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TEIR, ESIRN T & SOOI RAERASINET SRR O R RS 21T, BiEo
3. u‘f??ﬁ"'é” LIk, B, PR RIRE,  BEABED SR TEIBTETH L.
%W Y, BRI SNV EEOERY  RE-HONETIZ S v T AT ATHEE
CHELRET CESTIE, RBHET VN R A ) - NEAS L REDR
—VX,%FM/X mmﬁﬁy,mmwmy WIS RPN ENTwE, F Yy FATAETIE
e RED AL, LRMDBEOSENTIIREC  C(Fut s vaF y) o la s COGERE

@\‘
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BN =T )
£ 45

O TR T 2.
AR, MAES I & 7 PCC SRR 0
MoETid, M PCCTRTEIRIEHR @ 1-5 % (24K
FLTWS, o Wi -.iil’(w(,A‘ PCCB
WIRF OIS AHTH 5.

6. BELTFHE

1) sEHoRE

a. BIMEROBL, BEOMRE

LT > F=2 A0 B7 »EZT7MAEDR
WIEHBELAS, 7> 1\°7§’”¢HX?£"}?‘JRL. BiRv]
AR A 10% 7 B R R 120150
mL/kg/H o Cllnd 5. ‘}{ i H RS
""L"‘J' fflL, = 7\1}/:‘% DHFN B D L. K
Wil ooz F— %’“’NH:(H““ Y
& ifi—‘/bm'!lli T4 AR, o) — i
’80-—-v100kca1/kq/ D EWET A, mpEr =

— LA Ay /@ﬁfffa P (0.05 U/
{Q/ffr‘/b‘h’ 1) LR 5. 1 TJMWV
— ARG D AR A H JKZ‘L b
@ﬁ»u TrEREZTOWLHRT Y R A
DOEALE ST ENTE L,

b. B4k

- f’% SO LR

T
I

I VRIS TH LD
T, BT A F CIEREIR IS BT A
5o 9 E BOF T 2 1 100-200me/
HoB.7 78 2)100-300mg/H « Bu( 7/
LLBe FaFyaxg 1) 1-2me/H
Yo gr10-40mg/HTHLH LERALZT L
O (100mg/kg/Il, 3-4 W/ H) A7 €A

Z CoADPRIZH R TH B 2%, HilEh Ty

D THEIEE TRET AU H L. RREL
Gl LT oS T MR EHHSE L LT Carba-
glu D EU THGEE N Twv A% FRPEITIEE
HGECh D,

c. M bR

LRl T L wig

’{Ul»lcm 2 &

DFE LIRS AR, 7 e Tl
25300 mol/L(=510 ng/dL) U FOM IR
UG B AT 7 & o L e e OB AT

T A, M LG b o v ) — i R
T4

B ECORERAR BB S Y - X No. 19

2) BEEORRE

a. SREE

ST CEZTMIE. T Y R =Y AR ST
EDHTRENE Y s s EINEWIGST 5. T
Ed = CoADAFIDWIT 3 /(4 v g
v, Nuy AFF oy, AL =)k

BT 3 7 BTLH L0 THMIEORIBRIE A
FTh DL R BRI A0S
AV PACAF S i gUﬁA&JL< iﬁ{h&@;
o/kg/IH L0 BLS, BEHEZSEICL 2050
WL ui{}?f*‘iﬁ,\(ff YR EeE T B GRS 0.6-
1.5g/kg/H) ZHAZAMOWMET 3 7Bk
WRRER I L 7 (REIS-22, S-104 k) %y v
IND BB FL O S-23), Wi E& G L.
i Fﬁw‘f BT AL F— By oy 42
FELT - AN ?J‘ B AR IR Y 7L 2
— A, T IR ET S L AR
AL, Bl s oy v W}f”rﬁ be%ﬁ
M”Z—» HARI 2 Sl lC oW Tl B F
Ukﬁéﬂcwwmemwﬁa'&ﬁ4
I~ Ty TR ERACH R - A B
RO 72D w B S /0,

