1162072} EEPREB/RTH 2010 SERY - 65% - ) AHTS
B EEETRF (FES) BT R

hepatocyte nuclear factor 1 hcmeobox B 1712

{(HNF18B)

voltage gatec K channet Kvi.1 (KCNAT) 12p13
familial hypomagnesemia witn Mg®* cranrel, paracelfn-1 (CLON16) 3q27
hypercalciuria and nephrccalcirosis
familial hycomagnesemia with caludin-19 (CLDN19) 1p34.2
hypercalciuria and nephrccalcirosis
with ccular manifestaiton
hypomagnesemia with secondary long transient receptor potential channel 9g22
hypocaicemia (TRPMS)
isolated recessive hypomagnesemia  epidermal grewth factor (EGF) 4g25
with normocalciuria
EAST (epilepsy, ataxia, K channel Kird.1 (KCNJ10) 1922-23
sensorineural deafness and
tubulopathy)
BMEE7ZILRRAFOETY

BRakLH amiloride-sensitive Na channel (SCNN71A)
(loss of function)
a subunit (SCNN1B) 12p13.1-ter

HREH RN

B or y subunit (SCNN1G)

mineralocorticoid receptor (NR3C2)

BEE7VERTFOE LR (Gordon IEIRE)

BRI
18

&

serine-threonine kinase WNK{
(gain of function)

serine-threonine kinase WNK4
{loss of function)

V2 receptor (AVPAZ)
aquaporin-2 (AQP2)

nephrogenic syndrome of inappropriate antidiuresis
V2 receptor (AVPR2) (gain of function)

I POV RYTERE

mitochondria genome

16q12.2-13.11
4q31.1

12p13
17p11
Xq28

12q13

Xq28
mitochondria

(K ERE]
DAF R
ERYSVERELE

TPTFZURAFURDIL BT A

cystinosin (CTNS)

alanine : glycxytate aminotransferase

(AGXT)

adenine chosghoribosyltransferase (APAT)

17p13
2¢37.3

16G24.2-qgter

—+ {APRT) X3&iE
Fabry % «-galactosidase A (GLA) Xg22
Wilson #% P-type ATPase E B$Etgk 2 > /17 (ATP7B) 13qi4
[ o0&/ FEERE]
nephronophthisis (NPH)
NPH1 (juvenite) neghrocystin-1 (NPHP1) 2a13
NPH2 (infantite) nephrocystin-2, inversin (NPHP2) 9031
NPH3 (acolescent) nechrocystin-3 (NPHP3} 3g22
NPH4 (juvenile) reghroeystin-4, nephroretinin {NPHP4) 1p36




N

?
(2010.4) O 117(2073)
& EEEET (BS) BinTE
NPH5 (juvenile or adolescent) nephrocystin-5 (NPHP5} (IQCB1T) 3g21.1

NPH& (Jouber: syndrome)
NPH7 (juvenile)

NPH8 (juvenile)

NPHS (juvenile ang infantile)

nephrocystin-6 (NPHP8) (CEP290)
nephrocystin-7 (NPHP7) (GLIS2)
nephrocystin-8 (NPHP8) (RPGRIP1L)
nephrocystin-9 (NPHPY) (NEKS8)

autosomal dorinant medullary cystic kidney disease

MCKD1
MCKD2

familial juverile hyperuricemic

nephropathy (FJHN)

glomerulocystic kidney disease
(GCKD)

Lowe fEfRE¥

nail-patelia FEEEf

Z2EEY
BE&EHFLHE (ARPK)
BipEaE®EE (ADPK)

von Hippel-Lindau #%

tuberous sclerosis complex (TSC)

TSCH
TSC?2
Drash fE{&EE, Wilms [EiE

coloboma, renal anomalies and
renal cloboma sydnrome (VUR)

VUR

Kallmann syndrome

Townes~Brocks syndrome
branchio-oto-reral (BOR)
syndrome
facio-oculo-aoust'c-renal
syndrome, Dcnnai-Barrow
syndrome

hyooparathyreicism, deafness and
renal dysplasia (HDR) syndrome

mecullary cystic kicney disease 1 (MCKD1)

Tamm-Horsfall protein, uromcdulin
(UMOD)

Tamm-Horsfall protein, uromcdulin
(UMOD)

Tamm-Hersfall protein, uromedulin
(UMOD)

oculocerebrorenal syndrome-1 (OCRL-1)

LIM homeobox transcription factor 1, beta
(LMX1B)

polyductin / fibrocystin (PKHDT)
polycystin-1 (PKD1)
polycystin-2 (PKD2)

VHL & #° A i%5E1EF (VHL)

hamartin (TSC1)

tuberin (TSC2)

Wilms tumor 1 (WT7)
Wilms tumor 2 (WT2)
Wilms tumor 3 (WT3)
paired box gene 2 (PAX2)

roundabout, axon guidance receptor,
homologue 2 (ROBO2)

Kallman syndrome 1 sequence (KAL-1)
Kallman syndrome 2 sequence (KAL-2)
zinc finger transcriptior. facter (SALLYT)
eye absent homalog 1 {EYAT)

megalin {LRP2)

GATA-bircing family of transcription ‘actor
(GATA3)

autosomal recessive renal tubular dysgenesis

Mucxie~Wells syncrcme

angiotensinogen (AGT)

renin (REN;

angiotensin converting enzyme (ACE)
angiotensin [l receptor type 1 (AGTR1)
angiotensin [l receptor type 2 (AGTR2)
celd auteinflammatory syndrore 1 (CIAST)

12g21.32-21.33
16p

169

17g11

121
16p12

16p12
16p12

Xq25-26
9q34

6p12-21.1
16p13.3
4q13-23
3p25

9q34
16p13
11p13
11p15.5
16q
10g24-25

3p12.3

Xp22.3
8p12
16q12.1
8q13.3

2q23.3-31.1

10p14-pter

1q42
1932
1723
3024
Xp22
1944
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A EDFY 2010 BEZEY - 65% - ) ARTF

I, EROEREELE Y VR BEROI R4 Y P2 ER
TWLHE, FO—20E20a v R=-32 v FOBEFREPRED
B E 2L, BEETVFRAFOETRL TR, SEVREERT ¥
F=Y R EAZNICHNUT L.

