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Hermansky-Pudlak fEEREE (HPS) 1%, 1959
F, IR« FEaRIHEE (oculocutaneous al-
binism) 2, M/IMRIERERIE T 12 ED < HIftE
mE, BHICERLARNEYEE T AR
M2 D 2 ANOBEEZTH L/ F = 2D
fifi, Hermansky & Pudlak i2 5 7% A Tagd &
nizv, o ol EF»ERI N, 250D
Fuyr—YEEx 7 = vaRiteto b=
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pool deficiency : §SPD) Zi#2HA L 7z HfftE[A,
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FEEYIE D% (accumulation of ceroid-like
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5 L5120 722,

2. fRRE - BIZFREMN

2-1. 5%  HE
E2HOBR DY AT AMZEE % %723 HPS

DIRREWE, T4 VY — AR ZHICBIEL - #if
WN/INSRE (lysosome-related cytoplasmic or-
ganelles: X 7 /Y — A, MUIMRKIEYLSER, 7 X
— VBRI £ OfELZ O FJIMERFERD) DR %
DERPL~DYVEHIE (trafficking & sorting)
W53 2 RFOLERWETICER T 220, %
DFEHR, VWEDOEEHBRICEVWTX T =M
ROER « —IFITFEEICTH DI X T /Y — A
NOYE R, MVIMOIBRERN~OX T » =
RTT VX IVEF R DR, £LT
TAY Y =hNDTA VY — ABEFEOEE - T
BUREERLIbDTHS, ZLTC, 27=
CEROMEEE I X SR - KEFERNHE,
PEYLRERI N O RIBIC X % [/IMRBERER B 12
HOL HIMER, ZLTI74Y Y —AEEOR
FICHED N RRIIC IR D A E S LD
N X EFEYOUE W RRE U 7 e, NEE
AR % (granulomatous colitis), B #8005
RigENRZ 5,
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THDBAT /)Y — LPBRPERLDOTER L % 2~
OYEEEICEDb > TV BEfETFELTnL D
DOSTH, BHERS I HPS HU ORISR

* PHERBKEEEIRIRM Y > ¥ — (T 160-8582 B HTALHE XM 35)
Blood Center, Keio University School of Medicine (35 Shinjuku-ku Tokyo 160-8582, Japan.)
Tel:03-3353-1211, Fax : 03-3353-9706, E-mail : mhanda @med.keio.ac.jp



224 H A A 1k i

TR H12E B35

PETLERERT A (K1) PyavYs
TN H LW IIERE RN T 5 2 L CTRES
NTW»32,

2-2-1. HPS-1

1996 £, 7T v bV a BACHEES A A A LE
M I SRR T 2 BB & DN IR 1k
AU 72 A3 e & OIER 2 1 R U 7e REER
FORYYaFrnrrza—=rI2kD, WEE

TEPIZELID L WHHOD 700 7 &/ BBERE &
D RERL S L7 A4 T 80 kd DfEEEH, HPS
EH% I — N3 REEREF (HPS-1) »EE
Sy, 10923 HFEEL, 207y vk
DD ILH, HRERIZ D QR E E T AR AL
(79~95 & 369~396) 2 Hd % Z DEGETF LT,
3 & D frame shift % (16 bp duplication at
Pro 496 — X b v 7 at 586, single-base dupli-
cation at Ala 441 - X t v 7° at 451, single-
base duplication at Pro 324 - X b v 7 at
DM, FhAFA7v ) 2%, HRET
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TV —NFEY T FNVETIEELTWS Z k
ThHb, FAVY—LPRXT )V —ALZLTE
HER DRI BE I H@Ic L L T 2R R
B dCD 63/granulophysin/LAMP-3% LAMP-
2R EBFEFEDOY —T AT v TN ERo
TV ZEnS, S » DM 1B
5320 NRETH S, bikEFEAL TF
TERREZ G L 7o Tk HPS R I3 fesk &
DHEINTWIREEATIERL, ZhEED
Z20IIE»DRADEHR & 200 kd A EDFES
FHREKREZMEENTERL, FFYATLY
AL (trans-Golgi network) 7> SHERY & 72 3 4l
F/NERE D A — I H Os Btk 3 5, MM
JUBEEHDOWREENTER S L TW» 59,

2-2-2. AP3#E&R (HPS-2)

