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(5]

X YR 7 LA — MEWMRE (X-linked Alport syndrome; XLAS)I 35 &
FIEMER RO 1 > TH Y | EITHEOBHRER S FOS M, REY 4
Kl 4%, XLAS BT —MRITER A O B2 6 IR A RICED |
BAn T8 REV ORI AR A2 ~7, HI'D truncating 22 ¥ 2 & D H 1%
non-truncating R A= L OFMEL Y KVEEORIMEZET S, —FH. XLAS
TR R s S BRI RIS E 5 HE £ THA RERBEA A2 RTN, &
fm 8 - REUFEREZ RO 720, X Yeta /A A TE{E(X chromosome inactivation;
XCHDR Y & EBOEIEE & OFEBIX, W< D00 X Yeta R g B o otk
IZBWTHE SN TS, BRI XLAS i~ 7 228\ T, XCI DR Y & EHIEE
IR S D Z SR ENTWD, XLAS KB W TH 2D X 9 ZeiEidun
KOMBHDHH, RIEERTHE XCL DR Y ORB~DOEH G 1T 7w H Tue
W, AT Z O XD MK oRERIT, EITHEOBHERE R E OIEFIEA D
LR, XCIFEREZRY OfF H(skewed 7> random) DA T LG L TW a2
EIREMBEHTHDL EE R,

Bit . BEZn & L C(1)XLAS B ls 8 « HEHANARENH 5 2 L
(Q)XLAS ZMEDBERFH « REUFHBNR 202 &0 GV < 21D XCI 28 X
BB O LM ORI EZIRD S 1 SDORTTHDH Z &, (4)XLAS i~ 7 2
BT XCI - REAFHEARH D Z LN GhoTND Z &2 T, AFEIX
XLAS ZMEDORBIIET HRTFZHLNITHZETHY, Al biER
FHLE XCIWEEE L TWb EE 2, ZvE TICHE SN TR DIERI B %
FAWT, B L XCI OFRA A~ ZFHE L7,

[ 5]

FEDOZINE L, 2015 43 A0S 2022 45 9 H £ TR o BT AL
FIRIEED D T VR — MEGEEDNGE DI, A7 KR 5B bt CEAis 7/
FRAEDTONTIEF O 5 6, BKERTHIC XLAS & 2 S iz et 2k &
L7z, JEBIORRARIE RITTREE I BT,

AT+ —Lb Rarty MIETOREEIFZEOmBL G FESCGEZ AW
THE L7z, B FEXGE LTEARMRIT~ VY X ESITE - TEME SNz,
fig BLAY AR A R 7 R F B R 7E R m B A 25 B 57> 51572 (IRB No.
301),

Z OWFZE TR T — % ZINE LTz 1T, 4 DD R - 7l ik 2
oo B—. ZOMHIE, 18l EOR AN LML G L LT, N EEHEE.
MR 2 B BROFIE LI FER 25 Lo, 85 =, WUOMHTIL, 18 A D
IR E G E LT, ENENEKEE, MRICINZE AR ZIE L2 Fhn %



M L7z, Efs 1 RYIE truncating 28 ¥ & non-truncating 28 82531 TR L 72,
FFHEHE IS creatinine estimated glomerular filtration rate (Cr-eGFR) T3 L7z, RIFF
REEEDEFRIL Cr-eGFR < 15 ml/53/1.73m* ICE - 7o g, FIREISKBE A4S
W ST, T ITBRRIENEA SR E Le, BAKRITREHR T
Fllin T ODREMEL D ZWREHZ LT F =W 3 2 H UL B 2356 2 5k
& LTz, COL4AS5 ZREMRATIIRARVER IR 2l L ok ity —r o —% 7
I multiplex ligation-dependent probe amplification Z FV 72, XCI f#HT IX AN 1M H
MERD> S fhHH L7z gDNA % T, F &[] T human androgen receptor assay %17
5 Z LT, MO X G ROTEMEROI X JEME=R) 2 IR E Lz, AWETIEE
DEIE % 0%0> 5 100%DHxHE TR Uiz, Satfirid, & EHRBEIR S0
LA Cox B NY — FEUG T, 2L ER VAT v 7 BRI 27T,

