NT=/BERR O&%Y O%4L  OFE

mmHg

U-BpCO2

TIR—L AFHIE % D E R EEHEM 5 & (FE HCO3)
E 3

%

* FEHCO, ™ (%)=FRH HCO,™ x ;& Cr x 100/(Mf;F HCO,™ X fR& Cr)
FRe1 HCO,~ (mmol/L)=0.03 X fiR PCO, X 10 fR pH—(6.33—0.5¢" FR Na+K)
F1-1%

FRe#p HCO,~ (mmol/L)=fR PCO,—1.2 mmol/L
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BiEdIzDONT

_ FHY ID5E . HIREH

B/ BEILE Oy O%&L OFH FafE &F A

Balit/fsa O&sY O&L  OFH A £ A

BER O&%Y O%zL  OFH s} &F A

B PR AR IE O%hY Okl OFH i)y F A

fth D& GHE O&%Y( ) | g F A
Ozl

HeRREN OretT OKRMEST
EITDEE . EAR . EE F A

BEHiE OfetT ORHEST
TEITDEE . TOR EE F A

Fanconi SE{EF¥(Cxi9 | OHY Ol

BEREA FHI4 {3 R

( )PaPE ( YE(C )A~( JE(C A
( JBEEE( YEC JA~( YE( DA
( )BEEE( YEC )A~( YE(C DA
( ) ( YEC )A~( YE£( DA
( JEEE( YEC )A~( YE( DA
( JEEE( YEC )A~( YE( DA

BWEIZDONT

D % i

B cm

KE kg

Mm%k - RETRISEN/FBEEGFEALGKTHEETY

mi& pH
HCO3 mmol/L
Cr mg/dL
ALP IU/L
Na mEqg/L
K mEq/L
Cl mEq/L
Ca mg/dL
P mg/dL
UA mg/dL
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REEHEAREETHEGHEREOLERE (CXRFEE)
Imerslund—Grasbeck SE{ZEE
TEROEBENMHEHTIEALZSLY,

i

D

FEDERF

A—ILTFERLR
(NBEZFHRESHETLV:
ZEELHYET)

BERR/BS W
Al)

SFA

HE F A
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MERABBLUVHERE
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R F 0 ® ~#A H
Fr=F FH

B PRS2 T EE 0 % ~A =]

FRIEH

BEMR (RAER. AE F A)

mg RBC 7/uL
Hb g/dL
Ht %
MCV fL
MCH pg
MCHC %

i TP g/dL
Alb g/dL
Cr mg/dL

E43 Vit B12 pg/mL

173 =] mg/dL
piyii| - = + 2+ 3+
IR M ER 18/ hpf
Cr mg/dL
B 2mMG pg/L
a 1MG mg/L

BRERR(REDLD. BE A)

mE RBC 5/uL
Hb g/dL
Ht %
MCV fL
MCH pg
MCHC %

£ Cr mg/dL

EAzy Vit B12 pg/mL

TEBARY7R Vit B12 1 T

i* OdbY Ol

173 = mg/dL
iyl - = + 2+ 3+
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FRIMIK {8 /hpf
Cr mg/dL
B 2MG ue/L
o MG me/L
EHTEA O  OREST
HBITDHEE . TDEFH]
P& ( )EE( )A
BRIt | O OkifT

RITDHE. TOFH
iz 230 )E( )H
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RIBEMHEBREZETIERHEEDLERE (ZTRARE)
Donnai—Barrow/facio—oculo—acoustico—renal (DB/FOAR)JE {& 2
TEDEBZEHNMNHEFETIRRALESLY,

e

BER

FEDE R

A—ILTERLRA
(RBEEBESE T
EABanHYES)

BERR/BEE (H:
Al)

£EA i) 23 3 A

5 0% 0O%

I SR 45 O#%Y 0O L

Bl —&RBORIEE O&KY O%L
(IBY IDGEIERR
REFERH LTS
Ly

EEFRTETORRE | DT Ok
(THEATIDIB A
RS S LUREE
BELTIEL)
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AIRELREEE THEASEEL,

BRIR M in ® ~AIA

F R/ DT DR

MERERR (EE & A

TP g/dL

Alb g/dL

Cr mg/dL

Ca mg/dL

P mg/dL

UA mg/dL

RiREMR (EE F )

E=] mg/dL

B - 2+ 3+

H+
+

IR mEk {&/hpf

Cr mg/dL.

