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LTW53, AFEHEOLEFETH, 2D
X RIEFDBN ORERDH Y . TREFT
RUTER B R ER AR (L (FSGS) &, X
P XD LHEFEEER (MPGN) ThoTz,
L1k GMS \ZRF I 72T RS B g 572
W2, EBOEBENRSLETH D,

8% - T8
SHEREZ EERET 5, 270 —VERE
(Zxt LCiE, SEmblEEE2RA DR, 1A
BRICEHMETBRAICERT A Z L
W, GMS OEIEDTFHRARERF (1-2 T
C) Tli. BHIICERIZES, AT rA K
IBEMNMTON DD, —EMICRIGZED T
b, WEICBHEENENTIHENZ N,
BARERHIEMER 7 o —Yizxt LT, K
BT RITHON TN S,

BABRIEZITORVWWITIZ, FERRT
HD, AFEOD 2 FEFNZ BV CTBEBHED £
S 10U EETCEGFLTWBHINS S
(Nakazato H, 2002), MEREZENT % Efid 5
BRZiE, BE LT L AR EE 2 EhE4
%7z BEMEEIZSHL (APD) BAEHTH 5,
— FARIE RO IRE | 2SR E IR E B T,
ANETCEHEELIRENLDIH L H D
(Shihara T, 2003), CTAMNAZEHTS
FITIX, BEMOEMEENPVLELRD,

e

R GMS Tid, AEMRFERTFENR
FELETRV, FBEAOER (BB
w.OFA RS OISR, moh TR
A%

X7 ua—F « BRE LR - HIER & 23k
FTRERERSE LT, TRROERNBEETH
S

O F&Y«fE (TORCH: toxoplasmosis,
rubella, cytomegalovirus herpes
simplex) DFEIZONTIX, RELTE
ARETH D,

@ e RMFESHTR 2 congenital disorders

of glycosylation (CDG)

CDG & IXBESHTERE 7 n E A DRIBIZ X B %
BHOBMTH D, £ILFHEFHALICE
S, HEEE(type L ID ICHEEIN TV 5,
PEHRFICL V/NEE, 7 —8, ik
IERNEZAZ R LTS
(Sinha MD 2009), MESHEF ILFEEZEW D
FERD 1% % 5025 & 0vi, Bk TIEEN
EHOBEU EORESER &, CDG (2D
WTIE, RIS FREREERE 4
— P OEBIERNPAFAINLTVS
(http://www. mch. pref. osaka. jp/sub_abo
ut/news/hp_news_cdg. html),

@ Pierson JEfERE (OMIM608049)
ERMERT7a—Fizmz T, IRER (VNE
L. BNEE, HEREHBE) 26 0F 2 Dk
BThHsb, HEEZ7I=Ths LANB2E
EFERNBFERTH D, Pierson JEMFERET
INBEIERCHRGEEE ST &0
H Y | Galloway-Mowat SEMERE & DR 2 H
55 (Dietrich A, 2008), Dietrich A i,
BRI D Galloway-Mowat SE{REER L OYEBK
FEERD 18 BloT LAMB2 EIZFRE &
BLEEN, BRI o7, LN -T
Pierson SEfEREIX. Galloway-Mowat JE{EEE
X, RERREFDBER DR O&HEICET 5%
BLEZOND,

@ X =2 F U 7 (mitochondriopathy)

I haRFUITDINARI har FUTEH
Z a2 — N4 5k% DNA (GRERaEZNIZ & 5 DNA)
DEFEZX. I Pary NI THEREND,
FRER (TADA) R, FSGS &3k L.,
Fary RUTHEEBHRIN TS, I b=
> KU 7 DNA @ tRNA leu (UUR, R=A or G)
Bt rAd v rE2XTF NCEBET5
tRNA] @ A3243G Z5 8% FSGS WA & k771X
R TH 5 (OMIM 590050) , Fxifr

I b NY TERRED CoQl0 1 A — N
DEEFE % 23— N3 5% DNA, 72 B C0Q2
(OMIM 609825). & BV L PDSS (Prenyl
(decaprenyl) diphosphate synthetase
subunit 2 ; OMIM 610564) B FEE TH.
HRERIEEELAE & TAMATERZET S Z

E MR- TE -, Galloway-Mowat JE{EEE
L. RIMEERRCE T VNERIE) D35 T
HHZ LN, T har R THELERT
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x5,
® Fof HTAPARE (LT o)
12 & B EEIM R A EE (Fanconi JEERE)
OENRH B, 7 —FIZEAHZ LTk
. FF|OP I X BEEILAHETH
%o

