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Table2 AACRIEREZA 7V —r=rr7aba—)v (k7)) 7551H)

Children (birth to age 18 years)

General assessment

- Complete physical examination every 3-4 months, including blood pressure, anthropometric measurements plotted on a growth
curve (with particular attention to rapid acceleration in weight or height), Cushingoid appearance, signs of virilization (pubic hair,
axillary moisture, adult body odor, androgenic hair loss, clitoromegaly, or penile growth), full neurologic assessment, and prompt
assessment with primary care physician for any medical concerns

Adrenocortical carcinoma
- US of abdomen and pelvis every 3-4 months

* In case of unsatisfactory US, blood tests. may be performed every 3-4 months : total testosterone, dehydroepiandrosterone sulfate,
and androstenedione

Brain tumor

- Annual brain MRI (first MRI with contrast ; thereafter without contrast if previous MRI is normal with no new abnormality)
Soft tissue and bone sarcoma

- Annual WBMRI

Adults

General assessment

- Complete physical examination every 6 months

+ Prompt assessment with primary care physician for any medical concerns
Breast cancer

- Breast awareness (age 18 years or older)

- Clinical breast examination twice a year (age 20 years or older)

+ Annual breast MRI screening ® (ages 20-75)

+ Consider risk-reducing bilateral mastectomy

Brain tumor (age 18 years or older)

- Annual brain MRI (first MRI with contrast ; thereafter without contrast if previous MRI normal)
Soft tissue and bone sarcoma (age 18 years or older)

+ Annual WBMRIC

- US of abdomen and pelvis every 12 months

Gastrointestinal cancer (age 25 years or older)

+ Upper endoscopy and colonoscopy every 2-5 years

Melanoma (age 18 years or older)

* Annual dermatologic examination

Abbreviation : WBMRI, whole-body MRI, head to toe, including entire upper and lower extremities.

*Serial specimens obtained at the same time of day and processed in the same laboratory.

"The efficacy of biochemical surveillance for detection of adrenocortical carcinoma has not been shown.
“Breast MRI/US of abdomen and pelvis to alternate with annual WBMRI (at least one scan every 6 months) .
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A case of Li-Fraumeni syndrome diagnosed following
bilateral breast cancer treatment

Kyoko ORIMOTO", Natsuko INAGAKI?, Yoichi KOYAMA", Kayono ONISHI",
Natsuki UENAKA", Hiroki KUSAMA ", Saecko TERAOKA", Takahiko KAWATE",
Hiroshi KAISEY, Kimito YAMADA", Takashi ISHIKAWA "

1>Departrnent of Breast Surgery, Tokyo Medical University
?Clinical Genetics Center, Tokyo Medical University Hospital
3 Department of Breast Surgery, Tokyo Medical University Ibaraki Medical Center
' Department of Breast Surgery, Tokyo Medical University Hachioji Medical Center

Abstract

Li-Fraumeni syndrome (LFS) is an autosomal dominant inheritance of a germline TP53 variant causing cancer in various
organs ; 27-31% of malignant tumors in LFS are breast cancer" . Pathogenic variants in the 7P53 gene are frequently observed
and may lead to radiation-induced secondary malignancies, so LFS patients are required to consider which surveillance and
treatment should be chosen for breast cancer. The patient was a 47-year-old woman, who underwent bilateral mastectomy and
sentinel node biopsy for bilateral breast cancer at the age of 36 years and followed by postoperative hormone therapy for 5 years.
During follow-up, she developed retroperitoneal leiomyosarcoma while at another hospital and underwent surgery. Nine years
after breast surgery, the tumor recurred locally in the left pectoralis major muscle, and the patient underwent excision of the
recurrent mass and postoperative adjuvant chemotherapy. At that time, she was suspected to have LFS based on her previous
history and family history and was referred to the Gene Center to determine the indication for postoperative radiotherapy. The
results of genetic testing using a multi-gene panel led to the diagnosis of LFS, and the patient was referred to the center for post-

operative imaging follow-up, which consisted mainly of whole-body MRI.

(Key words) : hereditary breast cancer, leiomyosarcoma, Li-Fraumeni syndrome
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