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SOANMRIIBEEIC KBNS /BR (Fanconi SE(REE)

ERKME: JRFVIE (SAVY—-LETOERXEE(C K DEEA)
FOYVME 18, SEEMERBEANMEE, Wilson f&, Lowe fEf&Ef, etc.

®XiE: XA, FER - EFPEICKDPE, 7S04 —-U R, etc.
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- MPERE~EE/RPEIE — REAEBRIES

REE COBRIEEDEREICOVWTE TRETERIEER, #AWVWS,
XIEERIRETIE., FEAEDP I /BT 9O5~09NRREDEETRT .

RP7P = JBSERE (wmol/g * Cr) x I Cr (mg/dL)
1- x 100 (%)
mer” = /BEE (umol/L) x100
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SEOEERICRERSNS 7S /BRAHOZEL :

(&P = % (AMA=D I PS=V+FOVUY)
IS IEFHSRNAERICE > TRILEIN3 =50,
FEEEFICIABFMNMETUTOREZEN LFET B,
PEET7 = (BCAA=NNUY+O1/YY+4VO1YY)
INSIFERFEK, TEUTBRHTIRILF—RE LTRSS 3L,

T ZIVERICEKDPVEZPUBOIOIC. TILYZIVEAD
N P BHHSRE UTOHEEBENET DER. MPEENETIT D,
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1PP S/ BEAD "EEE) DLE&

. Nelson Textbook of Pediatrics (14th ed.) #RISEIN R
(4L : mol/L) Birth ~ 30 d 1m ~ 16y 16y ~ Adult PR
FIZFYV 49 ~ 151 15 ~ 143 30 ~ 106 20 ~ 110
Dyy 114 ~ 269 68 ~ 266 83 ~ 238 60 ~ 245
EXFIYV 49 ~ 114 2 ~ 124 31 ~ 107 45 ~ 130
KUTRD7PY 17 ~ 71 24 ~ 79 20 ~ 95 20 ~ 88
ZILxX=y 22 ~ 88 66 ~ 187 36 ~ 145 20 ~ 150
yOoUY 74 ~ 216 22 ~ 192 27 ~ 168 20 ~ 190
PRANSXVEE 0O~ 17 5 ~ 59 0~ 24 1 ~ 40
ALAZY 114 ~ 335 73 ~ 160 79 ~ 193 45 ~ 200
vy 94 ~ 243 90 ~ 226 73 ~ 167 70 ~ 200
PRAINSFXY 20 ~ 58 28 ~ 246 14 ~ 104 20 ~ 75
TIVEY=VEE 0O~ 650 0 ~ 210 0O~ 88 20 ~ 150
TIHY=ZY 538 ~ 958 520 ~ 669 415 ~ 964 300 ~ 650
Zavy 107 ~ 177 67 ~ 238 102 ~ 336 60 ~ 340
gV 224 ~ 514 89 ~ 360 120 ~ 554 100 ~ 400
PS5V 236 ~ 410 142 ~ 484 210 ~ 661 100 ~ 550
AU 80 ~ 246 110 ~ 271 141 ~ 317 100 ~ 400
IAFY 70 ~ 167 0 ~ 106 16 ~ 167 9 ~ 50
XFAZY 9 ~ 4] 0O~ 90 6 ~ 40 8 ~ 50
1A4V01>Y 27 ~ 53 34 ~ 85 36 ~ 98 30 ~ 140
o1y 46 ~ 109 55 ~ 165 75 ~ 175 50 ~ 280
FOYYV 42 ~ 99 29 ~ 86 21 ~ 87 35 ~ 140
2xZIV7PS3ZY 42 ~ 110 22 ~ 98 37 ~ 88 30 ~ 110
YRILUY 8 ~ 28 1 ~ b5 12 ~ 55 20 ~ 40
ErROF>7OVY 20 ~ 70 0O~ 40 0 ~ 140
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e Commercial Laboratory I\ RR
IAINZ=FY 30 ~ 110 43 ~ 96 31 ~ 105 20 ~ 110
DIy 110 ~ 240 119 ~ 257 109 ~ 242 60 ~ 245
EXFIYV 59 ~ 92 68 ~ 97 59 ~ 092 45 ~ 130
KUOZFRD7Y 37 ~ 75 41 ~ 66 37 ~ 75 20 ~ 88
ZIL¥XZY 54 ~ 130 46 ~ 122 54 ~ 134 20 ~ 150
Yoy 40 ~ 93 3 ~ 70 40 ~ 93 20 ~ 190
P2AINSXVEE O~ 3 0O~ 3 O~ 2 1 ~ 40
ALAZY 67 ~ 190 89 ~ 205 67 ~ 189 45 ~ 200
AP 72 ~ 160 92 ~ 162 72 ~ 165 70 ~ 200
PRINSFY 45 ~ 97 41 ~ 77 45 ~ 97 20 ~ 75
TJIVY = VEE 12 ~ 63 11 ~ 44 13 ~ 63 20 ~ 150
TIVE=ZY 420 ~ 700 489 ~ 733 422 ~ 704 300 ~ 650
ZJavy 78 ~ 270 90 ~ 259 78 ~ 273 60 ~ 340
gUyYy 130 ~ 350 153 ~ 362 151 ~ 351 100 ~ 400
POV 210 ~ 520 240 ~ 510 209 ~ 523 100 ~ 550
JNU Y 150 ~ 310 158 ~ 288 148 ~ 307 100 ~ 400
JIAFY 29 ~ 49 37 ~ 56 29 ~ 49 9 ~ B0
XFAZY 19 ~ 40 19 ~ 33 19 ~ 41 8 ~ 50
A1vVOo1>y 40 ~ 110 41 ~ 85 43 ~ 113 30 ~ 140
1>y 78 ~ 180 81 ~ 154 77 ~ 171 50 ~ 280
FO YV 40 ~ 90 50 ~ 83 40 ~ 90 35 ~ 140
P ey | Ve iV 43 ~ 76 46 ~ 77 43 ~ 76 30 ~ 110
YRILYY 17 ~ 43 20 ~ 45 17 ~ 43 20 ~ 40
EROF>Z7OVY 0O~ 23 5~ 18 0~ 22
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<ZWEEGIDERT7 = /#{E% SD score R CHE>