ERR

AIEDRRIC, ARBERE (7 v —8, &
4) LR - BER (TADA,
EBFEERN) KA L LEEBEEE
BT DEREETIE, BEFIME~ OREIC
DWTHEEMZR/ZZZ L, BED
a3 > &< < BEBIRIGK - BEE
DIV BN L TH D,

TRk 22 4B 79> & ANIE T B4 5 EREFHAIEN
Mg sh, 2EREICL 22 MELE(R)
DOFEEGEE1, HI)NETHTHS, Zh
HORBEREZFEHAL T, —pFlTHEL<
DIEFI O BB W 2 EBR L, [BEOREAL
FHEAREITE TV I ENEETH D,

BORERAETEACAE L, /DR - BN E BIZE
EOREEROBEZEDITHFRETH S,
ASEBERE DR R X, Bk BRI E L E
DIREEFMR &R, BREE - RIEICE
T Lrritircil., E%mﬁr&@%
ENB XY common R HEITHERREE (FA
5%A.1A)®%%@%%&%%«@
HLWEZHL, IHIEANEDERES
@ﬁiﬁ\ﬁﬁﬁa&L%fﬁﬁﬁwg
WV, TADA . FEEERNR RN DO e
HfE L 2Em EICbEFE L. L ERE
FEOHEEICERRT S Z LR/ I NS,

HEF

AFEDEEREIL K 22 FEEAFBHE
HE MR BTLARE ¥ [Galloway-Mowat fiE
[EREZ T B YEIERR D 72 D D EREFH 7 (H22
-EEE-—%-027) ] ICXViThivE LT,
RS CTE O NI RBF R, EEFSH
B ERRET —Z RXR— R TAR I
TV ET

(http://mhlw-grants. niph. go. jp/inde
x.html), FAEIZ ZHATEW - fEER DHEY
EEMIZEHE L ET £,
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Galloway-Mowat syndrome

» Microcephaly (epilepsy, mental retardation)
» Glomerulosclerosis (nephrotic syndrome)

neuron
| e

) Sht dlaphragm
podocytes %M

,4/ —

m { ! capillary

\ Common mechanism

K2 Galloway-Mowat FE{ZEE D REKEF
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3 Galloway-Mowat JEMEEEOHESDIEN Y L ZWEELEDOKRA > b

R BERECTERBEESITORSI A EHRMEERSEDOLR

B R LIoET I

A <1% 1~10 & ~20 &

mﬁiﬁﬂ ~10 ~20 >50 ?
HH EEDOGM) EHOGM

common disease

(SELERER R

! (mmm————————————— R i D

1 ; |, | I {
Ny ! | INGESE | E Thbh 2 |
| (MERESY) || (EREsL) | | ERERRE |
i i : """""""""""""" | { B :
I i | 1 ""'"""""""""""‘"'.: : * :
| $on—tEEE | | | soo—tmem | | OKkDS |
| CERIELRD ¢ R 1 0 BAR 3
_______________________ | (ERITEE)

| M T — - |
| EAmAH : Lo :
| EERRRE b (HLL SRS TR
|

|

COBRERZEIDHI-
KEBEOBRMEHERE

1 oERD L (BKED) B0 720nWH b WIRind 5wiE% [1EAME lissencephaly]
LED, BIEITEREENENEEZONTE LA, ITFED MRI OFEWRTOFEZEIZLY
BHZREE LTV, BREITMREEZEERB BT 2MERMEoOEERE EEZX 6., #
BEROEGHERND 6 SOFEAIIHBEIN TS, I E TO M EMREFED TEEHE T
VRI B ZMESRNAZ L, MEEREEORENERICHEE SN THARY, BHEFEFRET
1. IMEE 2N, AR, BEHEHAE. BTEFRZOBHREKA LT, S TERFEERE
L8 LWEBEES E BRI EOERZ BIE LT 5,

*2 /NEERERCTE H R ASERIE DEFNE, OMEFEHOMESEHA ST, BIZTANARHE
MEBRGTEBE LD SN, (KED) MEFEROEEMB/NHESNATND, HiE
RTIXZ DX I RENTET HEIEF DO EL IR L, BRE - THROERBZH LN
T 5,

*3 CKD; chronic kidney disease: BMEENER EHEREMREZE (eGFR<60mL/43/1. 73m%)
VEARYFTIRE  KEBRHAAKET IS, SHAMICTHRESED N TWND,
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3% 1 Galloway-Mowat JEEREDOZHIERE (R)

FEWKR 2 IBEBE@mAFE-TI5E. Galloway-Mowat JEIREEZET 5. BEMEEEZFED

NUEBICEICRERUEEEEIRLTHS. EREALEERIEDNS,

EER

@ HRBAEER GEAETANA BHERFREER. NIEE)
BEG|TIT/NERE (BEEMER - FETEICLEL, - 2 SD LLENSL) 235,
CT-MRI T, K ((MEREZET) L/MUEREZRDH S,

