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Bil 0.2mg/dl, AST 181U/1, ALT 161U/1, LDH
350 1U/1, ALP 1491U/1, yGTP 311U/1, AMY
257 1U/1, T.Chol 180 mg/dl, TG 153 mg/dl,
BUN 11 mg/dl, Cre 1.0 mg/dl, UA 3.5mg/dl,
Na 141 mEq/l, K 3.9 mEq/l, Cl 107 mEq/l, CK
92 IU/1, CRP 0.69 mg/dl, FBS 88 mg/dl, IgG
1650 mg/dl, IgM 124 mg/dl, IgA 500 mg/dl, C3
96.0 mg/dl, C4 44.9mg/dl, 2 ) F YV — ) 16.8
pg/dl (FEME(E4 9-18.3), 7 A h A7 1> 587 mg/dl
(F:#E(E250-1100), rapid ACTH test: 04> 28.3
wg/dl, 304% 33.2 ug/dl, 604y 38.7 ug/dl (RifEEHE
TRIGZ U)o BEHIEGE G Ry C24 :
0/22: 0=1.274 (Control :1.677£0.105 ALD:
1.3454+0.184), C25:0/22: 0 =0.0338 (Control :
0.0141+0.0032, ALD :0.0472+£0.0103), C26:
0/22: 0 =0.0171 (Control : 0.0056+0.0013, ALD :
0.0244+0.0072), M3 XP : IEH, LEX D IE,
SHEE, AMEXP I IEE, BEHCT BB =HExs L,
M = 6 WehaFE, B R REHWE A IEFAEE
55.2m/s, AISEMRE27.7Tm/s, BE MR R ERE
B AIETRE FHE-FE 52.6 m/s, FE A 53.9
m/s, HAES CT @ ifAl BB MG = o B /4 P BB
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BTz 520, BRI O 72 iiE.

Btk - FRIRFHIEOH
TEESHE - Adrenoleukodystrophy (ALD)
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Rk REER R
20mg u ﬂlamg 13mg 500mg
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3 ER 2 OfkE
D&h & AHEEARRED D), TIMTH Y~ A7 ml, CH50 31 U/ml, Higpifk x40, V7<= b A N

Bk, FIBRRIEIE L, BIIMNZE T, REEIZE
BT, WINBMATIHT, KA DI 6 A
(B3N, ZHE3IAN) CHEMERZ L, FIFIR1IA
TR,

BRE (X13) 2 200X £ 5 A2 5 EAIRT,
GREDEEL, SHETN 2V F 2 a Iz, 7A%
Al, HSFEPICKRBEDS WL ESNEHELED, BEAK
HNWRSNAZ W 20boTz, 7T HIBHEEFIZZE
REEIRRBIC 2D, ZORMERREL 2D, LJHS H
BU7zo 7 H21H AJREEIC ABE, MRI THERZE H
D, TFF XYV 20mg/HBESEE N, TH24
HA4PeSRHcHEbE L 72 (B8 1 AR o

ABERFELAE - #RIR 36.9°C, IMFE 156/80 mmHg,
IR 90/493, MafEEc ERT R e L, &k JCS II-
20, MEFLIEMER, RBEGESIER, Rz L. GEEH
BEHR S L AEEMREE D D, #FHIFIEHEH,
BEEED D, WUEICHS 2B <, x4
1TVHE. PRERMES A IE R CIRE T, TRUXIEH,
Babinski {5 X HH] & b B,

WA R, - MyEA A X, WBC 19,710/l (BFrpEk
92.8%), Hb 12.7 g/dl, PIt 23.0x10%/xl, TP
5.8 g/dl, Alb 3.3 g/dl, AST 331U/1, ALT 27
IU/1, LD 3011IU/1, ALP 2341U/1, TC 236 mg/
dl, UN 14 mg/dl, Cre 0.5mg/dl, Na 135 mEq/
I, K 3.7mEq/l, Ca 7.8 mg/dl, CRP < 0.02 mg/
dl, If ¥ 206 mg/dl, NH3 47 ug/dl, VitBl 33 ng/

200

K+ (), PR3-ANCA < 10EU, MPO-ANCA <
10EU, #i TPO$ifk < 0.3U/ml, HHivrA w7
) v ik <0.3U0/ml, sIL-2R 367 U/ml, T3
2.03pg/ml, f-T4 1.41ng/dl, TSH 0.28 £IU/ml,
HEwRAE CI1x, TP 52mg/dl, Alb 37.3mg/dl, IgG
6.1mg/dl, IgG index 0.48, Glu 85 mg/dl, IV
VHEFEMETE [ 48 pg/ml, oligoclonal band (-), #il
Rk 2 /ul (ZRURGHINE) . MHERE IR M, BEWMHAT
Zd Class 1T, PEORIMIK, Y /38K, Ik,
~7u7 7 —YRBR I, By > b7 S
MR U, HEES MRI C %, Wif{EEETEZE 8
T o (IR E 2 4 P O BRI KRGS = & o 7- HE I
T2EEFREN RSN, EF TIHR CEETHE %
HLD I — IR 20 7. (K4B), % 7zl
Wy v I C, HEEFECEREOMPE TS b:, M
g, 14~22Hz D B2V AEIWCFERD, 5~7
Hz ® AR SN0, BERFEH IR E
Mmooz,

