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Hermansky-Pudlak Zi§1EEH 1 HifE

PSS ¢ mIR17379
PELAZFR : HPS1
&R : Hermansky-Pudlak ZE&FE M 1 Fidk

21| 4 : Hermansky Pudlak syndrome 1 protein; Hermansky Pudlak syndrome gene; Hermansky Pudlak
syndrome type 1; Hermansky-Pudlak syndrome 1; Hermansky-Pudlak syndrome 1 protein; HPS; HPS1;

HPS1_HUMAN; MGC5277.
BRS : dEY EEES HiEEA
PUARIR :  Rabbit

FEEHA : Polyclonal

XXM : Human, Mouse, Rat, Cow, Horse,

PEESF : ELISA=1:500-1000 IHC-P=1:400-800 IHC-F=1:400-800 ICC=1:100-500 IF=1:100-500 (7 U] A 3
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(FENEXES=D)

not yet tested in other applications.

optimal dilutions/concentrations should be determined by the end user.

4 F & : 79%Da

p2t =g AL O A Y

R : Lyophilized or Liquid

W E: img/ml

4% % JH : KLH conjugated synthetic peptide derived from human HPS1:501-600/700
N4 i N T-{c]

aifh e ¢ affinity purified by Protein A

f& FF ¥ : 0.01M TBS(pH7.4) with 1% BSA, 0.03% Proclin300 and 50% Glycerol.

{RFEL&A: : Store at -20 ° C for one year. Avoid repeated freeze/thaw cycles. The lyophilized antibody is
stable at room temperature for at least one month and for greater than a year when kept at -20° C. When
reconstituted in sterile pH 7.4 0.01M PBS or diluent of antibody the antibody is stable for at least two weeks at 2-

4 ° C
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PubMed: PubMed

PR This gene encodes a protein that may play a role in organelle biogenesis associated with
melanosomes, platelet dense granules, and lysosomes. The encoded protein is a component of three different
protein complexes termed biogenesis of lysosome-related organelles complex (BLOC)-3, BLOC4, and BLOCS.
Mutations in this gene are associated with Hermansky-Pudlak syndrome type 1. Multiple transcript variants
encoding distinct isoforms have been identified for this gene; the full-length sequences of some of these have

not been determined yet. [provided by RefSeq, Jul 2008]

Function:

Component of multiple cytoplasmic organelles. Apparently crucial for their normal development and function.

May be involved in intracellular protein sorting.

Tissue Specificity:

Ubiquitous.

DISEASE:

Defects in HPS1 are the cause of Hermansky-Pudlak syndrome type 1 (HPS1) [MIM:203300]. Hermansky-Pudlak
syndrome (HPS) is a genetically heterogeneous, rare, autosomal recessive disorder characterized by
oculocutaneous albinism, bleeding due to platelet storage pool deficiency, and lysosomal storage defects. This
syndrome results from defects of diverse cytoplasmic organelles including melanosomes, platelet dense granules
and lysosomes. Ceroid storage in the lungs is associated with pulmonary fibrosis, a common cause of premature

death in individuals with HPS.

SWISS:

Q92902
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Gene ID:

3257

Important Note:

This product as supplied is intended for research use only, not for use in human, therapeutic or diagnostic

applications.

Hermansky —Pudlak ZX 1L (fRIFK HPS) , M B RERPERARN N, W QB RIER . Ffuh. i
PRI BT SEIR . EE I T 30~50 % Z[ASETIEr et i, S5 R S5 EIF A0k, H iz
TAATY R Z A RHEIT I I NS N BRI UKL, IR AR, (A R Z A AR
HR R FER R G, Fia@ieszi, RIOVBORE. WA, MR s 2 i g 4 194
Y& e T BE R 52 SR AV ELCAR . XX 28 HPS Kt PRI o i e AT A T3t — 2B e W R BLR, AT RT3 ar
— RSNEEPIZ WA 2 W75, KR HPS ZERATT R HLEL e .



