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Cardiac Crises: Cardiac Arrhythmias and Cardiomyopathy during TANGO2-deficiency related Metabolic
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Missense and truncating variants in CHD5 in a dominant neurodevelopmental disorder with
intellectual disability, behavioral disturbances, and epilepsy. Human Genetics, 2021, 140, 1109-1120.
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A rare description of pure partial trisomy of 16q12.2q24.3 and review of the literature. American

Journal of Medical Genetics, Part A, 2021, 185, 2903-2912. 1.2 2



20

22

24

26

28

30

32

34

36

MAHSHID S AZAMIAN

ARTICLE IF CITATIONS

d€ceDoctors can read about it, they can know about it, but they've never lived with ita€: How parents use
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Biallelic MADD variants cause a phenotypic spectrum ranging from developmental delay to a
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Bi-allelic Variants in TONSL Cause SPONASTRIME Dysplasia and a Spectrum of Skeletal Dysplasia
Phenotypes. American Journal of Human Genetics, 2019, 104, 422-438.
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