IOz, BENRYE - BEREREREOERNBETOBAFES
SN, EEONEEHOHABRFET > TEL. L Lids, 8K
SO TIZEBOBEKRSEZLTLOHHAL ENE ., ¥ 37 588
BEO@BAZE, o370 LoOMAEER, AFEEL Y, 33832
WD EEREDRGIIEEY 52 T AH I KIS,

KT, BERERIIRERIIBLTELVESROAOAZ Y
v 7 A DWTEHHRT S,

BEFEERIRR & OHEE

1. X%GEMEKE Alport SERFEDIBS

AL, VEIa5 -4 ob % 02— F§ 2851 COLAS DRF
ICEET RN TH S, & Alport HBHELT 0K 8 #A X Re{ufit
THAH. COLAS BIZTIZEKT, 51 ® exon L VK ENEG. Zh
T TIC 440 BEU LOREETOERPHRE SN TS, BETFE
YWOIBFIZMAHEFERICELTB Y, MR FENOHIETRA (hot
spot) d#HE I N TV,

175 K Z KD 681 Bl AHE R EH OBRFRE O & BRKE
e DRED, KELOSHESNL., EROBHELOADL L, K
BXR A SSEE I missense 28, splice-site B8, ¥ 72 H <
7 BER (nonsense ZR % &), large deletion, small deletion Z#&
FTHLRETIZFNFITY 375 &, 290 K, 240 &, 225 K., 260
TH Y, HEFMIZY missense BRDOEFEORKMEAREIEER
HEDENoT. TN, missense EROFRE L TELLERY
a5 —4r ob BIOBERZEETIRNLO0, ZP0OERIILS
ERENHaS -7 o5 $E Db 5 o8 BEPHEEL, ZOREN
BFIET2000HARERNTOAHERELEEING, EROME
2N oDERIIBITAAMPARBREO N — FHLE2R2 IR

P A EH At LT = e M - - . 1o
T.OR5D, BREWA 5 BIGEWEIAIETE (ThbLHY

— 247 —
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K2 X RERE Alport FEREIZE T2 EROBECRER
TLREICET D missense BEE EDNH— FiE

EEOCBE missense R & O/NHF— Kk
truncating mutation 3.33

large deletion 8.33
small deletion 3.61

splice site muzation 3.02

N7 DEGICERPMET L) BFIZ 3 HISEVWE I AIIERE
e H§THEHLD BREFLDEERIREV LWL e Lo
7. WA, WY 2287 O LRI nonsense BEDDH S &, BROK
RELTELDZ S Yy @IHEHICEC Y V87 L), 20BN
EAEEDN, BEINSTOILFFOEREIEE SIS,

AN BCTIE, R BT, PSR, BRIROK AR, Ry
Rt FZE, perimacular fleck (ERHICHOEHEME L S ICHET
57:CSADNAN) ZEDORRELEHT L. KEFFMIZ small
deletion, large deletion, splice site &3, & 237 3Rl e BEM
DB, missense EROBED 4 ~ 20 R EHHBEL BELPT
Vo 7, REIEASREFERE RIS, ERIMA 5 HIsEwe
ZAHIATT BRI 3 IRV E ZAITENB AT AF XY
LREREHHEROBEENE V. 8617, Har¥MIC small deletion,
large deletion, splice site 8, & /37 L LA EROEEIL,
missense KEDEH D 2 ~ 4 FIRFENEH LT, /2, KM
FAEFHE TR T R & A, BRBMAT 5 Il ez
ZICHTABED IWEVCE AR HTAERELIY D
BRI BLR D A, WAL A T 2 B H O KB A SEF 2P
¥ 24 THBHD, BRAR v BHORIB R SR ERILE
¥3BETHA.

LERR7ZE 1, REIIBVTIZEGE P ER E EHE &
DENRCHEARD S 5 720, BIEHRIIBW TREOBEE RS
BRI HPIITHI S, BOTEHETHL., BERCHEMN A
MIZAHATBEN A TH DN, PHRECISEE PRS0

BETRERDTHE D

|

— 248 —
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ZFF 2070 BEEEERZE 6% A
2. PFZUERARYRINWNETI LR T 25—t (APRT) RIEBED
Be

APRT !Z purine salvage enzyme T, 772V & 5-RARY K Y
ni-¥oay /&d“) TFZYy 5-—-Y vk 5-AMP) &£¥uo rER
ZIED H9. IZBWTIET 7= o8 5-AMP IZ&{LET, F4
FrAFIF—FILLYBRILENTEFIHNKRED 8- Ko ¥
TFZ L AIEALL, TOBRKED 2,8-YeFaF T T
(2, 8-DHA) #A4 &N 5. 2, 8-DHAs 2D TRIZIAEETH S
7ol REEERENEMEICRET A EIZLY, RERA &R
BALE Y| SRTEROALEEEICIZELETHD. REODEIE
R A I HEE S 7s A R AR LR R o &0 o &GN T &R I ER
APRT ol &k 5. AEFFYIZBESH, *HF 4525 —
PHEETHLTOITY) /= VOHREIZINDTTF=s25H 8- ko
¥VT7FZ v, 8517 2, 8-DHA ~"OZE{LZMO T I EITLD
2, 8~-DHA D#FIHKEH &, HREEZOERE THT LI &
TEL, A2 AKBIZBRTAZLET) M ELECELEYDOEM
AEOT LY, BEEDOFHIAMNTHS.

