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KAMHUYECKAS 1 MOAEKYASAPHO-TEHETUYECKAS
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nostics and treatment of the disease.

B ycaoBusX coBpeMeHHON MeIUITMHBI pellleHre
mpobJieM AUATHOCTUKU U JIeYeHUA PeIKUX HacJel-
CTBEHHBLIX 3a00JieBaHUU IIpuoOpeTaeT HOBbIE BO3-
mMoxkHOCcTH. OnHOI M3 TaKuxX OoJie3HEel ABJISETCS
IUCTUHO3, IPUYNHA KOTOPOTO 3aKJI0UaeTCA B MyTa-
nuu reia CTNS Ha xpomocome 17, KOogupyIOIIEero
JU30COMAJILHBIN TTEPEHOCUYUK IUCTUHA — IUCTUHO-
3WH, YTO BeJleT K aKKYMYJIAINY [IUCTUHA B KJIETKaX
u ux gucyHKIuU. 3a00jJeBaHe NMeeT ayTOCOMHO-
pelieccUBHBIN TUII HacaenoBaHus. [Ipu mucTuHO3e B
Pas3IUYHBIX OPraHaX M TKAHAX MPOUCXOAAT BHYTPU-
JU30COMAaJIbHOE HAKOILJIEHEe IIUCTUHA U OTJIOKEHUe
€T0 KPUCTAJLJIOB C IIPEUMYIIIECTBEHHBIM ITOPaKeHM-
€M TOYeK U POTOBUIIHI.

B Poccuiickoit @egepanuu g0Jiroe BpeMsa 9TOT
AUarHo3 He YCTaHABJUBAJICA, CKPBIBAACH IIO]
MacCKOI PasJUUYHBIX TyOYyJOHATHUN C PaXUTOIOI00-
HBIM CUHJPOMOM U JfasKe BUTAMUH D-meduiiuTHOro
paxuTa, Torga Kak B EBpome yacTtoTa IMCTHHO3a
cocrasiasgeT 1: 100 000—200 000 HOBOPOKAEHHBIX,
B CIITA wmacuurniBaerca 500-600 Tarkux pgereii,
KaKabIl roj BelaBasgeTca ~20 HOBBIX CIyUaeB.

HW3BecTHBI TpU KINHUYECKUEe (popMbI 00JIe3HU,
pasauJamluecsa MO TAMKECTH W BPeMeHU Hauvaja
KJINHUUYEeCKOol MaHudecranuu: Hanbosee TsKeaas
KJjlaccuuecKasda HUH(paHTUIbHaAsA HedpomaTUudecKasa
dopma nmucTUHO3a, IOBEeHUJIbHAA UJIU TPOMEKYTOU-
Hasa (opma, B3pocaas WIH «A00OPOKAUecTBEHHAS»
dopwma [1-4].

Konmaxmnaa ungopmayusn:

B craThe mpeacTaBiieHbI KIMHUYECKHE M MOJIEKYJISIPHO-TeHETUYECKHe ACMEeKTHI He()POIaTHYeCKOoro
IIUCTUHO3a, MPUBOIHUTCS COOCTBEHHBIN OIBIT JTHAaTHOCTUKY I JIeYeHU A ITOT0 3a00IeBaHN .
Kntoueevie cnosa: Hepponamuueckuil yucmuro3, cunopom @ankonu, yucmeamun, mymayuu CTNS.

The article presents clinical and genetic aspects of nephropathic cystinosis, own experience of diag-
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Ilenp mcciemoBaHUA: MPENCTABUTH KIMHUYEC-
KYI0 M MOJIEKYJIAPHO-TEHETUUYECKYIO XapaKTepuc-
TUKY W COBPEMEHHbIe IIPEJCTABJIEHUS O IePCIeK-
TUBaX JeUeHUs IUCTHUHO3a y geTeii B Poccuiickoit
denepamun.

Ma'repna.nm 1 MeTOIbI MCCJIeTOBAHUA

B orpenernuu vHedpoaoruu PIT'BY HII3] PAMH
c 2007 mo 2012 rr. 6sL1M 0OcaemoBaHbl OoJsiee 50
neTeil c CHMITOMAMU KaHAJIbIEBBIX UCHYHKITUI.

duarHocTuKa ITMCTUHO3a OCHOBBIBAJIACH HA BBISB-
JIeHUY MeTaboJIMUeCKUX HAPYIIEeHUHN ¢ TOMOIIbI0 aHAJI-
3a OMOXMMMYECKUX IIOKasaTesell C OIpeeeHreM JKC-
KpeIuy OCHOBHBIX MeTaboJuTOB (OIpeaesieHre YPOBHEH
Kaabius, GocdaroB, IVIIOKO3bI, O€JIKa, ypaToB, OKCAJa-
TOB, aMHUHOKHKCJIOT U [AP.), PedyabTaTax o(TajlbMOJIOTH-
YeCKOro 00CJeq0BaHUSA, OIpPeHeeHUN CIeluGuuecKux
myTanui reda muctuHoduHa CTNS mocpeacTBOM IIpsAMO-
0 CEKBEHUPOBAHUSI.

Pe3yabTaThl U NX 00CYKAEHHUE

BnepBbie guaruos «He@pPOIATHUYECKUHN ITUCTU-
HO03» Ob1y ycTanoBjeH B 2008 r. B HacTosIiee Bpems
u3BecTHO 0 18 mammeHTax ¢ IIMCTUHO30M, B 16 ciy-
vyasgx AUArHO03 YCTAHOBJIEH B OTIEeJIEHUU HedPoJo-
ruu @T'BY HII3I PAMH.

IlepBrie nmpusHaAKM 3a00JeBAHUS Y STUX IMAIU-
€HTOB MMeJII MECTO B Bo3pacTe 0 2 JieT. BLIABIeHBI
3ajep:KKa (PU3UUECKOTO PA3BUTHUSA, IMOJUYPHUS,
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