Clinical Cases

|

.

i iy
=711/
- J__'.-TJJ

Baishideng Publishing Group Inc



World l
A ... ...

Contents Semimonthly Volume 7 Number 5 March 6, 2019

548

562

ORIGINAL ARTICLE
Retrospective Study

Clinical presentation and early predictors for poor outcomes in pediatric myocarditis: A retrospective study
Rodriguez-Gonzalez M, Sanchez-Codez MI, Lubian-Gutierrez M, Castellano-Martinez A

Observational Study

Safety of an improved patent ductus arteriosus occluder for transcatheter closure of perimembranous

ventricular septal defects with abnormally attached tricuspid chordae tendineae
He L, Du YJ, Cheng GS, Zhang YS

572

585

600

META-ANALYSIS

Adiponectin gene polymorphisms and risk of gestational diabetes mellitus: A meta-analysis
Huang LT, Wu SL, Liao X, Ma SJ, Tan HZ

Maternal serum level of resistin is associated with risk for gestational diabetes mellitus: A meta-analysis
Hu SM, Chen MS, Tan HZ

Docetaxel, cisplatin, and 5-fluorouracil compared with epirubicin, cisplatin, and 5-fluorouracil regimen for

advanced gastric cancer: A systematic review and meta-analysis
Li B, Chen L, Luo HL, Yi FM, Wei YP, Zhang WX

616

623

628

636

642

CASE REPORT

Sustained complete response to erlotinib in squamous cell carcinoma of the head and neck: A case report
Thinn MM, Hsueh CT, Hsueh CT

Exercise-induced anaphylaxis with an Ayurvedic drug as cofactor: A case report
Losa F, Deidda M, Firinu D, Martino MLD, Barca MP, Giacco SD

Diagnostic detection with cardiac tomography and resonance of extremely rare coronary anomaly: A case

report and review of literature
Schicchi N, Fogante M, Giuseppetti GM, Giovagnoni A

Fatal meningococcal meningitis in a 2-year-old child: A case report
Mularski A, Zaba C

Perioperative topical ascorbic acid for the prevention of phacoemulsification-related corneal endothelial

damage: Two case reports and review of literature
Lee CY, Chen HT, Hsueh YJ, Chen HC, Huang CC, Meir YJJ, Cheng CM, Wu WC

Raishidengs WJCC | https://www.wjgnet.com I March 6,2019 | Volume7 | Issue5 |


https://www.wjgnet.com

Contents

World Journal of Clinical Cases
Volume 7 Number 5 March 6, 2019

650

656

663

668

676

684

Application of computer-assisted navigation in treating congenital maxillomandibular syngnathia: A case

report
Lin LQ, Bai S§S, Wei M

Concomitant paraganglioma and thyroid carcinoma: A case report
Lin B, Yang HY, Yang HJ, Shen SY

Rare empty sella syndrome found after postoperative hypotension and respiratory failure: A case report
Guo P, Xu ZJ, Hu CE, Zheng YY, Xu DF

Use of tunnel endoscopy for diagnosis of obscure submucosal esophageal adenocarcinoma: A case report

and review of the literature with emphasis on causes of esophageal stenosis
Liu S, Wang N, Yang J, Yang JY, Shi ZH

Intrauterine cystic adenomyosis: Report of two cases
FanYY, Liu YN, LiJ, Fu 'Y

Melanotic Xp11l-associated tumor of the sigmoid colon: A case report
Wang G, Li GG, Zhu SM, Cai BJ, Yu PJ, Zhang CW

Reishidenge WJCC | https://www.wjgnet.com II March 6,2019 | Volume7 | Issue5 |



Contents

World Journal of Clinical Cases
Volume 7 Number 5 March 6, 2019

ABOUT COVER

Editorial Board Member of World Journal of Clinical Cases, Manel Sabate,
MD, PhD, Associate Professor, Interventional Cardiology Department,
Clinic University Hospital, Barcelona 08036, Spain

AIMS AND SCOPE

World Journal of Clinical Cases (World | Clin Cases, WJCC, online ISSN 2307-
8960, DOI: 10.12998) is a peer-reviewed open access academic journal that
aims to guide clinical practice and improve diagnostic and therapeutic skills
of clinicians.

The primary task of WJCC is to rapidly publish high-quality Case Report,
Clinical Management, Editorial, Field of Vision, Frontier, Medical Ethics,
Original Articles, Meta-Analysis, Minireviews, and Review, in the fields of
allergy, anesthesiology, cardiac medicine, clinical genetics, clinical
neurology, critical care, dentistry, dermatology, emergency medicine,
endocrinology, family medicine, gastroenterology and hepatology, etc.