B 2MG ug/L

a 1MG mg/L

FR#E O&Y O7%L OB

AT 2/EER Oy Ozl OFH

il R ] % O#%Y O7%L O~BA

KRB O6HY %L OFREA

iR R 18 O#Y O7%L WEN

INERYE O%Y O7%L OB

FHERIEESR Oy O7%L OB
(down-—slanting
palpebral fissure,
flat bridge of the
nose, tall broad
forehead)

A RE O&Y O7%iL O~EA

RS R O&Y O7%&L OF84

plig ) O&%Y O7%L O+

R EEET O&%Y O%iL WEN:E
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O®Y O7%L N
HYDHE. RBZLH LTS

HRRE~AL=T OHY Ol COAEH
omphalocele/ffw# | O&HY O%L OAEH
ALZT
e/ #HAESE OdHY WP COAER
D & i O%Y  OkL  OFH
HYDEE. ABFEHL TS
BHTEA OKesT CRHE1T
BITDEE . TDORH]
AR ( YEE( )A
BEiE OMesT ORIEST
BITDSE . TDFH
A& ( E: ¢ ) B
EEDER-AE BARE( - ) B ETA

Bk

cm

RE

kg
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BTG BRI FEI R E (R BEBORITEESE (MR EERIEES) )

SRR EE

B IRHE |Z B KD+ 8 BRI T HEAE O fF

Mo EE RE &

FORURFEZE MR N e R

WEREE
SRERE TR SN RS FE B, IEARME IV T cubilin-amnionless (CUBAM) #
EEICE > T P A P = 2OBBETHRINS D2, EEEOBRRESCHEHEN D
BT 33T S Ty, Imerslund-Grasbeck JEERE (IGS) X CUBAM #
EERDOERSFTH D cubilin (CUBN)H % X amnionless (AMN)OERIZL > TR Z Y |
WNLRAIE & OE ERICEB T A2RRT-E4 I v BI2EAKRE SRS BB OFRINE
Er 2T D, SEHFIZICHEE LIEHH CUBNEREED, TNETICHE SN TV D AMN
B L CUBNZEEZDIITIZ & U CUBAM # SR DHERRIESSE O 5 FE 2 B b 2ic Lz,
BRMER L OBE LECBTAESFEAOTY RV A b=V A0 THENH L

20T,

Frhm

SRERIK CIEE S R TEHIX. IR
ME B W T
(CUBAM) #E&KIZE > Ty R¥A b
—VADHETHERN I ND, ZbD5S
FOREMESFEAOBRNEE L X7z
T AT A LB ET 5,

cubilin-amnionless

BAFSE ik

Imerslund-Grasbeck JEERE (IGS) 1XEfL
RAERCBE ERICRBTAZART-E4
IV B2 AR E LIRS FEBDOERIX
EEZETHHERAETHY ., cubilin EET
(CUBN) % % \\» X amnionless & {5 F
(AMN)DOEBIZ LV EIET 5, 2 BIFICE
TREFERMER N (B4 20 B12 RINRE) &
P St 5 BEFCEHREERIN 6
RRICBAERE TS BIRICBWT (B
ARRRE RITIEFARRRAT ) . =2 Y — LT
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BLOYV -y =7 2 AL HEET
R Z W4T Lz, E/z. EEMEE AT
BERBEEBINT Y R A F—V X EDE
B L, & 512 cubilin OFEFSEAT 2 fEHT
Uz, FESHIEEHETNL O FIE D7 i SILAC

(stable isotope labeling using amino
acids in cell culture) &% AV 72,

C. WrehkER

IGS BRIZBWT CUBN OD~TrDI A
U AR ¢.1957G>C (p.Gly653Arg) % 1
Hl7e, FIHERTHY . WMHEOHET NS
de novo & & % bz,

I A RHERIEA 2 VT, amnionless
B L O cubilin DY Z1T o 7o, IEH TR
HE TIXZN O OEBIIRFERICFEET S
28, BIRIZEB W TiX amnionless & cubilin

DF/ENMBEN~EELLTEY,



CUBAM 15 &1 O i I 25 [ A3 R X
iz,

WIZ, BEME%Z AV T cubilin &
amnionless DEFEHEL IR N A
F— 2B EEML, BEERICLHAE
2% M5 L7z, amnionless /X cubilin & 4
KRS ER m ElcEs S 08, &
¥ CUBN ZERIIFE OBEERL L OEA
FEOTY R A b=V 2AZZERIET S8
72 & BIZ cubilin 1 amnionless & $:FEEH,
IO LKV RFRRLBEHESIEZ 22
BE CUBN ERIZI D ZOENEES
N EERWELE, ZhbnZEkizz
NETKRESN TS —ED CUBN %
BBIOTANTO AMN I A2V AERT
b RERDFRER RS b7z, SILAC % A
amnionless {K1FHY72 cubilin 4 DOREEHE
fREAL 2 FE L7z, —F T cubilin &
amnionless OFEE X Gly653Arg EEIZ L
WEITIRONT. ERESEROKEBERE
I THEBEAT R K OB ESS R O+ T
W7ol MR HESE AL E S 2 R
95 Z £1Z LY amnionless {K7FRY cubilin
BEBATHHESNTEZ LD, FESHEE =
ZDIRERICMETH D Z L RRBENT,
HEHEMA2EREEZHAWEITIZLY
cubilin 73F® CUB R A A BT HHEH
DFEFERR DS /NRED & TN PIRA~DIEAT
ZAREL L, CUBAM A RDOMINER
WCBETHDZ ERRALMNIR T,

D. &%

SEIGS TRWE LIEFH AR CUBNERB L O
BEHRD CUBNB L OVAMN D 2 A+ AR %
fENT L, BN cubilin OB ZTHE
L. ZOHEE CUBAM ol gt % PR3
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