& PKU HPA  MSUD HCU HT1 PA  OTCD KHG
AINZFY 1.7 0.0 0.1 6.0 2.0 -0.4 0.1 -1.3
Iy 1.4 0.0 -1.3 3.6 1.5 2.7 -1.0 -0.5
EXFIYV -0.6 0.9 0.0 2.9 -1.3 -1.5 -0.1 0.6
KUOTRD7PY ND -0.2 0.6 2.7 -0.6 -1.8 0.7 -0.4
ZIL¥ZY 0.1 0.3 -1.4 1.6 -0.5 -0.5 -1.8 -1.0
P2AINSFVE ND -0.5 0.8 4.9 0.0 -0.5 -0.8 ND
ALAZY 1.0 -0.1 0.8 -0.2 4.4 -0.3 1.4 -1.2
TV 0.8 0.4 0.4 5.0 1.4 1.7 0.3 -2.3
PRINSFY 0.7 -0.5 1.5 4.9 1.2 -1.5 3.0 -2.3
TNV 0.2 0.0 -1.3 1.9 2.1 2.2 ?7? -1.7
TSIy 0.6 1.2 1.1 2.9 3.4 -1.8 11.2 -1.0
ZJavy -0.1 0.5 -1.0 3.3 -1.1 -1.1 -0.4 -0.4
gJUuyYy 0.3 1.2 1.2 1.7 0.1 20.8 0.7 -0.9
POV 0.2 -0.7 -1.8 2.5 2.5 -1.1 4.1 -1.5
AU 0.5 0.3 18.8 1.2 -1.3 1.5 -1.3 4.4
SAFY 2.5 0.3 2.3 -0.6 -1.5 2.8 -2.6 -1.2
XFAZY 2.7 0.1 09 313.0 36.6 1.0 0.1 -0.6
Ava1>oy 0.1 -0.1 37.2 1.7 -1.3 2.1 -1.3 5.8
O1>v -0.1 -0.3 93.6 1.1 -1.3 2.5 -1.4 5.6
FO> v 0.7 -0.1 -0.3 2.3 21. -0.4 -0.7 0.0
27> 186.8 52. 0.2 0.0 3.4 -0.9 -1.7 1.2
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T& B, b mbhrI i /NERIEZE 59 (18) NNEDERKIREREE - 153-160, 1996.
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BhEFEEER (CID LI AR - BERBHERL T ETF ETF-H,
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.......... V LCADREE?
.......... C p-|-_19—<;§555
.......... h)b:¥yl\5y2ﬂ{_9_ﬁ%ﬁﬁ5
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ANZFYRSIVRAIR—5—EEE 7 1/285
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JIV5 JVERIAE 2 B 6 1/32/5
CPT-1 Ri&GfE 5 1/398
TFP RIEfE 2 1/97H
ROU—=ZV T 1,949,987 A