Z OO (F3) @ MED 25 WIENEE & L TR
LM, BERIFHO RSk olze TFY XY
VR IR & U7, FERICHE S i 2 bIEFE D
3, LA MRIFTRCE(MER 2D 2 &0 o,
PSS D WIREM: & 58 L ER AT L 7ze L LRIR
DFENH > T, 8§ H11HIZ B ARG AR
HE5BE, 8 H14HFEIRFREE TR TO L, RKIEE
BEESI NI, 9 H15H1C CRFERBEAEN RN IEkE,
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4 FER] 2 OFEES MRI Of%H, A 1 200X-44E12H 8 H, T2@mFmiGR, FIEEEY A a7 4 —FHELIETNIC
EXMRERO L I Sz b 0, MENANEITEE O ZSE 2589 5, B 1 200X 47 A31H, (&%) T2
MR, (YD) AR = A8 TG, WATEESELE T2 o MNEERAREDO 8 1 T2EEBR
ErRD, NE—REEmR %S, C 200X FF12H 7 H, T2 G, KMEaE 2L L 3 2RL I3 E
JEREES TELSHIERL T3, D 200X E12H22H, X7 a4 Rk, T2k, 128 7 iz
TRIBEZE S iU TR Y, MERLEML Twa, AREELE FICmELZED 5,

M5 BEEEM CT mEORHE, WInb200X+ 1 FEICHEE, A 2 H25H, MHEITEELE & BIEEEE I » 1T T
ZLWEEZED 2 —HT, HAMEZIZEFHCTIREL Cwb, B 3 H19H, BEZAKESECKATHYS,
FHREERE T CHOCHINERD 2, C: 8H 4 Ho KOS HEEL, BMEIXIZEAEHEL TV,
D D 11H 4 Ho {BWIPUEAMEA LB IZH RAT WS, BERIZS S8R L, ER~ V=7 2 L TWw5,
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ABCD1 #B=T O (p.Argl89Gln) & Mt fRE
SHESFIAR L O ¥ HERR & 1, %Ak%ﬂ@%ég
YA ru7 4 —kEMani, R CRREEMEi% 2

EfEZ L7272, 11H24HIC

HIFEEDRRETH - 7208, HHEZIEREENTE S 2
Ebbolz, TRFEEND D EFHZ HNTz, HER
MRI Tl&, KEE %0 LicEESE IR L
TBY (K4C), TF U 29V 10mg/HEZHEEL
Wie ZDH 7V F=vor 20mg/HEZEEG L7,
B o tE L, MRI_EORIRZE b fE/ %
iz (K4D) Z s, AT 04 FEEE—FY
WEMEEbhlz, ZOREOIMERAETIE, aVF
Vv 2.9 ug/dl (FEHEME 1 6.2-19.4 ug/dl), ACTH
6.6 pg/ml (EE¥E(H : 7.2-63.3 pg/ml) T, TN
BIBHAEE TESS b, 7 HEH CT CIREIBE
MEORT R <, ARIT CHBHEERENEDbNT:,
MRI FEREOZEHE XD 2o 7z, 200X+ 141 H
13HBE®IZER, F4F 2 H25HELO 72 0 FABE (56
3EIABE) . B JCS 200, CTAFR (F5A) » 5,
VEENETLEEEF Z o, AT 04 R0V A
(XFNV7rR=var 1000mg/HX 3 H) #1Tk->
7zo 3HI0HIC—HBREET 2 b, 3 HI2HICFHEIE
o7z Al EB4EAR, 7Vt —n, 74K
o> 13mg/HEHSL, £bx JEHEHEEL K,
5 H20H BEICBEE, LIEs K BB WIZIRELFE L
7o, 118 4 HAEAKHR (33.4°C) THEMR &Y,
LPTIcFARE (58 5 BARE) . IMF 93/57 mmHg,
%k 84/4y, FEi#k GCS E4VIM2, CT LMigiE 0z
LWiEERZE® 7 (K5D), 7V EA—, ERoa
VTV Uie EOBERITo 1208, 11H13H & 5 1R
W& e D KIRS iz, 2RI 146 2 H.
Blt% - RIEFHIES
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a, EHiOBETHAE T ABCD] Bia T ICE R
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b. HHEREEAET RIZ BRI D

c. HIEREIEHRHETIZIZERSE N TS,
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RO O LR R L Blic, KEEPETIiIE
BICHER» O LR DWRIREIHAEL T2 (X
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physiology of X-linked adrenoleukodystrophy.
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