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While there are anecdotal and case reports describing skin R 30 | 83 | M |Unknown|SCC, BCC oy s
cancer and hearing loss in RTS, there has been no formal §° & '
Summary of RTS and Skin Cancer RTS and Hearing Loss

StUdy to determine the actual prevalence of these conditions e 12 out of 47 subjects with available data reported skin cancer e 30 out of 56 subjects with available data reported hearing loss

among iIndividuals with RTS. o J — resulting in a prevalence of 25.5%. resulting in a prevalence of 53.6%.
P— e Of the 12 cases of skin cancer, 5 (42%) were squamous cell e Of the 12 cases of hearing loss, 3 (10%) were conductive, 5 (17%)
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. . . . p carcinomas, 2 (17%) were basal cell carcinomas (16.67%), 1 (8%) were sensorineural , and 22 (73%) were of unknown type.
Therefore the goal of this project is to determine the ke Y was a melanoma, and 2 (17%) were combined basal and squamous o Of the 12 cases of hearing loss, 10 (33%) were bilateral, 3 (10%)

prevalence of skin cancer and hearing loss and to better kY cell carcinomas. 2 cases (17%) were of unknown type. were unilateral (3%) and 17 (57%) were of unknown location.
characterize the speciﬁc types and collect information about - L e Of the 12 cases of skin cancer, 6 (50%) had Type 1 RTS, 4 (33%) e Of the 30 cases of hearing loss, 4 (13%) had Type 1 RTS, 21 (70%)

had Type 2 RTS, and 2 (17%) had unknown mutation status. had Type 2 RTS, and 5 (17%) had unknown mutation status.
treatment. This information will inform future counseling and
management of these conditions in the RTS population.

CONCLUSIONS AND TAKEAWAYS

e Prevalence of skin cancer in this cohort is 26% which approaches what is reported in the literature
PROJECT GOALS (40%) although prior estimates were based on case reports and likely less accurate.
Our goal is to determine the prevalence of skin cancer and hearing loss in a cohort of e Prevalence of hearing loss 54% is very high and has not previously been reported in the literature.
RTS patients and to gather information about the specific types of cancer (e.g, e |t appears that hearing loss tends to occur early in life; therefore, early diagnosis and management
squamous Vvs. basal cell carcinoma vs. melanoma) and hearing loss (conductive vs. may improve childhood development and quality of life.
sensorineural, etc). e Skin cancer occurs in both Type 1 and Type 2 RTS, in contrast to osteosarcoma which is only seen in

Type 2 RTS.

METHODOLOGY

To determine the prevalence of skin cancer and hearing loss, we queried
data from an existing RTS database developed out of the RTS Patient
Registry at Baylor College of Medicine. 93 of the 155 patients enrolled in the
RTS Registry who we had contact information for were surveyed via email

-
FUTURE DIRECTIONS ACKNOWLEDGEMENTS

e Obtain medical records to fill in We thank the patients ar.1d fam.ilies worldyvi.de \{vith. RTS who took part
unknown gaps in information regarding in this study and for their continued participation in our research.

specific types of skin cancer and hearing
loss, ages of onset, etc. REFERENCES

1.Wang LL, Levy ML, Lewis RA, Chintagumpala MM, Lev D, Rogers M, Plon SE. Clinical manifestations in a cohort of 41 Rothmund-
Thomson syndrome patients. Am J Med Genet. 2001 Jul 22;102(1):11-7. doi: 10.1002/1096-8628(20010722)102:1<11::aid-
ajmgl413>3.0.co;2-a. PMID: 11471165.

® D I SS e m I ﬂ ate kn OW l.ed ge t h rO U g h 2.Wang LL, Gannavarapu A, Kozinetz CA, Levy ML, Lewis RA, Chintagumpala MM, Ruiz-Maldanado R, Contreras-Ruiz J, Cunniff C,
. . . . Erickson RP, Lev D, Rogers M, Zackai EH, Plon SE. Association between osteosarcoma and deleterious mutations in the RECQL4
p u b ll Catl O n Of m an u SC rl pt an d u p d atl ng gene in Rothmund-Thomson syndrome. J Natl Cancer Inst. 2003 May 7;95(9):669-74. doi: 10.1093/jnci/95.9.669. PMID: 12734 318.
of public resources (e.g., Genereviews)

and/or mail. The survey was designed to gather information regarding
whether or not the patient ever had skin cancer or hearing loss, specific
types of either condition, details of diagnosis and treatment, and physician
contact information to allow us to collect medical records/source
documentation. Returned survey data were entered into an existing RTS
database, and the combined data are presented here.

3.Norbert F. Ajeawung, Thi Tuyet Mai Nguyen, Linchao Lu, Thomas J. Kucharski, Justine Rousseau, Sirinart Molidperee, Joshua
Atienza, Isabel Gamache, Weidong Jin, Sharon E. Plon, Brendan H. Lee, Jose G. Teodoro, Lisa L. Wang, Philippe M. Campeau,
Mutations in ANAPC1, Encoding a Scaffold Subunit of the Anaphase-Promoting Complex, Cause Rothmund-Thomson Syndrome
Type 1, The American Journal of Human Genetics, Volume 105, Issue 3, 2019, Pages 625-630, ISSN 0002-9297,
https://doi.org/10.1016/j.ajhg.2019.06.011 (https://www.sciencedirect.com/science/article/pii/S0002929719302368)