[ R ]

R AL AT XLAS & 2Wr & 7= 398 f5ilod 5 5. XLAS A ZctE 74 A
XLAS /N 65 NS k& 72 - 72, XLAS A METIX, B FFAEf o ool
1% 37 %, Cr-eGFR O X 72 mL/43/1.73m?, JEFID 20% 03 KR 2IcE
S TW e, XCHHTRERIT 171k OB TR0, 2 MAE X IEHERT
F L7z, WM X EMERO P RATIE 53% T - 72, XLAS /NE&LMETlX, Mk
RO RAEIX 7 5%, Cr-eGFR OH AR 120 mL/43/1.73m?, J9fil]l X I&H:E D
HRE X 52% CTH - 7=,

XLAS AN T, F—ICBBm 8 & XCHI BRI R L 5 2 50
. SEBRIEEIE SN CEME L7, Cr-eGFR fE1Z. JRMI X iEM:RA 1% L5
I 5 4FEIZ 0.534mL/53/1.73m? 80 L(B=-0.53., P=0.004), truncating 225 % ¢,
# M1 T non-truncating 22 ¥ 2 & S L VD 1.075mL/43/1.73m2 (K0 > 7= (B =
1.075. P=0.892), £ b DR ANEM G FEERIZFN L7223, Cr-eGFR IZH
BB A R E o2 (B=-0.500, P=0.185), % &ML XCIIZEH
IR OFIEFR L 5 2 Dk S22 & Cox W/~ — NAT CRiAlh 2 3 A
ToBs, BRI FAICRIER B 0 Wia Lz,

RNT, XLAS /NEZVEIZIBN T, BB oICE8 a1 & XCLIZBHRRIC R E %
b2 50k, ZEERENG ST TR L72, Cr-eGFR BT X JEPE=R A
1% E5H-9° 2 /12 0.066mL/%3/1.73m2 &L (P=0.671), truncating %% ¢,
XLAS %13 non-truncating & ¥ % $ -0 XLAS ZcfE L D © 7.531mL/45/1.73m2 1K
2o 72(P=0.198), HINELTH E XCHTEEROIEICEEE 5.2 50
%, %28 Cox el W — REHT TRl L 72, truncating 22584 & D4 MEIS
non-truncating 2824 b OLMEL D bEBRBIE D X7 08 3.7 Em < (N — Rk
3.702 (95%(EFE XM 1.681 ~ 8.150), P =0.001). M| X {EMERN 1% EH-3 2 5



WZERARFIEY A7 M 1.043 fEmn-o To(F— R 1.043 (95% (5 IX ] 1.016
~1.070), P=0.002), F7=. EEMHT & L TE A E XCIIEE B IR ORIEF
BB L2 D0, ZEER VAT v 7 BRSO CRME L7z, Bis 78
&R X TEPER TR AIRBIE IS ET 5 A BERMNIKN A Th o I (2 T
. P=0.007 LT P=0.035),

[E%2]

AT XLAS DR ET HR 7L LT, mERKOERE CE
R 8 & XCL O G Z [RRHZFHMEE L7 b D Th o7z, XLAS BB T %
PS5 2 Lk, THRESUREHEBZRT I ENTE 55T, XLAS &tf
DB FROALZFNT 5721 TlE, THREZTERIIKIRT 52 LI TET,
XLAS ZMEDORBMNCEEE 52 ZRFE2FAETHZ ENBBE ThoTlz, T
W TIRERIE D Do Te 2 & | KEIB A2 L2 & 0B RIK MEFES ~+
D72 & XCHEHT THAIO X LR 2B B0 Lo Tz 2 Ehvn, R
DN BT VA LELNR 5T, AFEITEN LA Ak L, XLAS
YIS A O= T U AZEHTH I LN TET,

