BHBHEICK KRR EFEEORKL |
I-cell Rt 2 EHREOR A

BERBLE £ H K
£EpeE BB E HLEEX % Bk E—

R —  ATE B RERY
CRALKEE R H N

.3 U &

DEBHBEREERITE, BHom Ly, EXR#FERROoBEEL LT RALN D
LR T EF T B2, e 2 2B Y7L sphingolipid DEHEPS, % » Phago-
cyte system defect 124 LT, T4 DAIEN, BKNEENEIH L EMEINT S, &
B, bhbiid8s HD I-cell 5§ (mucolipidosis 2F, N-TeFr s a3 vy vBEE
B# (GlcNAc-1-PTase) K#E®) ot L TCEBBEEZT, GVH RSk, A&%¥Mich
AEDPHREIN, T/ T-cel HOEMENEROREDL —HO KRN UEEALOTHET
b0 RBICTNE T, L-cell BT 2 BHBHEOBERIHE, RERYSE,

2. fE Bl

BRI, MERETEOESEISETh A 4BEOLRT, HAEKSE 2,854g WHHIETH
EMERRBSP -7z ULHLUAETHID, ~— 7 —REAHR, BRERXCEArN, REREE
ERKECHSHERY, 32 ARK D@D ETHEROBTRRENE SN/, YA
BE&fiofzo ABiEE4 » BHTRE3.45D, BE—2.3SD Tk b, HEinkE, WELK, HeE
WEBHICINA, TR OBHRMEILE & RFERE IS 5Nl BD Dysostosis multiplex, &R,
FFECA, KV v BROEREH20~0BICHRINT, F/oh T 3 —IC TOFERE
WIEH, BEOEEREMNMBRONI. MBR DI A4 vV — 4 %% Dentandt, Glaser ©F .
FI0 L —IAE UTHIE LicE, 10h 56008 EERLE (£1). Ry 4 2o
ﬂu‘&if&b)’)ﬂ:o F o EEE G HEIEMIAIC phase-dense inclusion MSEHEE I NI, [-cell O
1 REEHAL &5 GlcNAc-1-PTase 7E#: %, a-methylmannoside % accepter &9 3
Vanki OGHEWE—HEE U TRE L, BEREFERSABY v R TRELTED
[-cell WAMEINIco MEPLROKKY ¥ A ROFBHMIERD 1/2 ZRULAF v LEL S
Nntc (£2)o 8 » AETEAALEARNOMEERCHELR, EEMSETT Lz, BEAICSH
T, ETEOLAEPRET 2FRBRPECHT 2EREEDOHICHED, BENFEAE
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Plasma acid hydrolases I cell disease Controls
RB-galactosidase pH 4.5 6.78 0.40%+ 0.11
pH 3.5 33.6 1.0 £ 0.3
fB-hexosaminidase 9,181 608.0 *+171.0
a-mannosidase 1,751 28.1 £ 4.5
a-fucosidase 3,343 251.0 + 56.0
Arylsulfatase A 556 63.0 = 22.0
B-glucosidase 0.49 0.34%  0.07
Acid phosphatase 1,262 309.0 +128.0
nmol/ml /hr
Urine acid hydrolase
18.3

Arylsulfatase A 181.1 amol/mg Cr/hr

& 2 GlcNAc phosphotransferase

dIi s(;:lsle _ ‘ Sib Parents } Controls
Lymphocyte 0 148.3 | 120.3, 131.2 . 997.0+23.6
Leukocyte 131.3%11.8
Fibroblast 0 60.3, 87.1
i (pmol/mg/hr)

Thy, —HREEEHI & — 7 —RWEEETRELY, F oL, $REEROEEMIZIC
BUYBEPLIEOC LB DY, BHBERENERINI

3. HE BEBERZELCOOT

BERE - EEEOEEORKI, POLEIRS 1 » 2#EE L LT, busulfan & cyclophos-
phamide THIMEZFT Y, GVHD FP5& LT cyclosporin A ik, 72 CMV BEH
FHIE LT, @RXAFXDO CMV FHflin v < 2 v 7 Y vtk 5247 - 7co HLA-A, B, C,
DR-identical, MLC-negative T, GlcNAc-1-PTase EH:2i~ 5 ofHDO TN D, 4.8X10%/kg
DEHIBEINI '

4 BR EBICONT

BHEHI2H BICRME TR cRaEamic X o BE 046 XX icat L46 XY o ¥ F — e
D310% R X4, chimerism ORENREER X WLBEEL2RTH %, Bk, GVH KISE&E
HonT, MOLHREBCEEZ SLTAMHESAONEDL /o 2RI Y v RO B1E
HID20~30% 5 5 U T~EHL LTS (K1)
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2000+ o~

nmol/mg/hr

plasma
a-mannosidase
1000+

o3 normal range

GlcNAc PTase of Ly.

