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Introduction 

Across the UK, genetics services have reported cases of transgender or gender diverse 

patients referred for advice regarding their inherited cancer risks.  Clinicians have reported 

uncertainty about how to best support these patients, with cases requiring extensive review of 

limited literature, multiple ad-hoc discussions with specialist clinicians (included in the 

organising committee) and case presentation at National Cancer Genetics Group (CGG) MDT 

meetings. 

 

These cases have highlighted: 

● A lack of formal guidance on this topic for clinical genetics services where national 

guidance would be welcomed 

● Inadequate patient care pathways due to the lack of clear communication channels 

between genetics and gender identity services, exacerbated by the long wait times for 

appointments with each service 

● Uncertainty about how to record trans and gender diverse patients in pedigrees 
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● A lack of understanding of where clinical genetics advice will influence gender affirming 

care (and vice versa) and management of inherited cancer risk in common scenarios 

e.g., high risk of breast or prostate cancer 

● Non-inclusive policies, forms, patient information leaflets, etc 

● A lack of education for clinicians regarding trans specific health care needs and cultural 

competency 

 

As a result, the organising committee resolved to plan this consensus meeting, with support 

from the UK Cancer Genetics Group (UKCGG). 

 

The organising committee consists of: 

 

Jo Giblin Registered Genetic Counsellor - Bristol Regional Clinical Genetics 

Service, “Equipping Cancer Genetics Services to Better Meet the 

Needs of Transgender Patients” Transformation Project Lead - Central 

& South Genomic Medicine Service 

 

Dr Alison Berner Academic Clinical Lecturer in Medical Oncology & Specialty Doctor in 

Adult Gender Identity Medicine  

 

Beth Coad  Acting Principal Genetic Counsellor - South West Thames Regional 

Genetics Service 

 

Catherine Lamb Registered Genetic Counsellor - Nottingham Clinical Genetics Service  

Cheryl Berlin  Lead Genetic Counsellor - North West Thames Regional Genetics 

Service 

 

Dr Gillian Rea Consultant Cancer Geneticist - Belfast Regional Genetics Service  

Aims  

We have convened this meeting to bring together stakeholders in the field to address the 

above challenges. We hope to have two half-days of engaging talks and discussions. 

 

The aims of the meeting are to: 

● Establish consensus guidelines for the clinical management of transgender and 

gender diverse patients with inherited cancer risk 

● Provide an education opportunity for healthcare professionals in this field 

● Begin a sustainable collaboration between cancer genetics and gender identity 

services 

 

Given the limited research in this field, and the ever evolving nature of this work, we hope any 

consensus reached will form a framework for continued improvements 
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Background Information 

Introduction  

Transgender (trans) is an umbrella term to describe people whose gender identity does not 

align with the sex they were assigned at birth (usually based on genital anatomy). Gender 

diverse is usually used to describe a population but can also refer to individuals whose gender 

identity and/or gender expression does not fit within binary male or female gender norms (see 

table 1 for additional terms). A patient’s gender identity and gender expression may not alter 

the clinical approach in many scenarios. However, genetics clinicians should be considerate 

of certain factors to ensure they are providing an accessible service, equitable care, accurate 

risk assessments, and appropriate recommendations regardless of gender identity and 

expression. These factors are complex and interconnecting, and include those summarised in 

figure 1. Within cancer genetics clinics in particular, the needs of trans and gender diverse 

(TGD) patients may differ from cisgender patients. 

Term Definition 

Cisgender (or cis) Someone whose gender identity is the same as the sex they were assigned at 

birth 

Coming out When a person first tells someone/others about their orientation and/or gender 

identity 

Gender affirming 

treatment (GAT) 

Medical interventions that aim to align a person’s characteristics with their 

gender identity, such as hormone treatment or surgeries 

Gender diverse Describes someone whose gender identity or gender expression does not 

conform to socially defined binary gender norms 

Gender dysphoria Psychological distress or discomfort experienced because of a mismatch 

between sex assigned at birth and gender identity 

Gender 

expression 

How a person chooses to outwardly express their gender, within the context of 

societal expectations of gender 

Gender identity A person’s innate sense of their own gender, which may or may not correspond 

to the sex assigned at birth 

Gender-neutral Not referring to a single binary gender 

Intersex Describes a person who is born with both male and female biological 

characteristics (i.e., genitals, reproductive organs, sex chromosomes) 

