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Abstract

Pilomatricoma or calcifying epithelioma of Malherbe is a rare benign tumor of the skin and/or the
subcutaneous tissue originating from the hair matrix. It is usually seen in children and adolescents,
however a smaller second peak of onset is seen in the elderly. The head, neck, or upper extremi-
ties are the most common anatomical sites of pilomatricomas, being less frequently seen on the
trunk and lower extremities, and very rarely have they been diagnosed in the breast. Its malignant
counterpart, pilomatrix carcinoma, is rare and found more often in men. Due to its incapacity of
regression, treatment consists of surgical excision. We present the case of a man with a piloma-
trixoma of the breast, presenting as ACR BI-RADS 4, and we review the literature regarding pilo-
matrixomas.
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1. Introduction

A 47-year-old male referred painful, a two-month-old node in the right breast. He also reported blaunt trauma to
the thorax 6 months earlier, secondary to a fall. He denied personal and family history of malignancy.

Physical examination revealed a firm subcutaneous nodule of 2 cm in the right breast, 0.5 cm from the areola
and noaxilarylymph node alterations. There was no nipple discharge. The left breast did not present any abnorma-
lities.

Mammography: Birads IV is due to node with indistinct limits and microcalcifications (Figure 1).

Ultrassonography: Birads I11 is due to lobulated node, isoechoic, parallel to the skin, with multiple hyperechoic
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foci corresponding to calcifications seen on mammogram. Excisional biopsy was performed under local anesthe-
sia. Macroscopically, the mass was white in appearance and well circumscribed. Histopathology revealed a pilo-
matrixoma, and the histology is presented in Figure 2. The tumor is well-circumscribed with islands of basaloid
cells located both peripherally and centrally. Basaloid matricalgerminative cells blend into keratinized ghost
cells.

No recurrences or surgery-associated complications were observed in the follow-up period.

2. Discussion

Pilomatrixoma, also known as pilomatricoma or calcifying epithelioma of Malherbe, is a benign neoplasm that
derives from hair follicle matrix cells. In 1880, Malherbe and Chenantais first described this lesion, referred to
as the calcifying epithelioma, though it was thought to derive from sebaceous glands. The term pilomatrixoma
was introduced in a publication by Forbis and Helwig in 1961 to better convey the histological source [1].
Pilomatrixomas are typically found in the head and neck region, but also occur in the upper extremities and
are rarely reported in other sites. Only few breast pilomatricomas have been reported [2] [3]. Malignant piloma-
tricomas have been reported, suggesting that all pilomatricomas should be surgically removed. It is locally ag-
gressive and can recur after excision. In several cases, metastasis of the malingnant version has been seen [4].
Many key features are similar between the benign and malignant counterparts; primary differences of the ma-
lignant subtype include a high mitotic rate with atypical mitoses, central necrosis, infiltration of the skin and soft

Figure 1. Mamography.



M. M. Martins et al.

Figure 2. Pilomatrixoma involving deep dermis and subcutis. The tumor is
well-circumscribed with islands of basaloid cells located both peripherally
and centrally. Most of the tumor, however, is composed of eosinophilic kera-
tin debris and a mixed inflammatory infiltrate.

tissue, and invasion of blood and lymphatic vessels [4].

The clinical presentation is typically that of an asymptomatic, superficial, solitary, firm mass that is often ac-
companied by a reddish-blue discoloration of the overlying skin. The mass is usually painless unless it becomes
inflamed or infected. A pilomatrixoma forms when cells abnormally harden and form a mass under the skin. The
cells involved are similar to hair follicle cells [5].

The histopathologic features of a pilomatrixoma include a well demarked tumor often surrounded by a con-
nective tissue capsule. It is usually located in the dermal or subcutaneous layers of the skin and consists of basa-
loidcells that lose their nuclei; these cells are known as “ghosts” (or shadow) and often show cystic change. As
the tumor matures, degeneration of these central basaloid cells occurs. It is important to note, however, that
these ghost cells, though quite specific, are not unique to pilomatrixomas. Different degrees of inflammatory re-
actions may occur. Foreign body giant cells, keratin debris, and central calcifications are also characteristic.
Calcification has been noted in 70 to 85 percent of cases. It has been suggested that osteopontin (a protein
marker associated with bone production) may be produced by macrophages and play a role in the deposition of
calcium phosphate in the shadow cell nests [6].

