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1. Alport 83

Alport FFTL {84 A¥F /14 ¢ yEH
AgozA AA FAA ANAEF PP 9A 22 &
A Aol ¥y Ach of AL AM Uy Ja
@ @29 of 1-2%9 WNEE Axsd, YKoz
T ARG Y, FAANAY 3 R o HEe B
Aoz g}

AFEA 71N B4 uwigTE dss 9o
ol A@o] ALTA 7MY F8 T HE, 53] A
IV¥ collagen®] Agol 7|Ustalals Ae Azt
A AFAen, oy 7Hde 19908z B2 §4
3 71ge) dde] Pygol AU A IVY col-
lagen2 3702] ¢ chain®] 4% JYAF2E o=
BAZA dA @1-6747 6718] @ chaino] YA
ATk Alport F¥F8 dREL AAsE 94y ¢4
A Alport FEFETE X g4 X o5
chain€ encoding3h= #HAHCOLLA5) AH] 7]
Qata, A7 FEH8A A4 #4 Alport FEFE 2
¥ G 9xsE 03 L& a4 chain S8R
(COL4A3 EX COL4A4) EAWel7t 1 f1%le)t),
A7t %A 4 $44 Alport 2FEFT pug
COL4A5 #F32 Wl Edd¥ol= o 300%0] Rus

°f A: ¢ N E 1032 EAd¥elr} By
otk FAZ EAMoly 90% HEE H EQWoo)
Ak A¥E 8 av)e de A, F8, 23 2 9
A dE 59 gdze Yshin olalg Edole
G JHivich BB 39 295 gl COL-
4A5 FAA AR HA nF Bxch FgAm
94 HH4 Alport 3F77 98€ COL4A3 E:
COL4A4 FH2 EQWel= o3 @A @t} a6
chaind& encoding3tt COI4A6 S3HAFe] EdMo]
GEOE Alport ¥ Lo fEdtE BHuE gixw
X G4 el Mz ol wn e COI4A5S
COL5A6 fr3ate] 5-2dR Zo] AAW ZHo
Aed Alport FFEH vty JPSF S0 Fuy
of wEgch W Alport FEZHE g8 AEA
ZiMuke] MubAQl wiuts Bl A2 F4 @
Yx(familial benign hematuria, thin GBM disease)
B4F ARE COL4A3 B¢ COL4A4 §4A 84
Hol9 o] % H ¢4 (heterozygous) Feide] uha A
Ak o2 el stEeMe o] ¥ fAxe A
B(linkage)ol A& gich

ol#l§ Al IVY collagen a3-5 chain® #AYL
Alport F¥I2 M2E Ay gz 45D
et F A 7| AHee] YagHow EASE o
€ chain ¥ dlg 7h8 WAYPA R QA
At Agg & ¢ Qum, Ei HRorg 9y
7IAgols A4 0E @3, 4 chain® EA#HA @
i o5 chain®t At wY g 1y vy
FHEoA Hrbs Aol BrbsstAY 9de @
Aol o] A olet MY Helow o]8y
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2. MY 288
(Nephrogenic diabetes insipidus, NDI)