LGBTQ+ Initialism for lesbian, gay, bisexual, transgender, queer, and the wide range of 

other sexual and gender minorities 

Microaggressions Subtle (intentional or unintentional) verbal, behavioural, or environmental 

slights that discriminate against members of a marginalised group 
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Minority stress High levels of stress faced by members of minority groups 

Misgendering Referring to someone (intentionally or unintentionally) in a way that does not 

correctly reflect their gender identity 

Neopronoun Recently coined pronouns 

Non-binary An umbrella term for people whose gender identity doesn’t sit comfortably with 

binary ‘male’ or ‘female’ 

Pronoun Words used to refer to people’s gender in conversation (i.e., he, she, they) 

Sex assigned at 

birth 

The label a medical professional gives to a baby when it is born (i.e., male, 

female, intersex), usually based on external genitalia 

Transgender man A term used to describe someone who is assigned female at birth but identifies 

and lives as a man. May be shortened to trans man 

TGD status Description of someone's status as transgender or gender diverse 

Transgender 

woman 

A term used to describe someone who is assigned male at birth but identifies 

and lives as a woman. May be shortened to trans woman 

Transfeminine Describes someone who was assigned male at birth, but identifies more with 

a feminine identity 

Transgender  

(or trans) 

An umbrella term to describe people whose gender is not the same as, or does 

not sit comfortably with, the sex they were assigned at birth 

Transitioning The steps a trans person may take to live in the gender with which they identify 

Transmasculine Describes someone who was assigned female at birth, but identifies more with 

a masculine identity 

Transphobia Discrimination against trans people 

 

Table 1. Glossary of terms. 
 

 
 

Figure 1. Factors to consider. 
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Family History Questionnaires  

Genetics services frequently ask patients to complete a family history questionnaire (FHQ) 

prior to appointments (see appendix for example of a standard FHQ). FHQs gather 

demographic information, medical history, and family history information from the patient. This 

saves time in appointments, and also improves accuracy of reported family history and 

subsequently accuracy of risk assessments 1,2. As many medical records systems only gather 

binary sex, FHQs may also be a helpful source of gender identity data. 

Sections of FHQs can simply be expanded to gather further relevant information, such as 

gender identity, sex assigned at birth, title, pronouns, and the name patients would prefer 

clinicians to use. Such additions can send a signal that the service is respectful of, and 

sensitive to, TGD people 3. Arguably, this information is relevant for many cisgender as well 

as TGD patients, and sets the stage for a more respectful and positive patient experience 4. 

Studies have shown that both TGD and cis patients perceived questions about names, 

pronouns, and gender identity on clinical intake forms to be acceptable and relevant to care, 

and reported greater comfort when this information was collected in this manner 5,6. Inclusive 

FHQs can therefore facilitate patients’ disclosing their gender identity to clinicians, where they 

may have otherwise felt uncomfortable. Information about gender identity and sex assigned 

at birth can be key to risk assessments made and recommendations given to the patient. 

There may be concerns that expanding FHQs to gather relevant gender identity data could 

reduce the rate of completed FHQs returned. However, surveys of patients who did not return 

standard FHQs showed that the main reasons were bad timing, and difficulty in accessing 

family history information 7. Other reasons cited included cancer related distress, and 

forgetfulness. Complexity of FHQs was not reported as a deterrent for completion and return. 

In contrast, most responders and non-responders felt that FHQs were a user-friendly method 

of collecting family history information. Therefore, concerns about complicating FHQs may be 

unfounded. 

Pedigree Charting  

Drawing a pedigree (or family tree) is a key tool within genetics clinics, allowing documentation 

of medical and family history within a single diagram, which aids cancer risk assessment. 

