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Comprehensive RNA analysis of disease causing genes by target RNA capture
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Lymphoblastoid cells derived from seven patients with mutations causing abnormal
splicing and a patient with a possible mutation only in one allele were examined by target RNA capture
a?ainst 24 genes. Enriched libraries were sequenced in one lane of HiSeq 2500 sequencer, and reads were
aligned by Novoalign to transcriptome or by TopHat to reference genome. Although Novoalign was able to
align more reads with exon skipping, it failed to align reads with intron retention. On the other hand,
TopHat was able to align both reads with exon skipping and intron retention, suggesting that TopHat is
first choice for alignment. In lymphoblastoid cells, five out of 24 genes are not well sequenced,
indicating that even in target capture system, tissues responsible for disease are required for optimized
analysis.
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Patient 1 | Patient 2 | Patient 3 | Patient 4

PARS2 35451 106661 55901 89845
PLB1 46 130 88 122
GALNT13 | O 5 13 6
QARS 470329 450996 435778 502306
CNPY3 1605575 788004 1342329 962337
FAM126A | 78066 205256 95258 161047
PNPLA8 | 28998 185811 28545 98505
B4GALT1 | 20338 423427 25075 249237
STXBP1 | 638 565 397 481
POLR3A | 14719 58923 39720 62118
ucp2 730406 607896 1292032 929678
POLR3B | 10070 25233 14953 33109
ANAPC5 | 423120 306133 439400 404830
COL4A1 | O 68 4 22
COL4A2 | 46 122 65 104




DHRS2 46656 14487 35513 29460
GALC 4532 18655 3607 9727
GAN 862 3822 488 1867
MPRIP 17813 42913 24447 47359
PIGN 6987 33946 6636 20195
PNKP 195216 125001 188235 141200
WDR45 117655 92500 75813 79857
PLP1 0 33 0 13
MECP2 702270 510681 578258 481242
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