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Comparison of clinical and genetic characteristics between
Dent disease-1 and Dent disease-2
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Dent FFIHED FEBIR, & Ca RIiE. BAKIL., BREAR /KL T2 XEFRORGBILE
KRB TH S, Dent KITFEERBRET O 20X A 74531 b, #60%H CLONS BEEFRE T
X % Dent disease-1 (OMIM #300009) T ¥ . # 15%7%% OCRL BIGFB¥1Z X 5 Dent disease
2 (OMIM #300555) G 5, LA LiE% Dent BITBIMERICE LW, BEETFRER LICHE
BENTHZLEELWVEENATVS,

Dent disease-1 DRERETF ThD CLCNSIL X Rtk Xp11.22 IZAZE L chloride channel
THd CIC-5 % a— FFABEFTHY . EICEMRMED early endosome IZRHREL TN 5, —
73, Dent disease 2 DEEBEFTHD OCRLIZ. X RED Xq25 IZMEL, 1/ ¥ b—Y
VIBEEDOBRY VBLER TH S OCRLERZ 2— FLTW5, EMFHEDL 2L TRES DI
EFTRBELTEY., 4/ ¥ b=V VIEEOHEIC LY #x el BET 5 L &ha,

OCRLIXb & b & Fanconi fEfREE, RMEANE, HAHET. BHENRERRFLERE TS
Lowe JEEHOFRBET L LTRRENLS, #%IT Dent IRO—HIX OCRL NRFEIT XV RIE
T3 L BALMNTRDT, Dent disease-2 & Lowe SEREEIIE UBETFERE 2R OICHLEDLS
. TWEOBERIEERITAE < B2 5 TW5 R, Dent disease'2 D—EHITIVNT, BED HNESR
BEMEBERO LAY %R B 2 L5, Dent disease-2 iX Lowe SEBEFEOBERBAITH L L&
THR@EELH LN, )

Z 9o/ 5, -Dent disease 1 & Dent disease-2 TIXR72 - Il 2R+ RN H
BLEZONEED, TOEVWEHLMCTRL, BEOBRBIC OV THEBRF LTk,
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2014 ELAE, SRECEM UICBEFENNCL Y. Dent R W& N BHH  (Dent disease-
1: 72 % 64 %%, Dentdisease-2: 13§ 10 BRI EXR L Lz, ZhbDBEFIZOVT, BETF
AT RER O REREERMSER L HEE,» . BEEROCREBOT — 4 ZIE L, HED
BRI OBENTOVWTRE LT,
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S TFRENTBOERE DOLESIT Dent disease-2 THEIZIE» o7z (PR1E: 5.0 vs 3.0 5%, p=0.03), &
£ o SD fEiX Dent disease-2 THEITIE >z (PHRIE: 0.2 vs -2.2 SD, p<0.01), #HH:ZEED
BEOHFECE IR 2T (1% vs 23%, p=0.11), Cr-eGFR i Dent disease-2 THEIZIEL (F
S {E: 127 vs 84 mlmin/1.73m? ,p<0.0) . B B WS (CKD) Stage2 B Lk (Cr
eGFR<90ml/min/1.73m?) ~E4TL T2 BEOB S b FREICEDP o7 (8% vs 58%, p<0.01). H
JFMEE#1T Dent disease-2 CHEILEL . UTOREEA CHAEEL RO ; AST (FRHE: 33 vs
50 TU/L, p<0.01). ALT (th3ef#: 16 vs 20 IU/L, p=0.03), LDH (47 5{H: 267 vs 367 IU/L, p<0.01),

CK (d15:fH: 154 vs 286 IU/L, p<0.01), fREHET ¥ F— X & RWOIEFIT 227z, WHFT b



YT b, AV MECERREZRDRPoTB, EH Y VA, VB L UREMEI Dent
disease2 CUTD X 5 CHBZE o/ iFF b Y 74 (PHR{E: 139 vs 138 mEq/L, p=0.61).
mELY v A (PRE: 4.0 vs 4.2 mEg/L, p=0.02), MFE LA VA (PRIE: 9.7 vs 9.8 mEq/L,
p=0.95), MikY > (PRME: 4.7 vs 5.3 mg/dL, p=0.01), MmiERE (PRIE: 3.6 vs 4.0 mg/dL,
p=0.02), ¥£7REH Cr H(h3E: 1.6 vs 3.5 g/gCr, p=0.01), Rth Ca/Cr(F52ff: 0.25 vs 0.69,
p=0.01)iZ Dent disease 2 THRBICHE M- 7283, RF B 2-microgloblin (FRH: 64,900 vs 102,300
ug/mL, p=0.17) CIIH EEEBO Mo T, BERILEH T 5 HHE(22% vs 0%, p=0.1DICi1E%
Bdihotz,
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Dent R IX—AUICBIMERIZZ LV 728, Dent disease-1 & Dent disease-2 % HEHERD &
BT3ZLEETHS L ENTEER, FEHORIIBNT, ZThbd 2 REOBEKRGICELE
Oz, BEOB/ETSH, Dent disease-2 THRIEHRTHHZ &, RP Ca HHltBE N L,
AST, ALT, CK, LDH &\ o 2 REBRBE N L 2 VBRHS N TRY . bhbhoRFic
BOTHEROFTREBDER, FZBRLBAL»L 2o,

