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Type VI 10§

2 oA 3 2Z(mucopolysacchairdoses, MPS)
glycosaminoglycans (GAGs)¢l &3 I3 F o
& Ao AP dF TAHE AF FIEG 2
9] shtolt}y, &4 9 A¥d wel dermatan sulfate,
heparan sulfate, keratan sulfate, chondroitin ‘sulfate
5ol @5 & WygsAM FHES 53HE GAGse
A, 718 Sol AFHo] ks AF¥E o
B Aoz o wjEdch MPSOA &4 Z¥
< 107F47F Atk

Maroteaux-Lamy F3FT(MLS)S MPSEFIA 6
s AF(MPS VDol# GAGs &3] &4F N-ace-
tylgalactosamine-4-sulfatase (arylsulfatase B; AB)
9] Agd Y3M xIy=HE AHOSE dermatan sul-
fatem7} ThFE Ao AHEe KA dAEEol
o gaEHozE oA 4=, -uFU, A
Wy 2 Iy, AY 2 FYY o), AZVIsRANE
zHYFAT AL Hgolth FEA 4oz HA
g9 A8 ZFo)y 2 {FAz &7 A=HI Q)
o} H2 MLS $olollA A4 AB &Eh 84§ Ho]

Fz7 23 Fdo] X AN FFEFH
S A3t ABE AFHoE gXE F AU
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B : 64 Fol= 549 MPS 63¢ MLSE
o Higton] EdE X glo] AULY F HAZ £F
ot AoE gEojstn AN FHY 274 B 43t
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WY AR AAE s¥n 14 wWRE A%
3 & AWou 14 o]FRE vd A5 B s
o 24 4 FHez Y9 NE F olo] AFo] o3}
e 2e s9len A dialeld ZHAA MPS7L
SjAlso] B AL=] AAEAY MPS 63°] 94
Hou 59 27 flo] AUgTh 54" A §d
A5l MPS 632 MLSZ Ad3Hi 64# A3+
@ty BgAy BEGH oftxol= HFTS
Qule] e} ojuAF o)A FAl] F& TTh

7158 : Avjoln] AYE ARSI oiateld A
9 718 gk

FEAH : AH) A2 F9) 50 cm (50 AEAT)
9 505 cm (10 WEHSF), 7] 565 cm (3 HEHA
mlwh), AF 13 kg (3 BEASF wwheldreh A
AdA 717 Zn A2 A HoH, FRFF
Ao olu} EZo] Jen F A7t wol EFH
3 Ze Ego] gtk & o ez vt U
3 2L o HF rPoz sigo]l EEH 3
Atk A% wEe FHHon Fee EIHA I
o} BRoA 23 ®Fo] 33X Ax=E IA A
oo BWER, &8, Fg, A5 T FFo| AU
o &3 o] 5§ 2Yo|n F FRAA &Stk

AL A Y A Ex E9 HAA B T
6,600/mm? , HAE 128g/dl, FAT-E 294,000/
mm® °]%.2m, Cl 108 mmol/L, T-Ca 94 mg/dL ©I
gen, A71% ZHAMIA BUN 3 mg/dL, Creatinine
04 mg/dL °ltt 2% FHAKE GOT 3 IU/L,
GPT 16 IU/LelQlen, ARAANE Aol

HIAKM A : T 3WA ZHAMA FRE B
7)1to] WolA giern A¢Fe yHEL 23] ¥
don F423 AF =3 F3 HATh BEH HF
9] ZHe AHX(cuffing)s WALl #FH
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AREAEQl o] o)ido] Ao BHY WIE BT

A =SWAAL: AT ol A7 e U™
MEF Ao ds9 dto] FAAA AU

Al 3 HY REUAA: 25 AAeqith

IQ ZA}l: Korea Wechscler Intelligence Scale
(KWIS)2 7622 7 A A(borderline)ell ATt

FTEMCOYAL O|AFA} - 294 spectrophotometric
assay’d toluidine blue spot test’d %A (RB4L4)0]
e cetylpyridinium chloride (CPC) precipitation
testol A 41176 cpc unit/g Cr (F3X); 94 0] 5<175)
2 Z7}59len,; thin layer chromatography (TLC)l
A dermatan sulfate, heparan sulfate, chondroitin
sulfate’} #&so] MPSY £74& RHTh

Matst FEZAL: T2 Fd9 BEFA fluoro-
meric assay’d AB9] A4E7} A "o 1o
MPS 63<! MLSE #2334 =AU

