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Pseudoxanthoma Elasticum-Like Disorder with
Multiple Coagulation Factor Deficiency in a Patient with Crohn’s Disease

Byeong Zu Ghang, Ji Wan Lee, Jwa Hoon Kim, Yu Ri Seo, Min Chul Kim, Yeong Jin Jeong, and Kyoo-Hyung Lee

Department of Internal Medicine, Asan Medical Center, University of Ulsan College of Medicine, Seoul, Korea

Pseudoxanthoma elasticum (PXE)-like disorder with multiple coagulation factor deficiency is a genetic disease characterized by
dystrophic mineralization of the connective tissue in multiple organs such as the skin, arteries, and retina. Patients with this disorder
have excessive folding and sagging of the skin with loss of recoil, as well as coagulopathy. Crohn’s disease is a chronic
inflammatory condition of the gastrointestinal tract, which primary affects the small intestine, often leading to malnutrition. Here,
we describe the case of a 25-year-old woman who presented with these diseases. We found that nutrient deficiency due to long-term
Crohn’s disease aggravated the coagulopathy associated with PXE-like disorder. (Korean J Med 2015;89:474-477)
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Figure 1. Photographs of the trunk, axilla, and inguinal areas
showed flaccid skin characteristic of PXE-like disorder. PXE,
pseudoxanthoma elasticum.
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Figure 2. Endoscopy revealed linear ulceration and a cobble-

stone-like appearance of the sigmoid colon, which is typical of
Crohn’s disease. A non-caseating granuloma was observed in
the lamina propria upon endoscopic biopsy.
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Figure 3. (A) Pathologic evaluation of a biopsy taken from abdominal skin demonstrated clumps of degenerated connective tissue fibers,
which were identified as elastic fibers. (B) The Von Kossa stain was used to visualize calcium, which revealed heavy calcium deposition
along degenerated fibers.
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Figure 4. The mutations ¢.610C > T (p.Arg204Cys) (R204C) and ¢.2069_2070del (p.Tyr690Cysfs*39) (Y690fs) in exons 5 and 14, re-
spectively, of the GGCX gene were confirmed to be heterozygous. These two mutations have not been reported previously.
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