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Alport syndrome 2, autosomal recessive (OMIM: 61675)

Gene Variant Classification

Genomic Position 2-227953388-TC-T (GRCh37)

cDNA NM_000092.5:¢.1603del

COL4A4 Protein NP_000083.3:p.Glu535LysfsTer118 Pathogenic
Zygosity Homozygous
Inheritance Unknown
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Cardiomyopathy, hypertrophic, 4 (OMIM: 61675)

Gene Variant Classification

Genomic Position 11-47364162-C-G

cDNA NM_000092.5:c.3601G>A

MYBPC3 Protein NP_000247.2:p.Gly531Arg Pathogenic
Zygosity Heterozygous
Inheritance Unknown
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Marfan syndrome (OMIM: 154700) [E2tH]

Gene Variant O Classification
© Genomic Position 15-48779599-G-A (GRCh37)
© cDNA NM_000138.5:c.3373C>T
FBNT [fTXIE] © Protein NP_000129.3:p.Arg1125Ter Pathogenic
O Zygosity Heterozygous
@® Inheritance Unknown
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Report electronically signed by:

Go Hun Seo, M.D, Ph.D.
Chief Medical Officer & Laboratory Director
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42 FBN1 gy
43 FLNC 269 JIELH H|E= MEES
44 KCNH2 2 QT & &=
45 KCNQT1 19 QT A& B2
46 Cardiovascular LDLR 18 7154 D2 AHEES
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49 MYH11 49 7154 sz
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