@ BEE GREREEILE)
REFITEIHERHLY ., RO0—EEERE (REB>0.1/kg/day) 2L, 1-2 TR
MBEARRICED, BHESBRAMETCR-N., REBAPHFE ABREE>2+, —BE
BFK 0.59/gCn) [CEEFDEE1HDH. BERTIIRRRKEBELEZTIT ENSL,

REFAER

FERICMATTEOEOLIZE. §HT 5,

1) 5E¥HFK
EEEMAERE RTEER/ME. KECTEOMWE., BEMEL. /NTHR. 5O, REF#)
mapzars (KL e, Bie4GE)

2) BER
FAER (MR BRRIET ., ARHRLRE)

3) BERAANNL=T
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155 #HAMR 7 O—UERE

Eis TR ICERT % % 70— CiEiRk

B — R

FUSHIC

DT ) LR O BB FRBICHEL, AT a4 FES
P+ 7 1 — CEEHE (steroid resistant nephrotic syndrome :
SRNS) DRKBETHRLICHS itk o7, HFHA b
AUy MEDELIEEEFEEZONTOE 7Y v
(NPHSI)® % F o~ (NPHS2) DERDZ OREHTH 2,
IS DOBIBFIIIFEIE SRNS OFIEICHE FH 4 PO
REAORECHEEREIEETHLILETRL, SRNS %
“podocytopathy” L £ 2 2 Hi 7 BB L IRBINT, *
7 0 —YIEGEHOBRRE I H - 2B Z0Z Tw 3,

ARETIE, ThE TS SN SRNS DEREREFIC2
WTHE T 5 L Lbic, BEbNMOLNITo T3 HAA
(E7 Y 7 N)FH D SRNS HEEBETFHZEICO LT L
N5,

SRNS OEFEEGEFOA—/IN\—E 21—

4B 7TV F=va yYEERICTOERRMERL
BV 70—XEF%Z, AFa4 FEFER 7 0 — Ui
#E(SRNS) L FE 5, /MR SRNS DG IL, M/NRIRIEE
b, BRI EIEARBRERE(LAE (focal segmental glomeruloscle-
rosis : FSGS), UWEAMA Y v ¥ 7 AHFHICTHIN S,
77> Th FSGS &, PERAR T/NEIHEARA2DERD 20 %
HOTWS,

1990 fEARERE 22 & BRM % b iITfT b L7 KR SRNS
DEBBEFREOHKR, SRNS %t Z THEBBE T
Re EHSPICHE->TWS (B, R®)Y, NEHICHIET 2
SRNS i —#icHE Rtk LT, RHRETERE~

Molecular basis of hereditary nephrotic syndromes

U R RSB AP R BRI N RRES T C & L FE
i !

2V R R S R AU

B R

DETHROCEFEHOBRFBEZ R I LR TH S,
WHREERS BRSO SRNS REBEFFEENA : a—F§
5 H) & LTIk, NPHSI (nephrin), NPHS2 (podocin),
LAMB2 (laminin 82), PLCEI (phospholipase C epsilon—1) %%
RETH 2, MDD 1 LT SRNS 80 HIDOEEMBITIC L 5
&, NPHSI, NPHS2, WTI, LAMB2 DZEBRMERD 2/3 %*
HOBZEPREINTVE(ZNEFN23%, 37%, 4%,
3%)7,

ZAuxt U R aFEEREZ R T SRNS BETFiE, —
R B AFRIE TR ITEIT T 2 BRI Z 2L, FSGS Of
wE e 2T 5, HERZENE SRNS EEF & LT3,
ACTN4 (@ actinin—4), CD2AP (CD2-associated protein),
TRPCG6 (transient receptor potential channel 6 ; TRPC6),
MYH9 (myosin heavy chain 9), IFN-2(inverted formin 2) %34
%, FREEOBETORDIC, AN SRNS & B AMER
DEHEMES bOWH Y, LMXIB(LMXIB, BHKEKE
Wa AP, wrl(WT1, IREEEHBROTLER) HH SN
Tw3,