BRPOE N ETILEEINLT Y 7Y —
EHAP3IEEHIZIB3A, 6, u3A, 030D%&
72—y MK ORI W A4 B&ERT, T
WOEE N T AL SERNERE T4V Y —
LB EMI/ NS E ~D LAMP-1 ® LAMP-2 7%
YD H — TEED clathrin /N K % 2
BEfR9 %0, HPS-1EEFIEFEORS L
mote HPSEBEDOAZ ) —=> 271k ,2 A
DORHBT, B3AY T 2=y MNEETEE DR
HO205E D deletion £ 580L >R D I 2 &
VAR b oF, HEERANT ugEEHREIN
FRINIZ(HPS-2)29), 352k b &[RRI,
HPS ¥ 2% % mocha & pearl 28, AP 3 #&
&fk~ 7 Z homologue D ZNF N & 7% 5 VI
B3AY7a=y bEEFCIVEREIATY
L EDNHHS D ER S0 AP SEEERD
E NPT AOEEETIE, CD63 < LAMP-1
BREDIAYVY —LFRREBEEHDIAY —T 4
7 OFER, Zh o OEEOMIERT T OiEFE
FEDRD 5h 5P, HPS-1 OFERICHN z,
HPS-2 T3, #ViRT LSBRRGs & BRI
B, 2L TBZ o S NEREFICERRE L 72 Pk
FHERE L £ OMEHERSED 5 s (Zhic
St LU 7z pear]l TIXEHEENFED & L W»
B,V 7 2=y s DEFE TH 5 mocha TIFF

Hod), LieBn->T, APIEEENI VA
Y AT LACEELTEY, HPS213d - &
bEFEM D CHS LB O HPS-1 TR &
niz 74 Y — LABEMI/ NS B TR FHE A
N7 PVAOHEICMIED TSNS EEZ 6N
5.

2-2-3. HPS HPIZeRZTEZ~ v X

HPS FAIZERE R ~ 7 13 16 BEIRE &
nNTBY, TOREM L FEEETOFLET S
e fiE AL (7 FE LB T EE) OZRRIED
5, 74 VY — LBEM/NEE O AR
IZiZ, %< OEMLTFBEb > T3 Z &8
TE 22 (R 1). HPS2 K@E» s 2 NEHE
WA LI FEEEE2RTY 7 7V =71
1Z, mocha A4} 2 muted, pallid # L T
cappuccino 23 J& L, pallid i3 & /N o g &
(vesicle docking & fusion) W B 3 2
syntaxin 13 (t-SNARE) OEESEHTH 3
pallidin @, cappuccino 1Z47% < &b AP 3%
BRICFFKFEDOREDOEETH 5 Z L
ENTHWBRIE S0y — ADOEYE EFEDR
W27 )Lr—7k L C, gunmetal, subtle gray % L
T cocoa 3H Y, gunmetal IZIM/IME o TR D
HEH S L (as-SPD), Rab geranylgeranyl
transferase OfEE I X % Rab (Rab27a D%k
B) ORERERE DR TH 51929, %72, ashen
¥ Rab GTPase T®» 2 Rab27a DEETH
20, oDy ARG L e KRR 2 H 3
2 HPS BEFEL TW5B Z ks, HPS-1 & 2
e e VEBTFOARIEIN S bDEEbR
5.
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HIMAER, R - RS ERE TR, MR
~NDOtuod FERVEOURE 23 EHM LT
%220,
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SRR A U 7z /MBEREIR T (SPD)
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I & BUREE & hEEE o HMER A3 I & 0
HIRT 2, bo L bHEENRVOVPEHRMTH
D, KL IMEB O HIMFEES H %85 72 &3
BEREELTHBZEDEZL, TAEY YOMR
TR ST 2 2 e 08h 5, E»0HH
BERESLEORE & LU 2 &, IRIMIESEAE U IV
RARMEROEIMELEE T2 Z EBHROTH
D, Gahl &0 49 IO T 19 Filic 12 Kef
VI EOFHGHIML@WIMO Y — R s
7220 F7-EERHOE LIRS
foet U 7 fifi i o AR MR 8 1R R L 72 3
LM EE SN T 0D,

3-1-2.  BEJEEER

AT > 7 D J g 2 U 72 F BE 13 26
WS 5, BED A SFKEHEE TR—O
BETFRELZET 2EMATHHEL OREFNIC LD
ZAGITE 1022, SR DRBSZ D E T2, H
ST, HEETIC XD K EaET, f
FUBICLIVERE & ICHMEIRE %<
%5,

3-1-3.  HER

FHOIRT Z2b bR LULE O R H S ER]
IV ZOBRERELELTHLIBLTRDS
n, BHICED DV T IRABHANTWSE Z LR
s, A EEOGRETIC X D B0 RE
NEFEI N, ULIEUIEHIEES &2 255508
B0 5, KR & fHEB AT 2 Z e
M Thy, Ee & b ICREHOANED L
FUIEHIELT 52,

