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2 PASAR) B2 BRe HHY AR
oM BR +Fe ¥AE 79 L A2 AUy
2 A=Y AL 5ol BHY T8 AT 93,
Al & A7 AE A=t SYHD 1 BSl ¢8
99 AY A BE 434 B Au7t WA
det dgEnh FH4 APBE A9E ohioy A
WA we FAY AP ILA Yol B
o ged 2 F 3 A8 Wsel Yohuag vk

1. Alport Z&3

Alport 3T A4 A9F /M2 &£ dBHy
AgozA HA A4 AAEF P A9A 2 F
A3A wglo] Wi )k o] F@FL AA =) AR
# gAY ¥ 1-2%9 ¥WEE A, %Vb”ﬂ°?-
T A9 NG, B4R Y 93 2 o HHEg |
Aoz Fct

ARPA Z1AEte] &EAH mqFR Wste YFo
o] o] ALTA ZIAY%Y Fa FAH AE, 53 A
IVE collagen®] ZAF] 7Qstelets RAe A3}
A #HFERen, ot JHde 19908 dlE B {3
A 71y el wee Yol FAHAUT A IVE col-
lagene 3708 @ chaino]l 4F YATZE ojF+=
BR2ZA @A 21-674X 67018 @ chaineo| H3¥A
Atk Alport ¥ RES AAse g 4
34 Alport FFTE X gHA YAsE ab
chaing encoding3dls FHZHCOL4AS) AFel 71
A, 97 FGNA 94 FA Alport TFFLE 2
W G X e3 5L @4 chain FIAA
(COIL4A3 T COL4A4) E39oel7l o1 9l
dA7AA v 94 FHdA Alport ¥4 BAE
COL4AS A W Eddels & 3005 21uF

g

o] Ax £ YN E 1059 EQWol7t B
At FAx F9E0)9] 90% A=E A EA¥o|
|t ‘2 € & a7y BE AY, FF, = 2 ¢
A A 59 YyHzE Jehid, ol QW]
gL JHAnit £58t1 3w H47t glol COL-
4A5 FAA AFe] AA 1P EEIY FIAA
44 44 Alport 237 48E COL4A3 Ex
COI4A4 HAHA Eddols o3 @A ¥4ttt o6
chaing encoding3le= COIL4A6 FAAY] EdWo]
9E02 Alport F¥To] FiEdE Eie gXw
X G944 JelX ME olF B3 dE COLIASSH
COL5A6 #AAe 5-ddR Zeo] AXIT A&
Rew Alport FFT vy JI2FFo]l by
o] @@}t A Alport SFTIe 2 ATA
71Agte] APAQ viyErt EAJA EY 4 ¥
%(familial benign hematuria, thin GBM disease)
FAF d¥E COI4A3 5L COL4A4 A= &9
Wolel o] 34 A (heterozygous) “FEide] B3 A
A UelA] dfie] stEeAe o] ¥ fAHxSG A
F(linkage)e] A3 gich

ol2|gk A IVE collagen «3-5 chain®] AL
Alport %79 N2E gy Addxz &&3n
Atk & AAFA AT AR oE EAEtE o
E chain ©¥el oig 71y BIYFAAE AAE
Agste] A 8 £ Jn, 533 gf{A 9 9y
Z1Autele JAHeR o3, 4 chaine EA3R &
i a5 chain? EAsEZE IF YA 1y HY
YyBdn g Arks AAzel E7HssAY f9d #
ool A opel FAYA ] Hlox o8
T 3tk