INDEXING/ABSTRACTING

The WJCCis now indexed in PubMed, PubMed Central, Science Citation Index
Expanded (also known as SciSearch®), and Journal Citation Reports/Science Edition.
The 2018 Edition of Journal Citation Reports cites the 2017 impact factor for WJCC
as 1.931 (5-year impact factor: N/A), ranking WJCC as 60 among 154 journals in
Medicine, General and Internal (quartile in category Q2).

RESPONSIBLE EDITORS
FOR THIS ISSUE

Responsible Electronic Editor: Y7ng-Na Bian

Proofing Editorial Office Director: [in-Lei Wang

NAME OF JOURNAL
World Journal of Clinical Cases

ISSN
ISSN 2307-8960 (onlinc)

LAUNCH DATE
April 16, 2013

FREQUENCY

Semimonthly

EDITORS-IN-CHIEF
Dennis A Bloomfield, Sandro Vento

EDITORIAL BOARD MEMBERS

https:/ /www.wijgnet.com/2307-8960/ editorialboard.htm

EDITORIAL OFFICE
Jin-Lei Wang, Director

PUBLICATION DATE
March 6, 2019

COPYRIGHT
© 2019 Baishideng Publishing Group Inc

INSTRUCTIONS TO AUTHORS

https:/ /www.wjgnet.com/bpg/gerinfo/204

GUIDELINES FOR ETHICS DOCUMENTS

https:/ /www.wignet.com/bpg/Gerlnfo /287

GUIDELINES FOR NON-NATIVE SPEAKERS OF ENGLISH

https:/ /www.wjgnet.com/bpg/gerinfo/240

PUBLICATION MISCONDUCT

https:/ /www.wjgnet.com/bpg/gerinfo/208

ARTICLE PROCESSING CHARGE

https:/ /www.wignet.com/bpg/gerinfo/242

STEPS FOR SUBMITTING MANUSCRIPTS

https:/ /www.wjgnet.com/bpg/Gerlnfo/239

ONLINE SUBMISSION

https:/ /www.f6publishing.com

© 2019 Baishideng Publishing Group Inc. All rights reserved. 7041 Koll Center Parkway, Suite 160, Pleasanton, CA 94566, USA

E-mail: bpgoffice@wijgnet.com https://www.wjgnet.com

Reishidenge WJCC | https://www.wjgnet.com

1T March 6,2019 | Volume7 | Issue5 |


mailto:bpgoffice@wjgnet.com

w\J\C\C

Submit a Manuscript: https:/ /www.f6publishing.com

DOI: 10.12998 / wjcc.v7.i5.684

World Journal of
Clinical Cases

World ] Clin Cases 2019 March 6; 7(5): 684-690

ISSN 2307-8960 (online)

CASE REPORT

Melanotic Xp11-associated tumor of the sigmoid colon: A case

report

Gang Wang, Gang-Gang Li, Sheng-Mao Zhu, Bao-Jia Cai, Peng-Jie Yu, Cheng-Wu Zhang

ORCID number: Gang Wang
(0000-0002-8111-0118); Gang-Gang
Li (0000-0001-5465-7284); Sheng-
Mao Zhu (0000-0002-1329-5026);
Bao-Jia Cai (0000-0002-7970-2667);
Peng-Jie Yu (0000-0001-7372-6919);
Cheng-Wu Zhang
(0000-0003-4078-2767).

Author contributions: Li GG and
Zhu SM designed the study; Zhang
CW, Cai B], and Yu PJ performed
the operation; Wang G wrote the
paper; all authors read and
approved the final manuscript.

Supported by The Key Research &
Development and Transformation
Project of Qinghai Province for
2018 (No. 2018-SF-113).

Informed consent statement:
Informed consent was obtained
from the patient for this
publication.

Conflict-of-interest statement: The
authors declare that they have no
competing interests.

CARE Checklist (2016) statement:
The guidelines of the “CARE
Checklist - 2016: Information for
writing a case report” have been
adopted.