Dent disease-1 & Dent disease-2 D BHEEENREIZOVT, BROBEBVTHESIX
BOOLNTRELT, BED 7T ADOKHMad— FTh, Dent disease-1 & Dent disease-2 T
GFR OETEECE IRV & ENTOR, SEORIHTIYV T Dent disease-2 THEIZ Cr
eGFR MMEL . F 7 HBEMEERIRIZE W TH, Dent disease 2 Tt CKD stage2 ~D#ETL
HEZENALN LR, ’

ERSEORMFOPI, Lowe EEBOEEER TH S Fanconi IERZ RO IIERIT A< |
RPMET & K= R BORDoR, MEVY T A, ) B LORBRE Dent disease-1 TH
EBiE< . Fanconi EFEHIGEVIRIBZ Z2 LT W ERREANE,

ZORFRDBRHRLE LT, WS OPDEBEH TN, TTF—FONERIPERCE ST
V. BARAOFEHFESHRZEOREOFEI OV TR, MEKEEMOHEICZ LV iTbh
Teo EOTSD, HHESHRBOTEIZIIAR IQ 2 L OBESRNONIRETHH A, SEITE
SV o EBMIBRICLZFBEATE b oT, ElebhbhoBRE, BREEEDRVES
Tt %< OBHA Fanconi JERCEE DM ESHRBER 2RO RV Z L H 6 SEORH TiL.
BANEZROIHEIE. TOMOBINEREZBD Lo LTH, Lowe SEHERE L EH L TR
D HBRA LI s, HEBRITIX Dent disease-2 & Lowe SERBEOMS| & TR TR LV 5 Kb RIE
LRRBEL,
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(&&] Dent HWIMESFEHR. & Ca KIE. BERKE. BRARELHRLETS X EHBOR
EHEBRETHS, Dent HIZRERETNS 2-H 0. # 60%4 CLONSBZFREICL S Dent
disease-1 (OMIM #300009). ¥ 15%%% OCRL BT E¥HIZ X % Dent disease-2 (OMIM #300555)
THD, BHE Dent WIBNMERICZ <, BETRERL TOMEEREMNIZEL V. CLON5IZ, X
Rk D Xp11.22 IZAL&E L. chloride channel T& 5 CIC-5 23— R BB ETFTHD. EITEM
FRAIE D early endosome IZCHEL TWS, —F. OCRLIL., X LD Xq25 IZMEL., 1./
=LY VEIEEOBY BLEER THS OCRLERZI—RLTW5S, EMEME endosome D
HRESTMESDRERGITREL TS, 1 /¥ b=V VISEOMEIC & 0 B2 2 MiRaiaE B
59§5&aN%, OCRL3HLH L& Fanconi JERE. KRUANE. HHET, HESRHER
WERMET S Lowe ERBOREBET & U TRAEINZA, 12 Dent O —HIX OCRL D&
HleEORETD I ENPESNIT/R o7, Dent disease-2 & Lowe ERBIIF UEBEFREE EHD
ZHEH 5T, AHEFOBRERIIAEL Rigo T3, Dent disease-2 D—IRIZBNT, BED
BENRESHREBRO LR E£28» 5 Z &0 5, Dent disease-2 I Lowe FERE OBERBET
H5LTHHREDALNS,

Dent disease-1 & Dent disease-2 DHERGDENEH S NI TR, MEOBRLGFIR2EIC
e ETo 72,

[Fik] 2014 L%, YR THEETFHEIICKD Dent LB I N/ZBEH  (Dent disease-1:
72 % 64 & %. Dent disease-2 : 13 fil 10 RR)ZMF & Uz, BETHENKERICREREENN
ER L 7ZREZD S, BRERCREBEOT —F 2INEL ., MHEOBKBROBVITDOWTHRI L.

