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Genetic testing of Pheochromocytoma in Japan

Kawakami, Yasushi

3,900,000
1 226 178 65 36.5 (65
/178) :SDHB.31 SDHD.7 VHL.14 RET.4 TMEM1127.4 MAX.5 10
2 41 17 SDHB 41.5 SDHB 31 29
93.5 13 13/31 41.9 SDHB

1) Since 2007, we have carried out genetic testing in 226 cases in Japan. In 178
index cases, we found 65 cases whose genetic mutations are positive and summarized herein : SDHB 31
cases, SDHD 7 cases, VHL 14 cases, RET 4 cases, TMEM 127 4 cases, MAX 5 cases. Consequently, notably high
degree (65/178=36.5%) of patients carry genetic mutation.
2) In the present study, analysis of blood taken from 41 cases of malignhant pheochromocytomas in Japanese
subjects led to the identification of 17 SDHB mutations 17/41=41.5 . It should be noted that theses
SDHB mutations were detected mainly from abdominal paraganglioma-derived malignant
cases 29/31=93.5 .Conclusion and perspective: Also iIn Japan, 1) remarkable high degree of patients
(around 40%) carry genetic mutation and 2)SDHB is highly involved in malignant pheochromocytomas. Thus,
genetic testing is prerequisite for diagnosis and treatment of pheochromocytomas/ paragangliomas in our
country.
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