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Introduction

Trichoepitheliomas are uncommon, benign, adnexal neo-

plasms that originate from the hair follicles. They usually 

present as solitary lesions but in the familial setting they 

appear as multiple lesions. Multiple familial trichoepithe-

lioma constitute an autosomal dominant disease character-

ized by the appearance of multiple flesh-colored, symmetrical 

papules, tumors and/or nodules located in the central face and 

occasionally on the scalp [1].

Herein we present an interesting case of a female with 

multiple facial papules easily diagnosed as trichoepitheliomas 

with the use of dermoscopy.

Case report

A 29-year-old otherwise healthy female presented to our 

clinic for evaluation of multiple firm, flesh-colored, dome-

shaped papules distributed primarily along the nasolabial 

folds and forehead. She first noticed their appearance during 

Multiple familial trichoepithelioma: 
confirmation via dermoscopy

Cristián Navarrete-Dechent1,2, Shirin Bajaj3, Ashfaq A. Marghoob3, Sergio González2,4, Daniel Muñoz5

1 Department of Dermatology, Facultad de Medicina, Pontificia Universidad Católica de Chile, Santiago, Chile
2 Melanoma and Skin Cancer Unit, Facultad de Medicina, Pontificia Universidad Católica de Chile, Santiago, Chile
3 Dermatology Service, Memorial Sloan Kettering Cancer Center, Hauppauge, NY, USA
4 Department of Pathology, Facultad de Medicina, Pontificia Universidad Católica de Chile, Santiago, Chile
5 Department of Dermatology, Complejo Asistencial Hospital Sótero del Río, Santiago, Chile

Key words: trichoepithelioma, diagnosis, dermoscopy, dermatoscopy, CYLD

Citation: Navarrete-Dechent C, Bajaj S, Marghoob AA, González S, Muñoz D. Multiple familial trichoepithelioma: confirmation via 
dermoscopy. Dermatol Pract Concept 2016;6(3):10. doi: 10.5826/dpc.0603a10

Received: March 20, 2016; Accepted: May 1, 2016; Published: July 31, 2016

Copyright: ©2016 Navarrete-Dechent et al. This is an open-access article distributed under the terms of the Creative Commons Attribution 
License, which permits unrestricted use, distribution, and reproduction in any medium, provided the original author and source are 
credited.

Funding: None.

Competing interests: The authors have no conflicts of interest to disclose.

All authors have contributed significantly to this publication.

Corresponding author: Cristián Navarrete-Dechent, MD, Department of Dermatology, Facultad de Medicina, Pontificia Universidad 
Católica de Chile, 4686 Vicuña Mackenna, Macul, Santiago, 7820436, Chile. Tel. (56 2) 2354 8454; Fax. (56 2) 2552 9974. E-mail: 
ctnavarr@gmail.com

Trichoepitheliomas are uncommon benign adnexal neoplasms that originate from the hair follicles. 
Multiple familial trichoepithelioma constitute an autosomal dominant disease characterized by the 
appearance of multiple flesh-colored, symmetrical papules, tumors and/or nodules in the central face 
and occasionally on the scalp. Although clinical diagnosis is usually straightforward in light of the 
family history and naked-eye examination, dermoscopy may aid in its confirmation. Dermoscopy of 
each papule revealed in-focus arborizing vessels, multiple milia-like cysts and rosettes amidst a whitish 
background.

In a patient with multiple facial papules revealing a dermoscopic appearance described above, the 
diagnosis of sporadic or familial multiple trichoepithelioma should be considered.
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monly present as solitary papules, but in the familial setting 

they appear in clusters characteristically involving the central 

face and/or the scalp [2]. They present with variable size from 

small papules that are of minor cosmetic relevance to multiple 

tumors that can lead to functional impairment such as visual 

obstruction. The incidence of multiple familial trichoepithe-

lioma (OMIM #601606) in the US has been reported to be 

between 2.14—2.7 cases per year, with a female predilec-

tion [2,3]. They frequently first appear during childhood or 

adolescence.

adolescence, after which they progressively increased in num-

ber (Figure 1). Scalp examination was unremarkable. Of note, 

she reported multiple relatives from her maternal lineage that 

developed similar lesions during youth.

