
Evaluating tumor risk and subsequent management in patients with mixed gonadal dysgenesis

PURPOSE

CONCLUSION

DISCUSSION

The timing of gonadectomy for mixed gonadal dysgenesis (MGD) depends on the MGD

phenotype-specific risk of germ cell malignancy. We summarize the initial evaluation and

considerations of a patient with Turner syndrome with partial XYY MGD, and discuss the

current recommendations pertaining to tumor risk and timing of gonadectomy.

Fig 1: Height Growth Chart

• Disorders of sex differentiation comprise karyotypes such as 45, X; 47, XXY; and variants of both (MGD) (See Figure 2). 
• MGD phenotypes are dependent on the degree of testicular development, which varies from normal-appearing males with 

azoospermia to our patient’s Turner female phenotype (See Figure 3). 
• As the degree of germ cell cancer risk is also dependent on gonadal differentiation or “testicularization” and location, 

current gonadectomy guidelines recommend earlier gonadectomy in more virilized patients and for abdominal gonads 
(See Figure 4). 

• Given the gravity of this decision, a multidisciplinary care approach is seen to be most effective, with early involvement of
the affected child in open and transparent discussion (See Figure 5).

• 7-10% risk of gonadoblastoma development in patients with Turner/Partial XYY mixed gonadal dysgenesis and abdominal

streak gonads.

• Low quality data regarding recommendations against routine gonadectomy in gonadal dysgenesis.

• Multidisciplinary approach including endocrinology, gynecology, and psychology that is open and transparent is imperative

when making a shared decision regarding gonadectomy.
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Fig 3: Phenotypes of Partial XY Gonadal Dysgenesis

Fig 2: Disorders of Sex Differentiation Karyotypes – Orange represents our Patient 
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