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Abstract: this article is devoted to the problem of such a hereditary disease as the de Toni - Debre - Fanconi
syndrome. The article analyzes the main causes of the syndrome, the disorders that it causes, the symptoms that
are characteristic of the disease. Also in the article the type of inheritance of the de Toni syndrome - Debre -
Fanconi, the time of manifestation of the syndrome, the incidence of this hereditary disease is considered. The
way of revealing, treatment of a syndrome, and also the forecast is underlined. Particular attention is drawn to
the symptoms and manifestations of the syndrome at different ages.
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CUHAPOM JE TOHU-IEBPE-®AHKOHUA
TIOTIOHHUKOBA E.B.l, MSKHHBLKHX A.A.° (Poccmiickas @enepanms)

YTiomionnurosa Eszenus Bopucosia — kanoudam cenbckoxo3sicmeenibix HayK, 0oyenm,
Kagedpa gusuueckoll Kyibmypvl U MeOUKO-0UON0SUYECKUX OUCYUNTIUH,
Msaxunvkux Anuna Anopeesna — cmyoenm,
Kageopa coyuanvHoll, CneyuanbHol nedazo2uku U NCUXON02UU, COYUATLHO-NCUXON02UECKULl (PaKynbmen,
Apmasupckuii eocyoapcmeenHblil nedazosudeckull ynusepcument,
2. Apmasup

AHHomayuna: 0annas cmamovs ROC6AUEHA NpodeMe MAKo2o HACIEOCMBEHHO20 3aD0NE8AHUS, KAK CUHOPOM Oe
Tonu—/llebpe—@anxonu. B cmamve anaiusupyiomcsi OCHOSHblE NPUUUHBL CUHOPOMA, HAPYUEeHUs, KOMOpble OH
6bl3bl8ACM, CUMNMOMbL, XapakmepHvle 01 0anHo20 3abonesanus. Takoce 6 cmamve paccmampusaemcs: mun
Hacnedosanuss cunopoma Oe Tonu—/lebpe—@anxonu, epems MmaHugecmayuu CUHOpPOMA, Hacmoma
ecmpeuaeMocmu  OaGHHO20 HACIeOCMEEeHHO20 3abonesanus. Ykaszvleaemcs cnocod GulsGNeHUs], JIeYeHUs.
cunopoma, a makdxce npozcros. Ocoboe GHUMaHUe 0Opawaemcss Ha CUMAMOMbL U NPOSLGICHUS CUHOPOMA 6
PpasHom eospacme.

Knwuesvie cnosa: cunopom, 3abonesanue, Hacie008anue, HapyuleHsl, NPOSIGLEHUL.

Cungpom ne Tonu-/leOpe-DankoHm — BpoXKAEHHOE 3a0o0NieBaHHWE, HAcIeIyeMoe II0 ayTOCOMHO-
peliecCHBHOMY THITY (BBIEJICHA TaKkKe ayTOCOMHO-ZOMHHAHTHas ()opMa C JOKaIM3alHMell TeHa Ha XpOMOCOMe
15q15.3.). Buepssie cunapom 6611 omrican [Ix. me Tonn (1933), P. Iebpe (1934) u I'. @anxonu (1936). (G. de
Toni, utanesHckuii nmeauatp; R. Debre, dpaniysckuii nemuarp; G. Fanconi, mseiiapckuii meauarp). Yacrora
BcTpeyaemocTd — 1 : 350000 HoBopoxaeHHBIX [1, 3].

OCHOBHBIM HapyIICHUEM ABJIACTCA TMOPAXKCHUC IMPOKCUMAJIbHBIX KaHAJIbIICB He(i)pOHOB, HUX HUCTOHYCHHC
W/WIM JIeTCHEepaTHBHBIC W3MEHECHUs. B pesynbraTe 4ero Hapylraercs mpouecc peabcopOuuu (oOpaTHOro
BCAChIBaHMsI) IIOJIC3HBIX JJISI OPraHM3Ma BEIISCTB M HOHOB: BOAbI, (ochaToB, HATPHsI, KalWs, TIHOKO3BI,
AMHMHOKHCIIOT, THIpokapOoHaToB. [lorepss OukapOOHATOB HATpUsi M Kalusi C MOYOH BEAET K IIOYEYHOMY
KaHAJIBIIEBOMY alu103y (HECIIOCOOHOCTH IOYEK OOECHEeUYMTh PETYISIUI0O KHUCIIOTHO-IIEJIOYHOro OajlaHca B
opranusme). BenencTBue anpmo3a ycuinBaeTces mpoLece pa3pylleHusi KOCTHOW TkaHu [1].