ANE U A : gols A9 F A% I 270
2 23U Hox 3FITe] Yeiv: FA4Y AY
2 FFe] A Al TAse Hop HFHo|n
SEAY XNEE 3 §FIFFo)AE ANAIE 3
o Fol= Rh+4¥0Ilx, T4l dYe A=
4 Rh+AB¥o2 22 AE ¥4 DR, A, B, C7}
dx sttt AAMXZ  busulphan(4 mg/kg X
4d)+cyclophospamide(60 mg/kg % 4d)+antithymocyte
globulin (10 mg/kgxX1d)& AME-3IH o, oA
/8 (graft versus host disease, GVHD)9] w2
methotrexate (MTX)+cyclosporin-AS  AR&33t)
TFEFH F 14HAA FA TS >500/mm® , 151
A FATF >1,000/mm® , 14BLA A5 >
20,000/mm® , 219¥ YA d2a#F >50,000/mm® &
2 AFEE AT & YAk 18H LA At HYF
ol AB S4E7} Ao o 70% WAZ Bk
o]4 A H|FAIYA CPC¢ toluidine blue spot
test AALE 14 F AALAL BYT FFIF o]
2] 278 Aol grade 19 GVHD7Z} des a4 A
ZaA Az glon 3 #F Fo|dh
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Adrenoleukodystrophy ZH0}0{lA
CD34 SMMEZE 0|28 H| ozt
EZ340[4A 10

Adrenoleukodystrophy (ALD)+ unbranched sat-
urated very long chain fatty acid (VLCFA), &3]
C:260) ZAd] FHHo A3} He] oldg zeste
A4 A@olth. FAe JEAA o2 dojun
4o E 2IAe Fez JelA "ok 4 A
HE X-q289 B4 JdEd d¥dAe FdNA €4
022 Yehhs AT o] o]d AS 54 ol df
2 AbgsiAE

94 %ol wet childhood cerebral, adolescent
adult cerebral,
(AMN), adrenal insufficiency-only, asymptomatic<]
67k 2 ¥ 7} E£% childhood cerebral type?
A FEe oo 2ok JT w9y 4R 74 AF
2 o Aole F54d. BE AR Fde] 7
71% AR Aoy AAEH ool vEhd A
7)ol di¥-e} gol= ACTHOl W@ Cortisol ¥8-<]
As7b Aok 27 AREH FHeRE e 73, 3
T Fol Fol Jden xylde Fde] wYdy] dE
of AAF A7 HAHQ AAZR gopd & Uoh
B e AAGH Fgo] vehty] el F4A 71T F
Aol o3 HR FA Fo] FAe] v Fge] I
PHA AEHF FH 2, Ao Foll, FRAN, F
A AR A e 5, SFAZE, A48Tl YER
o 29 Foll= AEAzY st =i 104 HFde
AgstAl gtk BRARME Fde] vehd & e
bl 61%E A& AFA Fefrt LA 14%AAE
A A7RH Fae] yehdth tiREe S He
s B4 7% A 3 S JEhA gt

cerebral, adrenomyeloneuropathy
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WA : &4 A VSD ey 43 2xde
7] £33 347 traumatic EDHEZ HEX X5 @
e 3AY glon 44 Aol B3y T8 A ¥ F
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o2 B g, 9o M o] dAH Addi-
sons disease I Wow SAHeE Alekrt a3 A
B-MRI A8, Adrenoleukodystrophy (ALD) Jg
o}

IR F olo]F AR dAle]d AE9] J15Y
2 gioy AAME oj# Y7t very long chain fatty
acid =7} Z71 g9 Ao q4EAL Brain MRI
4 leukodystrophyE AT F Y& WHol TAH
el=

B - ALD
oy A Holx] gY F EFF
o124 g8 Wdstgcth

A g A" ZY Aozt e 1 ¢

AFAY £571% o4, AE T JehA 4%
I ES YUY e Ry A4 F9 2WE AN
=2

g & IV globulin NEE 13] v
FAAE yo 25

A TR FA Fo LA gon FH
3EF 2 AR Hex THHoE EH
FolA | Fgu F1 F2 FAHA 4%
iR g AR A FalF 5L FAHA Pk A
ZAEH AAME 94L HEsdn §F3Fe AR 3
mm/3 mmZ hF vAle JgRor FEHJD A
2 A dbaleE AAolnen] %ZdA babinski sign©]
FHoz Yegth AFHE sbrpelA &7y ASE
THIRA RaH AHE FAd d1n 2R 7]
ot A AolES F UUTh

