significant influence at the devel-
opment and height of the child in general. Clinical features of
the syndrome, besides signs of rickets, include: polyuria, poly-
dypsia, growth inhibition, and different degrees of dehydration.
Laboratory findings in children with de Toni — Debre — Fan-
coni syndrome demonstrates presence of proteinuria, hypo-
phosphatemia, hypokalemia and metabolic acidosis. Treatment
involves replacement therapy depending on the metabolic im-
balance, as well as administration of diuretics and vitamin D
metabolites. In our case, the patient received an adequate dose
of vitamin D for therapeutic purposes, metabolic products, as
well as a course of massage and physical therapy. Conclusions.
De Toni — Debre — Fanconi syndrome is a rare enzymopathy,
mainly affecting bone, spine, kidneys. Knowledge of the char-
acteristics of the disease in different age periods greatly help the
clinician in establishing diagnosis, involvement of highly spe-
cialized doctor, developing an adequate treatment strategy.

Key words: children, de Toni — Debre — Fanconi syndrome,
diagnostics, treatment.
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