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Abstract: [ Objective ] To explore the clinical significance of RET proto-oncogene screening in
family with multiple endocrine neoplasia type 2A(MEN2A). [Methods ] Comprehensive medical
history was obtained from 23 members in a 5-generation family with MEN2A. The investigations
included biochemical testing,imaging examinations and germline RET gene sequencing. [Re-
sults | The Cys(TGC)634Arg (CGC) missense mutation in exon 11 of the RET proto-oncogene were
detected in 10 members of the family,among whom 7 were pathologically diagnosed as MEN2A,
the other 3 were mutant gene carriers. Pedigree analysis showed that the 1l , IV, V generation had
gene mutation in accordance with the rules of monogenic disease. During follow-up in 4 patients
receiving operation,the calcitonin and CEA levels were elevated,and ultrasonography showed
thyroid mass in 3 cases and thyroid remnant in 1 case. In 3 mutant gene carriers, calcitonin level
was elevated in 2 cases, 1 case had normal calcitonin level and bilateral thyroid nodules in ultra-
sonography. [ Conclusion] For the family with MEN2A ,RET gene screening and determination of
basal serum calcitonin are of value in early diagnosis,early treatment of MEN2A patients or in
follow-up and monitoring of RET mutation carriers.
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Figure 1 MEN2A pedigree of RET proto-oncogene p.C634Y mutation
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Figure 2 Sequencing of exon 11 in RET proto-oncogene
in the MEN2A family
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