Many symbols and notations used within pedigrees have been standardised for clarity and 

ease of drawing and interpretation (i.e., circle to denote a female, and a square to denote a 

male) 8. However, these standardised symbols assume that sex assigned at birth and gender 

identity are congruent. A variety of symbols have been suggested for representing TGD 

patients (see table 2). However, there is currently no UK consensus, which creates potential 

for confusion amongst clinicians, and subsequently inaccurate cancer risk assessments and 

inappropriate recommendations. 
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 Transgender 

man 

(assigned 

female at birth) 

Transgender 

woman  

(assigned male 

at birth) 

Non-binary or 

other gender 

diverse identities* 

(assigned female 

at birth) 

Non-binary or other 

gender diverse 

identities* 

(assigned male at 

birth) 

Bennett et 

al. (2008) 9 

 

 
       
     XX 

         
      XY 

         
        XX 

          
        XY 

Comments Recommend using “phenotypic gender”, which is ambiguous 

Assuming sex chromosomes may be inaccurate and cause clinician discomfort 10,11 

Provenzale 

et al. 

(2016) 12 

          

  

Comments Denoting sex assigned at birth in the centre could be interpreted as considering that 

this is core to the patient’s identity 

Symbols could easily be misdrawn/misinterpreted 

Barnes et 

al. (2020) 13 

 
    

Comments Use symbol that aligns to patients gender 

Annotation to indicate sex assigned at birth is preferable to sex chromosomes, or 

annotations of transition (e.g., “FTM” / “MTF” for “female to male” / “male to female”, 

which have connotations of “changing gender” as opposed to individuals’ reality that 

their gender identity has always been the same) 

Participants indicated that diamond shape did not seem validating, as it is frequently 

used when gender is not known 

Recommendations supported by Bennett et al. (2022) 14 

Tuite et al. 

(2020) 15 

 
                                 

Comments “Superscript symbols” eliminate the need for annotation 

Deviation from standardised pedigree and astrological symbols may cause confusion 

Triangle could be confused for ‘pregnancy not carried to term’ 

von 

Vaupel-

Klein & 

Walsh 

(2021) 3 
  

 

AFAB 

            

 

AMAB 

            

Comments Incorperate Barnes et al. (2020) 13  recommendations and suggest alternative for 

non-binary individuals with less potential for confusion and feeling of gender identity 

being invalidated 
 

*As many gender diverse people do not identify as male, female, or non-binary, flexibility may be 
required for denoting other gender diverse identities. 

Table 2. Suggested pedigree symbols for TGD patients. 
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Confusion and hesitation of how to represent a TGD patient within a pedigree could lead to 

the patient feeling invalidated, and less trusting of their clinician. Eight TGD participants 

interviewed by Barnes et al 13 highlighted the importance of validating their gender identity for 

creating a safe space in genetics clinics, Further research from larger intersectional cohorts is 

required to gain TGD patients’ perspective of pedigree symbols. However, until further data 

becomes available, the themes raised in Barnes et al 13 (the only study to ask TGD participants 

preferences) provides a reasonable starting point for creating consensus recommendations to 

improve patient care, with considerations for alternative symbols for non-binary people. 

Impact of Gender Affirming Treatments 

Many (though not all) TGD people seek medical gender affirming treatments (GATs), such as 

hormone therapy or surgery, or a combination of both 16. Common options for gender affirming 

hormone treatment (GAHT) and gender affirming surgery (GAS) are described in figure 4 and 

5, respectively. Research investigating the impact of GATs on cancer risk is limited, and further 

study in wider demographics is required. However, it is clear that breast and prostate cancer 

risk is significantly impacted by GATs 17–20 highlighting the relevance to cancer genetics 

services. To make accurate cancer risk assessments and recommendations, genetics 

clinicians should consider each individual patient’s body configuration, anatomy, genetics, 

hormones, and social factors 3,21,22. It is therefore important for clinicians to gather information 

about TGD patients’ past, current, and future desire for GAHT, where it will be relevant to their 

inherited cancer risk assessment. 

Data on cancer incidence for TGD people with a high-risk genetic predisposition are 

particularly sparse 23. TGD patients report disappointment and frustration with the lack of 

information available about their cancer risks, and the implications this has for making 

informed decisions about risk management and GAT decisions 24. Similarly, genetics clinicians 

have expressed discomfort at making risk management recommendations based on the 

limited information available 25. Medical GATs can greatly improve TGD patients’ wellbeing, 

and therefore denying access to such treatments based on unsubstantiated data can be 

psychologically harmful, and potentially unethical 17,26. Further research is imperative to 

establish the cancer risks for TGD patients with familial cancer risk, to aid appropriate and 

accurate genetic counselling, and facilitate patients’ informed decisions about their care. 