APRT #{z¥ (APRT) X529 exon HHAER 26kb O
{ ZDBIZFT, 16p243 I[HIETEEET AH. KIEE in vivo BX
¥ in vitro DR HFIZE T APRT &S0 D typel &, in vivo T
IIEEEAS0 Th H A% in vitro TREFEEEEZE T H type TIZHH S
N5, TypeIiHFLAEHEANIILPALNZ WY 4 7T, exon 5
@ missense 28 (Metl36Thr) 29RADEKRTH 5.

T AERRLETSEI -0y NEED type l EEORIZFER
LEERME L A B LR, BRSOV 363 T, IR
FOHEMEA S ZRHEE T TRIERZE L Ty, BED 325 Y% I8
B TAASN. 15% OBFEHIEREE 4, BERXH
Bz ZI Tz, BEO 87% 12 APRT OREVED LN,
Intron 4 @ splice conor site IZT2HEASNLEE (IVS4~+2nsT) #4°
BEOK A0% 1230 b, AEROSE, frame shift 274 LTH#
I FyAERSIR, 80 MOT I /AL bLARY ¥ /3712, 108
%“ﬂﬁéhtTi/%#b&%&yﬂ7#%&éﬂé.ﬁmwﬁﬁ

sy
S 4
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kOB 121{(2077)

T2, EROEHEERGEOEIZH G AREEE IR SN - 7.
Tl 7T ATIHMERLFEIRD 098 % 25 IVS4 +2insT B2 H
TAHIELHOME R o7, NIERFREHBE & Z 0% OBHMEIZ L
D, KME R EORIELFHTAILIMERTH S, BEIRELD
B3N s, MEMERICHLE, DRI EEIRTH - TH,
AIEDUREN L EZ THETLAZ LWL ETHA.

A7 NERER 7 O- VIEEHOREEREEFO SRS

27 a4 NS A 70— CEREIZEEET, 2704 F2rx
Bk, YO RARY U EOREMRIEOMHICL Y ERLIG LN
WIS, BERLESCLTERRBKTZRL, KB REL L
H I ENLTE v, BIRHERRR I AR B SR BRI FEALRE & RS
EBL (R1). FEERESER 3 2 JI U T 2G5 %
KA 70— VREBEHELIFY, 201 EACTHIENETHSL (F1).
K UIORTERES 70— IERED 5V id&EEERRBRAEALE
OIFEAEFAS, T TIZEHM T s hTwab.

EHRIFDNICRIET 2 A 70— YEREOIZEALIZ, A704
FEHRBEA 7O - CEBETHE. RRKTRAEOH 2/3 1
podocyte 2 3§ 3L 3 % nephrin gene ( NPHSI), podocin gene
(NPHS2), Wilms tumor gene 1 (WTI), laminin 82 gene (LAMB2)
D AFOBEFREIL o THEDLNATW S, —%, a-actinin-4
gene (ACTN4) % CD2-associated protein gene (CD2AP) HE%
THHHEIL, BRTHENZEITWEINTVLY. L LEHNS,
RRREIZRLZ Y, BAPEICBVWTIINS 0 4 HEOERETREOH
iz, NERENZOL) REORREE 2o Twb I EAHES
NhH. TNFTIZHISN TR pococyte IZTRBT L5 0 /30D
BIZTFRESAEOERE 4 BT L5, BEAHESNLTHAI.

27 0 EOMREO S

70 VR REASNEIC S S RIEEEET, BEMEET RO
BRI R, REBEASIIESL., REBASOBEERIZLY,

FLA D RORBE TS YA (10 BRI, BRI AT o



122 (2078) EEREETE 200 BEFEY - 65% - 9 TS

YIBOIRNIGHEIhL, F09h, HHENEE 7O VBOHENRD
v, A7 a NI REHASREORNO 5 ~10% ko
5.

FHAEMA 7O VBB L4~ 6 REPH S, SKELEL, R
® Na BEFLEW2oll, LIFUIEE Na [ERHKE 2T 5. RS
~NOEGF 5 ¥ OHERIZEINT 545, RERDOKTIZLEEK
DIBIZF NI REBTHILIEINTH D, L7z, REREEEE
DREEN LR VDI, MREEFETLEI &G0, Lzt T, K
BORICTRELIEREINDLE LR INTH L. BHHIIIEREEE
FELTWBZ LS., REBEREREFRIEY 13 e 3hs.
BEREMD, ABHT Y F-2 2, BR, &EHAMR, TRO%E, K
EEELEYET L. BORESIBEIIEFHEANTH L. 72151,
B r o - THEMBIRARINE 25, 7, KUHAEIIRE
LERBOERHET S, BAERTIIHEORML, MizgEE, KA
EOWRE B, RAEEREEREOBRENALASL. BREKTHETIE
RERAMAL GBS 5. MRAMEFE LT, NPHPZ2 2 k<
NPHP1 #*%» NPHP9 ¥ TO 8 HHOBEFHRESN T2 (X
1). TNOOBEFEWTH S nephrocystin-1 ~ 9 IR E ML
DFPEAIZZE T A primary cilium & FRAATHINL E S LS T 5
EALIZARAE L, RAMVEHRRNOBEZEZ H L, IREE RO B
¥o7-®2 <. Nephrocystin-1~ 6 ISHEO XL H—Th b
connecting cilium IZbFET A0, FhoDRFEIIHERERELE
LEMoRERE RS, LZEBECA 7O VBIIRAEREEARICE
3 % primary cilium OEERFIZLLZEETHLzD, ThHD
B2 U T cliopathy &FEA.