WOER : VT LAVRBAREBIHERVYRARO Y -V JiHIOR(E & Ervam L (CEII K.
FR24FEEERIFMFBES, 2013.



EERBAHERRER I V-V J(CFEDRER

BB RIBK2E AOU—-ZV IR
7/ BRAHESE
HEAEDBINE EBICRIRMNED
R=YA DIVESIE YVINOE
SENMEZTREENBRT S
ARBRAHERIE
RERLER VR B AE PHERERD
HILZFYV BEE EBICERENDILZF VEED
hSYRAR—5—REAE EFUTWIEERETENE LS
CPT-1 Xi&fE AI_FYOFANECEHFLTED
HIAIED (CENTRELBPERELS
CPT-2 XRigfE, CACT RISfE HAEDBNE & ICERHEIS -
VLCAD XI8fE, TFP KIBfE BEALDHIHI SN TREABRILT B

MCAD Ri8fE (BK T B#n 2 ~ 3 [CREZXE)




L7 FIORHERRE



fF- B -BTOOL7ZFUERK (1)
NH:
C=NH
NH NH:
(CH2)s ((|3Hz)3
H-N-CH-COOH PtN—éH—COOH
PILF_ZY FILZ=FY
NH:
é=NH
H-N-CH-—COOH Hlll—CHz—COOH

PILFXZY: UV Yy

A, 3)

(AGAT)

KkSVYRDOI5—€

TP BEeg



FF-B -BETOOLPZFUER (2)
CHs H
| |
S—-adenosine S—-adenosine
| |
(CH2)2 (CH2)2
| |
HN-CH-COOH H-N-CH-COOH
S-PTF/IVILAXFAZY (SAM) S-PTF/IVIIREVRTAY
NH: NH:2
| |
C=NH C=NH
| TP Y /B |
M XFIVhSVYRTTS5—E ~N—=CHa—
HN-CH2-COOH (GAMT) H:C-N-CH2-COOH
TP =Y ) BEg OL7PFYV

(M)



i « BANDDO L7 FVED MM EFIE

—— DL PFV
[::J (HBARAR)
IQLPFYRSVRR—Y— (SLCGAS8)

NH:2 — N~PQOsH:2

| |
C=NH ATP ADP C=NH

| |

H:C-N-CH>—-COOH K / H:C-N-CH>-COOH

OLPFY < QLPFVY Vi

(TFRIYVRUP)

L7 FYFF—E (CK)

IQLPFY - DLI7PFYV
ATP ADP




wBIRA
AR
B EERI



¥ESHHE

FFERRRAEDAHESERL (1)

YISy = FJI—-R-1-P ¢ B4

!