3-1-4. fisgRmEE

Hermansky & Pudlak O L7z BFH D —
NEHEARETIHTELTB Y, BEOfHME L
X DPRMEMEEDSEEOFMICARE S EET
%, HPS- 1 B=TFD 16 bp EEEAE T2 7))V
MY I NEEOD D BRERN R AL TIHT
L2, KILTO5H O EE D S B 46 f
(719%) DEFEH 2 FERHERE T - 72°9. Lo L,
A4 ADQEMBITIEMMESIZR ST, HPS-1
BLEFOREZELTOTHLT L b LBIHRE
B 2bUTidRwv, WRIGETHET, 30~40

RICBETNDIFREE S ETHRIEL T2 5
1~6 T T B 2 NS, FRHEIZERNC IZ6
H ke o Y PR ARG TE & MEREIRTE & £ 5 i
XA O U THEEDO N =— D 28
ZrRHe LT, HEELEHK T 22a A N
FRUVE WA L - R0 s s, it
NTOMBENT 4 VY — ABREEFEE DR T I
O REE E LT, TR T2 & 2R
£ U CHEEE KRG A SRIC R o, REEE
RPN REEDRED b5, BN IIAT
i gD 2 VId iR ETh A R
FFEIETE, ZWrffifEsd 52,

3-2. WREMR (M/vREEEE) - 358

M INSRRGERL NS D RABIC & 2 VIR
HEEE (6 A bV —Y 7 —VfR) IR L 72 H
M & & b IR BT H E & Ry 72 IR
(AR & 5580 2 BT 5 e RIEBE LT
WA S TH S, L LMo, g
IR fiiaEREE e & OISR EN /IR & 2o 72
B, WESZHRRSh W L83 5,
Z 2T, MVIMRIEREIC DWW T D AELT.
HIMRE R X 2B THhEEM EOER %2R T,
M iEEEERETIE, ADP, 25 —4>, =%
7Yy ED 2 RELEDET S L ERU%ER
TOBEETH 20, HOLRBEELHETE
T EDLIFILIET, mERET S, 2L T,
BEEERYE OREDE R E W & EIE
HXHREDEN T VT, ez aTd—
7 DIRIBEE % Fivs 5 & & CHUEERREEDSEH &
L5 (1), M/MRRHIGE IXEEEERE I Lhig L
TEVEETE 2RET, BYRENNEYO
ATP Rt u b=>OERE > FIRHOKIE
NeEfcEy s b (6SPD), #EH, lumi-
aggregometer I & 3 ATP O % I/ g
HLLERFFIZE=F—3 20 (X 2), EBYFERIC
ERERANTE D A F o DIRH X N 2 i L)
BANIZVY (¥F27Vy) Z7u—H%4 bR
— Y THRIHT 2 WMORAABETTS) 20 h,
Hbwidto b= OM/IMEE RSP E % fif
#r9% (HPLC 12 & 28I, SRL)., —H, «a
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14 g/ml 5 g/ml
B 1 Hermansky-Pudlak fiE{& B @ MR
B

B (36 8, i) 07 = RN i
miic a5 —4 > (FHRERERE *
Iz TEEEE TV MEBE R REL 1, B
W (1 pg/ml) @35 —% > THREMIM
O REWORIMHSHES L B, FikE
(5 pg/mi) TlE, EHHHR EHEB LT, lag
time DIEEASHE 2B,

Hermansky-Pudlak Syndrome
BEN/IMRNOEBIAE
BE 40F )

Hedh

uranaffin stain

B 3 Hermansky-Pudlak fiE @38 % o fi/MED
TSR
B (40 5%, B of/ME% uranaffin 3
Bob E, EENEFHEESIC TEEL:.
IEH SR O M/ Iz g 1~2 {1 0 i 55
o (RH) pEgshs, —7F, BETE,
AEVO R L 7z 8% 2 i3 Bk (empty
sack, ZHDMBHEIIL Tw 3 OMBES Lz,
FlTiE, FRNEDO Y —7 4 v 7l
RENbs I EHHEETE S,

RO (a 313 «dSPD) AN,
B huaRZ a7 el 4 BIFo i
HE PR B EE PN TH 5. R

ATP
i

IER xR BE
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M

35 -4 : 10 ug/ml

od =4

2 Hermansky-Pudlak fE{REF B O M/ N
HifE
B (0%, B o7 xR MR
HEMEHLT, 27—4%> (10 gg/ml) 12k
DEE AN B MUV & ATP Ot 2 v
STV ITA—F CRBCHELL. —RL
TEENBEED S huEEhiEERTICb
b o T, BETIHEBRENEL S0 ATP
Bt M RIML T s, BEEFHZT TRAED
M ESEEEHTE R W I LA HD, B
HEET 5,

[ 4 Hermansky-Pudlak fEBREEEHE O EMmE
BE (0%, B OFMIRY > AT,
FEREFER, APHIRE L HE,TED &
ha, @b icER LS LD
Y7 ARHAWTNWS,

ABEMOERAECHEARETI T L TED
BEOEWEZHKEoN, BESHIEFE
g X 2 IWPERORYE (WEYOXIE,
BREYE) 2RI L ThS, L ICERKRT
IV EBEORmWY I =y AL A v ERAW
uranaffin {81 HH TH 5%, WHERI~OY
BB oORENFEKEE anb 20, T
F—4y bENBERSEH (b ZXERNR
KEHTH2 CD63 S, ATPu =%
EONEY) MBRIET 55, FERiEEEORK
KiRAKEZZEZBaronTWEENDH 5
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CRVASE RS

(empty sack) *? (X 3).