Dermoscopy of each papule revealed a similar appear-

ance: in-focus arborizing vessels, multiple milia-like cysts and 

rosettes amidst a whitish background (Figure 2).

Histologic examination revealed a small, well-circum-

scribed, dermal tumor with branched nests of basaloid cells, 

small keratin cysts, and a rather dense collagenous stroma with 

visible fibrocytes, consistent with trichoepithelioma (Figure 3).

Discussion

Trichoepitheliomas are rare benign hamartomatous tumors 

originating from the pilosebaceous follicle. They most com-

Figure 1. Multiple familial trichoepithelioma. Clinical presenta-
tion. (A) Overview image view. (B) Close-up. [Copyright: ©2016 
Navarrete-Dechent et al.]
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Figure 2. Dermoscopic features. (A) Image taken with contact polar-
ized light. (B) Contact non-polarized light view. (Original magnifica-
tion 10X). [Copyright: ©2016 Navarrete-Dechent et al.]
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When evaluating a solitary papule with the aforemen-

tioned dermoscopic findings, a biopsy may be necessary for 

definitive diagnosis. If a biopsy is contemplated, then it is 

important to underscore that small partial biopsies may lead 

the pathologist to misinterpreted the specimen as basal cell 

carcinomas [12]. Histopathology findings suggesting the diag-

nosis of trichoepithelioma over basal cell carcinoma include 

the fibrocytic loss of the stroma, aggregations of cells with 

smooth borders, the presence of granulomatous inflammation, 

monomorphic nuclei and papillary mesenchymal bodies [1].

Finally, treatment options for multiple trichoepithelioma 

include destructive/ablative techniques such as cryotherapy, 

dermabrasion, electrodissection and radiation therapy, all 

with variable to poor outcomes [2]. Interestingly, our patient 

chose not to undergo any treatment, which is also a valid 

option.

Conclusion

A patient evaluated with multiple facial papules that on der-

moscopy reveal in-focus arborizing vessels, multiple milia-like 

cysts and rosettes amidst a whitish background should lead 

the clinician to consider the diagnosis of sporadic or familial 

multiple trichoepithelioma.
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Initially this disease was believed to be linked to loss in the 

heterozygosity of the 9p21 gene [4], however, recent studies 

have reported a mutation in the cylindromatosis tumor sup-

pressor gene (CYLD) located in the chromosome 16q12-q13 

in roughly 40% of cases [5]. This gene is a tumor suppres-

sor gene altered in both multiple familial trichoepithelioma, 

familial cylindromatosis and in the Brooke-Spiegler syndrome 

[5]. In fact, those three conditions appear to be a spectrum 

of genodermatoses with a common molecular origin—CYLD 

mutation spectrum [6]—but with differing clinical manifesta-

tions [5,7-9]. Missense mutations of the CYLD gene appears 

to be more frequent in familial trichoepitheliomas than in 

Brooke-Spiegler syndrome or familial cylindromatosis and 

this may, in part, explain the phenotypic differences in these 

conditions [6].

While the PTCH gene was also thought to be linked to 

the etiopathogenesis of multiple familial trichoepithelioma, 

recent evidence suggests that it is rarely, if ever, mutated in 

this disease [7].

Dermoscopy allows for the noninvasive visualization of 

structures not visible to the naked eye, and when correctly 

interpreted improves the clinicians’ diagnostic accuracy. 

Although a facial papule displaying arborizing vessels and 

shiny white structures under dermoscopy is highly suggestive 

of basal cell carcinoma, the patient’s clinical history and the 

presence of numerous identical lesions raised the clinician’s 

suspicion for multiple familial trichoepithelioma. Impor-

tantly, each lesion had a similar dermoscopic morphology 

that was consistent with features that have previously been 

described for desmoplastic trichoepithelioma and solitary 

trichoepitheliomas, namely, arborizing vessels and milia-like 

cysts [10,11]. The presence of milia-like cysts in dermoscopy 

was correlated with the presence of keratin cysts in the his-

topathology (Figure 3).
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