Breast Cancer 

An increasing body of research suggests that TGD people on GAHTs have higher rates of 

breast cancer than cisgender men, but lower risks than cis women 17. A retrospective study of 

a large Dutch cohort reported a 46.7-fold increased risk of breast cancer in transgender 

women compared to cis men after a relatively short period of GAHT, but a 3-fold risk reduction 

compared to cis women 18. Trans men were observed to have a 58.9-fold increased risk of 

breast cancer compared to cis men, but a 5-fold lower risk compared to cis women. In both 

groups, the age of diagnosis was significantly younger than in the general population 18. 

Differences in risk are likely modulated by duration of gender affirming hormone therapy and 

timing of chest/breast surgery 17 
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Masculinising Feminising 

Hormone Effects Hormone Effects 

Gonadotrophin 

releasing 

hormone 

(GnRH) 

analogues 

(a.k.a ‘hormone 

blockers’) 

Reduced oestrogen 

production 

Cessation of menses 

‘Pause’ puberty in Tanner II 

Halt further development of 

secondary sex characteristics 

Gonadotrophin 

releasing 

hormone  

(GnRH) 

analogues   

(a.k.a ‘hormone 

blockers’) 

Reduced testosterone 

production 

‘Pause’ puberty in Tanner II 

Halt further development of 

secondary sex characteristics 

Testosterone Increased muscle mass 

Reduced fat mass 

Increased facial/body hair 

Increased libido 

Increased oiliness of skin 

Increase male pattern hair 

loss 

Clitoromegaly 

Deepening of voice 

Cessation of menses 

Oestrogen Reduced spontaneous 

erections 

Reduced male pattern hair 

loss  

Softer, less oily skin 

Reduced muscle mass 

Testicular atrophy 

Increased breast tissue growth 

Redistribution of body fat 

Reduced libido 

Progestogens Reduced oestrogen 

production 

Cessation of menses 

Antiandrogens Reduced testosterone 

production 

Progesterone Conflicting evidence regarding 

feminising effects 

Finasteride Reduced male pattern hair 

loss 

Table 3. Examples of common masculinising and feminising gender affirming hormone 

treatments and their expected effects. 

There is currently a lack of formal breast screening guidelines for TGD patients. Based on the 

limited data available, an increasing body of literature recommends offering breast screening 

equivalent to cis women for TGD patients with breast tissue; including transmasculine patients 

who have not had chest surgery, and transfeminine patients who have breast tissue growth 

following GAHT 27–29. Coad et al 21 suggest offering TGD patients with breast tissue the same 

breast screening as cis women with an equivalent family history of relevant cancers. 

Gender affirming breast/chest surgery also has significant impacts on cancer risk. The majority 

of transmasculine chest surgery is not as radical as risk reducing bilateral mastectomy, as 

some tissue is retained to construct a masculine chest contour 30. Whilst this surgery reduces 

breast cancer risks 28, the extent of risk reduction is not as great as risk reducing mastectomy 
31. Mammography is often difficult following masculinising chest surgery 27, and there have 

been several reports of breast cancer in trans men after chest surgery 18,32. For transmasculine 

patients with an inherited predisposition to breast cancer, complete mastectomy with lipofilling 
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may be a suitable alternative for optimal risk reduction 21. Transfeminine women with breast 

tissue growth from GAHT may still desire breast augmentation. Whilst augmentation does not 

impact breast cancer risk, it may affect breast screening 33, which is of particular concern in 

the context of patients with an inherited cancer predisposition. Where transfeminine patients 

have a high risk of breast cancer, risk reducing mastectomy with autologous or implant based 

reconstruction can be considered 28,34. 