ST LE L iﬁ‘“/ﬁ%m P A e
SR ERATMBILIAT Y F—2 REHE

LT RS, %‘iﬁ‘Vi??iii&{;}{xg'k

‘.4

F L

14 Er L '%“%j:*'ixa‘wif*w« «U)}
Te & oSy Oy 5*"&7’3?’ TR sy,
e & o8 LS X A VEHT 3 /f‘i‘i’}\,‘z_hé

HES A HEEL TR S vad Y o fin
25 mol/L{0.33mg/dL) LU P b v L H il
FER Y o G R M 2 & Duv iy
@, MiEy 87, Ty
H, TrEs 7’. M7 3 /B, fLEE L7
VT Iy Wb b Rl RllE Ly b

— D kaé

b, EYEE

..... U L = %/mm oL LR
s T B0-150meg/ke/ H) D8
AT, BANMIRIC LA 7o et vio k%
T 57204 bOao ¥/ — (735 V=",
10me/kg/H) 2344, PR R Z <
7o, BRBFE S AEIE S L Tw B,

|28
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c. ff ¥ S ASAEO AT ORI E & 5 2 EhoREN,
FFRZHIIC & b frdie R, mEaE, o AR el &:0)“?!}/‘3?‘%16‘ ;Jnjwt T,
7Y R = AGEEOEM G £ QOL m/:‘* A FOMET) - SERTEEEN A
WERNTWAE, Ly, BHgLs M7y N HRHEEIR ~<&0> H-%vﬁ*
— 3 ASEER MR IR O AL A A U 7 ﬂi;’, L ATINE.
D, BEITBASNIT ADILIEREAO b. xaﬁUvﬁxbm~7
AP DPLETH L. zf;fé»éf%%émh FrEEE, fRREo S e &
d. Sick day DXTIE & : e bsE s Tns, MRI

BRI PR S BB - TH R B LTHE BALA A SN LA ke
LEEAEL, SEIEGNRET ¥ EZT n@um%t@mhm%@&w.iwwmﬂm
MEERREET VO F—Y AR E2ERIEN 7mzﬁx%t%@%ﬁﬁ%%%®wuuin g
5 EHHDH. D - RETENED ﬁma» SUPET T B TEREREAR S D, Wi B
XZHEM X 0 EIERRE oM 2 T BH R m%@@W#é#b%ﬁé %z%ﬂfw% %
LA L vk 2 Ek 3Gk T A RT Y R AR B O IE B
EREL, S oy -l A Akaé g b S TRIET S %
TR £ LT PRI ) N ET o DIRAHE 5
B2 Lo QT EERERESHE 3T b,

3) FHeebE" (JJ’HN%, LT o Fr RESR S b

ST 20 FEMNC MR > 16 OB MR TA T 1 TIPSR R OMES TR IR TV D,

7AW OB TEIZ % L EH L Twa" L hwf:m E%; THEEETHD, ;gmz, N7z

L, -‘:‘filﬁﬂ»"%?‘&xﬁ'ﬁj}f;zmﬁw%ﬁ\#ﬁ'D 4, /L\I«:f»—%’ﬁj;;;, R
e E DI R ATHESET A L LS ~—:qu J?‘ AT 5.
e o Tnh, FOREKRO—2L L“Cﬁ.iﬁ\“f%z d. B %
3oy By 7GR SR ST SRS, REMRESERE S Tw A
B¥. i, WO, SRR L IR ILTT 35—,
a. EERSGHE o B R GE LIERO R TR 4.
20 W% LLF O A0 45 1 0 AT T i?i HE 45 & e. TREIEEN
IQ)238-114 L IEHWTH 72D % DI T WA 220 ORI S L MR B
HH, 1Q 69 LLF o %F 5% Ji(?i’sf)‘ 76%, 1Q  FEESLREAEONE L EHEIE L DM
70-84H716 % IZBd LN IQHET Y F— HEAWUTH 2.
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and Molecular Bases of Inherited Disease. 8th ed{ed by Scriver CR, et al), p2165-2193.
McGraw~Hill, New York, 2001.
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| mERHRE
HZ 7T b—AMIE

