
Genetic Links

Cynthia C. Morton, Ph.D.
Brigham and Women’s Hospital 

and Harvard Medical School
Boston, MA



How does the 
Genotype affect the Phenotype?

•Tumor genotype
•Constitutional genotype



Cytogenetics of Uterine Leiomyomata

• 60% are 46,XX
• 40% are chromosomally abnormal:

trisomy 12
t(12;14)(q14-q15;q23-q24)
del(7)(q22q32)
rearrangements of 6p21, 10q22, 13q21-q22
deletions of 3q and 1p





Idiograms of t(12;14) and 
HMGA2 localization
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Cytogenetic Analysis of Uterine 
Smooth Muscle Tumors

Leiomyoma Leiomyosarcoma
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Summary of Myoma Size and Cytogenetic Analysis

1173 + 224610.010.2 + 5.9Non-mosaic (n=20)*

136 +1654.55.0 + 3.0Mosaic (n=21)

642 +16387.07.6 + 5.3Abnormal (n=41)

334 + 11235.45.9 + 4.2Normal (n=73)*
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Cytogenetic 
Analysis

*p<0.01
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