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Clinical characterization and the mutation spectrum in Swedish

adenomatous polyposis families

BMC Medicine 2008, 6:10  doi:10.1186/1741-7015-6-10
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The Frequency of Muir-Torre Syndrome
Among Lynch Syndrome Families

Christopher D. South, Heather Hampel, llene Comeras, Judith A. Westman,
Wendy L. Frankel, Albert de la Chapelle

families with MSH2 mutations (P = .302). Families who carried the c.942+3A>T
MSH2 gene mutation had a higher Ireguencv of Muir-Torre syndrome than families
who carried other mutations in the MSH2 gene (75% vs 25%; P = .026). Muir-Torre

FILKRS FREFELY

WSHZ ¥t BB i Ei&

* Raymond 5 M4 Tl
BN 7o RERL
HY (20134)

e Chal lisld 2R (24
THEHORREREL

Adrenocortical Carcinoma Is a Lynch

Syndrome—Associated Cancer

Victoria M. Raymond, Jessica N. Everett, Larissa V. Furtado, Shanna L. Gustafson, Chelsy R. Jungbluth,
Stephen B. Gruber, Gary D. Hammer, Elena M. Stoffel, Joel K. Greenson, Thomas J. Giordano, and Tobias Else
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been rigorously pursued in cancer genetics  Lynch syndrome. In this observational  the skin lesion has microsatellite instability

Table 2. MSH2 gene mutation-positive family members with Muir-Torre syndrome

Relation ship of

mutation-positive Sex of MSH2 gene
family memberto  mutation-positive  mutation in Visceral malignancy
Proband proband family member family. Skin diagnosis (age, y) diagnosis (age, y)
1 Self Male c1147C>T Sebaceous adenoma (551 Colon (51)
3 Brother* Male ©2088C>T Sebaceous adenoma (53, 54) None in proband, brother—
colon (57)
Solf Male c587deiC Sebaceous adenoma (9] Small bowel (33), colorectal (45)
a Fathert Male c94243A>T  Keratoacanthoma (57) None i proband, daughter—
olon (g
5 Maternal great unclet Male ©94243A>T  Keratoscanthoma (41) Colon (41)
6 Male Ureter transitional cell 53]
7 Sister Fomale Uterine (43), colon (47)
8 Self Female Endometrial (64), colon (71)
9 Self Male Colon (58)
10 Self Male Ex0n 1-6, deletion _Keratoacanthom (50) Colon (60)

* Denotes presumed mtaton carier

+ B+t e TRl

Familial Adrenocortical Carcinoma in Association
With Lynch Syndrome
Benjamin G. Challis,* Narayanan Kandasamy,* Andrew S. Powlson,

Olympia Koulouri, Anand Kumar Annamalai, Lisa Happerfield, Alison J. Marker,
Mark J. Arends, Serena Nik-Zainal, and Mark Gurnell
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Figure 1. Pedigree of family with the germiine MSH2 mutation. NM, carriers of the mutatio;
NN, wild type ndvduals.
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Single cell sequencing : Pubmed
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Cell

Leading Edge

Tumor biology gets smart
Cell 185, July 21, 2022
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