HZIh=Z-1-UBIUII

ST 15 —EXRIBE

Galactose —1—phosphate uridyltransferase deficiency

Key words : #'9 2 h— AIllfE, #57 b—R, #F7 b—A-1-

M hFr AT x5 —YRIEIE,

1. B8 - T

HI o b= ARBICBOTRERN L EERIE
F AT Fi)‘f?)o TR H ST 7 b= F
A5y b—A-1-1 YEE(Gal-1-P) 25 F
ENAYE %ﬁ??b AMfE & BB L T3
BAEFE CILLLTO L) REERKIESMS LTy
5, OIWM H5 7 b—A-1-Y VB U TN
b5 ¥ A7 =5 —+¥ (GALT) K8JE (galactose—
1-phosphate uridyltransferase, McKUSICK
230400), @M : 75 7 b F F—E(GALK)
KAB%E (galactokinase, McKUSICK 230200),
SUIE )PV IFRAT 2= T 7 b —
A-4-T.¥ A 5 — ¥ (GALE) KI8HE (uridine di-
phosphate (UDP)-galactose —4 —epimerase,
McKUSICK 230350). W3 hoEELHEE~
AR == v Ik > TR R, RIB
ENTW5E, HTH GALT RIBEIIR D &<
PO TEY, 1935412 Manson & Turner
X o THHTRHRME N 1956 4£121% Issel
bacher 512 & V) FRMLERH O GALT O RIBAR &
W, B E LT Sz EimAigs g
EHEB T, FOMEIEHAT 1/920,000" &, Fk
K> 1/60,000°12 KL, #1/15TH 5.

2. " 73

1) #5% b—ZORBE D’
777 b= ARARIETH Y, EHENTRS
B RS L2 BRE. US4 s A

JUEET Y Y _
FHER< AR ) ==y B =T
lactose
glucose ‘/l
reductase

galactose

NADP NADPH

galactitol

ATP

ADP

UDP-glucose alactose~1-P

tGALE C X GALT

UDP-galactose  glucose-1-P

l i mutase
glveolipids glucose—6-P
glycoproteins

1 HS57 h—ARBivv 7S

YOX ) RBEABEOE TR, HEee i
FIEL TS, REROFITHFOBEIZIEEAL
AFEERRRR S E LTBD, FUBHE/ R L
DM Fi5%2d 5 P REER (8- 5 7 b
F—BNZLoT/NIA—REHTZ F— A
SESNA MIREVBINShAHTT 2 b—2
1T GALKIZ L o T Gal-1-PicfRi# s 5. Gal-
1-P 1% UDP-glucose (UDP-Glu) ®fAE T C,

GALT |2 & - T glucose —1-phosphate (Glu—1-
P) £ UDP-galactose (UDP-Gal) & %2 5. GALT

Yoshiyuki Okano: Okano Kodomo Clinic B»®OZ X471 =v 7

0047-1852/12/ ¥60/¥/JCOPY
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DRISIZ & - THEE SN 72 UDP-Gal i3 GALE
X > TUDP-GluilH g S b, =
GALE O BUS W ¥4 ¢, AEBAY 1 UDP-
Glu O E T WS, LA2ALT T2 b
— AR T Tk UDP-Gal 4 1 o> J5 1) (2 f8)
& MRS T 7 P AR RRT AR
S E R

2) GALT

GALTIZRMIB, #%, B 8 &kl
fAAEL, b FofHEk ThbbRImER, B
K, RS 2% ORI L
Twb. #® Kmfiliid UDP-Glu 24 L T 0.125
mM, Gal-1-PiZxf L CTiZ046mM TH 5.
GALT Xt MERIFCOFEIEL, IR 28 M TH
EHE 2D, RN A8 T O Km sk
ZALA . AR R A O Tk RmEkh o
GALT{HEEITIZ K E W EFZD SN TR,

33 B

GALTIZWEIEH B & TNE T e gt
RCIEIFH O 4 ORITFRERIET AR T
HRIAHI SN T 5B, Beutler 5¥IZv A A2 1)
— =, REEASKRO GALTYﬁI’L?Ml H
DRHB0% R TREEIERL, BWHEDO R
&Y, Duarte BRI E /D7 ThoDBH
R AIZERERTH B, Z @ Duarte 244
FRCRTHI 7 %, KEMEFEBRAT2%, HAA
T2% L EBETHE ZOEMTL 140% D
GALT i %# 7% ¢ Los Angeles B8, REAAE
BANCEHETRO LN, RIMERTIFIZTO% 15
PR, HUMLERTE % OFRATEER A D 2 1 7%