3-3. EMER

40 IO FMT, EFFIZ S, B, 5~6
& D FTEEC & B LTI &SI LIF L
R0, MG I & D IR EED 72 DiF
P CInAULE 25210 5 2 LT O U b o7z,
1HEIFCHTL Y, 1 H2~3 [E0EHMmASEE 2
N3 X5 khot, FakTIIERADL S b EKRH
MBS 2 L 212k o7, A TRX VIR
HPE CARERIR LEEOFHRISIBD o 1L
Tz MUERSIE 13 72 W osHE R [F U5 O i & T,
BEO3IANOHFICREZL, KFEEr7H
THLHIIHE L, BE2EIRBOTH-72 (H4).
ARKADETIE, Fl EbICENELIK-TE
TeedZ k., RAM R AKEEIRIE 2580, HE
DFREHZHD IOV > 7T AN T Tn5,
FE NG SEBE F FHMLIZER D e v o Tz, gk
WiX-P EFGE CT A% v > CRREFEZ L, ik
BAE T, IM/NRE : 267 X103/ ul,  H I R S
(IVY) : 20 5 PAE GEH 5 5 DN), VISR
AE:12.7% (30~100%), IM/IMREEERE: 27 —
2y (1~84 €/ml), TEZX7Y > (0.1~10
ug/ml), ADP(2~10 uM), 7 5 * N Vg (1~2
m M) CTHEHEERE  —REE ORI, VA&
F > (0.6~1.5mg/ml) 158 % % L, Lumi-
aggregometer : 17— VEEEICHES ATP
HEoXRM (B 2), f/Mite b=>&5:
2.0 ng/10° /MR (IEEXTHE, 762 ng/10° I/
), BTG & : 859 ng/10° MI/IMK (IEH %I,
993 ng/10° Ifili/IMi), M/IMRIEZREfEAT (E AR
FEEMSE) : uranaffin etc ¢, BFIMVIMET
BRSO % B OEYSER, (empty sack)
PRz (X 3), BLEX Y 6SPD BEET
5 2 EDSEERH S N, R R BARFT R e Ep 5,
HPS L 2 s iz, IM/NR & D 8L 7%
mRNA % g & U 7z RT-PCR EY) O f#H7 T
&, 7 < &b HPS-1 7% o iz AP 3 &k
B3AYVT 2=y b DEERY & IEENY]
DEEFZOBETEIED SN ehrol, 20
BEE, @F0SBIME N7 A F V48 1.5g/

H, 5 3) OB TR A=V HBARETH > 72
2, K2, DDAVP (iR 7 A€ 7Ly v, 0.3
ug/kg) NG L BER RS >~ RV ALE
BILEE 5T, £z, RAHIMIZERIEHE
2k BB DBETHE L. LrL, &
Btk OBAEE M U C M/ MRS IS T &
niz.

3-4. AR (HOLOEIE)

HEOIEMEEIZ N 7 2 F T LBPT S /%
7 YBEORORG SRR T, AERFO I
B B FIHTE 5, Fei s B IS @ O
Wtk 7z £ O/INEHGALERF ik, DDAVP (B
TAETVY ¥ ) O%E (0.2~0.4 ug/kg %
20 m/ OAFAHEAKIZANT, 20 49000 TER
I R, Z R 8~12 B TR D K T)
DEHTH 210, BREEWSY VR BALE
DO ILIMAVED iR TH S, LrL, i
W MASEBAE 3 % 552 RIMEHALE IRF 0 4 i
FfZe & ClE, BHETX 2 B PRATEHE 1 M/
MM Ths, HHREIMD LIELIER S5 08,
ZOIFEACFERABRICEZ2DDT, 77y
Y7 EOENOBEEREZRD L 5 Il T
B8 2, SRZHAMIN L CIRSHE % %5
L, 7TAE ) YOlRAIZER LT 5.

4. PR - BORTHERR

IEIMOBEFIFRIEH D T < ERGRFOIREF & v
> 122 7 B & OIS ED 12 0, B
FHOZW BT b &0 R T S 51213
ZO7xa—7 v FIZiF, EHEOMEDLEOK
IR S L T B, B R TR I3 /MK
WWEAFET 2 mRNA 2F|f5 2 2 £ TRIFE XL
752 EDTE 3,
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