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1. Introduction

Muir Torre syndrome (MTS) is a genetic condition characterised by the presence of
sebaceous neoplasms and visceral malignancies (colon, endometrial, small intestine,
urothelial, and others). Germline mutations have been detected in mismatch repair genes
(MMR) leading to microsatellite instability. The most common mutation is MSH2. The other
proteins involved are MLH1, MSH6 and PSM2.

The majority of MTS cases have an autosomal dominant inheritance with high penetration
and variable expression. There are also cases of an autosomal recessive pattern of
inheritance. MTS is a variant of autosomal dominant hereditary nonpolyposis colorectal
cancer also known as Lynch syndrome.
The sebaceous neoplasms could be:

* Sebaceous adenoma

* Sebaceous epithelioma

» Sebaceous carcinomas

+ Keratoacanthoma

« Basal cell carcinoma with sebaceous differentiation

» Cystic sebaceous tumours

2. Aim and Purpose
To offer guidance for clinical staff on when to refer patients with sebaceous neoplasms

for genetic testing for Muir-Torre syndrome.

3. Definitions, Keywords
Muir- Torre syndrome (MTS)

4. Histology

All sebaceous tumours will be stained with four validated microsateillite immunostains:
MLH1, PMS2, MSH2 and MSH6. If the immunostains are preserved then Muir Torre
syndrome is less likely but still possible, and the Mayo MTS score algorithm should still be
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used. If the immunostains are absent then Muir Torre syndrome is likely an the

patient should be referred to genetics, irrespective of the Mayo MTS score.

Guideline

For patients with sebaceous neoplasms, the Mayo MTS score algorithm below should be
used as criteria for referral to genetics.

Variable Score

Age at sebaceous neoplasm diagnosis

60 or older 0

Younger than 60 1

Total number of sebaceous neoplasms

1 0

2 or more 2

Personal history of any Lynch related cancer**

No 0

Yes 1

Family history of any Lynch related cancer

No 0

Yes 1

The possible range is 0-5 but patients with score of =2 2 should be offered molecular genetic

testing.

** | ynch related cancers include: gastric, pancreatic, hepatobiliary tract, small intestine,
colorectal, ovarian, endometrial, urinary tract, renal cell, breast, prostate, lung and some

brain tumours.

After diagnosis of MTS, the patient should be offered yearly skin surveillance with a
dermatology consultant.
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Refer to:

Dr Mohnish Suri
Consultant Clinical Geneticist
Clinical Genetics Service
Nottingham University Hospitals

City Hospital Campus
The Gables — Gate 3
Hucknall Road
Nottingham
NG5 1PB
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