ELERE I N TV B,

4) & 5 F

GALT #5113 9pl13-21 ICHEL, ZD% /) 4
BEFIIER 4k & HEWEL, 1o r v >
PEWD T -oTWAE Ja—=rrs8hi-14
kb @ GALT c¢DNA (3% DI EEF 25 1,140 bp
Dy R HIREE, SR Y, GALT ¥ v /37
X379 M7 I /BTSN, 43kDa Di—
7=y bR,

GALT RIBHE Tid 250 FELL L D@ R T A # s
RS0, BRREFOLBESHER I TY
. HARAMIBOWTH HHEERE STV 5.

FATRLBEES SO 18FHOT7T I/
BCTHHEINY I VRTAFZ oANLERT 2
IALCAERQISSRTH Y, GALT KIHA: %S
VIBIRFORT0% % 505 HARATE, B
ETQIBBRAERIIFAESNTES Y, T/

COIHITHEDOH BETFERIIERINT
Wiy, R GALT RfBSE o M {n 28T

X, BN, BARATIGEON{E 253 R333W
& R3BBQUAMIBAF THIESINTHE ST
GALT KIEfEMZ T o s ER BT A L HA
ATUERLRBEEZLNT WA, TR GALT
cDNADSIER SN ER Y V737 O GALT i

P & B AR IMER GALT {1 MBI B R A S 1,

PR R B & ERF I ORI AR ST
W5, EZII}\“C’J’%ELéi(Lt ”‘{1\{ 50)4?1&1

W BY

N314D Z 513 Duarte B 0 JH R # 5T & #
HBENTW2, COSHIfa~DER Y Ity
HHERBTIEEFED129% EE2RT 2 &,
Los Angeles Bl ICd L L TR LN/ 2
Lt FOMPRUTKE LRFEAAE L Tz,
ZOHE YL VB FRIT O E, ARk
PN GALT #2550 % C & % Duarte BB T2
N314D & IVSdnt—27g>c, IVS5nt—24g>a,
5 4l I B ER S 3 (—119~—116) @ 4 bp K 2 At
Y r 7L, 140 %GALT % % 7R3 Los Angeles
BETIINIUD ER & L218L AR » 7 L
TWhI EDHeMIZEN Thbb,
N314D i GALTiHH% LA S ¥ 2 #i{z T4 H
TH Y, Duarte BEITHD S/ 5 HIEHR
FH I (—119~—116) D 4 bp R LM REFE G %
BT ESELZBEFERTHEEENTT. 2o
N3U4DZRIETAA, BA L WO AFIZIEL
THEHETREDLNTEY, /2 CpG YR~
LAF FEBM TRV ERENL, ZOHH
EABEDST 7)) hKEPSIRALEIZSEAE L
EHEES TV A,

3. & R

1) BRERAEIR
A7 b= &Gal

“1-PEMICERT S
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£1 BERBICBUZMERHTI b—2DER

1 Ga | Gal-l- UDP-Ga
GALK & 3HE e L ZL
GALT RI8%E R i TEIEERS N
GALE RifE PEEERM B B3
MR- GBS v > b i T A S BRI
¥ Y YRR B IEH 7 & SR N
Fanconi—Bickel i fi Hm TEH A S EREER N

TeOIZFRET A, HFIZ, Gal-1-P OERIIIH
faZe LITBCEEREE T b 20 L, B R ER
RELT. FEASOBEIAERS 2 BUNITE
We B35 WFLHGE BFAEK Sibs
EO—HEIRE & DI, TR Lo L
FEIRZ R R, BREMNARE 25, F/-, #E,
BPiEk, i s &7 L, REIRGEN, AR
KF, BANEE, INAE BuigE, Sz &% F
55 MEMETESNTZ F—R, Gal-1-P,
Rh A5 7 F b=V LRI A, ke d
12X % AST, ALT 3%, &ERE, Cyre
CEE mET I BoOLER (7T 5=
yoFuvy, AFF=vil), LT BR
HEBEIZLZREETY F—-T R, 57
— AR, TI/MREEE &Y. HLERER
VTR B L 2 USRI T, TRIEBIA AR
N7W6, M IEE R DO o5, Bl
TEIHAERYZAAZ Y- 72X ) BISE R
BRINTED, SEMDS L IXBEDNICE
Wr, HEEESAZ EN% .