=== J)I—R == JII—R-6-P === FER

—

GLUTZ JII—2R-6-P|| RSYRR—%—
Fanconi-Bickel ( (G6PT) : 1b &
AEIREE L

GLUT?2

SR
a8

H v

SINI—-R+Pi JII—R-6-P

IINfRE

—

\ BRI HERS - BER-IHLTN - BT /

\ JII—R-6-hiRT7 75—t (G6Pase)-a : 1a &Y




FFRRRAEDHESEI (2)

45U 35 VAR O-O-O- 000000 0000—----
UDP-Z L I—RE#S l > ' , '

XBTHY ALY DORD o \

BETS V7Y DROKE 6 ~ 7 @5HH

DEZOERTHIEBORER D

wRE [REBER B ZoRE
S HNEND DR R
Oaf! BTV ITVERER X
3  RoREER ’ ‘ o .
FIWHITVIcE>TEMRLLE
47 HEEER R2RUS— a &, 9PKEXT
67  PFRRRUS— a JIVI—R-1-P &LTHYIOET
y = s s ZENTES
9f RRKRUS—EL bFF+r—+
o000 O0O00—-----
RRARUS—E b ¥F+—v&
SIWHITVOEREZ(FIT RO EREIDIRRERET D E
RRMUS—E b & VELL R2MUS—+ a EIITEhSE5Ic

MRRARY S—F aNEFHILT S JIVI—R-1-P 2P )OBIZENTED



I

G
—

R IRIm DR E B L

Ob & : BTV DT VEREER

UDP-FIJLO—R ===y Y45y

ﬂ 5@=%m2mu5~@ﬂ

- JILI3—R-1-P

LUT4 H

) ) I—R = F)I—2R-6-P

¥SESHmE

H

H

2D k—2R-6-P

T8 RRAR2ILO bFF—F ﬂ

EILlEVEE cccaee D9 K—2R-1,6-P

H

28 B a-
I3V -

SAYYV—LA



SAYY— LK
A V) JHBIE
LIDZHEE

A74VTJVER=-YR




PESH - AT

K - 2D 43

MBS B8 5C A
JIL3—2R Glc (Glu, Gluc, etc.)
HSOK—2R Gal
N/ —R Man
23— Fuc
*Y0—XR Xyl
7 )VEERa SA
N-PEFIL/ AV NeuNACc
N-PEFILTI IV GIcNACc
N-PEFILHTSOTZY GalNAc
FTILO0VEE GIcA
A Z0VEE |doA

REE % & DB




CH20H a-D-JJ)L3—-2 CH20H B-D-H59 k—2
O O
HO OH
Ho \ ©H OH OH
OH OH
CH20H a-D-¥YV./—2R B-L-21—2
O O
CHs OH
HO \ OH HO / oH HO HO

OH




B-D-¥¥O—2R CH20H B-D-H59 k—2-
3-A)7x—hk
o) 0
OH HO OH
Ho \ OH OSOsH
OH OH
D7 IVE%E N-7ZtFI)
1SV
0 0)
R-NH (IlHOH COOH CHsCONH (IIHOH COOH
(I)HOH (I)HOH
CH20H CH=0H

OH OH




CH20H N-ZEFILFTI Iy

0]
OH
HO \ OF
HNCOCHSs
CH20H N-ZEF)
Iy
0 2272z —k
HSO30 OH

OH

HNCOCH:Ss

CH20H N-PE2FILASOYIY

0]
HO OH

OH

HNCOCH:Ss

CH20H N-7tF)l
HSHO RSy

0 27—k

HSOs30 OH

OH

HNCOCHSs



COOH D-ZILH0OVEE L-r XOVE
o) 0]
H
COOH O
Ho \ O OH Ho \ OH
OH OH
COOH D-ZILo0OVEE L-r XOVE
A2 —k A7z —k
0] o)
H
COOH O
Ho \ OH OH HO \ OH
OSOsH OSOsH