[ R] BETEFKERSOERIL Dent disease-2 THEIZEN -~ (FRE: 5.0 vs 3.0 i,
p=0.03). HED SD f&ld Dent disease-2 THEIZEN o/ (FHRIHE: -0.2 vs -2.2 SD, p<0.01). ¥
HREOREODHEICEIZIRN > (1% vs 23%, p=0.11), Cr-eGFR I Dent disease-2 THEIZ
K< (HRE: 127 vs 84 ml/min/1.73m2 ,p<0.01). 1B ¥ EEH (CKD) Stage2 DAL

| (Cr-eGFR<90ml/min/1.73m?2) NETFL TV A2 EHFOEEDHHEREIIEM o (8% vs 58%,

p<0.01). AFEHEEEHIL Dent disease-2 THEICEL . U FTOREBEEE THEE 2R D/ ; AST (F
Bl 33 vs 50 IU/L, p<0.01). ALT (FF4R{#: 16 vs 20 IU/L, p=0.03). LDH (FR{H: 267 vs 367
IU/L, p<0.01). CK (*hU{f: 154 vs 286 IU/L, p<0.01), RE#IET > R— 2 2RO BN >
Foo MEF MUD L, AN D AMECEEREZEEZRDIN DM, MEHV VL, ULBLURE
fElX Dent disease-2 TUATOXSICHERICEN &, ; MiFF MY U A (FR{E: 139 vs 138
mEq/L, p=0.61), MiEH U DL (PRE: 4.0 vs 4.2 mEqg/L, p=0.02). MiEH NV 7L (FRIE: 9.7
vs 9.8 mEq/L, p=0.95), Mf1i§ " > (Y {H: 4.7 vs 5.3 mg/dL, p=0.01). MiEREE (FRMHE: 3.6 vs 4.0
mg/dL, p=0.02). F/=REH Cr (P R{E: 1.6 vs 3.5 g/gCr, p=0.01). R Ca/Cr(FRIE: 0.25 vs
0.69, p=0.01)}% Dent disease-2 THREIZEMN o748 R¥ B 2-microgloblin (HHR{E: 64,900 vs
102,300 pg/mL, p=0.170 TIREBEZROBN o=, BRRLEET HE( 22% vs 0%, p=0.11)
ITIEEERDZD o7z,




(%] Dent HII—RICEIMERIZZ L 1/=®, Dent disease-1 & Dent disease-2 % HEFKAER
NERHTEZERBEETHD. SEHORF TR, N5 2HMOBRBICEEZRDZ. BEORE
T%. Dent disease-2 BERIEKFETHZZ &, R Ca FHltAIB NI &, AST, ALT. CK.
LDH W o HiREBZENENW EMEHINTED. bhbhoRFICBVWTHEKROFREZ
Rz,

Dent disease-1 & Dent disease-2 DEHREREZOREIR. BROBETHIHEEZIRTDLNT
BT, BEOT T > AOKBEIFR— K Th. Dent disease-1 & Dent disease-2 T GFR DETF
HEICERBRNWEIN TV, SEIOKRE T Dent disease-2 THEIZ Cr-eGFR 7MKL, /21t
BHMEEEHIEN S, CKD stage2 ~DETZ2ED DI ENHLMN LT~

SEIOBREFIOHIZ, Lowe ERE O FELER TH S Fanconi IER ZROZEFIAR . RBH
T R=YAHBDEM oA, MEHY UL, ) OBIUREMEIX Dent disease-1 THEICEK
<, Fanconl JEBBITEVWREEZEL TN LAVRENE,

MROBRE L TEOMOARBTENS, £TTF—YORNERIHEBEICETVWTEY, BAK
{EOHFBEOBHEHTRZOREOFEIIDONWTIE. REKRERMOHBICE DiThbiz, 0D,
RHEHREZEOMEITIIAR IQ B EDEENRANSNZRETHZH. SHIIFHEHMEZICLS
FHBIZTE RN o7z, F-BREORRLE. BREZEDRVEETIE. £< DEES Fanconi FERD
EEOEMEHRERR 2ROV NG, SEORFTIZ. ANEL2EDZEEIZ. ZoMo
BIERZRDRMN072E L TH, Lowe EEBEERL TRIANSHAL 225, EBRIZIX Dent
disease-2 & Lowe JEBEE OBBIE W TLRNEVNI ABMREELL S,

[#&3m] B2 S DMK R0 512, Dent disease-1 & Dent disease-2 ® 2 BIIZBWNTIZ,
FRER G 5 OEANIEE & INTELN, SEOBRF TR L REREOREEOH BIZHEEN
ERD,

AHFEILR R T 2B 2175 /= Dent disease-1 & Dent disease-2 (O 2 BIDEEK G DARE 28 5
CLEBEERMREZREZOOLL THESZ2EBTH2LRDD, Lo T, FHERIEL (B
DEMNE/ZERN DD ERD D,