2) FIERT AR Y-

RS ZAA s ) —= v 7 Cld GALT i %
WET 5 Beutleriz& #5 7 b— 2 @A WET
% Paigenihd L BBREFPFH STV S
ZENE W,

(1) Beutler#id, Gal-1-P#*5 ribose—-5~
phosphate MU &5 & %24 U5 NADPH
DEAFARTESZ LT EI2X D GALT iE%:
ZOL0%WWEL TS GALT KIS LD
WIS RIMIRAN OF#REREZFET 20T, £
DEFFE I (glucose—6—phosphate dehydroge-
nase RIBFEZ E)IZ & » THHEHEIHMB L v,

(2) PaigenFHEWERBHEOAT S & b — AER
BTy —C2FBLIENA T v L THS
7 b—X, Gal-1-P, 77 h—A, UDP-Gal &
LEOTHEL TV,

(3) WEFEHE, #T 7 b— XA galactose de-
hydrogenase IZFIET 5 EH T 7 b—AD&EIZ
JIECTNAD 2254 U % NADH #ill5E L T 5.
A7 alkaline phosphatase (AP) MLEf %479 =
LT, Gal-1-PASW 57 b— ARt &, &
HI 7 b—=A(HTF 7 +—A+Gal-1-P) % il
TAHIENTEDL. Gal-1-PREIIBTSZ b—
Z(APH)EH T Y b= R (AP—)D#ETEKD B
nab.

(4) WHE 7 a< + 757 4 —"IZBERRK
MEHWTHPTLC 7L — (AN 28T ) 7
7V 60 Art. 5641) TV, 2- T I IRV ¥ U X
VERVBTHRET S, #F b—AR#EYT
&5 Gal-1-P, UDP-Gal, 527 b—RA, #57
F—=RA, FVI—RADPEREIT) ZEHNTE
b, BHT 0 b — ABRREEOENBW %17
HTENTED(FEL).

4. W EEAIH X
g W

GALT RIBFECIEH AR~ AR 7Y —= v 7
DHF Y b —AEHEHE, Beutler B THOES
BALNZENLEAINE GALT KIEBED
Mg Nd AR ImERH O GALTiEHEOWEIZ L -
ThENb2, BAELZBEIIZERZRHE L
BREHEOEENE TS HNEETH
z)ll)‘
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(B2 L 23

®2 H5U7 b—ZMEOERE

1) MO SRER O Rw
Milk-KIEB S ¥ >~ b
I LA I,
2) NN~ DR Y A D B
3) T o ELE S O BLE
MRS 5 2 b — A ML 15

TR B A

IFPIIR-IFEEIR = v > b, IFBIIR S v > b,

MIRIERL, PRAET > v >~ b
Fanconi—Bickel 4 {5

galactose ~1—-phosphate uridyltransferase & Jf4i

I#  galactokinase 38

I %
BERIIL ) - e
SERACHISAAE 3 1) > KAV,
S T2 R I 5

7 A A M AR R 4
PRSI, R AME

MEFT PRSI IR S - W

UDP-galactose 4 -epimerase 7 {H4E

o S = V||

2) RIS

HI o b= AMEE AT 5 b — AR
GALT, GALK, GALE KIBSEZS1FT7% <, UM
NG TS I, B % 20T 5 Rk
DREIES>THEL S, Tabb, P
DUFERE DA, D IR~ DY A