YV INO BOREEEE & HEER

(1) (2)

@ ﬂ. (6) (7) ()
O-O-& D)@

(FB72H\L )

&= () (8) =™
M a-/1435==45—-F 4) a-’V /45—t (7) B-ANFYYH=Z=ZF—-F A, B
(2) B-HZ U0 L5 —E (5) B-NFVYH=Z=ZH—FE A, B or LY R-B-N-PEFILFIIY=Z=5-F
(3) B-ANFYH=Z=HF—-F A, B (6) B-%V/ V5 —F¥ (8) a-23v45—¥

Q) PRIVULFIVIIINIY=ZZH—F



BSEOEHENHESIE

[RREESR

RNHESTEUSERIE

1) a-/15==45—F

Y

SFPVER—=YR

(2) B-HSOLoF—E

GM,-HYFUAY R—Y R

(3)
(5) B-NFYYZIZH—-F A B
(7)

GMy-HYTUAY R—Y2
- TA-PY IR
- Y RIRY 29%

4) a-¥vv/ I5—-€

6) B-¥V/I5—€

8) a-23y5—t

23V k=Y

1,

Q) PRINVWVFILIILIYZZH—

P 2INLFILT IV DY I VEREE




JEBEETaTATINY

X . AJSEEE (JUIYS /TUAY ; GAG)
VYoT0TAY SOVE+T = & 3 BORERIINS
m%%%ﬁo _ﬁm‘:ﬁﬁ%ﬁ%ﬁt__nb\o

JOFATUAHY
77074 VICEED GAG BEESLEHD,
S£ETRI7ZIOTA VA EZILODVEEBE
UTESHEFR L. IS5—T Vit & &
EHC2ERBEBOMEN Y R O RCHFE
9D, B - BREBEICHEENTLD,



LAJZREE BT S OOV,

20> (Uronic acid)

—f®=t: OHC-[CHOH],-COOH
B (PILR—R) OFXixKFE (-CH,OH) ZHILINVEEXTBEIELZHBD,
PILR—XXDEBED -ose %Z& -uronic acid [CRKZA THB T D,

(JILD—=R->T)ILo0VEE, 41 K-> X0V KRE)

CHO CHO
H—C—OH H—C—OH
HO—C—H HO—C—H
H—C—OH H—C—OH
H—C—OH H—C—OH
CH,OH COOH

D-ZJ)L3—2R D-JIO0VE



ZRBIEDRENRA

i BB DLIZBE
IN—3—%% 1H TILY D VT
YA I 1S >NINS VR
I\V5—R 2 TILR Y VREE > NINS VR
P PEMN 3A,B,C,D NINDS VTR
EILFATRE 4A, B TSIV (DY EOA FURE)
JOR—S5=—%% 6 TIL D VI
Ao1f& 7 Y R0OA FUHRER
>TIVY VB, NINS VTR
FrI4DOYR 9 VRO FVHRET 1
IE @ IV ROAF UG




LD ZRIEDERSE & AHEER

FILN Y VR

(4) B-N\FYHGIZH -
A, B

B N-ZEFILASO Y=

- (5) B-7ILHD=5—¢
4-2)7 79—t (BR) (78)

(2) a-L-rXO0=5—€ (1 &)

(1) 1 A0VE-2-2.7 75—t
(2%)

@ O

DO0VEE 8. P/ B8



LD ZRIEDERSE & AHEER

ANINS VRS

A=A '
(2) a-L-rXO0=5—€ (18) CHAO-S

(B) NINSY-N-Z)I D7 75—

(1) 1 ROVEB-2-2 T 75—t (3AR) () N-PEFILTIL IS V-
(27) 6-2JL T 75—
(3DRY)
(5) a-N-PEFILIILIFZI =5 —¥
(3BHY)
l CH20-S
(o @ o
N+Ac O-S