Masculinising Feminising 

Procedure Aim Procedure Aim 

Male chest 

reconstruction 

Removal of breast tissue 

+/- contouring of chest 

Breast augmentation Increase breast size 

and/or alter breast 

shape 

Phalloplasty Construction of a penis Vaginoplasty Construction of a 

vagina 

Scrotoplasty Construction of a scrotum 

(and testicular 

prostheses) 

Vulvoplasty Construction of vulva 

(without vaginal 

canal) 

Metoidioplasty Lengthening of the clitoris Orchiectomy Removal of testicles 

Hysterectomy Removal of womb +/- 

cervix 

Facial feminisation 

surgeries 

Feminise facial 

features 

Salpingo-

oophorectomy 

Removal of ovaries and 

fallopian tubes 

Liposculpture Surgical redistribution 

of fat 

Reduction 

thyrochondroplasty 

Reduction of Adam’s 

apple 

Vocal surgeries Alter pitch of voice 

Table 4. Examples of common masculinising and feminising gender affirming surgeries. 

Genetics clinicians reported that TGD patients were often referred for genetic testing 

specifically to guide GAS decisions, and decisions about surgery often played into their 

choices about genetic testing 25. Additionally, clinicians commonly reported that TGD patients 

were seen at younger ages than typical for cancer genetics clinics as they were making 

decisions regarding GATs 25. Patients of any age should not feel pressured to have genetic 

testing in order to access GATs, and it is unethical for genetic testing to pose an additional 

barrier to accessing treatment 21. However, in order to make informed decisions, patients 

should be given all relevant information about the risks and benefits of GATs and cancer risk 

management 25,35. Genetics clinicians are well placed to contribute to these discussions, but 

a multidisciplinary team (MDT) approach is optimal 21. Whilst genetics clinicians can refer for 

screening or risk reducing surgeries, working in conjunction with gender identity specialists, 

endocrinologists, surgeons, and radiologists may lead to better outcomes for patients. For 
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example, referring transmasculine patients for risk reducing simple mastectomy has the 

benefit of reducing breast cancer risk, but would not result in a chest with a masculine 

appearance. Involving gender identity specialists and surgeons with expertise in GAS could 

also allow for the option of lipofilling for desired aesthetic outcome 21. Similarly, whilst risk 

reducing mastectomy and reconstruction is an option for transfeminine patients with GAHT 

induced breast growth, timely MDT intervention could allow for risk reducing mastectomy and 

reconstruction prior to starting GAHT 21. This approach could negate the cancer risks caused 

by GAHT and breast growth, whilst reducing gender dysphoria by allowing for the other 

feminising effects of GAHT and providing breast reconstruction. 

There are currently no studies considering breast cancer risk in a cohort of trans people all 

with a known inherited predisposition to prostate cancer. However, one patient in the Dutch 

study was a BRCA1 carrier 18. 

Prostate Cancer 

As removal of the prostate is not recommended as part of transfeminine GAS, it is important 

to consider prostate cancer risks in TGD patients with a prostate. Typical treatment for prostate 

cancer involves hormone therapy to reduce testosterone levels, with or without orchiectomy. 

Similar treatments are common for transfeminine gender affirmation. Therefore, it has been 

hypothesised that transfeminine GATs may reduce prostate cancer risks 36. This is reflected 

by data from a Dutch cohort, which reported a 5-fold lower risk in trans women on GAHTs 

compared to cis men 20. However, reported cases of prostate cancers in trans women are 

often aggressive and detected late, resulting in high rates of mortality 37,38. 

Whilst rates of prostate cancer appear to be lower in TGD individuals receiving GAHTs, and 

there is some controversy around the efficacy of screening, the World Professional 

Association of Transgender Health (WPATH) and the Endocrine Society advocate for all TGD 

persons with a prostate to be offered the same screening as cis men 39,40.  

There are currently no studies considering prostate cancer risk in a cohort of trans people with 

a known inherited predisposition to prostate cancer. 

Endometrial and Ovarian Cancer 

In transmasculine people who have not had bilateral salpingo-oophorectomy or hysterectomy, 

there remains a risk of ovarian and endometrial cancer, respectively. Whilst further research 

is required to clarify the impact of GAHT on these cancer risks, the data available should be 

considered in risk assessments, particularly in the context of an inherited cancer 

predisposition.  

