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IL TEST GENETICO (LINEE GUIDA AIOM 2021)



EPIDEMIOLOGIA (YAMAUCHI 2018)

Tumori alla mammella

HBOC Tumori non ereditari

5-10% 57% (BRCA1)
49% (BRCA2)

40% (BRCA1)
18% (BRCA2)

Rischio cumulativo fino all’età di 70 anni



RISK REDUCTION (YAMAUCHI 2018)

“How can BRCA mutation-positive patients reduce their risk of breast and ovarian cancer?”

Sorveglianza Chemioprofilassi Chirurgia profilattica
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CHEMIOPROFILASSI (EBCTCG 1998)



CHEMIOPROFILASSI
(TSCHERNICHOVSKY 2017)
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RRSO (LINEE GUIDA SIGO 2020)

Per il Carcinoma dell’ovaio è suggerito:

• valutazione multidisciplinare sulla chirurgia per ridurre il rischio (annessiectomia bilaterale a partire dai 
35-40 anni per BRCA1 e dai 40-45 anni per BRCA2);

• seppur non certificato, un programma di sorveglianza con ecografia transvaginale e CA125 (con cadenza 
ancora non chiaramente definita);

• discussione con la paziente sui vantaggi/svantaggi dell’isterectomia associata alla annessiectomia 
bilaterale;

• discussione multidisciplinare, e poi con la paziente, sui benefici della terapia ormonale sostitutiva in post-
menopausa.



RRSO (YAMAUCHI 2018)

50% 94-96%

Mammella Ovaio



RRSO (COCHRANE 2018)

OS

RRSO vs no RRSO 

+68%

HGSC cancer mortality 

-94%

Breast cancer mortality 

-42%



RRSO (COCHRANE 2018)



FERTILITÀ (KUFEL-GRABOWSKA 2022)
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LA NOSTRA RRSO



IL SINGLE PORT

PROs VS CONs

↓ tempi di ripresa

↑ risultato estetico

↓ tempi operatori

Skill chirurgica ed oncologica

Single port device

Caratteristiche paziente
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TUBE (KYO 2019)
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STIC E PC (STEENBEEK 2022)



LA NOSTRA ESPERIENZA

SMB.

55 anni.

Anamnesi familiare: figlia mastectomia 
bilaterale per k mammella. Padre tumore al 
colon-retto.

Interventi chirurgici: RCU per ABS 30 anni 
prima, salpingectomia LPS (non rammenta se 
destra o sinistra) per GEU 25 anni prima.
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RRESDO (GABA 2020)
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QOL (JACOBSON 2021) 

“Post-oophorectomy care should be administered in an 
individualized manner, ensuring optimal QoL, bone health, and 

cardiovascular risk amelioration.”



QOL (COCHRANE 2018)



QOL - OSTEOPOROSI (GABA 2020) 

• Reported incidence of osteoporosis and osteopenia diagnosed on DEXA scans in BRCA carriers following RRSO (both pre and 
post-menopausal) is 8-14% and 23-57% respectively. Pre-menopausal RRSO in BRCA carriers using E-HRT (oestrogen-HRT) is 
not associated with an increased risk of osteoporosis/osteopenia



QOL - CHD (GABA 2020) 

• Reported incidence of osteoporosis and osteopenia diagnosed on DEXA scans in BRCA carriers following RRSO (both pre and 
post-menopausal) is 8-14% and 23-57% respectively. Pre-menopausal RRSO in BRCA carriers using E-HRT (oestrogen-HRT) is 
not associated with an increased risk of osteoporosis/osteopenia

• Studies have reported that premenopausal oophorectomy is associated with an increased risk of coronary heart disease (CHD) 
with an up to 3% absolute increase in mortality from CHD described in women who have early surgical menopause and do not 
take HRT. This is in keeping with data suggesting that oestrogens have a cardio-protective effect before menopause, and that 
reduction of this protection increases the risk of cardiovascular disease. Although an increased risk of stroke has been 
reported, this is not statistically significant (HR 1.14, 95%CI 0.98e1.33).



QOL – FUNZIONALITÀ NEUROLOGICA
(GABA 2020) 

• Reported incidence of osteoporosis and osteopenia diagnosed on DEXA scans in BRCA carriers following RRSO (both pre and 
post-menopausal) is 8-14% and 23-57% respectively. Pre-menopausal RRSO in BRCA carriers using E-HRT (oestrogen-HRT) is 
not associated with an increased risk of osteoporosis/osteopenia

• Studies have reported that premenopausal oophorectomy is associated with an increased risk of coronary heart disease (CHD) 
with an up to 3% absolute increase in mortality from CHD described in women who have early surgical menopause and do not 
take HRT. This is in keeping with data suggesting that oestrogens have a cardio-protective effect before menopause, and that 
reduction of this protection increases the risk of cardiovascular disease. Although an increased risk of stroke has been 
reported, this is not statistically significant (HR 1.14, 95%CI 0.98e1.33).

• There are no data on neurological function post RRSO/RRESDO in BRCA carriers. However, there is data from women at 
general population level risk of OC. The Mayo Clinic Cohort Study of Oophorectomy and Aging included women who 
underwent pre-menopausal oophorectomy and a group of referent women who did not undergo oophorectomy. Both groups 
were followed up (median 29.5 years) with the same combination of active and passive methods (direct or proxy interviews, 
medical records in a records-linkage system, death certificates). Data show a statistically significant increased risk of dementia 
in women 48 years undergoing bilateral oophorectomy who do not receive E-HRT until the age of 50 (HR 1.89, 95%CI 
1.27e2.83, p ¼ 0.002). In women who undergo bilateral oophorectomy 48 years but who do receive E-HRT, there is no 
increased risk of dementia (HR 0.79, 95%CI 0.25e2.54, p ¼ 0.69).



“In the absence of contraindications, premenopausal women who harbour a pathogenic or 
likely pathogenic variant in BRCA1 and BRCA2 undergoing RRSO should be offered hormone 

therapy until the average age of menopause (age 51).”

HRT (JACOBSON 2021) 



HRT (MARCHETTI)

“Marchetti et al. conducted a meta-analysis of three cohorts including in total 1100 carriers of BRCA1 or BRCA2 mutations who 
underwent RRSO, and concluded that MHT users had no increased breast cancer risk as compared to non-MHT users. 

They reported however that estrogen-only therapy (ET) is associated with a lower BC risk as compared to estrogen-progestin 
therapy (EPT).”
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HRT (ROZENBERG 2021)



TUMORE ENDOMETRIO (MATANES 2021)



TUMORE ENDOMETRIO (MATANES 2021)

Storia familiare

Fattori psicologici

Età della paziente

Adesione a TOS

BMI

Storia di tumore alla mammilla

Altri fattori di rischio per EC, come trattamento con tamoxifene

Fattori di rischio chirurgici e possibili complicanze dell’isterectomia

Qualità di vita dopo l’isterectomia


