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Integrated analysis of Exome-seq and RNA-seq for genetic diseases

KOHDA, Masakazu
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In this study, we have developed RNA and DNA integrated analysis for unresolved ge
netic disease patients. At first, we constructed and tested cDNA-based exome capture libraries for better
variant calling on RNA sequence data. Then, we identified 290 candidate genes for allele-specific gene exp
ression. There were 23 known imprinted genes. In addition, like MRPL43 or ERAP2, several known allele-spec
ific expressed genes were also detected. Finallﬁ, to examine the possibility of f contributing to the deve

et

lopment of the disease, we conducted to screen erozygous harmful variants of these candidate genes in c
linical samples.
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A7)V NBEFE Y1 M A7) MREFE Rad:d
PRIM2 192|DGCR6 3
ZDBF2 63| siM2 2
H19 52|PEG3 2
PEG10 41|MEST 2
KCNQ10T1 21| GABRAS 2
NAPILS 16| CPA4 2
PLAGL1 10| ZNF738 1
ZNF597 9|zNF215 1
NDN 9|SPON2 1
MEG3 9|sLcasas 1
SNRPN:SNURF 8|RBPS 1
RTL1 8|PPP1R9A 1
INPPSF 6]PPAP2C,PPAP2C 1
PRIM2:PRIM2 4| PEG3.ZIM2 1
1GF2 4|MEG8 1
NAA6O 3|FOXF1 1
FAM508 3|ccpcesA 1
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