ZHAK AA

Al 335 AL

lo b
dt 2o o

00/5/24
Ammonia 70 pg/dl
Lactic acid 362 mmol/L
Pyruvic acid 0.250 mmol/L
HAA WY $4 A4}
00/5/24 | 00/10/2 {00/11/18| 01/1/20 | 01/2/16
ACTH 2200 1745 4.03 7.70 19.40
pg/ml | pg/ml | pg/ml | pg/ml | pg/ml
. 15.89 54.6 1.40 2.29 3.14
Cortisol pg/dl | pg/dl | pg/dl | pg/d | pg/d
Renin 1.24 38 1.95 191 0.33
ng/ml/hr | ng/ml/br | ng/ml/hr | ng/ml/hr| ng/ml/hr

ACTH A= HA
00/5/24 : Basalel 3.71 ug/ml, 308 592 ug/ml,

o4 AE A% —

600 3622 uhgo] HAH QU

Brain MRI

00/12/5: T2WIR %% FF93 lateral geniculate
body®ll high signal intensity7} &= v TIWIE 2
& 297} low signal intensity® Holia ZYA £
Al ¥ 9] marginal enhancement’} 2.9

01/2/16 : $547 FAHH] WA wWrlo] HYr}

9 Hel3.
Very long chain fatty acid
00/12/7 | 01/2/17 | <Qwt 54
C26:0 2.13 1.28 1.39 0.47
sM/L | eM/L | epM/L | eM/L
C24:0/C22:0 1.8 2.27 1.91 0.99
C26:0/C22:0 0.070 0.078 0.062 0.011
ABO/Rh and HLA typing
ABO/Rh | HLA-A |HLA-B | HLA-C | DRB1
02011 15011 0704 0406
@24 | AT 01 | 1518 | 04 | o803
02011 15011 0102 | 04051
Ehilal At 1101 1518 04 08021
Alg 9 My [ 2AAL: ALD A FA AEH

Y 2 AAe ZF 18] A9 giden yd 9
Al A g AAs BN gt 3AE HYn
39 f HAe 2R ¥shy Ao

WAIM A2 : ALD A A] Brain MRI T2WIel
A %= ZF G HAZHQ high signal intensity 7}
yelgton] TIWIAAE low signal2 JeRstt) =9
A o A] marginal enhancement’} UElsth 44
Al Brain MRIAIME BWHo] B Pd FFo=
kst

X2 9 A3 :HLA-A, B 2 DRo] dx8te 25
¥ AHunrelated donor)7t Aol EFol4E AlP3HH
t}. A X+= busulphan +cyclophosphamide + antithy-
mocyte globulin®, GVHD <l%2 methotrexate+
cyclosporin-AE AH&3th F4+E 1,300 cc7t AH
HRen leukopheresisE %3 mononuclear cell?
229 ¥ oA Y FA B$L o83 CD34 ¥4
METH 23] 425ccE LY CD34 ¥ AE9 7
FE 15X10°42 FEE Fo] FojFTh FF oA
TR} Fole] AYPo] ol AP T Las}
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A FYh F 014 F 10¢%] AU 5FF 4t
1043702 F7ks] Aol AFsich. a3 Hg¢
TE8E& 53 AP er 2w FIAE ng ¢
3 IBAAMT FEE Wkt o]y F AWE o
< ZEES %] A8 BE FYAY Fulolg Az,
FAEA 4 ¥y 22EAY CMV HY F=EIS
AH8-3191. 2% hepatic’ veno—occlusive disease (VOD)
9] ofw& 98 pentoxiphyllin, vitamin E, prosta-
glandin EE AH&3lgith D+7 94 2do] Qo] &
HAujFHAL A1 ¥ ceftazidime amikacin, ornida-
zoleS AHE3le] 2dgte] G& zAHYT D+13YA

24 FA7F BA] 45(0T/PT 422/521)89 &
vigtel] Wxle] A7)n MAlel FEI FHHEen b
o] 284 FAHUct. LA FTHY F7l= UeA @
$th. GVHD Gr I A%, 18 %F methylprednisolone
£ A4 VODY 73L& 93 doppler USG A3,
VOD HiAE & dyen D+24UA e A
23 Ak D+14Ye oAl 13] #d glen wjE
Agds 422 Jgen imipenam¥ amikacin,
ornidazole AMH&- ¥ 2dvte] ZAHU} D+30Y ¥
B olwAl BF 3430 &¥ A FET A2
o] 284 Wgg At s FFFo|t
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