WHfD 62 EEEEHLEREERE
[=R297)—=v 7B+ 58H52)

NFFIV - AROBEBRR ) —= 2

frigdx, IWOBm, HKIERE
SARRZ, TRETT

B2 13GC/MS » V- BREAMER 22 V- =/ OF T, B 4FRICKEZRZITIT

1677610 5 H16BIDIEY b i oA VR BEIREE 2 L2 B LIz, CO16B)DARICEEIDZell -

weger SEREEH 5 L TNTDT, TORPBILEERTR ORBICOVTHREL, ROFER 21/,

1) ZellwegerfFERBHICBNWT UANVKVBRSBERICED 6N 5 L LRI,

2) ZeliwegerfE{RE} TI13 R sebaciate / adipate £ VELAS, #1D & VR L BEIREED % HICH,
RELLABWEAB D -1,

3) ZellwegerftBEEK B TRBIZ 2-e FoFi e v BB LIELIERHE SN, —F45HE
s Uit o vk VBRIRAE IR 106 & EEARIF TRRE S Wil 1o

1) SEBE LT Zellweger fEfREE 5 Bl & pseudo —Zellweger fFEEEE 1 Fliz F o oL ) 7SR
7 e Fodi7 o VR EEBRIHENN ) BSEICERD 6 T

| ERREIIC VA R - AR REE - DB AOELEMBE v — - L LT, ThETeRa—L

i, HITEE, HEMISHE, FIRvu—4, T4 AU EBHEILATERY, HEDLS

ITRPEREBTR S, REREIFL»HO—2ICEB LELLNI,

RBEUE : vt F vy — a¥RE, ZellwegerfEGEE, AREBAKMETR IV -—=7,

GC/MS
B £ B & ' it 4 FRICE L DR ICHRBAHRER
Ry ) == TR S NIZISTTEERID S B,
I B R R N R Zellweger fEfREE 5 ) & pseudo-Zeliweger fE
( Department of Pediatrics, BRI RRE Ulte SO BT 2
Gifu University School of Me@icine ) 1o, fLDIET b O VE CBRERR
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5, 20D VR BIRERIR 5 B
CIEFERRISFIC VT HREL T,

RAAFHEBE IR EY TIT- 1.
FEIZGC/MSw2xsu< b 73574 —%2H
W, EROBRERERDT-1, 12 2-
EReFoeNv B (2-HS)BXU 8-
cRedoexNxvUB(8-HS)iZ2 Tk
BB ohih- 10T, thchm/z 317
Em/z3TTD <Ry v b7 4 ORI IEEEK
W9 AENER (%) TROUT,

ifn R £ 8E A A B 3 17 13 Tsuji 5D 5 ©
-1

B R B R

MRV FF ) — ARORFEEE 0T

1+ — I )

Zellweger ERBBIRO RGBT Y o
< 7 LR IGRU T, BBIRIEFRE &L
TCo—Co DUMNKEUEER( 7O EE, AN

VB, kN UBE), 2-HSOHE, Fou
N7 (e Rodo 7y =VEEE (PHPL
A s EF oo ARBEY OEIN ) 2 ELHT
bz, SEMRE L 7- Zellweger FEEEER
5%, pseudo-Zeliweger fEREF 1 B¥ X CFIE
BILRE a2 b o - VORPEREER R % HE
LTELIGRUT, SRE2EAT2HEEL
LBiidsc L 0TEIERL, 2, 8 1Ko
TIRPEREBEOEE 2K 2ITRLUT,

(2) sebaciate /adipate lt (Cio / Cs AR

Bee VH)

ZellwegerfFEREf TIZR LITRULIZE 31T,
SHNEEEOF T § 2B (Co) DF N
ErbALNT. £ T Zellweger SEEEER
5B ( DL ) Lrovd i — o HEA

[ | _PHPLA-
Suberic <~ Sebacic
S,

PHPPA

/ FObSaci
Adipic IS

i
Urea CE%ILR>
Citric IS
_ PHPAA||
succinic H
RT 10 20 30 mn
MU0 ' 2 ' a2 ' (5 18 20 %2 91 %

51 ZellwegerfE@EEt B DIRHEREE
TR NI &

B BIR(EFIB), T EFEILR
PHPLA: p—hydroxyphenyllactate,
PHPPA: p-hydroxyphenylpyruvate,
a—~KG: a—ketoglutarate, PHPAA :
p-hydroxyphenylacetate, IS:internal
standard.