2. AN 285
(Nephrogenic diabetes insipidus, NDI)

NDIE distal nephron®] vasopressin® 3olx
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zhgo] BAAE Bole A¥ZA “vasopressin(ADH)
A&y 9B F” Ex “diabetes insipidus renalis”
Zo02% BHUTL Vasopressino] W3 BFAHLS F
B 33 A9dolyt DDAVP %o ugg Rtz A
Aoz ¥ 2 AFE FES dxE 2YUnt
Vasopressing] #olx 282 AT JIAE
oA ERg 434S AA dojved 2 As
#AL vasopressino] 7Z|1XE MEule EAse
vasopressin V2 F&A¢ Agss RAojx, w9
#AHe 8 $£29 aquaporin 27} 43S AR
AXgo] A49so] F#E& AFFE= Aotk
i R2E9 NDIE ¥4 d4ez fAsy, o X
Yol ZEAst= arginine vasopressin V2 £4
AE encoding3te FAAVPR2) A¥e 7|4
o} zeid 9B gRelNe 4g9aH 24 Fd %
A& Holedl o welt 12¢ dAAd] EAsE
aquaporin 2 #HXHAQP2) EQWel7t @glelth
#AY7NA AVPR2 #3A EQHols 809F <,
283 AQP2 $#AA 4wl ¢ 20%°] HiH
o] 3 ¢ vl 7F 149 AVPRZ #3
A gawolzt s it
3. 71BN FolM e
(Familial hypophosphatemic rickets, HYP)
o] Age AAoM Qi A a2 AY A
AN TFHe ERoz FHe why $4 KA 2@
o2, FAde vey D AYY FEH(VDRR)L
2 dAAT A2 Y Fe IS4 AYA F
Fyoz Bt
2 positional cloning 71H& °|&3d £ A%
oAe] A% HAA, ¥ PEX(Phosphate regulating
gene with homologies to Endopeptidase on ch-
romosome X) FAAE WA, Tt opF
PEX ®AANA T0Eo|XE PEX 999 3&%
A4 2 HYPE YoylE ¥HVde ¥8x A
&t @A712 HYPS d4#¥ PEX &34 €49
ol ¢ 100%0] BaHel glow, FUdAE 3F°]
Basel gk

4. Dent ¥

AN £ Agelth AFA 7 &3 4
& FBExFoln, gz o 45%E JHEHE TR
I otz gaA Ak HA4 AZenF 9498
ARHe AAAHeR nuHo gk 1 F YR

RAoge JZoA E1¥ Dent, UlFoA B
g A4 AFA, ojdejolollM HiE WY @
J4F 729, H2 4N rad 7EG 4
B AREAE @in & ME ok HE Hole
ARG o9 FAE QAAE BHEH, AS olE 4
o] FEF ¥A FHYH AY, & CLCN5 #A
A EQRols d@so] glgol d8jA dY AP
og FdYYol AJAANUTL o] ARe FH Y4
A& ABZZF S¥%( B 2-microglobinuria), &
2, AN, AAY, AQL FIRE, ARA Fol
tt. CLCN5 #Axes X d4Ad 439 vol
tage-gated chloride channel?l CLC-5& enco-
ding 33 vt VA7AA Bud CLCN5 3%
Eddols AAAZLE 2094F olgolr £ v
AMxE 2%¢ EQWol7} gl o] ik

6. DIE2=20} MEHS
(Mitochondrial cytopathy)

ox i 2

PN

mE&@=glol M¥¥ZF(mitochondrial cytopathy)
& ulEZcgollle oxidative phosphorylation 7]
5 Aol 71U o] AP A AAF JAPS
% 4 HE nEZcol HITYFolH/T FHIUL
U A2 neZsd ol ouyzx FFe) &I} BE
z3 R Aol A9 4G T LI F U
ng vEZ=gol AXYPFolgls SojE AHEE,
nEaceel AEYF Avd A WP W=
EA SAT e 28] glo} Atk R EE A
2 29 Ax® Fo, & de Toni-Debré-Fanconi
ZF3F Z2 9E4 AAnB AFoln, adtdE &
A} Bartter 23, A4 Axd - 2EA4 49 S0l
o, AT AYFLE =EA HaHo itk ¥9
o3 Axd 75RNE F= vEE=gel DNA
(mtDNA)e| tiF A& Q@] glow, AFA
AYze 25 mtDNA % tRNALeuw(UUR) #4z
W 3243 $1X19] A to G A EQWEe|, F o7 F
¢ajx MELAS F%33 Qg ddeld 7%
o} olu FAHE AATA WHe IZAA A A
T AFY 27L& Holn AFFFoE WA
steroidell ®hgdtx] gm AR Aoz ZYPr)
3o FAE AEH XL steroid-FEA B
£ Fukgo 53 9% gAE UL 33 E
Suksln JHEYAY nEZcdol AXwFe EF9
2A #28& 37) #Eol Alport IFTFH A4S 2
371 #ch $7 yeldlM= MELAS Ed9olst
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Qe AT AWF] B JAFelN nusel gtk Eo) g# FEE olE AW M2 A, A, A

Y LR ohz WPte) RS A F

a4 = Ay QAo AT YolME WS $8Y

Atk Aol o] #of GEY F8Ael UL, o

$H4 N8 Y4HoE EH ABE otk @ TRE FAPel o Fob ATY F8HL de
Tt olg ARelM FPHE B FA%Y ¥d 2on SA
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