VY nereii ¢ cunnpom ne Tonn-/ledpe-PaHKoHM MEepBbIC TPOSBICHUS OTMEYAIOTCS HAa IEPBOM TO/ly JKU3HH. Y
peOeHKa MOSBISIETCS YacTasi pBOTa, OTCYTCTBUE alleTUTa, OTCTaBaHUE B (PU3MIECKOM M YMCTBEHHOM Pa3BUTHH,
CKJIOHHOCTb K 4YaCTbIM H TSXKCIIbIM I/IH(I)eKHI/IOHHI)IM 3a6OHeBaHI/IHM. 3aMe}:[J'IHeTC§I POCT, YTO HOPHUBOAUT K
MOCTEIICHHOMY (POPMHUPOBAHUIO MPOMOPIHUOHATBHOTO HAHU3MA, MPOUCXOAAT PAXUTOMOJOOHBIC HM3MEHEHUS
CKelNleTa, y JIeTel 4acTo ObIBaeT MOJNMYPHs M IOBBINICHHAS KaX</a, MOSBISIFOTCS NPH3HAKU 00E3BOKMBAHUSI.
Ecnm cunzpoMm BHepBble NposiBIsSeTCs B 5-6 JET, TO NEPBBIMH CHMIITOMaMH SBIISIFOTCS OCTEOMAIISALIUS
(HemocTaToYHAass MUHEpAIU3aLisi KOCTHON TKaHM), AehopManus KOCTeH U rHIoKanieMidyeckue mapanuyu. [2, 3].

Y OGonbHBIX OOBIYHO MPUCYTCTBYET C€a0OCTh, TOIIHOTA, Pa3APAXKUTEIBHOCTh, OJIEAHOCTb, MBIIICUHAS
THITOTOHUS, TUIOpeQIIeKCHs, TUIOTEH3Ms, PACIIMpPEHNE TPAaHUIl Cep/la, TaxUKapAus. XapaKTepHO OCTpoe
HapylIeHHe MeTabOJIMYEeCKUX IPOLECCOB, BCIECICTBHE KOTOPHIX, BMECTE C HapylIeHHeM (DyHKIMI MOYEYHBIX
KaHaJbIIEB, PAa3BHBAIOTCSA CJIENOTA, CHHAPOM YBEIWYEHHOH NEYEHH, CTOMKOE CHM)KEHHE KOHIEHTPALUH |



TKaHEBOM AKTMBHOCTH TOPMOHOB IIMTOBUIHOHN >kene3bl. [Ipn yrabopaTopHOM HCCNEIOBAaHUH BBISBISIOTCS
crenyromue OHOXUMUYSCKUE PApPYLICHHs: CHIDKCHUE YPOBHS KalbLUS B KPOBH; CHIDKCHHE ypOBHs (ocdopa B
KpPOBH; IIOBBIIICHHE YPOBHS MLIGNOYHOW (ocdaraspl; pa3BUTHE METaO0OIMUYECKOTO allMao3a; ITOBBILICHHE
KiaupeHca (GocdaToB MOUM; pa3BHTHE IJIIOKO3YPHH; Pa3BUTHE TI'eHEPAIM30BAHHOW T'MIIEPaMHHOALUIYPUH;
CHI)KEHUE THTPAIIMOHHON KMCIIOTHOCTH, MoBbIenne pH Moun Gobirre 6,0; pa3BUTHE THIIOKaIHeMuH [2].

OCHOBHBIM HalpaBJeHHEM JICUeHHs SABISIETCS COONIOAEHHE IHETHI, KOTOpas obecreyrBaeT HOPMAaIU3ALHUIO
obMeHa Oemnka, cofepaHusi B KpoBU Kaius, Gocdopa, TIFOKO3bI, JUKBUAANMIO anua03a. OObIYHO HA3HAYACTCS
KapTodenbHO-KalyCcTHasl JUeTa, MPOIYKThI, OoraTbie OeIKOM, OOJbIIOE KOJHYECTBO KHUIKOCTH U UCKITIOYAIOTCS
TPOAYKTHI, MOBBIIIAOIIAE KHCIOTHOCTD KpoBH [3].

[Tpu oTcyrcTBHM J1edeHust 3a00JIeBaHIE OCIOXKHSIETCS 10 MOYSYHOI HEAOCTATOUHOCTH, YTO MOXKET IPUBECTH
K cMepTH OosibHOTO. [IpH TpaBHIBHOM CHCTEMAaTHYECKOM JICYEHUH C COOIIOJEHHEM JHETHI Iocie §-JIETHEro
BO3pacrta OOBIYHO HACTYIAET YIIy4IlIeHHE, CHMIITOMBI TIOJIHOCTBIO KYITUPYIOTCSL.
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