Open-Access: This article is an
open-access article which was
selected by an in-house editor and
fully peer-reviewed by external
reviewers. It is distributed in
accordance with the Creative
Commons Attribution Non
Commercial (CC BY-NC 4.0)
license, which permits others to
distribute, remix, adapt, build
upon this work non-commercially,
and license their derivative works

Raishidengs WJCC | https://www.wjgnet.com 684

Gang Wang, the Graduate School of Qinghai University, Xining 810016, Qinghai Province,
China

Gang-Gang Li, Sheng-Mao Zhu, Bao-Jia Cai, Peng-Jie Yu, Cheng-Wu Zhang, Department of
Gastrointestinal Surgery, Affiliated Hospital of Qinghai University, Xining 810000, Qinghai
Province, China

Corresponding author: Cheng-Wu Zhang, MD, Chief Doctor, Professor, Department of
Gastrointestinal Surgery, Affiliated Hospital of Qinghai University, No. 29, Tongren Road,
Xining 810000, Qinghai Province, China. 861072284 (wqq.com

Telephone: +86-153-4973630

Abstract

BACKGROUND

Melanotic Xpll-associated tumors are rare mesenchymal-derived tumors. So far,
most primary melanotic Xpll-associated tumors have been reported in the
kidney, and reports of this tumor in the gastrointestinal tract are rare.

CASE SUMMARY

Here we describe the case of a 25-year-old woman who presented with a
melanotic Xpl1-associated tumor in the sigmoid colon. Colonoscopy revealed a
large mucosal bulge in the sigmoid colon, approximately 32cm inside the anus.
The surface was rough with local erosion. The tumor was brittle on biopsy and
bled easily. Computed tomography revealed thickening of the rectal wall with
edema. Postoperative pathology indicated the likelihood of a perivascular
epithelioid cell tumor. Histologically, the tumor comprised plump epithelioid
cells with abundant clear to lightly eosinophilic cytoplasm and round nuclei
arranged in an alveolar or trabecular pattern. The tumor cells were strongly
positive for HMB-45, Melan-A, Cathepsin K, and TFE3 but negative for vimentin,
smooth muscle actin, S100 protein, CD10, CK20, and desmin. The tumor cells had
a low Ki-67 labeling index (approximately 2%). Fluorescence in situ hybridization
revealed TFE3 fracture. Based on these histologic and immunohistochemical
features, a diagnosis of melanotic Xp11-associated tumor of the sigmoid colon
was made.

CONCLUSION

In summary, we report the clinicopathological features of a primary tumor that is
extremely rare in the sigmoid colon and review the clinicopathological
characteristics of melanotic Xpll-associated tumors, compatible with the very
rare tumor termed “melanotic Xp11 translocation renal cancer” in all aspects.
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Core tip: Melanotic Xp11-associated tumors can occur at all ages; children and young
adults are particularly prone whereas it is rare in middle-aged and elderly individuals. So
far, most primary melanotic Xp11-associated tumors have been reported in the kidney,
and reports of this tumor in the gastrointestinal tract are rare. Therefore, data regarding
the clinical features and biologic behavior of melanotic Xp11-associated tumors are
limited.
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INTRODUCTION

Melanotic Xpll-associated tumors are rare mesenchymal-derived tumors. In 2009,
Argani et all"! reported the clinicopathological features of a distinctive renal cell cancer
(RCC) termed “melanotic Xp1l translocation renal cancer”. In 2012, LeGallo et al™”
reported the first case of primary melanotic Xpll-associated tumor in the ovary, for
which the immunohistochemical markers were very similar to those of RCC.
Melanotic Xp11l-associated tumors can occur at all ages; children and young adults are
particularly prone whereas it is rare in middle-aged and elderly individuals. The
common pathological features are: (1) the pigments are visible; (2) the tumor cells are
nested, have highly developed capillary vessels, are rich in cytoplasm, and can
coexpress melanocyte markers HMB45 and Melan-A but not epithelial markers; and
(3) there are TFE3 gene rearrangement and Xp11 translocation. So far, most primary
melanotic Xpll-associated tumors have been reported in the kidney, and reports of
this tumor in the gastrointestinal tract are rare. Therefore, data regarding the clinical
features and biologic behavior of melanotic Xpl1-associated tumors are limited. Here
we report the clinicopathologic features of a sigmoid colon tumor in a 25-year-old
woman showing morphologic, immunohistochemical, and molecular genetic features
identical to those of melanotic Xp11 translocation renal cancer, and performed a
review of the published literature.

CASE PRESENTATION

Chief complaints
A 25-year-old woman presented with a 4-d history of abdominal pain, melena, and
nausea that were aggravated 1 d prior to admission. She had diarrhea approximately
four times a day.

History of present illness

The patient presented to a local Chinese Medicine Hospital and was diagnosed with
hemorrhoids. Her condition did not improve after the medical treatment, so she
presented to our hospital for further evaluation.

