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Established Facts

o Hamartomas are rare benign tumors of the breast, which might reach a considerable size.
o Preoperative differentiation from other benign or malignant tumors is challenging.
o The PTEN hamartoma tumor syndrome increases the risk of breast cancer.

Novel Insights

o Giant hamartomas should be removed to avoid long-range deformity of the breast.
o The presence of a mammary hamartoma might indicate the necessity of a genetic testing.
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Abstract

Background: Hamartomas of the breast are rare benign tu-
mors. Pre- and also postoperative differentiation from other
benign or even malignant tumors is challenging. Case Pre-
sentation: A 36-year-old female presented with a giant tu-
mor of the left breast. The patient had suffered from an early
breast cancer of the contralateral right breast the year be-
fore, which was treated with breast-conserving therapy, ra-
diation, and endocrine therapy ever since. The hamartoma
was classified as BI-RADS 2 in mammography and BI-RADS 4
in ultrasound. On clinical examination, a tumor of nearly 15

cm in size led to an abstruse deformity of the breast and the
nipple-areola complex. We found anindolent, grand bulging
tumor with an elastic texture directly beneath the skin. A bi-
opsy that had been performed before was compatible with
the suspected hamartoma. Because of the remaining diag-
nostic uncertainties after contralateral breast cancer and the
progressive malformation of the left breast, a tumor extirpa-
tion utilizing a reduction mammaplasty was performed
without complications. Subsequent genetic analyses ex-
cluded a loss of PTEN in this patient. Conclusion: We pre-
sented the rare case of a 36-year-old woman with a history
of breast cancer and a 700-g breast hamartoma. The preop-
erative and even the postoperative specification of a hamar-
toma remains challenging, and associations with genetic al-
terations should be considered. ©2020S. Karger AG, Basel
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Introduction

Breast tumors among young women mainly comprise
benign lesions, such as fibroadenomas, cysts, papillomas,
localized mastopathy, lipomas, phylloides tumors, where-
as breast cancers are seldom events [1]. The pathogenesis
of the rare breast hamartoma is still unclear. Hamartomas
vary in size, clinical appearance, and histological features
upon pathological examination, and patients of all eth-
nicities typically present with a unilateral growth of the
breast [2]. Hamartomas can be detected in mammogra-
phy as a pathognomonic homogeneous mass with vary-
ing ray densities, but, due to its sonolucency, its size is
typically underestimated in ultrasound [3]. No defining
amount of epithelial elements, adipose tissue, muscle
cells, and stromal hyperplasia is described, which makes
the pathological report challenging [2]. As a consequence,
fine-needle biopsies may exclude malignancy, but often
remain unspecific. No recurrence is seen after surgical
removal.

Fig. 1. Clinical presentation of a giant malformation of the left
breast with an enlarged nipple-areola complex.

Fig. 2. Mammography showing pathogno-
monic features on the left. Mammary ultra-
sound with a tumor size of 3.9 x 2 x 1 cm
on the right.
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Case Presentation

History

A 36-year-old, healthy female patient presented with a giant
palpable mass of the left breast. No history of cancer diseases in her
family was reported. According to the patient’s history, the en-
largement of the left breast had started while being pregnant with
her first child 6 years earlier. One year before, she had addition-
ally noticed a tumor in the right, contralateral breast while breast-
feeding her second child. This palpable mass in the right breast
turned out to be a mucinous, hormone receptor-positive and
node-negative breast cancer of 34 mm in size. Subsequent breast
cancer therapy included breast-conserving operation on the right
breast, radiation, and adjuvant endocrine therapy until recent pre-
sentation to our unit for the removal of the slowly growing mass
in the left breast.

Clinical Examination

The initial physical examination showed a grand, indolent, and
elastic partially cystic malformation of the left breast with a notice-
able enlargement of the nipple-areola complex and signs of venous
congestion. There were no signs of nipple secretion. No suspect
axillary lymph nodes were detected. The volume of the left breast
nearly doubled the volume of the contralateral side. Accordingly,
the jugulum-nipple distance was 27 cm compared to 18 cm on the
right breast (Fig. 1).

Breast Imaging and Biopsy

The tumor in the enlarged left breast qualified as a BI-RADS 2
finding in mammography, describing an encapsulated, partially
radiolucent mass with a size of 15 x 14 x 14 cm pathognomonic
for a hamartoma (Fig. 2). Mammary ultrasound described difficult
imaging conditions with hypoechoic structures, marked duct ec-
tasias and diffuse shadowing, thereby distinctly underestimating
the size of the tumor (Fig. 2). Although the examined area did not
feature any further signs of malignancy, a summarized classifica-
tion as BI-RADS 4 was assigned. Consecutive core needle biopsy
showed tissue with fibro-mastopathy but could not confirm the
finding of a hamartoma diagnosis.