K+ 7 0 — ¥ ORBEZFEDL, b igak
BEZRRT 2 AY v FOBEDHERICh»H S L v 8
HEH O 1), AV vy FMNEZERT2EH, FFYA L
BEEBRT2EA, XRFYA roEEE2EER, %
HiEH 2 IRRBEEROKE - BRICHE T2 L8
monTws, ERIGEEER 7 v —iEFEFICESR L 7
Heig, BERRK, BRE, A0HE, REFRESEICL
TEA 21T (R 2), REBEEFOREFRETZEOA
%267, BRSECTFROFHICERTH %,

l $HE{RD SRNS BIEF

1. NPHSI R7YY
AERB DN CRAE DBERILRZ M) Z L4535 3)
AT RRMEF 7 v —RIEREE, JCRICKLT74 7



YRR S BORBETERT 5 L6, 74 ¥ TVF

fth 1 %

CD2AP  SH2 ith

SH3 SH3SH3 ()
00 R
1*—Rac
CON-WASP
ap ' 1 Arp2/3
[ T G =—am) § CC— o C— HOCT—> p
Laminin 2 TIFBAER

1 RBEROBELR7O0—EBIGF
A, REREOFRIHE © MERKMERE ZEEEGBM), RRELRMERRYC MO 3IERLDBRIN,
MEEBEBE U THEET 2, NENRIRERYBIEE S D, R KU MIMIGNS5—R - ZRERE DK
L., &5ICI&KERIL R4 (foot process) & D, T B RY 4 b DRBEEAE WCHEA L TEIHRRIRE
EREEEET S, £ 2R 25~50 nm DREKICR ) v MEEIEEN SRRl REERE Z A
L, mMAmsHs0iRaEEs L TE<,
B 7O—PERITEENT : R7YVIE 820%E/O7U V(g EF—705K2EE/ AT Y
Z—N—T 72— CBTREEDFTHZ, AHVWESINADERENSMUS NiwEl6 DD Ig EF—7
AEWCESL, BEEEOAY v~ (20~50 nm) EEEL TWS, RRIYVFRERETRIZYVHEASH
22w NEESOHEBERNICEWT, FY7Y—EACT I FUREEAREOEREZRL, X7YVOM
MIEEREBORERBISETMT %, CD2AP BX 7YY ERALT, MIREEYCTF Y F U HIEERADER
ERENTELNC, TY RY A =Y RICEET 3, TRPCB IFR KT MIRIRT S TRP F v RILT, B
ETREATH 2, FPIFZV 413, FPUFVEREAT BREROMERETTV/FURORELICBNTNS,
BADRIEEEEIZ, 15— CollVa 3,45 £E53=> 11(a5, B2, r)HSEEN S,
RRY A N EREEEE AU <&KL TH D, BELRW, RRY 1 NEOMEESEH 2 W&, REY
A M ELTETIEEEORE IR RY A MEEDS | ZESICKZH, —EMREEEE0 D LBEEINT, RIK
FEOSEEL, NAEMD FSGS REZEU %,
C. 27UV ERYy NEEAESE X7V OMEEREEICIE, * 7Y yoFOs v EEDQY VR
HEA, src family kinase Fyn B"8E T %, U VE{bInicx 7 U VHIEERFREICIE Nek T T —hEE
TFOFUEIEEFEY ZI— T B, TOER, FUFUBKOBEBENMEES N, X7 U VELHNERRE
ICEEICBAZSREZ EICLD, XYy MNEDIEEE#IFT 5. CD2AP FRRYYENLT, X7 Y VER
CEWTELRESRELRL, *7UYDRERTOBERERICES T, RRYVIE, X7V EXTY
VICHEERT 29 F8 (Fyn, CD2AP RE)MHERLSETELSCBBERHT %,

VIS c b 52 TR,

915

) B 7 F

RIGEKEER 70 —CIEBRBE LTINS, 74 v 7 FES%
F 57 u—LREMBREEX, Alport FEMEHRE & WA THRY &<
D SEBEBEBTHERBMTON T ELFEERREBERETSH
2, 1998 FEIC 7 4 v 7 v FERIGRMER 7 0 — CREBERF OB
HIE{ET NPHSI SREE Eitz, NPHSI 33— F$5%7
UyidEsa 7Y sREEE LD 1241 T I/ Bh 6L
ZEENSTFT, RFYA FPEORAY v FEBGEL T 5%E
2ET2 (@ 1D)Y, 7Y ViE, VWb 3 EBEEEDY A X
NYTORSERB L BT EEIONDS, £, 27

LENMLTEFYA b7 7 F o MlaggeH@EL, R F
Y4 FOREPHERBEICEE TSI Lo TL
%,

7 vERIZILRK SRNS DA THRL, AHZ2EDT
CTATHOROHoTwS, +7 Y vy EREFQHMEST
iF, HERHZCIIEE»SEEOF 7 -—EZET S,
BIZ74 V7V FADRT7 Y VERD 70~80 %% 5 5,
truncation D F 7 ) Y EREICREEMETR T I L%
VW, 74 v 7y FTitigoi g7 Y ¥ trunca-