NDI= distal nephron®] vasopressin®] 3%fo]w
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8o BA4E Holt HHEA “vasopressin(ADH)
&g 2¥F” £E “diabetes insipidus renalis”
Fog2%x BYUd Vasopressindl Ul AL
# Adoly} DDAVP %99 vhg-g Z3tn A
Moz e g A%F o thng zddch
Vasopressin®] ol 28 AT AR
Wel A Exg AANAE AX dojued 2 ME
M4 & vasopressin®] VAR M XEo] FExsE
vasopressin V2 8t Agste Aolxm, whA%
YL F¥ F=22 aquaporin 27} B4 o] HY
Axete] A= +EE& AFFIE Aol
oiiEe] NDI= 9 g422 §H3n, o X
Ao EA3HE arginine vasopressin V2 48
AE encodingdts FAHAAMAVPRZ) AP 71%
o ey AR BAeMe 49 94 Fd ¢
4% Holed o wdl: 128 FMH] Eq3E
aquaporin 2 FAHAQPZ) EHWel7t f€lot,
A7 A AVPR2 #32 §ddeols 804F o,
a3 AQP2 #AA &d¥els ¢ 20%0] By
o Ax fg detll e 7F ol4de] AVPRZ 3
2 EQEol7t djliso] it
3. 71%N mels iy
(Familial hypophosphatemic rickets, HYP)
o] AP AFNAe A 44n 22 AF A
ik FRYE EQoR i vy 4 34 AW
o224, BAde el D AYY FRY(VDRR)L
2 4EiAT H2os W F& AEHY A F
FHoz Byt
< positional cloning 714-& o|43l9 & FH
Ao dg {AHA, £ PEX(Phosphate regulating
gene with homologies to Endopeptidase on ch-
romosome X) FAHAE HAsAt 2 o} F
PEX fAAelA wtEolzy PEX ©¥e] H#§
44 9 HYPE dodle #Hd7Ae ¢4 A
ol dA7A HYPSF d#€ PEX f3x 94
ol o 100F0] BuEo] glorn Fuldfax 3Fo
H1Eo]

4. Dent ¥

AZNE &3 Ageldh AZANe JPF £8 9
2 APEnFolr, Bk o 46%E MEFEHE 1A
T Ak dEA gl F34 ALGERFTH AvE
ARN e AAAHez 2uxe] gt 1 F dEH

b A

Q) Aeze Ao BitE Dent™, ulFolH B3
g WY g4 EA, ojgelotdiM RuE vy o
A A FRY AT 4N Bug EA 9l
g AERE Py B2 NE o Ak Aol
ARG g FARE YAdE BAsd, HS2 olE 4
¥ FEFE B2 FHYH 2, & CLCN5 /3
A Edelel AdEo] Uge]l deiA BY A9
thE FHYYe] El=ct o] g FB A4S
A& AEAY @¥x( f2-microglobinuria), &
x%, AN, NFA, AU FFRE, ARE Fol
ot CLCN5 ##AE X 948 &80 vol-
tage-gated chloride channel?) CLC-5& enco-
ding 3t Utk #@ARA Rn® CLCN5S #3#
Ed¥oles MMAAHoR 204%F ol4elr] $g et
AME 259 EdWol7t #Uslo} gl
6. D|EB]=2i0l MEHE
(Mitochondrial cytopathy)

e Engol Ml ¥ E(mitochondrial cytopathy)
& nE2xgoliigl oxidative phosphorylation 7|
B Ao 7w o AR A WAL YA
£ 24 Qi nEZSEol HIyFolga e
Y A nEEseol o] FFA & BE
24 9 A7l dBd Y Tl HEY & U2
2g MEZ=gor MRgFold: 818 AN,
nEZcdol MEWZ diE A Ay WEE
A SAY @& 1uge] o gk s EF A
2 29 Mxy #Hel, & de Toni~Debré-Fanconi
F¥T £ 954 JART AFeln, agdE
A} Bartter %, U Mx@ - 2HEA 4G Bl
Aem, AFTA AEEFE =8A 2uso Yok ¢H
olg%F Mu@ 7|5Hds F8 viEEsge DNA
(mtDNA)Y] oF F&d dase] e, Al
AHFL F mtDNA ¥ tRNALeu(UUR) HAx
W 3243 HA9] A to G B Qo] & ojn] B
¢eiz MELAS 333 d3td gddlold 7ug
o, ol AR AMTA WHEe F4o4d BHAY AL
T4 AEge A8& Mol AFFFoz dHy
steroidol #hg&A @n whgARdoz AYPPot
BFael @b 32 2 steroid-HE4 G
& Fudth 83 o8 8= gHAA4 IHE
TurEa 1EFEAY vlEEseel MEHZY =39
A fA¢ 87 e Alport FFwd #HEE 8
#7\% gk $2 deeldE MELAS §d¥ols)
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