DR, QI TORIEE OREIZDOWT
T BUIENH DY, Fol, B2IZHL

7ok O RENBE AT,

a. MHpAHTY b—2{EEBEREH
BIEVWEN S 7 b= AMIEDGEIIZRAT T &
b — Afi% 20mg/dL # B2 TV 5 2 LH %\,
GALK KIBIE TlE Gal-1-P D IEM & 5 »
b= AOFEWSPDH B, 7220, EHEO GALK
WAL Y K& AL, HAEREI
GALT M & 0 E <, A% 3-6 7 AT ¥
L. FO®, AR IZEMKID T Gal-1-P
PR EN SR, LEERIIBwTh, £#3-6
71 H P Gal-1-PlEfih & e < & %. GALT
RABAE T Gal-1-P & H 5 7 b+ — Z@%%ﬁ
5. F7z, Beutler i (GALT i) TR &
6.GMEkﬁﬁTuﬁ57F—X®&E%M
& Gal-1-P & UDP-Gal ®#in4%d 5. it
SHhE, ¥ MY YRR, PIIR-RIEER Y v v
I, Fanconi—Bickel JEfERETIEA T 7 b — A28
g THMc s hhwz E2b, Gal-1-P
LOHTT N —ANEEE 5.

b. #RETER, FTHREERE

JRAERIEIFIC BV CI L AT a— b
RSN, Hito—#E L TEEE R THEC
P3SN B, REG OB EIIEE 2 & BT
a2, MIR2 5 H NS XS, MIk-K
%ﬁ?%ybﬁi’wﬁﬂﬁﬁﬁMﬁTét
[ HW1&ﬁ\ i b FN - A ORRH S
ST HW%%‘&&L JEC B A3 I IR %
it ﬂ';“é LEhTwsh

HEyYyre iﬁﬂﬂ“’) SO E Y,
HWEFEEZ RS, Bt omHE, HAaRFET
XY I KR OB EERESE L KT
BT EHE L, AST, ALTIEFLIEHICIRE 5
T5Z ENE,

c. 73I/EBOWm

YU YRBAETIZY PVY OB
WThh, ALA=v/2) VO FEAPRED
Eb. Fio ) o, HEECIEAFF
=V, 7x=NT Iy, Fuad seasEmL,
Fischer LA T3 5. e RAHMEIETIZE
PETHEDT I ) BOEHERT.

d R#8® E

Fanconi—Bickel JEBEHETIXILT 3/ BEIR, R
W, A5 b—RR, B.3IrururrE
fHTH 5.

3) HHERTE

ER s PAL AL NN s R WAt s 1F X%
BIIUTOZTELTHDHY, DEFFERMEE
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v 72 GALT i 4l 22 T 11/50 BT RAEAE &
B SN TVD QWMEMIBIC X 2BEEZ N
Tl 5/23 B CRIFIETH o 72. @GC-MSIZ
EBEKPHT I F = VOWEKETIE11/36 71
CHE B 5N, REORREE LTHEK
GRHE1-2HUNICHRZHEDLZENTE S,

5 AELTHR

& &

BEHIZAT 7 b—2ABEINTIITAHELD
2, AHEREA T, BRERESKT LTS
HEIIE Y 5 3 v KRB s o5 & 17
3. EHABMCY LY o LRIZEETIEZW
2, WTAT I VMGEEREZLRTOT, B
WE I EZ2ES A, Mt LEET LA
WX O GALTMEHY » 7V |RINT %
VRS L. BEOWE, HHREAKE 1-2 6
THEROYEE AL, Tabb, i, THIE
b, REMNED SN, BEE, FWRE
LIHET S HANED ZOHERICIEREE 250
BA FEALOBEYET B,

FrAER, BB REALGRYS 2 N, v
=X INT)RAMREINI (S 7PV A, T
7 h=AT7) =) ERERT A HELMLETIX
ARFB LA ZECEROERNZ LTS A

BUIEI E LTHRE SB35 T 5.

7272L, FUBE REL BURBIFLIZ RIS IER
CIRSHH SN TWAOT, HEALBILBEH S
BHIRAEMIZ DV TIZ 2 OHE 2 FER S 5 L%
DB BIZATEN L (1-2%), BRI
(1-15%), V—t—TY (1 %) Wofm ZA—

7, RE—=7—=FIMLEGZECETA TS,
e BEPE, RWEII—BRICEEE & F v

bR IRAA A BRERHT T T b AR LB
CEATHDOTEENPLETD 5.
BHEGEERSFRECLEE LT DD,
LI TR, #EPETE240ATL,
TR S I 2 BB S LB TH S, M
WAZ s =R, Gal-1-P, R FT T 7 F b—
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PETIRIQA 81 LK F 5. fRic. BifkE
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FHELBEENTWS, FERE, CT, MRITIEH
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