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U, PRI & 2258 L7272 o A D & 4 BHixbe,
AR ABEL 7o 7.
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—10emILO 2 CTHefe o1 L, £ 12 % H 1213 air leak-
age XK, FENZED R o270, WEES 34T
bficbayh—hr—7raEELiz. LrL, 20
SH#% (515 H) L0 38CHDFEL, MWE X M5
BT AR &\ IEALT, CRP 21.98 mg/dl & 4%
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Table 1 Laboratory findings on admission

WBC 10,980/l LTP 6.0 g/dl
Neut 78.70% Albumin 3.2 g/dl
Lymph 9.90% T-bil 04 mg/dl
Mono 5.60% AST 15 U/L
Eos 5.30% ALT 12 U/L
Baso 0.50% LD 259 U/L

RBC 4.82x10°/ul | ALP 301 U/L

Hb 14.0 g/dl CK 27U/L

Ht 44.30% BUN 155 mg/dl

Plt 20.0x10"/ul |Cr 0.86 mg/dl

UA 2.6 mg/dl

PT 10.7 s Na 142 mEq/L

PT-INR 0.88 K 47 mEq/L

APTT 29.1s Cl 100 mEq/L

FIB 519 mg/dl Ca 8.7mg/dl

D-dimer 440 ug/ml | CRP 8.62 mg/dl

Glu 79 mg/dl
HDL-Chol 55 mg/dl
TG1 18 mg/dl
KL-6 587 U/ml
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JERIZS L, SpO: 99% (V) ¥—/N—< R 7 5L/43)
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EEZONT EYMEET TOAETAM (R #HE & H R S
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ZHEBEE 22 o 72, FEICT 2 OISR % fifr, T
BIHEALDDH % bulla DER S ANV E — VI K DA
MRS SN RAE L Y, NFEOMKHE HIYIZ 2
H FAYBRHCHERE, 85 AR S %272,

ABEE B © & E 1695cm, AE 47.1kg, BMI 16
kg/m* &R EIREH TILE 124/89 mmHg, AR
36.6C, WRiA%x 114/47, NIPPV (CPAP 5cmH.0, FiO,
045) FTSp0; 99% & 7z T\ 7225, I RIHUE 40
/5 LB T > 72, EHITERE TEZIRMAT
o7z BRI I TR X855 L TV 72 23R 56
¥ CHEOTEEC, AWM T fine crackles % FEEX L 7.
EHIRIELH D, ZHDIMIIIEEE, WIS 2074
RET R 2RO Rhoiz.

ABERER AT HL (Table 1) @ FIMER 10,980/uL, CRP 8.62
mg/dl & ZIRERIL D L7 2B 72 BEERHRATIED
FA<—=23440pug/ml & 5 L Tw7z0501 B ABER b
9~13ug/ml TH# LT\ 7z,

i X MEE (Fig. la) @ ZAMIZBH, AiEAEIC

Fig. 1 (a) Chest X-ray on admission, showing a left pneumothorax and adhesion of the right lung for irregularity. (b,

¢) Chest computed tomography on admission, showing multiple bulla and ground-glass appearance in both lung fields

and a left pneumothorax.
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Fig. 2 Platelet cell on electron microscope, showing
granulars like an empty sack (circle).
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Fig. 3 Microscopic findings of usual interstitial pneu-
monia (UIP). Histologically there was pleura-based
fibrosis associated with muscle tissue proliferation,
structural remodeling, and microscopic honeycomb-
ing.

Table 2 Platelet aggregation test: The response to collagen was normal, but those to epinephrine and adenosine
disphosphate (ADP) were attenuated

Drug ADP ADP ADP ADP ADP ADP
Concentration of reagent (umol/L) 0.5 1.0 20 4.0 8.0 20.0
Maximum aggregation rate (%) 14 28 38 50 65 71
Appearance time (h : min) 0:29 0:36 0:56 1:21 3:59 5:14
Aggregation 5 min (%) 4 6 8 40 64 68
Slope (°) 39 72 79 80 81 80

Drug Collagen Collagen Collagen Epinephrine  Epinephrine  Epinephrine
Concentration of reagent (ug/ml) 05 1.0 5.0 1.0 5.0 10.0
Maximum aggregation rate (%) 16 40 72 17 22 75
Appearance time (h : min) 1:53 2:03 4:27 2:21 3:32 5:35
Aggregation 5 min (%) 6 30 71 16 20 72
Slope (*) 61 76 82 54 58 68
WAL TNWA5. (Table 2).

W&k CT B3 (Fig. 1b, ¢) : WIC£ %3 % bulla B
LR ZRD D AT O T AESARLND.