The cause of pilomatrixoma is unknown. However, some genetic changes have been found in the affected hair
cells (an overactive proto-oncogene called BCL-2 suggests the normal process of cell death is suppressed and
mutations in CTNNBL suggest loss of regulation of a protein complex called beta-catenin/LEF). In one study of
10 pilomatrixoma lesions, all immunostaining results were strongly positive for BCL2. This is a proto-oncogene
that helps suppress apoptosis in benign and malignant tumors; these data suggest that faulty suppression of apo-
ptosis contributes to the pathogenesis of these tumors [2].

Investigators have demonstrated that the proliferating cells of human pilomatrixomas show prominent stain-
ing with antibodies directed against LEF-1 (a marker for hair matrix cells). Evidence also indicates that S100
proteins can be used as biochemical markers in characterization of pilomatrixomas [2] [6] [7]. These data pro-
vide biochemical support of morphological evidence that these tumors are derived from hair matrix cells. Fur-
thermore, investigators have shown that at least 75% of persons with pilomatrixomas have mutations in the
CTNNBJ1gene; these data directly implicates beta-catenin/LEF misregulation as the major cause of hair matrix
cell tumorigenesis in humans. Although the etiology of pilomatrixoma is not completely understood, there are
suggestions that an activating mutation in the g-catenin gene mapped to chromosome 3 p22-23 plays a major
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role in this tumor genesis. Although pilomatrixomausually appears sporadically, some association has been
found between this tumor in the pediatric population and disorders such as myotonic dystrophy, Rubinstein
Taybi syndrome, Turner syndrome, Gardnersyndrome, xerodermapigmentosum and basal cell nevus syndrome
[2] [6].

Despite a very low propensity for malignant degeneration, surgical excision is the treatment of choice for pi-
lomatrixomas. These tumores are not associated with high rates of mortality. Very large tumorscan cause consi-
derable discomfort but are uncommon. Pilomatrixoma carcinomas are also uncommon, but they are locally inva-
sive and can cause metastases to the bones, lungs, and lymph nodes, and even death [2] [4] [8].

Differential diagnosis includes: seborrheic keratosis, dermal nevus, epidermal inclusion cyst, branchial rem-
nants, atypical mycobacterial infections, parotid lesions, pre-auricular sinuses, ossifying hematoma, giant cell
tumor, chondroma and foreign-body reaction, and basal cell carcinoma. Much less frequently, dermal or sub-
dermal lesions can represent or hemangioma breast carcinoma. Rarely cases of polimatrixoma can be associated
with myotonic dystrophy and Rubinstein-Taybi syndrome. Factors contributing to misdiagnosis include cystic
lesions with varying consistency, punctum-like appearance, atypical location, and absence of clinically recog-
nizable calcification [9]-[12].

Fine needle aspiration diagnosis of pilomatrixoma (FNA)—The wide range of cell differentiation in conjunc-
tion with pertinent clinical findings, absence of nuclear atypia, tumor diathesis, mitotic figures and awareness of
the entity lead to the correct diagnosis of pilomatrixoma. The most dangerous mistake in FNA diagnosis of
PMX regards a diagnosis of primary malignant or metastatic cutaneous lesions [13].

Two Pilomatricoma ultrasound patterns are described in literature: the completely calcified nodule and the
hypoechoic nodule with internal calcific foci. The majority of superficial tumors are benign, and the management
is frequently based on results of the triple test (physical exam, imaging and biopsy) [9] [13] [14].

Surgery is curative and recurrence after excision is rare. Complete excision is the preferred treatment, as
spontaneous regression has not been described. In certain cases, it is necessary to excise the overlying skin to
remove tumor adherent to the dermis, but care should be used to preserve the overlying skin. Adherence to deep
structures is not noted. The risk of recurrence is as high as 4%, although it is generally accepted that rates of re-
currence with complete excision is low [4] [12]. Malignant transformations are rare and are limited to those oc-
curring in middle aged or elderly patients [4]. A conservative approach of interval follow-up for any small su-
perficial breast mass with benign imaging characteristics may be considered [11] [12].

3. Conclusion

Pilomatrixomas represent table with benign neoplasm of the rare differential diagnosis with breast cancer. Usually,
its diagnosis is easily based on clinical findings but ultrasonography is a useful and non invasive procedure help-
ing to determine the depth of lesion. Spontaneous regression is never observed. Treatment consists of the simple
surgical removal of the tumor. Early diagnosis is important so that unnecessary, aggressive surgery can be avoid-
ed. Recurrence is rarely observed and when multiple recurrences do occur, further investigation of carcinoma of
the pilomatrix should be made.
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