BHY A 70 BB ASREERD 18 MR wRLES
M H T, NPHP] Z7:1% NPHP3 OBFHENTH 5. BEEERS
R ST RSB RS 7 YIS,

IR A 70 V2 5 R TREE AL BET 2 FREARSE
L2 L AR THSE. BRIZEMERET 5, BWEARITR TR
M O RIDIRILR AR TH 5 4%, IRMFEBKIEOBE 2 & 0%

IZH I, T O THILA BTN S LR R S
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F*3 xT70O0EIETABEHNER

FRZEEND % {Cogan syncrome)
EIEEF LT {Senior-Loken syndrome)
ERIkRE (Joubert syndrome)
BB T & (Joubert syndrome)
apiE
HEEB= (Joubert syndrome)
NEREDFRAEI L B/BKREE (Joubert syndrome)
BTRERKTS
iR
AR
FHxse k., FREMERE (Boichis syndrome)
Bi%
BEFOMEEIAZEL (coro-renal syndrome)
EREAL (Jeune syndrome)
BIE
BRERAS
DOt
PR
W&

nah. KNOKKNM{RTIE NPHP2 Th 5. NPHP2 Hpihd 5% »
N 71X nephrocystin-2 % 7213 inversin & WM:EI 5. inversin (TG IR
OHEE - BBOELAXRET DY 37 TH A, AfEHEMRICE
W inversin d nephrocystin-1 & MK AEE TdHh 5 microtubule
EIHEAE L, MIBRBAEREOHEEZMES. 72, inversin WHEMRK
HEM R oM R T e A B0, MIRRE, BIZH AT A, Inversin 13
oM EYE (PCP) 2ivE L, BRABRIIBSTRASEIE
WIMMET 7D R THBHY. RO primary cilium &
PCP signaling & OHIZIZBEBROBBRBH A EVH LN TV ST,
270 SEEERD 10~ 20% (ZH, A K, F, e o
YERERET S (R3). 270 VR0 2~ 4412 NPHP1 ©
WEPEKNTH LY., 0% {1d NPHPI @ gene celetion Th 5.
<%, NPHP2 D i) ﬂ%%7m>%twﬁﬁb%héﬂ
AR R B ot DAREL Bk i o Tag iy Loz, BLELD,
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124 (2080} ERE'TTFF 2000 BEES - 65% - 0 BETE

RIEDVRONLEHETKYMBEAEDOREDN S RO I
NPHP2 %, 5i&LLETI2 NPHPI 2847429, Zh5HO®IETIC
HEHRALONL NG EIIEEMEIT). NPHPI & NPHP2 DA®
NPHP &I ZRE LT A HEMR 720, Bl TIE NPHPI
& NPHP2 U DBEIZFHENT 21T BRIV, 72770, @ EL
AR AN BBETIZ NPHPS %, PMREHVPASNLBETIX
NPHP6 & NPHPS8 % {4 5 EHKISE V.,

1) Bekheirnia M R. et al: Genotype-phenotype correlation in X-linked Alport
syndrome. ] Am Soc Nephrol 21 (4): 876-883, 2010.

2) Tan R, et al: Alport retinopathy results from “severe” COL4A3 mutations
and predicts early renal failure. Clin J] Am Soc Nephrol 5 (1): 34-38, 2010.

3) Bollee G, ct al: Phenotype and genotype characterization of adenine phos-
phoribosyltransferase deficiency. ] Am Soc Nephrol 21 (3): 679688, 2010.

4) Ilinke B G, ct al: Nephrotic syndrome in the first year of life: two thirds of
cases are caused by mutations in 4 genes (NPHSI, NPHS2, WT1, and
LAMB2). Pediatrics 119: e907-919, 2007.

3) Benoit G, et al: Analysis of recessive CD2AP and ACTN4 mutations in
steroid-resistant nephrotic syndrome. Pediatr Nephrol 25 (6); 445-451,
2010.

6) Bagherie-Lachidan M, et al: What drives cyst formation in PXD ? ] Am
Soc Nephrol 21 (2): 199-208, 2010.

7) Ross A ], et al: Disruption of Bardet-Biedl syndrome ciliary proteins per-
turbs planar ccll polarity in vertebrates. Nat Genet 37 (6): 1135-1140, 2005.

8) Hildebrandt F, et al: Nephronophthisis—associated ciliopathies. J Am Soc
Nephrol 18 (8): 1855-1871, 2007.

9) Hildebrandt F, et al: Nephronophthisis: Disease mechanisms of a ciliopathy.
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1R | BREEOFlE

YR B R A

RMERBOFMEED ) LRERREREICD
WThh )T CERT 5,

AT AV BRI AR BE D BF M

1. RPEFFEQ, B RER7I/B
DEIGE

EMRME THERIL, REShsIns0Y
Hix, EMREE CTOBRRIEER ARG THR
BENLZEOLEICL Y RPPEREHLEMT
b .

1) RPEFFER, BE

gi-Izuy7o7Y yarrm& f,-3I7 0
Fu7Y sB,m)BECHEE NS, R
a1 m & f,-m ODIEEEZZNEH 5~30mg/
L, 320ug/L LT THb, BRF a1 m*f,m
O LR IGEMNRMEREE L 3 7-TRE, A,
BYPFER ETALND, 72721, B, m TBRM
RCHBEBINLL TV,

WALR A EREE L PIE FE A KFIZ I blush
border enzyme T& % N-acetyl- ff - glucosamin-
idase (NAG) DR R BEN T 5. K NAG
OREE[ISU/LUTTH S,

2) RYE

RAPIEEMEIR 05g/day BL T B, i
RANEBEEEE, FHEERTENT 5,

Renal function test

key words : EfLRHME, BEURME, REE

RRAFAFEEZRAER/NEESBE/NE R
A+E B

3) R73I/8

7B ETY, ZVTF= V() @iE
L7287 IVBROERBELILEL, FHICESE
DHEEZRITE 5,

2. 7 b U LHE#EE (fractional excretion

of sodium : FEna)

REAETHEBEINZF P TANa) DI B,
EORENRPICHEE SN2 BHE (%) T
ALz DTHD, REAETEAING Na i
IALRME T 60~70% BRI END, 7 VLT F
=N TI AL b DEARDETR
UEALAEORERLEN L), AR, KEE
HREROEMVREEREZFMTL2DOIZHNS
5. FENa (%) OTEEMEITHAER - RHAERKE
BT 2%UT, /MR- BATIE 1%UT(E7
£ 0.6+0.5%) TH %,

FEna (%) = Una X Per % 100/ (Pna X Ucr)

72721, Una: R Na #8F, Pca: & Na
B, Por: HUIE or B, Ucr @ R¥ cr iBHE

3. HCOs;™ &tk

1) REODESE

HCO, (EREBA 4 )iz c KA EARD
85% VL L ASEALIRAIE T, D A% Henle 4REF I
THBRIR SN S, MHBESEMEICR S LRI
ErRLOEARZ T XTRMETHRNT A
EHNTET, Rb~HEltshb, ToL&Eom
o HCO, B ENETOBRINBEHETH 5.

