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Abstract
CKGROUND

ermansky-Pudlak syndrome (HPS) is a rare autosomal recessive disorder
characterized by oculocutaneous albinism, platelet storage pool deficiency and
systemic complications associated with ceroid deposition in the
reticuloendothelial system. HPS types 1 and 4 are associated with Crohn’s
disease (CD)-like gastrointestinal disorders, such as granulomatous
enterocolitis or perianal disease. Cases of colitis can be particularly severe and,
before the use of anti-tumor necrosis factor alpha (TNFa) therapy had become

common, were reported as showing poor responsiveness to medical treatment.

CASE SUMMARY

We present the case of a 51-year-old albino woman who presented with acute
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Google Z7/R: Crohn’s-like acute severe colitis associated with
Hermansky-Pudlak syndrome: a case report

... Crohn's-like colitis, associated with Hermansky-Pudlak ... - Kouklakis - #%5|F3/%%: 19
... associated with Hermansky-Pudlak syndrome - Grucela - #55|F/R#: 33

The diagnostic approach to monogenic very early ... - Uhlig - #5|F0%0: 256

Two Complex Cases of Hermansky-Pudlak ... - ACG Case Reports
https://acgcasereports.gi.org/two-complex-cases-of-hermansky-pudlak-syndr... ¥ §iFILETa
fE&: MA Sofia - 2017 - #5|FRE: 1-BXXE

2017E1H18H - A case series of 4 patients reported that 3 of 4 patients had perianal disease, all
were treated with infliximab, and 2 of 4 patients had complete response to infliximab at 6 weeks.
Similar to the patient in Case 1, two of their patients underwent colectomy, one of which was due to
severe acute rectal hemorrhage.

Complicated Crohn's-like colitis, associated with Hermansky-Pudlak ...
https://www.ncbi.nlm.nih.gov/pmc/articles/PMC2222675/ ~ §hiZFtbTa

f£&: G Kouklakis - 2007 - #5|FREL: 19 - HXNE

Hermansky-Pudlak syndrome (HPS) is a rare autosomal recessive inherited ... An analysis of most
reported cases, since Schinella et al. first reported ... but two weeks later the patient's overall
condition acutely worsened and she ... This is the second report of HPS-associated granulomatous
colitis with severe Crohn's-like ...

Two Complex Cases of Hermansky-Pudlak Syndrome ... - NCBI - NIH
https://www.ncbi.nlm.nih.gov/pmc/articles/PMC5247631/ ~ EhiZFLtETA

fE&: MASofia - 2017 - 5| FRER: 1-BXXE

201718 18H - HPS types 1 and 4 are associated with granulomatous enterocolitis that is
phenotypically similar to CD.1,4,5 A case series of 4 patients reported that 3 of 4 patients had
perianal disease, all were treated with infliximab, and 2 of 4 patients had complete response to
infliximab at 6 weeks.6 Similar to the patient in ...
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Google 7R: Crohn’s-like acute severe colitis associated with
Hermansky-Pudlak syndrome: A case report

... Crohn's-like colitis, associated with Hermansky-Pudlak ... - Kouklakis - #5| FB/R%: 19
... associated with Hermansky-Pudlak syndrome - Grucela - 5| Bx%: 33

The diagnostic approach to monogenic very early ... - Uhlig - #5|F/n%: 264

Complicated Crohn's-like colitis, associated with Hermansky-Pudlak ...
https://www.ncbi.nim.nih.gov/pmc/articles/PMC2222675/ ¥ EiFItb 71

{E&: G Kouklakis - 2007 - 5| AXRE: 19 - BXXE

Hermansky-Pudlak syndrome (HPS) is a rare autosomal recessive inherited disorder ... This colitis
can be severe and has been reported to be poorly responsive to medical ... We report a patient with
HPS which was complicated by inflammatory bowel ... An analysis of most reported cases, since
Schinella et al. first reported ...

Two Complex Cases of Hermansky-Pudlak Syndrome Highlight a ...
https://acgcasereports.gi.org/two-complex-cases-of-hermansky-pudlak-syndr... ¥ ¥t
fE&: MA Sofia - 2017 - #5|FRE: 1-HEXXE

201741 18H - Hermansky-Pudlak syndrome (HPS) is a rare autosomal recessive disorder
characterized by oculocutaneous albinism and a lack of dense granules in platelets. ... We present
two cases of HPS-associated Crohn's disease phenotype in which the patients were refractory to
standard medical management.

Intestinal Disease in Hermansky-Pudlak Syndrome: Occurrence of ...
https://www.cghjournal.org/article/S1542-3565(05)00858-X /fulltext - EiFILETT
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Background & Aims: Hermansky-Pudlak syndrome (HPS), a rare autosomal recessive .... A
granulomatous colitis associated with HPS was first described in ... Despite several case reports
describing gastrointestinal involvement in HPS, the ...... in susceptibility to idiopathic IBD such as
Crohn's disease or ulcerative colitis, ...
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https://www.ncbi_nim_nih_gowipme/articles/PMC2222675/ ~ EhFtm
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Hermansky-Pudlak syndrome (HPS) is a rare autosomal recessive inherited disorder ... This colitis
can be severe and has been reported to be poorly responsive to medical ... We report a patient with
HPS which was complicated by inflammatory bowel ... An analysis of most reported cases, since
Schinella et al. first reported ...

Two Complex Cases of Hermansky-Pudlak Syndrome Highlight a ...
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2017=F1H18H - A case series of 4 patients reported that 3 of 4 patients had perianal disease, all
were treated with infliximab, and 2 of 4 patients had complete response to infliximab at 6 weeks.
Similar to the patient in Case 1, two of their patients underwent colectomy, one of which was due to
severe acute rectal hemorrhage.

Medical Treatment of Colitis in Patients With Hermansky-Pudlak ...
hitps://clinicaltrials.govict2/show/NCT00514982 » EhEtkra

This study will determine if medical treatment of colitis (inflammation of the colen resulting in loose
bowel movements, rectal bleeding, and belly pain) that is used for other colitiz conditions, such as
Crohn's disease and ulcerative colitis, is safe and effective for treating colitis in patients with
Hermansky- ...

Intestinal Disease in Hermansky-Pudlak Syndrome: Occurrence of ...
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