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Abstract

TAO Qin

To perform pathogenic gene screening on the family members of a patient with arrhythmogenic
right ventricular cardiomyopathy(ARVC) and analyze the correlation between their genotype and phenotype. The
study focused on a young male admitted with a diagnosis of ventricular arrhythmia. After diagnosing the patient
with ARVC, clinical data from both the patient and family members were collected and analyzed using whole ge-
nome sequencing. Suspected pathogenic genes were screened and verified through Sanger sequencing. Relevant ge-
netic screening was conducted on other family members and the control group. The patient and his mother were
diagnosed as carriers of the c. 517C>T heterozygous nonsense variation of the PKP2 gene mutation. This study

indicates that a familial PKP2 gene mutation might lead to familial inheritance. The phenotypic analysis was con-

sistent with the typical clinical features of ARVC without involving left ventricular function.
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Figure 1 Ventricular tachycardia of progenitor in ECG
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Figure 2 V,;-V,T waves Inversion in progenitor
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Figure 3 Progenitor echocardiography

7 VR DAy e TR S5 TRl 07 R 7S A 8 O A U S RE )
7 EL MY RS A PR A L DL IR T A 2R

JR BT UL BERE L A A U AR IR
B4 SEIEEOAERIEIR

Figure 4 Cardiac magnetic resonance of progenitor
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Figure 5  The progenitor underwent radiofrequency

catheter ablation
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Figure 6 The mother of progenitor
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Figure 7 Ultrasound cardiogram of progenitor's mother
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Figure 8 Magnetic resonance of progenitors mother
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Figure 9 Genetic mutations
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Figure 10 Three-dimensional structure of protein
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