HCO;” DB W E o E#EMEIZRA T

B Vol.33 No.2 2010 91
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24~26 mEq/L T, /HMETIEEA LD DK,
HCO," #B# LT, M HCO, BE* ILH
HLVWEEERIESH-LEDORDD
HCO; DRt FE, BEZHE LI EIZX
h, FEARAE O HCO,” BWRINEE % 53
5o

2) H&

7 Wk 1) & LT HCO,™ 2~3 mEq/kg/day %
EW(EY 1g 1X 12mEq @ HCO;  # &)1
T 2~3 BRE#S L, M+ HCO; #ME%L IEHL
L7-3RE T T E R B BEME (fractional excretion
of bicarbonate : FEHCO, ™) % §li 3 %,

M & RERMmEFD 1 @R T L) D HCOy™
Lo ZREL, BToX25 HCO;, PRl %
BT %,

FEHCO,™ (%) =
UHCO;™ % Per x 100/ (PHCO;™ % Ucr)

7:75 L, UHCO,~ : R HCO, #REE, PHCO,"
. M0 HCO, iRfE, Por . Ml cr B, Ucr:
FRP cr IREE

R @ HCO; M A X H & i il
TELRWVWOT,

(DNatzelson 7 A5 HT#EEIZ TR CO, content
(mmHg) %, pH A—% —I2 TR pH %, HE)AE
ILESWEBICTRY Na, 77 LK IBE
(WFHd mmol/L)ZZFNFhfllEL, EERX

IR pH= (633 -0.5/Na+K) + logHCO, ™/
(CO, content = HCO4™)

2 HERY HCO, EXETE T 5%,

@R Pco, 2 M H A FHFEBICT, RpH %
pH A —%—i2C, JR¥ Na, K(\ ¥ Db mmol/
L) BB EEICTHIZEL,

FR HCO; ™ (mmol/L) =
0.03 % R PCOg % 10R pH- (633 - 0.5/ R Na+X)

»HRP HCO,  BEXEIET 5,

M, RIEFIEICEZRIChZ2VwE 9L,
ERPICHIET B, 2B, BH Na, KiRE % #l
ELTW2RWEAIZIE Natzelson 7 A G E

IZTHR CO, content (mmHg) % WE L,

F& HCO;™ (mmol/L) = CO, content
—1.2 mmol/L

HHRP HCO; BEAHEET 5,

3) HE

EREHIERAIER, 55 VvIidEMERNE
#7 ¥ F—3¥ A(dRTA) Tk 5% LT TH %,
5%LLEiZ HCO; OB RINEE 2 BWRL, €0
EXBERIIEFRNEEORENERTH
b, EMERMEMLT ¥ F— ¥ X (pRTA) T
10~15% 2L L, HCO, " BRIVEE % £ dRTA
Tk 5~10%ThH %,

4. RBET FIPBEBRIUER (Trc)

1) BREDER

B BE R % Fanconi EREHOBEIICHV LN
%o HCO;™ LTAIHE, ARAETREBINLTFY
LA RAE S SRLICERINE N 548, M
e MR D B EIC R B LERK
HMECOBRIGEEBZ 5720, RPIZTFY
BRSNS, BAREICRAESBRIL
3BHBKRT FERE, RME T FyRERIX
#% & (maximal tubular reabsorption, of glucose :
Tme) £ FER, 7 F 70N RAE TOHBIL
BEx ADREETH S, P 7 FOEIREZ
500 mg/dL PA_EIC ER &4, HARFEICHEEA S
NBEEDORP~OHHB LT TRAERR
PEBERO OGNS,

Tmc (mg/min) =Ps X GFR—UcV

72721, Us: R 7 F 7 #EiRE (mg/dl),
P : A7 F 7 8ERE (mg/dL), V' 1 THDR
& (mL)

2) Hik

SRERBASA 1 BPMIATIC K% 500mL ARAE L, 1
BRRIE (PRI, $RIRT H. 50% 7 N7 40 mL
% 10mL/min OFEETHEL, HVT50%7
FeofE 200ml, AFEAEEK 70mL ORER%E
6 mL/min OEE THET 5.

20 53 EAUEER 7 7 — 7 WITTHER L,
20mL OAEFAEEKICT 2 EIZEHERE, 20mL
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DR EERRICANTERERICT S, 20
Wegl® 0 &5, 156 DHIZHRI, 30 5%,
BRUREZ EHCHET 5, i, ReoT
FogEs or OBERME L, GFR(Cer TAT)
ZEHEL, LHROKIIHTIID T #5HET
bo COHREER 2RIETLT, 28D YT S
Y ADFHER KD B,

3) HE

Tme O He{H 13 B ¥ 375+ 80 mg/min/1.73
m?, F 303 %55 mg/min/1.73 m?* TH 5,

Tre DETIXEESEIR, Fanconi SEREHE % &
THALND, 2P, RMED T Py EERIG
EOETCTLEMEREET 5,

BWRBRT oMb 7 Ky EREIL 500~700
mg/dL I ERLTWAZ &, 7 Ry EORME
B 1 B (P < GFR) A% JR Ml & B % 4N & (Te)
15D EICh > TWE I EBUETH S,