DI NER L BEREL0F (4 b A BV R
FRAE 2B %25 T ) BIOEEARIBHDORF
sebaciate /adipate H %2 B 217 Uz, B 21TR
Utk 5T, ZellwegeriE BB Cldx WA DY
B VR CERRER & CERERRICHE LTCw
/CelLDBMERM B - 2o
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B2 FRrbsebaciate/adipate (Ci,/Ce) H

C10/C6 £V
UMLK VER (+) Z . Zeliweger syndrome (N= 5,
° OTAHILAE MR (—) 11 samples)
6 ~
D . Dicarboxylic aciduria (N=10)
. N : Normal infant (N=15)
5 4
. . B H LR UBERE T NUANOFRR L OB
. H(£3)
o v F o — aRBRITE, LIFLIER
3 - L]
° W 5 BRERISEERIER 2 S 330 FI8D LA
* ° e, KRMBEA, BERYE, ARAYTVL
2 A
o . iz i oBER, EFLUWHREET, HE
1 *, FEE, 018, BHESETH 5
" o % 8 IURT L SICCNEDS DR Y5 Zellwe-
; & - ger fEIREE & pseudo- Zellweger iEERE R IRIC
Z D N B B NIDIH L, RVt F v — AL
x1 Wt F - AREBRORPERBETR
Zellweger SE(EEE p-Zellweger
= Bl 1 2 3 4 5 6 Control (N=15)
& | 8M 2M 4M s5M 3M 5M infant
R ./7311/% R
Cs 11.2 1.9 75 31.3 25.1 7.8 9.0 (5.1~14.6)
Cs 29.9 3.8 14.7 45.8 98.7 3.2 10.8 (1.1~24.5)
Co 107. 1 12.4 22.8 49.9 101.8 1.5 4.5 (0.7~10.7)
2-HS* 22.6 14.2 44.7 50. 3 18.0 0 0
3-HS* 2.6 0.9 1.8 1.7 8.8 0 0.2(0 ~ 1.8
PHPLA 45.6 198.5 120.2 343.8 137.4 4.0 3.2 (0.5~18.2)
C¢ © adipate 2-HS ' 2-hydroxysebaciate Bifi3 pg/mg creatinine.
Cs ; suberate 8-HS : 8—hydroxysebaciate * IS it 35 fEd | (GC/MS)
Cio: sebaciate PHPLA : p—hydroxyphenyllactate THIZERE

F2 Nt F - ARBRORDEEREDLE

it 1 2 3

12D 1M sM 8D 28D 1M 2M 1M AM
Rep ohvR B
Ce 0.8 2.7 1.2 1.9 2.1 2.9 1.1 4.6 7.5
Cs 4.2 9.9 29.9 8.3 9.6 19.3 3.8 2.1 14.7
Cu 5.1 16.2  107.1 2.1 1.0 21.5 12.4 25.0 22.3
2-HS* - -  22.6 18.2 25.0 - 14.2 37.0 4.7
PHPLA 125.0 1287.9 45.6 99.0 12.4 76.7 198.5 161.9 120.2
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HOBER (SEREL 5] TN TIFR
L2 RCY ARAG IS A

ric iR RSEEHBOERFR ( MAR&
ERASHi® Co/Co b LR ) 20 F 2/
— LR 6 BIEBliCBD DI L, This
DU A NEVBRRETRERE L 2Bk b
I DFR 2D S>> 10