XLAS A ZPEIZIBN T, XCI BAEREICABEICHET IR+ THDH Z &M
G270 570, Boxld XLAS THEDIEINNRBIM AT 7 AEBE L1712
. XCI fiEHT#5E FIINER D skewed & random D 2 L LT TiH7e <, 0~100%D
HoHE DR A S E L THWDLIRETH D EEZZEBMNT 21T - T3,
XCLITBHEREI B2 RET N LR+ THDL Z EBRHLENNI 2o T2, —
J. B R L SRR ORI BB R S o o 72, BLEID B IBE 8 & XCI
. BHEREICR A RIFTIRT L L TobNL TV, B L BHERE D]
Wi, 1FE A EDFTATIIZEIZB W THEZ B O 2o Tc, WS DO 3lL Z
h%ﬁ%fék 2. HRLEMBIRTF DA EEZHELE LT, ABFETIE
XLAS RN 2 wfm%ﬂﬁw@mkbfmkﬁﬁﬁ@éﬁ Eﬁﬁk@
%ﬁl%ﬂ%z%htokmwx\éﬁﬁﬁ%fi@mf%%%f@k®ﬁﬁ
ITRHMEE E I AN TR otz DL, 20 XCl OFERIZ, XLAS
%%@%%%%&ﬁféw<0#®l%@#o’ﬁb55&%%%%5

XLAS /NEZPEIC BT, B A & XCL T2 & ARIIE DA B 72 ML IK
FTh-oT, EHEHE§0>%§f“waAﬁ>ﬁib\ X ERIBARICHEIICE D Z &R
INTWVWDHZ D, EAROFIEFRITE 1T 2 EERRE 7 Th 5 etk
N D, BEATHEERAROBIESE & OMBIL, UaiciE STy, =

AUTARFZEDOFEF AL L T, — T, XCI & B AR OISIEFHn & OFER
2ol b HESINTEY . 2T OSSR E TR -7, Faxa Nz
NWHMBEZH G TE DI, AARDOE L [EITON LIRS AT L& HWT



HARDIEMIRIEFRMERETH I ENTE I &, RIER CTHEIEMMNT %
TR D X Yok 2 [FE LE DOEIA ZHixHE TR T 2 N TE 2 LK
LLTEZLN, 5, BRI E XCLITZM T & b BRI R L 5 2 72
ST, TORBRITITE A EO/NR LIRS RERRE 2 2 ST IE RO 2 2
DEZFRNP R Z & HEHFNCIEH R AN O Cr-eGFR RO —E M 72
W ENBETH -T2, A%, XCL & XLAS OFBACHEBEZ RH L2 &
5. HIT XCIARFHl DT EA~ XCLEAT M T TN —fH & 72D 9 5,
ARFFEDIRIAR & LT, 0@\ n A & REAR OB 2 5 L7250 K
FERFE & Lhl 42 & ARBFZRIIERIE S D 7o 7= 2 &L IR E RIS
BA3 258 i, MRAFRED XCIAENTHE R 2 HAERFO E L & [F%E L RE L2 Z
& IRICTR &2 ORFZE TIRR I Tl 7Ze < RMS I A ER &2 AV C XCI b 247
ST ENDIT LT,

(&5

XLAS ZPEICBWT, Wl XIEERNENZ & & A OB ERE MRV &
EITHEEICHE L, £, BE LU X IEERIIE T &6, /NNEHo
EAHROFBIEICEBICHBE L7z, 2 OFERIZ XLAS 20 B 2 O E#E12
ENEFHEIOIUEL 700 2 D AREMEDN B D, XCI 2% X Yo (R g R B DR B
BN D E 2N DD EERR—HTHoTz,