ABEtfe © ABEf 3 ROMIWE N L F— 12 THekilk
G127 o 72D M OFREFR S NT, R4 ICHRIRED
BALZ O, 2H 11 HFBE L7z, i< 5z T i %
BI52E0%L, HREZRD L2 &, WA MR
BThHorZehns, HPSOWHENEZE 272, EROF
0 F—YinthiEm T, MR EE B LE S
%, empty sack like IZEgefk OB L R EG %
Rl (Fig.2). M/MRESERREERT AL, TEAT
) ¥ (epinephrine) BX O 757/ ¥ ¥ 1) Y (ade-
nosine diphosphate : ADP) THERIIELT LTz

BRI BERANOFEIE ST, M EBILIT%
RERED72DITHATTE Zh o7z 2008 425 %
e 2 L 72BE @ bulla Y B O 9F EHAR T bulla % 119 fifi
SMERR DI D B 2 A%, MiLEEDMMEVENLIE >, — R
B ORI MR S DB EE DBk % 7% 3 H T -
itig¢ (usual interstitial pneumonia : UIP) /8% — > ®
FRLELTW (Fig.3). BALTWwWARiE FEIZH
WCIIEHEIR DNk %A L, surfactant apoprotein A @
gt bt o RGN Bz 25 H 37 o 72, Bl e
13 CD68 B DMBRIRAERIRT 50 dH Y, MEkIKD
JatkMIZIE PAS IUS M E & T hTw7zb oD
HE Jeta T3 zidido 2 ) Likd o7z, RIS
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AL 7= i % 7290, MR Rz co T4 v
V= AEHE T ICER O Wk a A R R T 25 2 oMl
LA ZHbE LD, WHROAESEBRIZOIEGERTH S
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VR L 72l < W EERE T R 25, B o8, Lk
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1o 7z M/EEREIZ 2 9 — 47~ & ADPIZBW T
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Y 2ENC BT S HPS-1 #fEFARE SN, &5
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HPS ZHIE pCIRIAR R IBHRESE L ENTE ST,
M/ RERS 9212 %) L T & 1-deamino-8-D-arginine vaso-
pressin (DDAVP) R I/ 2 17y, s 120
LCidanvFaAxs7uAf K (corticosteroid) ¥ 7 1
A A7 7 3 F (cyclophosphamide), 7% F 3+ 71 »
(azathioprine) 7 & DOREIIHFIFIAMHEH ST & 7225,
WAEIZ Y V7 = = F ¥ (pirfenidone) DA ®MEATEH
ENTWBY, Gahl 5 1% 21 1o HPS B & O #EHEL I
\Z pirfenidone # i L, FVC 2¥50% Ll LD HEBIIZ B
W C pirfenidone 2% FVC, FEV, TLC ®HEAL % ¥l L
el E L TWBY. F 2RI B TR M S
it (idiopathic pulmonary fibrosis : IPF) ® % 107 #

THI & ZHEMGABRZ ATV, FARICHBERE O AL %2 3
Wl L7z & s H %0,

RIRTIE, Fx DKL 27280 1983 4E LR 96 Bl
HPS #5238 % 5, W VER % - WisAEiE 2 & 0F L
72b DRIEITPEDO AT HITH > 72, HPS 2B 5 HE
PR 41%1%, IPF & Wik % & FHiEF 720 ¢ < L
FICDIRED A LN, MOBRBAIIRETHEITE LD
(2 BHEFIC bulla Z TR L3 < R AHMAEH S &b
NTHEY?, KEFIZBWTD LI bulla 2% 5 L T
W7z, MRS TR R0, Kb — VAT
LIWAHEIAREET, HAICHBEREE o7 /2
HPS CHERMEAM 2 2 L2 EsE 2 < 2 Blo s
BdbDOHKRTY, KEGD EFNLREMEEZ SN
HPS IZBWT, ED LX) BHFEIC L - THiD bulla 5
BENGINCEDL PRI ZAHTHY, SHDOX =
AL DFABIFES NS,
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Abstract
A case of Hermansky-Pudlak syndrome with repeated intractable pneumothorax

Saori Kirishi, Takehiro Izumo, Miyuki Nagaoka, Etsuko Tagaya, Jun Tamaoki and Atsushi Nagai.
First Department of Medicine, School of Medicine, Tokyo Women's Medical University

A 59-year-old man had suffered from oculocutaneous albinism along with a bleeding disorder since childhood,
and he was diagnosed with interstitial lung disease at the age of 55. He was referred to this hospital for consulta-
tion. Steroid treatment was initiated at the age of 57. Subsequently, the patient was in and out of the hospital 4
times with pneumothorax, and upon his fifth admission to the hospital he was diagnosed with Hermansky-Pudlak
syndrome (HPS) as a result of his bleeding disorder, oculocutaneous albinism, and pulmonary disease. HPS is a
disease involving the triad of oculocutaneous albinism, a bleeding disorder caused by secondary inhibition of plate-
let aggregation and deposition of ceroid-like lipofuscin to reticuloendothelial cells, with approximately 100 cases
having been reported in Japan. Of these, only 2 cases have been reported as having repeated pneumothorax, and
so this was believed to be a rare case.



