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TPYAHOCTN AVNOOEPEHIIMPOBAHUS KAMHUYECKUX
BAPVMAHTOB IIMCTNMHO3A Y PEBEHKA 6 AET

®DepeparbHOE rOCYAAPCTBEHHOE GI0AKETHOE BOEHHOE 00pa3oBaTeAbHOE YUYPEsKACHUE BBICIIET0 00pa3oBaHus
«BoenHo-mepunuackas akapemus uMm. C.M. Kuposa» MO P®, Caukr-ITerep6ypr, PO

IIpencraBaeHo omucaHUEe KJIMHUYECKOro ciaydyasa HedpomaTtmueckoro nuctuaosza (HIT) y 6-merHeit
IeBOYKH apalbckoro nmpoucxo:xgeHus. CaoskHOCTH BOSHUKIN npu nuddepeHnupoBaHuN y MAIHEHT-
K4 uH(paHTHIbHOH U 0BeHUabHOU ¢opm HII. Ha manHoM mpumepe mokasaHO, YTO, OPHEHTUPYIACH
TOJIBKO Ha (peHOTHMIHMUYECKHEe NMPU3HAKM, pasrpaHudyeHue 3tux BapuantoB HII me BCcero mamesxHo.
ITokaszano, uro B psage cayuaeB nud@epenmuposanuio 3tux ¢popm HI[ moskeT momoub BhISIBICHHE
xapakTepa myranuu resa CTNS.

Knrwouesste cnosa: Heponamuveckuil, UHYAHMUALHGLIL, 108eHUNLbHbLIL YucmuHo3, penomun, JHK-
duaznocmuka.

Hum.: E.C. Auyugeposa, B.I'. Apcenmuwes, FO.C. Cepzees. Tpyonocmu dupgepenyuposanus KiuHuye-
CKUX 8apUAHRmMO8 YucmuHosa y pebenka 6 sem. Ileduampus. 2017; 96 (5): 177—-179.
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DIFFICULTIES IN DIFFERENTIATING CLINICAL VARIANTS
OF CYSTINOSIS IN A 6 YEARS OLD CHILD
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The article presents a description of nephrotic cystinosis (NC) clinical case in a 6-year-old girl of
Arabic origin. Difficulties arose in differentiation of NC infantile and juvenile forms in the patient.
This example proves that only phenotypic signscan't give a reliabledelineation of NC variants. It is
shown that, in some cases, detection of CTN S genemutation character can help with differentiation
of these NC forms.
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IMuctunos (II) — pegkoe ayTOCOMHO-peIeCCUBHOE
3a0ojieBaHUe, IPUUYUHONU Pa3BUTUA KOTOPOTO ABJIAETCS
myrtanusa B reie CTNS (17p13.2), kogupyroiem 6eJoK,
BBINOJIHAIOMIUI POJIb JIU30COMAJIBHOTO II€PEHOCUYUKA
muctuHa [1, 2]. B cBA3M ¢ HaxkomieHmeM CBOOOJHOTO
LIVICTHHA B JIN30COMaX KJIETOK OPraHU3Ma Ty IaTOJOTHIO
OTHOCAT K JU30COMHBIM 00JIe3HAM HakomiaeHus [2, 3]. I
peructpupyercda ¢ yacroroir 0,5—1,0 cayuaa ma 100 000
HOBOPOXKAEHHBIX [2].
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denorunuyeckue nposasiaeHus I BapuabenbHbI. B
JIETCKOM BO3pacTe BBILEJAIOT ABe He(ppormaTuyecKue KiIu-
Huyeckue Gopmbl: nHGauTuabHBIN (M1]) 1 I0BeHUIbHBINR
nuctunos (FOIT). UIT (95% Bcex cayuaeB) OOBIYHO MaHU-
decTupyer y:ke BO 2-M IOJYTOOUU KU3HU PebeHKa IpHU-
3HaKaMU HapyIIeHUs PasBUTusA u cuHapoMoM PaHKOHU
([Ie Touun—Iebpe—DPaurkounun) [1, 2, 4]. B ganbHeiiniem B
TUMMAYHBIX CAydasx 0e3 jJeueHus 3abojieBaHUEe IIpOrpec-
cupyeT B BUJe 3aMeJJIEHUs pocTa, yBeaudeHus nedu-
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