5. RPREBHE, REIVFSCX, R
BOIVUPSOR/OLVLTFZOUTS
84

REOERWTCONERELHET IHRET, &
B, BYIRREEMAE, Fanconi FEMREEL &0 fHE
FEEo: L XTI

1) RepREBEHHE

HHEfHIL 0.52£0.10 mg/kg/hr T, EHL T

ABEIAFELERTH S,

2) RE7 Y75 X(CUA)

IEHEIX 94+ 1.6 mL/min C,

CUA = R+ JREE{E (mg/dL) x FR & (mL/min)
/i PR E (mg/dL)

WTEE T 5,

EREEME TH D CUA PMEEOBHEITIEHE
HHE TR S RBRIIETH %o

3) REEOVTS R/ OVFPFZOUTF

5 A (CUA/Cer)

AR IE B LA 1013 CUA/Cer #A 5 Z &
XY, RERES SR S R REEO % AR
RIZHEE S MR A I LA TE D, 24 B
ERZIT .

CUA/Cer{(%) = CUA % 100/Ccr

CTEME SN, IEEEIE 4~14%ThH 5, PR
T B35 PRER R © CUA/Cer KT LT 5
B a3 EFEMEPRI AR T B B R BRINE, T LC
WRIT IS EREE I & 2 RBEEYEE T RIS R
BMETH 5.

BREBNEORREZHELHICTLHILE2HB

2, MEERE LTERZITHOIRHEBREZDL
& ORMA S CUA/Cer RFMHE L, 49%LT %
PRET 2L, 10% 0L & AR, 50~9.9%
ZREBINCHETE S,

6. REEY -BRNELDS PTH &
1) RBEY - BIRIRE (% TRP)
FELTENVRAE BT S) Y (P)OER
W % e U TR IR & )V £ > (parathyroid
hormone : PTH) O W B E O EEEHET 5
FHETH 5,

%TRP= (1-Cp/Ccr) X100
= (1 —Ser X Up/Sp X Ucr) X 100

722U, Cp:POZUTIFVA, Ca: 7 V7T
F=r2Y T A, Scr fiiE cr, Up: Ke
P, Sp: MijF P, Ucr: KR cr

EFE#IZ 60~90% T, 60% LT TILEIH KR
BREETOHE, 90% Ll L CIRBIFRIGMEE T 2 &
SRR

2) MEFEIFREARIVE - E(PTH &)

¥ PTH &E 2 EEMES L UEBEH TR
MRS RETOEE T, PTH (KfE X fF R B L UHi R
HRIFRBREBETE TALON S,

PTH i3 84 A S5 X7 F KRNV E VT,
Mo ans EIFE BT TRBS T, I
D7 I Ay PREBKESZ 5D 5 intact
PTH, N-fragment, C-fragment, #HH&® M-
fragment) & %2 o TR FE § 5, intact PTH &

H 7 WIKBLZFMT 2RO BVWIETH 5,

BEHEAETIE GFR 28 30% L Tk A &l
 PTH BENSLAL, P OEM, REETO
Yy 3 Y DIEHLDOET A4 ) PTH O4-#
HEHIZEATDL, BYEBEARETIIEE PTH
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D RENLERT A,

7. REERKXY - BRINEEE (Twer/GFR)
PTH & cyclic AMP % 4 L CRAZIRHNIE 12/E
AL P OBBIE RS EIICHHYT 5, P AR
WIZBEB A5 2 5RVE Y (RERIVE Y, R
BARNVEY SEEIANFaL R ) DRENR
WEAIZIE Tar/GFR iE—EDEEZR L, B
RIRBEBE DI L 2%, T2b D, Tue/GFR i
CHUTTRARKCTEESNZTRTHP
PERINE N, FIZZ NP E TR P A5
MENE50REERTMEPMHETH S,
Tup/GFR (&R ) ~ HHRILEK (%TRP)
5 Bijvoet D/ EF 5L EHVTERD LD, H
Lz TRPxIiF P EICCEIE s h, 3iZm
HP BB 5, BHEMEIX 2.3~4.3 T, Bl
FURBBREETETLER, BRI LEE
TET$ %,

EMRME, REEHRIEOFE

1. REEMAEEE

FEEN FOBERERE 2T, 251
DTy F=VAPALNE L EIZR pH X 5.5
UTe%bd, LizdtoT, BERENXEERZE
DEADZVITER 2 BESZICRBET >
F—VAHFHONDE XIZ, RpH D55 UT
WC2ORWEBEITIIRES 4 v H) Bt E
259 o

1) EE7 Ty LAaTHE

REET ¥ F— Y AOBRESBVEEORM
RRMEET vV F— Y AOMEZHICHYO
5o

BT EHBRERE T TR 2+ DICBISE S, B
EXHOBMIZHEILT v E=7 4 01g
(75mmoL)/kg RE = +HEBDKGE L HIZA
AR, WIRERT, PIARTS: 1 BRI &1 6 B
WCh7oTHRRT S, pH % pH A —% —I{C
THIET %o RN (BRI W) IZRARE T, 2,
3, 4, SEMREIIT). MBEBFAXEET 5,
B 2~3 B ZICBIEIZRRE 25,
EENRTIEME pH 2% 735 LFICETT

o

% PR pH iE 5.5 BUF (FLE Tid 5.0 LT ITK
T %, BEFLRVWHEITIROBIEILEED
HbHEARED, KRpH 276.0~55 L TERT T
BPEITE, OBROWENAEY, OREFRFR
R, QRBEAPR+5THETEEND 5,
A > HCO, B RBRET ),

BATIEEL7 > Eoy a0 bYic70k
S F40mg L7V FOavF Y Y 1 mgEAR
HME~D Na Bl EEB L UEMBTO Na B
WEHEPLL, o« EMBTOXEA L YW %
RE) AR E &2 FEdYTbNn b, ILHE Tik
R pH i& 53 L TIC 2 5%, BMuERMEET
V=V ADBETIZR pH X 53 UTIEH
R\,

2) WEF pU LETER

BUNRREEN®T7 > F— Y A0OBEBHTICH
wHhb,

B SO 2 A L CERAEM % A
L, H', K DR W ERET LRET, 4%
BRER T b Y7 A (NSO # % 5~10 mL/min 2
T 1 RHEBRARREAL, £TH2~3 BH
¥ CERRRT 5.