(6) B-FILovOo=45—%
(4) PEFILCoA : a-FILIP==R (78Y)
PEFILRSYRDTS5—F (3CH)



LD ZRIEDERSE & AHEER
TS5V

(1) N-PEFILHS O G = (3) N-PEFILTIL DY V-
- 6-RILD7 75—
6-RILT77H—E (4ARY)

CH20-S CH20-S CH20-S

(2) B-H3 05— (4BR)

(4) B-NFYH=IZH—¥
A, B



LD ZRIEDERSE & AHEER

JDVROAMFUHE - e7ILOVER

(1) eZ)LO=45—€ (9H)

CH20-S
S-0
@ O OOO ------

(2) B-JILoo=45—€ (7T8)

(1) eZ)LD=5—E (9BY)

(2) B-7)Wo0=5—-€ (7TH)



274VIEBE

A7 4 Y IEE=5EKEREZEBNT ZRES, HREBTEHICEE BEHELL)
27432y (RRBI8DFPZ/7II3—)) + REEHE = €53~

OH
CHS(CHZ)]2—CH=CH—C|3H—CH—CH2—OH
NH
c=0
(CHy,
CH,

TSI RDVUDKEREIC JIVI—R - B3O =R BRERRTR
BUERENMES UIHFD TRO 0« VIEE) t#fand,



BREORT7 s VIVER—=YR (1)

£S5 I RICHETIBUER 27 14 Y IREEDBHN REEETEUCDEEIE
U TSR 27 —I\—¥&
MRRATP7FIIILAVY 274VI=TVY Z—NYV-EvORAB
HSOK—2 HSokteL7OVER D3 YNE
HSOR—=R-3-R)L7x—hk R 7FER ER2MaEIY R ~OT«
JILI3—2R JIL3tLTOYR J—y 1

(FILI3VIESZR)




BEDODRDO1Y

JUVER—YR (2)

5 RICEET IBERE

274 Y IBEDBIR

AHBETELUSERE

il Sy AUS SN Ag.

pab Sy A Tm A\

Glc-GalNeuNAc-GalNAc-Gal
7
Glc-GalNeuNAc-GalNAc
T
Glc-Gal-NeuNAc
7
Glc-Gal
T
FILI3—2R
\
Glc-Gal

J
Glc-Gal-Gal

GM,-HYFUAY R
GM,-HYFUAY R

GM,-HYFUAY R

20RIIIEIZH
JILIVILESIR
S20RIILESZH

JaOmRkUPAVI
£S5=K (Gb,)

GM-HYTUAY R—Y 2R

GM,-HYFUAY R—Y 2

J— 1%

277U—%R®




-—'/“thQX§gﬁm§ﬁE
BERMBFTEE (ERT) & BEESAHHIEE (SRT)

OH B FHHA X BEREA
|

CH3(CH2)]Z—CH=CH—CH—CH—CHZ—O—GIUCOSQ
| T

NH SLIELTOVY—E |
N
sraeLgosk
(FLIVILESIR)  CH, OH
CH3(CH2)12—CH=CH—C|3H—CH—CH2—OH
\ .
FLIAVIESS REREER | to
\ ((|3H2)n

|
CH,

JI
1]
-

)LV )L S = K analogue &4 t



Lyso & DBRIFEIC KD T 7T —fmDIRSBHD

oL a-H59 hyF— A

| £33 R (Gba)

| e s
CH3(CH2)12—CH=CH—CH—CH—CH2—O—GIc—GaIJ[GaI JOMRLUPAZI
CHg(CHZ)n-Co]\NH

BREe>I9-€7

OH
|
CH4(CH,); ,—CH=CH-CH-CH-CH,-0-Glc-Gal
|
CH4(CH,),~CO-NH

?H SHRVILES

CHa(CH,), ,~CH=CH-CH-CH-CH,-0-Glc-Gal-Gal
|
NH,

III

I~

JORRIUPAVIVRT 4TV Y (Lyso-Gbs)