History of past illness
There was no obvious abnormality in the past illness.

Personal and family history
She denied any family history of related diseases.

Physical examination upon admission
No obvious positive signs were found in the abdomen.

Laboratory examinations
The laboratory findings revealed normal routine blood parameters, coagulation
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function, tumor markers, and biochemistry results. Blood pressure was 90/70mmHg,
heart rate was 90 beats/min, and the heart rhythm was normal. Immunohisto-
chemically, the tumor cells were strongly positive for HMB45, CD34 (vascular+),
CD117, CD163, CD68, and Melan-A and negative for CK, Vimentin, 5100, CK7, CK20,
CD10, Dog-1, Des, CgA, SYN, LCA, EMA, smooth muscle actin (SMA), and SOX-10.
Mitotic figures were approximately > 2/5 per high power field, Ki-67 labeling index
was approximately 2%, and there was a partially invasive boundary. The initial
diagnosis was a gastrointestinal tract malignancy with perivascular epithelioid cell
tumor (PEComa). However, we excluded primary melanoma and primary clear-cell
sarcoma of the gastrointestinal tract. The patient was advised to have a genetic test or
pathological consultation. Pathological consultation and a fluorescence in situ
hybridization (FISH) test were subsequently performed at Xijing Hospital, Fourth
Military Medical University; immunohisto-chemistry showed that the tumor cells
expressed a melanin marker and TFE3, accompanied by TFE3 gene translocation
(Figure 1). FISH for TFE3 rearrangement showed that the TFE3 gene was fractured
(Figure 1). The tumor showed an abnormal signal pattern consistent with
rearrangement of the TFE3 locus in 52% of the cells. Taking into account all these
immunohistochemistry and FISH tests, the final diagnosis was a melanotic Xp11-
associated tumor. There was no intraoperative evidence of metastasis or involvement
of other abdominal organs. Moreover, subsequent staging studies showed no
evidence of metastatic disease.

Imaging examinations

Colonoscopy revealed a large mucosal bulge in the sigmoid colon, approximately
32cm inside the anus. The surface was rough with local erosion. The tumor was brittle
on biopsy and bled easily. Computed tomography revealed thickening of the rectal
wall with edema. Gastroenterography revealed a filling defect at the junction of the
sigmoid and the descending colon. Sputum passed through, the local wall was stiff,
and the mucosal destruction was interrupted. Barium sulfate passed through, the
local wall was stiff, and the mucosal destruction was interrupted. A malignant tumor
was suspected after we completed the relevant examinations. Laparoscopic-assisted
resection of the large sigmoid colon mass (about 10 cm x 2.1 cm) was performed.
Postoperative pathology indicated the likelihood of a PEComa.

FINAL DIAGNOSIS

Melanotic Xp1l1l-associated tumor of the sigmoid colon.

TREATMENT

Laparoscopic-assisted resection of the large sigmoid colon.

OUTCOME AND FOLLOW-UP

She was followed by imaging studies of the chest, abdomen, and pelvis as well as
colonoscopy every 3 mo. At 6 mo after the initial diagnosis, she was disease-free.

DISCUSSION

Since Argan et alll first reported Xp11 translocation RCC in 2009, increasing numbers
of melanotic tumors have been reported. In 2012, LeGallo et al®” first reported
melanotic Xpll-associated tumor originating in the ovary. The common pathological
feature are that the tumor cells are nested, have highly developed capillary vessels,
and are rich in cytoplasm, and the pigments are visible, which makes it very similar to
PEComa, and tumor cells can coexpress melanocyte markers HMB45 and Melan-AlP.
Melanotic Xpll-associated tumors originating in the digestive system are rare.
Therefore, most previous reports on this disease misdiagnosed it as a PEComa. So far,
no relevant clinical data can predict the prognosis of these rare postoperative
melanotic Xp11-associated tumors®”. Due to the fact that melanotic Xpl1-associated
tumors are extremely rare and their histologic features vary, a differential diagnosis to
exclude other tumors is important. The differential diagnosis of melanotic Xp11-
associated tumors includes various types of epithelial and mesenchymal tumors,
including PEComa, malignant melanoma, clear-cell sarcoma, gastrointestinal stromal
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Terminal ileum Tloececal Right colic flexure