IEE TR pH 1 55 LLF, Re K BEiltds&
RO 2 L L 25, FWALETIIR pH
55 T2 b%v, #hUSNOKRE TR
pH X 55 T &k 5,

3) RPETBREORTE

1 Hd AW iE—ERMICHER SN2 RB DT
EREZWET 5. HEMEILR pH % 7.40 127
% 0.1 moL NaOH DEIZTRT. TRPA2 LR
ZS50mLFERLT7IATICARSE, 75 XK
WCAF—F—% AN, REFICEBELTB
pH BEZ X ¥ —F —Zfthiwv X 5 IRPI
WAL, IR pH #° 740 2% %5 T 0.1 moL
NaOH # %4 L2 T§ %,

1 HERED 1,500mL T, 50mL DR pH
% 7.40 127 % 0.1 moL NaOH O &A% 10mL &
5 &, MEEE =1,500 % 10/50 X 0.1=30 mmoL/
24hr ¢ 72 5,

BIL7 v oy AANREBREORPIEERO
EHEMEE, 218 43~1114Eg/min/1.73 m2, /MR
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33~71uEq/min/173 m*T& %,

4) RB7 o E-T7REDEE

R% 100~500 AR (F 213, BEHE 990
uL+ R 10ul) T 5, 2 bO—), 7VE=
7 REHERE (400 ug/dL) , HHREOEIZIT HBRE
HEL, ¥ MOREYIZEEBRA B%
mz & <EEL, EiRMICT 37T 20 FHmiE
LK%, 630nm OHEFHEEIZTTXTORKRE
OBGEERET 5o

R 7 v E =7 M (ug/dL) =400 (ug/
dL) x RERER X BEORAKE/7 V€
=T B OBGE

PORFT VESTIRERHET S,

BIL7 v 220 ABHRRBEORT7 V£~
TREOIEEHEIX, LR 42~794Eq/min/1.73
m?, /MR 46~100uEq/min/1.73 m>Tdh 5,

2. IRiB¥EsE, HIREE

1) k&R KBk (Fishberg RFEEAER, over-

night water deprivation test)

—ERMOKRBICE D TEARE» S OR
FIR AV E 7 (ADH) D5 w TR L, FRIEHRGE
kHhbH, RERMBOS E%ZTH 6 RRICEILL,
DgogikErZbds, REMCHERL, &M
OPERIZET B, FRI6, 7, SEICHRRL, €
NENDORE, RILED L VIIREELZHE
T5, 3EOKENI L 1 ETHIRILE 1.025
LLE, 3 A WIdREEE 800~850 mOsm/kgH,0
DETHNIRBRDIIEETH 5,

2) DDAVP BfiiER

LR TIIAGHRZT, DETIIEERDOF
SREOKSHIBRTIZ, SBNIIKEBETRAES
L3~ (DDAVP) 2 & 1BIC1 10 ug(=0.1mL),
ARICIE 20ug(=02ml) 2 4FHT 8 BFIC BT
o 1 BREIBICHER LTHET, 3, 4, 5%
CRERLUCRE, LE, RBEEZHET S (BK
DRBEFHIIEERG R 2~4 B, —&IC
AR TIRAHBRRARI D I BRAREEEIEME
&ir b, IEHMHIZ Fishberg MR L FEE ¥
5o

3) RFEIRHER (Fishberg FIRFRR)
KPBFNCEF I NHEIC, IREEELY
— B DIARICAT S hk 2 HREET
BLEEN A B, RERDIRER NI HAFRE
EFEBECLZ2EFTEELEVI EBE VI
W, RBHBRABRISIEER SISV,
BERMB O &L SREOBRE LTS, R
Y HIIRKREIERL, 700 mL/m?*ok% ik
b, PE, 1, 2, 3, 4BEEHEICERRL, 20
RE, WE, BEEZHZET %,
EETIRKALKIE 2~4 BEDAICEE
PERR S h, IRILEE 1.005 LT, REBETEIE 100
mOsm/kgH,0 BLTFIZ% %5, BRAZZKRDIERIC
4 BB LR BT 554A, RILE 1005 PLEFE
72X REZEIE 100 mOsm/kgH,0 UL EDFE T
BE. RAFFRHOET ¥ 5mE, XKNETrE,
BIE R EREET, FRBERET, FHhck
LRARNIEELZETH 5,

4) BEREVVFPS A HRAKIVTI R
Henle #REF, HARME CORBMEE RH
% ABRETH 5,

BEREZ V77 A (Cosm) & i, ML EE
BEENRECEELZHRT 5 7-0ICLELRRE
DZET, UTORIKTEET S,

Cosm = Uosm X V (mL/min) /Posm

72721, Uosm : JRZZEE, Posm . MAER %
E, VI15EHORE

Cosm O If % 1l 1% 7K FI R B¢ 12 13 3.85mL/
min, BHEHICIE 1.57 mL/min T %o

REWNV)ZS Cosm £ hdRKREWE E(V-
Cosm>0) RAKTRBFREIhALEZON, T
OREHBEAEFFY, CHO &%+, CH,O0®
EHEEIZAKFREEX 9.17 mL/min Th b, L7z
Mo T,

V=_Cosm + CH,0

Thbo

—H, REWV)ASCH,0 X h/hSwnk &2
FRiZ Cosm—V (= - CH,0) T& % H Bk # %
REhCTERINIZ LY, ZORNSH
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ek E ~CHOBEHAKBRINE E RT
(T°H,0 = Cosm —V = —CH,0) . T°CH,0 DR
WO EMEIX 1.11 mL/min T %,

- CH,0 BRIBHNOBETH Y, BHEEds
BT LERESETTAIILEMERDY, RE
BEZNEEREFEIESX, BEEZVT IV
AHDHEMT 5.

