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[ Abstract] The patient 1, a 13-year-old boy, was admitted due to "recurrent oral ulcers for 3 years, abdominal
pain for 8 months, and perianal ulcers for 10 days"; The patient 2, a 3-year-old boy, was admitted due to "recurrent
abdominal pain, diarrhea, and fever for over 3 months". Genetic testing of both patients revealed "deficiency in ELF4, X-
linked" (DEX), and the patients were diagnosed with Behcet's disease-like syndrome due to deficiency in ELF4,
accordingly. The patient 1 was successively given intravenous methylprednisolone pulses and oral prednisone and
mesalazine for symptomatic treatment. The patient 2 was successively treated with corticosteroids combined with enteral
nutrition, as well as oral mercaptopurine. Subsequently, both patients showed improvements in symptoms and were
discharged.
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Fig 1 Enteroscopic images of the patient 1 during the most severe phase of his illness

There was an irregular-shaped ulcer measuring approximately 1 cmx2 cm in the terminal ileum, with a thin layer of moss on the ulcer base and moderate congestion

and edema in the surrounding mucosa. An irregular ulcer measuring approximately 2 cmx2 cm is visible near the ileocecal valve in the ileocecal region, with a thin layer

moss on the ulcer base and congestion and edema in the surrounding mucosa.
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Table1 Summary of auxiliary examinations with positive results in patient 1

Examination item First hospitalization (2015.04)

Second hospitalization (2015.07)

Inflammatory
markers

Fecal calprotectin 636 ug/g;

Inflammatory factors IL-1( 8.34 pg/mL (< 5 pg/mL), IL-8
12.37 pg/mL (< 62 pg/mL), IL-2R 520.87 U/mL
(223-710 U/mL), IL-6 14.89 pg/mL (< 5.9 pg/mL),
and TNF-a 10.33 pg/mL (< 8.1 pg/mL)

Pathological biopsy  Oral and epiglottic mucosal biopsy showed inflammatory ulcer
and lymphoproliferative lesion with necrosis.

Intestinal mucosal biopsy revealed focal erosion in the terminal
ileum with severe active inflammation and active ulcer formation
in the ileocecal region with granulation tissue hyperplasia. The
above changes were suspected to be signs of Crohn's disease.

Fecal calprotectin 1047 ug/g;

Inflammatory factors IL-1p 11.46 pg/mL (< 5 pg/mL), IL-8
26.60 pg/mL (< 62 pg/mL), IL-2R 486.52 U/mL
(223-710 U/mL), IL-6 38.89 pg/mL (< 5.9 pg/mL),
and TNF-a 17.34 pg/mL (< 8.1 pg/mL)

Intestinal mucosal biopsy showed mild chronic inflammation
was observed in the mucosa of the ileocecal, transverse, and
descending colons. Slight chronic inflammation was
present in the rectal mucosa with lymphoid tissue hyperplasia.
No granulomatous inflammation or vascular lesions were
identified in any of the lesions.

IL: interleukin; IL-2R: interleukin-2 receptor; TNF-a: tumor necrosis factor-a.
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Fig 2 Gastroscopic images of the patient 2 at the most severe stage of his illness

A shallow ulcer measuring approximately 0.4 cmx0.6 cm was observed at the lower end of the esophagus, with a small amount of white moss at its base and localized

mild congestion and swelling in the mucosa. The gastric antrum mucosa was congested, with scattered red rash and mild punctate erosions, and a small shallow ulcer was

seen at the small flexure, with mild congestion and swelling in the mucosa. No significant abnormalities were noted in other areas.
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Fig 3 Colonoscopic images of the patient 2 at the most severe stage

A marked narrowing of the intestinal lumen was visible in the ascending colon approximately 45 cm from the anus. The mucosa was significantly swollen, partially

obstructing the intestinal lumen. The biopsy is brittle and easily bleeds when touched. Multiple flat ulcers were observed in the transverse, descending, sigmoid, and rectal

colons. The ulcers had irregular shapes and were covered by white moss. The surrounding mucosa showed mild swelling and hyperplastic changes. The ulcers were

segmented and evenly distributed.
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Table 2 Summary of auxiliary examinations with positive results in patient 2

Inspection item First hospitalization (2022.07)

Second hospitalization (2022.10)

CRP 98.7 mg/L, ESR 34 mm/1 h;
Fecal calprotectin 733 pug/g;

Inflammatory markers

Inflammatory factors IL-1p 14.2 pg/mL (< 5 pg/mL), IL-8

IL-1B< 5.00 pg/mL (< 5 pg/mL), IL-8 6.25 pg/mL (< 62 pg/mL),
IL-2R 220.00 U/mL (223-710 U/mL), IL-6< 2.00 pg/mL
(<5.9 pg/mL), and TNF-a 5.33 pg/mL (< 8.1 pg/mL)

515 pg/mL (< 62 pg/mL), IL-2R 220.00 U/mL (223-
710 U/mL), IL-6< 2.00 pg/mL (< 5.9 pg/mL), and TNF-a

13.10 pg/mL (< 8.1 pg/mL)
Other infection indicators

Fecal routine examination showed presence of pyocytes and

Fecal occult blood positive

phagocytic cells and positive fecal occult blood test.

Immunity-related indicators Alexin Clq 38.92 mg/dL (1.18-2.38 mg/dL);
Antibody to IBD: ASCA-IgG positive
Imaging examination

/

MRE showed abnormal signal in the small intestine, ileocecal Roughly normal

region, and multi-segmental colorectal wall, with some

walls slightly thickened. There was an increase in

mesenteric lymph nodes, some of which were enlarged.
The fat space between the ileocecal mesenteries was
slightly blurred, consistent with the radiographic findings

of inflammatory bowel disease.
Pathological biopsy

Minimal lymphocytic infiltration was observed in the

Mild chronic inflammation with mild lymph tissue hyperplasia

esophageal mucosa. The gastric antrum mucosa showed
mild inflammation, and the duodenal mucosa had mild
lymphoid tissue hyperplasia. The ascending colon mucosa
had mild chronic inflammation accompanied by lymphoid
tissue hyperplasia, while the transverse colon mucosa was
mildly inflamed, with active changes (+), visible crypt
abscesses and crypt inflammation, accompanied by
shallow ulcers. The descending and sigmoid colon, as well
as the rectal mucosa, showed mild chronic inflammation,
accompanied by focal erosions and mild lymphoid tissue
hyperplasia.

was present in the esophagus, stomach, and duodenum
mucosa. Slight chronic inflammation with lymph tissue
hyperplasia was observed in the colon mucosa, including
distortions of crypts and mild crypt inflammation. In the
descending colon, sigmoid colon, and rectal mucosa, mild
chronic inflammation with focal erosions was observed,
accompanied by lymph tissue hyperplasia.

CRP: C-reactive protein; ESR: erythrocyte sedimentation rate; MRE: magnetic resonance enterography
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