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M £ : Dent's disease¥ Chromosome Xp 11.229] 91x}% renal chloride channel # %2} (CLCN5)<]
9 Wol7t Y9oly FAA Ago] ¥R 7] Mol X-linked recessive nephrolithiasis, X-linked
hypophosphatemic rickets, Idiopathic low molecular-weight proteinuria 2.2 H 31 ¥l X-linked Al
B FETolth AT EE EAHeE AEA Wy, 17Fs L A3 (WFHY) So] Uz
A Fanconi %79 F4E Bol7lk st tiiiE MAs g AFdez gt Fdy
¥ FHEHE B FHH BaEe dovk FudiAe Big uirh gl

g o4 golrl gunfdn AEHAA Sllnvt BHE HYs YESFTE AGFs 2R
AAe A4S s dRer (9] 133 cm, AT 35 kg) AT = HAdolduh HAILR L
2%+ Hemoglobin 123 g/dL, 28] 1.025, 8pH 65, 299 (+ +), Ca/cr 0.12, B2-microglobulin/
cr 55, BUN 14 mg/dL, @338 otxd 0.7 mg/dl, Ca/P 9.4/39 mg/dL, ©¥/&57 69/46 g/dL,
Na/K/CI/HCO3 138/4.9/102/21 mEq/L, C3/C4 97.8/16.3 mg/dL, ANA(-), PTH 17 pg/mlL, 25-OH
vitamin D 28 ng/mL, 1,25-OH vitamin D 45 ng/mL, 24A1 %t ¥+ 47.3 mg/m*hr, 24 3.8 mg/
kg/¥, B2-microglobulin 52,000 ug/¥, T+ (citrate) 103.8 mg/¥, 24 417 mg/Y, oxalate 13
mg/¥, Cer 103.1 mL/min/1.73 mz, FENa 0.19%, TRP. 95% o]t} A% &9t dEagor &
WE Mya 337 #F HUn 42 HAAl A CLCN5 gene nonsense hemizygous mutation
o] Aar FAte] gl Foleo] Aulo) A= heterozygous mutation (AFX)S 2t &A% uzbge
7t e dEolA AlM3)Ert BAEYT HFAARTE AR A8 E duraly] 9y Fd
Mdgeg AaEsta girh

BTN UE dng B 94 WololA B2-microglobulink= &, X152 A3zs ZCLCNS
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637 CGA(Arg) -> TGA(Stop), 637 CGA(Arg) —> TGA(Stop)

nonsense hemizygous mutation heterozygous mutation

FCCTONGARAAGRH FOCTCTGAAGA
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