CH,0= V(1 -Uosm/Posm)

3. EMRWEICH TS Na BIRILEED FH{HE

R ARk # B L ADH OF Wi &2
L, £EAEUKRD Na, KOBRINOFEL %
CLARETOEE L CEMNRME (R BT
) TO Na OBRINE L F M3 5 HETH 5,
ARBTIRAOBIN L KEREKOBIEIZLD
N EEIHEML, Bh» 50 Na BRILE R
EELYBETT 5,

¥9, REBFIIART O 30 5 T 20 mL/kg DK
ERAT 5. RICEEPERLUREZHT, 045%
DERRAIEK (/2 BEOEBAEIENK) % 1,000
mL/hr/1.73 m* O HE T 2 Bl SEHET 5,
FIERTRICHERL, REZEE, Na, K, o,
RETMET 5, 61T, ML, MFREE,
Na, K, cr T %,

UTFToR» 5, @ fractional sodium delivery
to the distal nephron (FSDDN) &, (2 percentage
of distal tubular sodium reabsorption (PDSR) %
FET 5,

¥,

Cosm = Uosm X V/Posm
CH,0=V - Cosm
Cna=UnNa X V/Pna
Cxk=UkxV/Px

Cer (2 W)

727201, Cosm - B®BEREZ VT J ¥ X,
Uosm ! JREEE, V. JRE, Posm . MR E
JE, CHO: K71 T7J A, Chna:Na 27
75 YA, UNa: R¥ Na BB, Pna: MiF
Na #&E, CK: K Z79V7F VA, UL: R

K BREE, Px:@ MiF K i
ZEMEL, RIS,

FSDDN =CH,0 + Cna/Cer
PDSR = CH,0 x 100/ (CH,O + CNa)

KD B
IE# i3 FSDDN %% 11.1 % 3.5 mL/min/Cer,
PDSR 7% 86.7%5.0% TdH %,

4, BURBEICE T IEFRT 4 HRIHE
gHXBR . NI FOOQyM4 7Y VA
F58R (HCT test)

BRERCREMABICEEDOA SN S Gitel-

man JEMEHE & Bartter SEMREE & % LA BLIC
T LANRBRTH S, FRB—BREKEE
EL, 4 BEMROODL, 10ml/kg DKEEK
o 307 LIC 2 EPRL, REL Na, K,
Cl, cr 2IET 5 (F8E) . 2 EHORRE,
T I 1mg/kg{(BK 50mg) DA Furon
A THA FHCT) 2Nk 5, £0%, 30 7
ZEiZeHEERL, REE Na, K, Cl, cr 2l
ET %o BAKD 60, 240 5-1%IHRIML L Na, K, Cl,
cr #EET B, EREO Y o— VEERZE (FEQ)
W, #okiE 6 BIOBERD S bE D Cl Hhilt
BOZWHMED FEa LOEX BT 5 (4
FEc1) o HCT PIRR# (2% < @ Gitelman JEREED
AFEc i 2.3% L E8M+E 3, Bartter fEfEH T
i3 2.3%LL E¥mY %,

5. Transtubular potassium concentra-
tion gradient (TTKG)

AEEEZBEBLZ K ZEMVA 72 TIEE

AEHBRR SN, EBRICERPICHEREN S K
DREGE, TIVFAFa Y OERICTEE R
7UVIZT Na L ORB|ICE D BREES LB,
TTKG IZEMRME, BEEICBILIAT NV
aNFaL FEELTTVFRTTY)DIER
EALBRWIEETH 5,

TTKG = Uk x Posm/ (Pk X Uosm)

727201, Uk RH K BE, Pk : i K BE,
Posm : MM#EHREE, Uosm : [RIFETE
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TTKG D##fEIX 6.6+2.0.TTKG 29T L,
mPE7rFATFa MEXRERLTWEE, TH
F X 70 k3 5 REE ORI E RHE 2
LD K DWOERT)I RS ND, BEFEFTIC
# ) 7 AHEMEER (FE) QX #MIIH AR 85+
3.8%, FLI 14.6+5.0%, /NE 145+89%Tdh
5,

6. Repo 1 ERHEH

REMALDRED—o, BHIK{L RS T
HLRPT T VBEOPMEZREST B, EAURR
MEMT7 Y F—YATET T 5,

STVBII s VB T —EDERTE XY
O EEEE L BEERIC R S D, A TV UBEERIZ—
BNV U ERE 2 BAS, WEEY v TERBAE
B % (MDH) L LBt ¥ v Fu 4" > — ¥ (LDH) ®
RBTENZNY VTR LABL LD, Z0
LERDPOBRB-—aF U/ TIF7FF=vUX

7 V4 F(NADH) MBS hE, ZOHES
N5 NADH &N T VBOBICHHAT S S
LEFIELT, RV BRERRIET 5

B 0.2mL ¥ K 1.8mL, ## I (MDH,
LDH, NADH % EDiREAH) 1 mL %02 EF
L, FiR(20~25C)IicT 5 oMmEL, BE
340 nm DXEHROBNE E,x MET 5. KIZ,
B (citrate lyase) Z WMz, #iRZ T 5 5B
BEHBEE B2 MET 5. JE=E,~E, b 4
E4%8%ET 5. AE O 0.900 L ELOEAEIT
r L UBBESEEO D, REEEHRT 5,

R 7 v B (g/L) =0.4603 X AEXF
(FWRE)

WTEET 5,
K7 T BEOIEEHEIZ 512+250 mg/g - cr
B\ 54+ 10 mg/kg/day TH 5,
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