Tumor Resection

A tumor resection was indicated because of the critical defor-
mity of the left breast and remaining diagnostic uncertainties. Tu-
mor resection was performed via a reduction mammoplasty utiliz-
ing a superomedial pedicle technique for the nipple-areolar com-
plex, including an inverted T-scar incision. Intraoperatively, the
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tumor was easily dissected along a capsule and removed from the
surrounding breast parenchyma after ligation of a single vascular
pedicle (Fig. 3). The areola complex was preserved and reduced in
adaption to the right breast. A transient venous congestion of the
nipple occurred after the operation, which was explained by very
thin resection margins behind the nipple-areola complex. Upon
follow-up examination after 14 days, the nipple already recovered
and the breast showed a favorable symmetric clinical aspect

(Fig. 4).

Histology

On gross examination, the tumor measured 13.4 x 5.2 x 15.2
cm with a total weight of almost 700 g. The tumor was well de-
fined, being encompassed by a thin capsular structure, and showed
fatty tissue mixed with fibrous strands. Within the fibrous tissue
slit-like or cystic ductal structures showed congested secretion
and minor calcifications. Histologically, the tumor showed fibro-
lipous tissue with encompassed lobular and ductal elements.
There were no seminal features to distinguish from mastopathy

(Fig. 5).

Fig. 3. Intraoperative tumor resection (left) and removed tumor
(right) are shown.

Color version available online

Discussion

A mammary hamartoma is a rare benign tumor. Be-
cause of the limited number of cases, most publications
found are case studies [4, 5]. Per definition, a hamartoma
represents a focal malformation that resembles a neo-
plasm, but results from a faulty development in an organ.
It is composed of an abnormal mixture of normal tissue
elements, or an abnormal proportion of a single element
at that site. Herbert et al. [2] demonstrated that hamarto-
mas express estrogen and progesterone receptors and ex-
hibit an increased proliferative activity. Hamartomas
might remain undetected in clinical examination and im-
aging because they hardly differ from normal breast tissue
in ultrasound [2, 5].

In pathological evaluation, the diagnosis of a hamar-
toma can be challenging due to different quantities of the

Fig. 4. Clinical presentation at the 2-week follow-up.

Fig. 5. Gross histological examination (left) and histological evaluation of the tumor (right) are shown.
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components. Whereas the lobular structure of the breast
is normally preserved, the number of epithelial elements,
fat, or stroma hyperplasia varies significantly [2, 6]. The
most common variants of hamartoma comprise adenoli-
poma, with their subentities fibroadenolipoma or lipofi-
broadenoma [7], as well as chondrolipoma. Regarding a
relevant differential diagnosis of a hamartoma, primarily
the fibroadenoma of the breast is to be mentioned, being
the most common benign tumor among females [8, 9]. If
compared histologically, fibroadenomas present with a
typical nodular fibrous stromal component encompass-
ing variably compressed ductular structures, whereas
hamartomas show typical mammary tissue arranged in a
disorderly fashion [2]. In resection specimens, this differ-
ential diagnosis is usually easy to accomplish, but in nee-
dle biopsies, the differentiation can be difficult to impos-
sible. Hamartomas with a lot of adipose tissue tend to be
misinterpreted as lipomas, if the glandular component is
not captured in needle core biopsy [2]. Another palpable
fibroepithelial tumor of the breast, the phylloides tumor,
can usually be ruled out microscopically due to the lack
of increased cellularity in the stromal components in
hamartomas [10].

A hamartoma itself does not classify as a marker for
an increased relative risk for developing breast cancer
[11]. But importantly, there is an unveiled genetic pa-
thology linking multiple or bilateral hamartomas to
breast cancer. The PTEN hamartoma tumor syndrome
describes a mutation in the PTEN tumor suppressor
gene, leading to a drastic increase in breast cancer life-
time risk of 67-85% and development of hamartomas in
different tissues of the body [12, 13]. Therefore, our pa-
tient was advised to consult an interdisciplinary human
geneticist. Here, the genetic testing excluded a loss of
PTEN function.
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Conclusion

In summary, we presented a rare case of a 36-year-old
woman with a giant hamartoma of the left breast in paral-
lel to a contralateral breast cancer. Surgical tumor resec-
tion was performed based on diagnostic uncertainties
and a progressive deformation of the breast. Importantly,
the presence of hamartomas might indicate a genetic al-
teration increasing lifetime breast cancer risk. Therefore,
genetic testing should be considered.
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