 

Testosterone mainly appears to cause atrophy of the endometrium, which may reduce cancer 

risk 17. Additionally, testosterone can reduce endometrial cancer cell proliferation (by 

conversion to di-hydrotestosterone via 5α-reductase). However, testosterone can also 

stimulate proliferation of the endometrial epithelium (by conversion to oestradiol via 

aromatase) 41. Indeed, epidemiological studies have reported an association between higher 

testosterone levels in postmenopausal cis women and endometrial cancer 42,43. Additionally, 
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the association between polycystic ovary syndrome (PCOS), endometrial hyperplasia, and 

increased cancer rates is well established 44–46. Research has shown high rates of PCOS (up 

to 80%) in TGD patients taking testosterone 47, highlighting another potential risk factor for 

endometrial cancer.   

 

Literature on the prevalence of endometrial hyperplasia in trans men on testosterone has been 

mixed but the most recent studies suggest that rates in the younger population are low 47–52. 

Studies utilising national databases for cancer have not found an increased incidence of 

endometrial cancer 53, but are often unable to account for sex assigned at birth or previous 

hysterectomy. Further research is required in older populations of transmasculine people and 

those with hereditary predisposition (e.g., Lynch syndrome) to determine if testosterone use 

confers additional risk.  

  

Testosterone and di-hydrotestosterone interact with endometrial epidermal growth factor 

receptors 54, which are commonly found on ovarian cancer cells and associated with poor 

prognosis 55. There is currently no clear evidence to suggest higher rates of ovarian cancer in 

the transmasculine population 53. However, measuring ovarian cancer rates in TGD patients 

is difficult, as many opt for oophorectomy within the first few years of GAHT 40.  

 

Current evidence does not support routine ovarian cancer screening for cisgender or TGD 

people 56–58 and, while there is no routine endometrial cancer screening in cisgender women, 

the guidelines around endometrial thickness monitoring for TGD people vary 59–61.  However, 

hysterectomy and/or bilateral salpingo-oophorectomy (BSO) should be offered to cis women 

with a pathogenic genetic variant that causes high risk of endometrial and/or ovarian cancer 
62,63. Given the conflicting evidence regarding impact of GAHT on cancer risk, the same risk 

reducing surgeries should be offered to TGD patients with a pathogenic variant and ovaries 

and/or endometrium 21. Risk reducing hysterectomy and/or BSO for cis women with a higher 

risk of endometrial and/or ovarian cancer is generally only considered after the age of 35 62–

64. This balances the risks of cancer against the implications for childbearing and surgical 

menopause. Given that hysterectomy and BSO may already be part of someone’s plan for 

transition, it may be appropriate to discuss risk reducing surgeries with TGD patients at earlier 

ages than with cis women.  

 

There are currently no studies considering endometrial or ovarian cancer risk in a cohort of 

trans people with a known inherited predisposition 

Education  

A significant barrier to healthcare for TGD patients is limited knowledge of, and sensitivity to, 

their specific healthcare needs from health care professionals (HCPs) 65,66. The 2015 US 

Transgender Survey revealed that 24% of respondents had to teach an HCP about their 

specific healthcare needs in order to receive appropriate care 67. Much of the literature 

focussing on HCPs knowledge and education regarding TGD healthcare has done so under 

the wider umbrella of LGBTQ+ education. Only 8% of UK oncologists reported that they felt 

confident in their knowledge of the specific healthcare needs to LGBTQ+ cancer patients 68. 

This lack of knowledge seems to stem from inadequate inclusion of LGBTQ+ issues within 
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healthcare training 69. Genetic counsellors have reported limited training about TGD 

healthcare and feel underprepared for sessions with TGD patients 25,70–72. Cancer genetic 

counsellors in particular felt underprepared due to a lack of training on TGD healthcare and 

insufficient data regarding the impact of GATs on risk, especially in the context of assessing 

the cancer risk associated with a pathogenic variant 25,70–73.  

Exclusion of LGBTQ+ and TGD specific topics from healthcare curricula may contribute in part 

to the healthcare inequalities faced by TGD populations. Inclusion of TGD topics within 

curricula not only improves HCP knowledge, skills, and attitudes, but can also empower HCPs 

to address TGD healthcare inequalities and barriers to care 74. TGD specific training within 

medical genetic counselling curricula and continuing professional development (CPD) may 

therefore provide great benefits to patients and clinicians alike. 
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