BT 5 R Vol.17 Nos
2015 4E 5 A Chin J Contemp Pediatr May 2015

doi: 10.7499/j.issn.1008-8830.2015.05.013

WF - R
4 W YEREAEARE 2 IR ERE SR 15 Bl 1A 5 B

FEE OERE AR EAS RAKT Ik

(1. AETARERILA, & A% 523059;
2. HRBEFHFR /T RBEARERIVE /TR EAEHFALT, T A M 510080
3. )M maILEES P, SR M 510115)

[HZE] B WFEarEEE (TSC) MM OISO (CRM) IG5 ik Yk 15 4
A IE CRM 1Y TSC HILIIIRARGERE, J3Hr HoG PREFIE S e N g8 45 50 258 114 (73% ) HJLAZ % CRM,
JpRE 2 K T e A 0, RO L R ZHCR R BIE SR S A, AW, 3 BRI BLOEER R, 2
B2 A0 Sy el o 2 IEBLATHEDIRGIN , SOAGI R TSC JE B PEZ A, J00oh TSC1 KL TN TSC2 Fe[R Z7E
B 3 1L CREVARTE 6 N H ~34E 24 H ), H CRM 3 H & 45/ eliiil . 458 TSC LA H CRM Z AL %,
TR O] B R S R R . OB R B CRM A E B k. CRM AT AEA A SRR ffiE . TSC
BRI AT AE 43 F38t4% 2% 1 AfI2 TSC. [ MEYKRILRIZE, 2015, 17 (5) : 477-481]

(X8R ] DRSSO 25 MEREARAE ; RS, JLE
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Abstract: Objective  To investigate the clinical features in children with tuberous sclerosis complex (TSC)-
associated cardiac thabdomyomas (CRM). Methods The clinical data of 15 children with TSC complicated by CRM
were collected. The clinical features of the patients were analyzed, and TSC gene mutations were detected. Results
Eleven cases (73%) developed multiple CRM. The majority of the tumors were located in the left and right ventricles.
Most tumors presented as a round-like hyperechogenic mass with a clear margin on echocardiography. Arrhythmias
occurred in 3 patients and 2 patients experienced heart failure. Gene mutation tests were performed in 2 patients, and
pathogenic mutations were detected in both patients, which were TSC1 mutation and TSC2 mutation, respectively. Three
patients were followed up for 6 to 38 months, and their CRM shrank or regressed spontaneously. Conclusions TSC-
associated CRM is generally multiple. Heart failure and arrhythmias may occur in some patients. Echocardiography
is important for diagnosis of CRM. TSC-associated CRM has an inclination to spontaneous regression. TSC can be
diagnosed at a molecular genetic level by TSC gene mutation detection.
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