oV UBROFIRIZ, 2B BT
X1oEFIDS B, EBIL, 2TREIRITE-T
EBTRVES b H-T2(R2). ULLUR
bR EEDC/ Co b EF 13, Zellweger
BB CIRIIELAEERBDLNIFTRTH
-1, —7ipseudo-Zellweger FEREETIZ Y
B VR UBRE), Co/Celb EFO TH - T2,
~OUA F ) — AFEUND O H VR BRI
T 5 Bl 1 FicBNTGo/Ce L LR 28
H TN,

Zellweger fiEf&E¥ & neonatal adrenoleu-
kodystrophyiC S CTRENICED b5 &
Whih 3 2-HS® X Zellweger SEMREILIANT
R 3tV 1z, —BAEIRE LI Zeliwe-
ger iEfRBE 5 B4 Blic 2- HS 34 H 3 o3, 2
B2 BB TSRO b, L 2 TIRAL
- Ti2-HSPRHEBELTOC & $ 670

Fovy ) TOFR THHPHPLA HHfitE
mg, -ovtFi/ - aRERe FliconTiE
BIAED O AR TH-12(FEK1,2). Lb>
L F 07— ARUATIRLT L $ 8BD
BNAFRTRAED 10

ERBIUHER

ZellwegerfEREE 212 U & T 504 F v
- MROETESIICIIEERR, BEFN
BREPNEE L, REDL L 52HUI—ED
HBHRICR 6N TN B TOT0DH L OFEMIM
RATOLA F )~ AROENFENZE D <
— - D3E W ANTE TN B AKX
a—VEE® LR (Danks 5, 1975)7 R EED
&% (Hanson 5, 1979)7 R PHPLADIEN
(Govaerts 5, 1982)Y BEHIEHBOER
(Broan &, 1982)? U# VR EEF(Bjorkhem
5, 1984)? 77 2= n—4"> DOEA(Heyman
5, 1984 7 4 2 B DER (Aubourg 5,
1985)% X 82— e KeFiw vl BOHE
ittt (Rocchiollit, 1986) 12 & T %,

SEEE 5 IIAEICE T A RPEHEEFRR
DRHMICEIL TRO L 5 SR8,
@DZellweger itlREE TR HNALVBRMSE £

£3 OVFFVT - LREZTHMLSND O HNVELBRIRIE & DHEK

RVF F T = LI Z DD o VR BRI

fiE B 1 2 3 4 5 6 7 8 9 10 11
BRTEERIER + + + + + - - - - -
B o+ o+ o+ o+ |+ - -
U hVEVBRIR + + + H# #H - + + + + +
E':F‘ Clo / Cs tt_t%- + + ' + + + - — — — -+ —_
2—-0H-sebaciate + + 4+ + + — R,
PHPLA #51n + o H H A + + + - # -

el 1~5: ZeltwegerfSEfERE
6 : pseudo—ZellwegerfEEEF
7 . ReyefFfEEt

8~10 : non-ketotic dicarboxylic aciduria
11 ; ketotic dicarboxylic aciduria
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Hbhiz. @Rrsebaciate/adipate LASE
AlCH 1. @2-k Fudit iy BB LI
Lighed xhiz, @REPHPLADE L pse-
udo-Zellweger FEEREE § 2 HEIFEDH 6N B
AR Th-1n

~OVEF S - MRIZHR OB EHSEL, B
ETLREZHIINTUSBS TR FE
BEDCNFTOREBD S, VA F ) — LK%
B e AR 2 A5 A, HALFEIRS Y
—= e LTh el & b iR AR
W1 & RAEHREE ST 21T RETH B EEA S,
ZORADERUIL L S S 2HEL TS
B, KETHAAREEVRE L, BH~—v—
DO—2 L TEHERAINEEDN S,

X ik

1D iRk S (1986) B IREE, 90:2673.
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