200 normal mean

pmol/ma/hr | -donor--
1001

o]

xX10*

wBc a—a 2T

PMN A&----4
Ly o—o
Vac. o--0 17
Ly

E1

Hematologic reconstitusion after bone-marrow trnasplantation and serial activities
of plasma a-mannosidase and lymphocyte N-acetylglucosaminylphosphotransferase
(GleNAc PTase). BUS denotes busulfan (4 mg per kilogram), CTX cyclophosph-
amide (50 mg per kilogram), and BMT bone-marrow transplantation.

S EEFEHEEL

KIFY ¥ 2ERD GleNAc-1-PTase $48HH T41 pmol/mg/h & HBE L, 98B T156pmol/
mg/h & FF—EEELAMENICSEEBER SN, SHETHERIN TS (E3),
Fh) VDS A4 v — L BEFE, DFYH a-neuraminidase, S-galactosidase, a-mannosi-
dase & EHBLI EOERERIHBOIRONTEVERERSCH->TETV S (£E3). i
T, 7D a-mannoside % NAc-B-glucosaminidase, a—fucosidase, G-galactosidase (pH
3.5), arylsulfatase A 23H 78D OFEMELH O bHEEICHD ZR L, a-mannosidase 13705 B

%3 Serial Lymphocytic Determinations of Acid
Hydrolase and PTase

a-Neu £-Gal [ a-Man GleNAc PTase
- nmol/mg prot/hr pmol/mg/hr
Controls 3.87 225.6 67.1 257.2
3.904+1.20 171.3%£49.2 | 56.8%+14.8 227.0+23.6
Donor (her sib) 3.02 148.3 75.0 148.3
1, I cell disease before BMT 1.62 59.7 12.0 0
2. 48 Days after BMT 2.09 74.9 132.1 41.5
3, 60 Days 6.28 183.7 71.9 156.5
4, 88 Days 3.39 181.9 74.8 143.7
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Serial activities of plasma acid hydrolases

nmol/mL./hr

10.000 | "'&/'/J NAc-A-glucosamininidase

8.000 +

/ a-Fucosidase
6.000 | M

4.000 -

a-Mannosidase

2.000 ‘/_—'\/\]\\

I ' 1
‘85. 10 1 12 '86.1
858 9 1

BMT

B2 Serial activities of plasma acid hydrolases

Serial activities of plasma acid hydrolases

» nmol/mL./hr

500 -—-—""’ﬁ ‘Arylsuifatase A
200 +

0F ,— B-Glactosidase

pH 3.5

300 )

200 ’-

1400 | Acid phosphatase
1000 | T

800 I

A-Glucuronidase

3000 |- -\‘W

2000 F

Ll 1 1 1 1 L .

%8 9 410 11 12 ‘88.1
BMT
B3 Serial activities of plasma acid hydrolases

CHIEOR 1/2 KETETF LTV A0OMRREIN: (K2,3). Ly L—} T G-glucuroni-
dase DX 5 IKRBEDOT THROTHEDHRBD SN
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BRKMZEEL

FRRETIRT0RE, £#%115 BT, AEEBOETIEL, HERROKECHEDRI 2L
S, FLKEUHECLHLBRABIRECHEEL TR EEZLLNED, BEN—0.25D &
BHELTH D, EREGO subluxation OEHREIES ROEN T B4, i dysostosis 3%
BRI Fio#EBEAERIC CEE FE#AY7S membrane-bound fibrogranular materials %4
¢ inclusion NREZH R OSNHEFR~OEREMERRLE LTROTHE L EBEbhic,

1 & -3

AEbHHbHIIECER LA T, T-cell 5 (GleNAc-1-PTase /RIRHE) 1B BB LT EE
U, BEZERNICS Fr —fREDE#PA LN, BEERLTHWIMES 1 ¥ V' — 2EZEDF
DRI NI VY RO 74 VY — sBERERO LRI, Fr-fREOBRICLOET
BLEZONDD, KB v BRAZN0~0BICEMOTERENFF—LrbLlREN
PECELTHS, Fr—fRBEZLEFEICY vEBL Lo 1 v —aBRLHWTE &
T, I-cell WEZO MBI U T HRFRAOZEHAMBTONICTRER2H 0, WA TEREM
ROBZEEEOFELSE - b H 2 2L 005, D hicmimEs 4 vy — o2 BRE
HOBETIELTRERLEE > RETH B, LOKKRINES 1 v — 2 BEEMSER S
fap bEEh T s &Fhid, Fr—fltsBEMRE OBERIESBREMRORMDZEHE
Rt U7cBBAERD EEL SN Th—HEEBMEEREIAOMERESUHELLETH
i, Fr—flREse, ThEiBEFMAREOEETLE SN, BUALDOTENE -2 EEZ D
NBo FRBEEHEDORP~OEZEHMITHEEINL D » /oo UL LSS F-glucuronidase
REBHEBLBLLLEVHODD, TOZEBE ML ZOLRETHY, SBOEEER
%

Plbo ks e BREHEMRTOAEHE TN, NECEZEEDIMORE~ DRE
THALZHZELLHBELLZR T C itk D I-cell FOBELZLDEL L MAFH
BONBEELZTVS. BRICEAL TR, 4BREELZSOCHEANEZECEBRERE Lok
RO THWLFETH b0

b4 [
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