Figure 1 The examination results of the patient. A and B: Preoperative computed tomography (CT) showing thickening of the rectal wall with edema; C:
Postoperative CT showing a high-density suture shadow in the operation area; D: Approximately 32cm inside the anus, a large mucosal bulge can be seen in the
sigmoid colon. The surface was rough with local erosion. The tumor was brittle on biopsy and bled easily; E: Preoperative gastrointestinal angiography showing a
filling defect at the junction of the sigmoid and the descending colon. The barium sulfate passed through, the local wall was stiff, and the mucosal destruction was
interrupted; F: Pathological consultation at Xijing Hospital. The tumor cells in the muscle layer of the sigmoid colon were scattered in the nest, and capillaries were
separated. The cytoplasm of tumor cells was rich and lightly stained. The nucleus was medium-sized and round or oval (note the nucleolus). The nuclear division was
rare, and a small amount of pigment was visible. Immunohistochemistry showed that the tumor cells expressed a melanin marker and TFE3, accompanied by TFE3
gene translocation, consistent with pigmented Xp11-related tumors. Tumor cells were positive for TFE3 and Cathepsin, and fluorescence in situ hybridization (FISH)
results showed TFE3 gene fragmentation (see the FISH report). Original immunohistochemistry results showed HMB45 (+), Melan-A (+), Ki-67 (+, approximately 5%),
smooth muscle actin (-), CK (-), and EMA (-); G: Results of FISH test at Xijing Hospital shown that the TFE3 is fractured.

tumor (GIST), metastatic RCC, and epithelioid leiomyosarcoma. It is well known that
the morphology and immunohistochemical features of these unique melanotic Xp11-
associated tumors overlap with the morphologic and immunohistochemical features
of PEComa. Although the distinction of melanotic Xpll-associated tumors from
PEComas is difficult, we believe that the overall morphologic features of the current
tumor, particularly the presence of large amounts of melanin, the absence of SMA
expression, the lack of the tuberous sclerosis complex gene mutation, and the
presence of SFPQ/TFE3 fusionl”**l, encouraged us to interpret this lesion as a
melanotic Xpll-associated tumor (Table 1), thereby making it less difficult to
differentiate. The detailed differences are shown in Table 1. FISH is the most
commonly used method for gene detection!”.. Malignant melanoma and clear-cell
sarcoma have a high positive rate of S100 protein and TFE3 recombination but a lack
of expression of myogenic markers!'""'l. Therefore, the melanin and myogenic immune
markers can be used for identification. GIST is the most common tumor of the
gastrointestinal mesenchymal tissue, which has a morphology very similar to that of
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gastrointestinal PEComa, and can also coexpress the CD117 tumor marker, which
increases the difficulty in differentiation of this disease. However, GIST does not have
the characteristic of expressing the melanin marker; hence, we can use the melanin
marker to distinguish it!'*"".

CONCLUSION

In summary, we report the clinicopathological features of a primary tumor that is
extremely rare in the sigmoid colon and review the clinicopathological characteristics
of melanotic Xpll-associated tumors, compatible with the very rare tumor termed
“melanotic Xp11 translocation renal cancer” in all aspects. Xp11 melanoma should be
considered in the differential diagnosis of abnormal melanomas, particularly in cases
involving PEComas or unusual primary melanoma tumors. Melanotic Xp11-
associated tumors are a special type of tumor with a low incidence, especially for
tumors originating in the gastrointestinal tract. The etiology, pathogenesis, and
related biological behaviors of this disease remain unclear. Postoperative
management, including adjuvant chemotherapy, has not been established yet. A
further study of these particularly rare tumors is necessary to understand their
biological behavior and pathogenesis. Therefore, patients with postoperative
melanotic Xpl1-associated tumors should be carefully followed.
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Table 1 Comparative features of melanotic Xp11 tumors and perivascular epithelioid cell tumors

Melanotic Xp11 tumors

PEComas

Sex predilection Females > males

Females > males

Age Children and young adults, but may affect older adults Middle age, but may affect children and older adults

Family history Tuberous sclerosis

Site Kidneys, uterus, ovaries, cervix, colon, pancreas, bladder, and Genitourinary tract, viscera, skin, soft tissue, and
pelvis bone

Histology Epithelioid with clear cytoplasm Spindled, epithelioid, or sclerosing

Melanin pigment Usually present Usually absent

Muscle marker expression Usually absent Usually present

Melanocytic marker Present Present

expression

Epithelial marker expression Absent Absent

Molecular genetic alteration Xp11 translocation; PSF-TFE3 fusion

Loss of TSC1 (9q34) or TSC2 (16p13.3) gene

PEComa: Perivascular epithelioid cell tumor.
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