#193E FEHEIF—DIRN
TROLBDEIT—2BRELET, SRIBETEL,

B

H B:Ypk294 2H23H (K) % 5K~

% P REMMIEE3IBEE I —=

B E: b MERIZBIT 5 Rare variants BEROBIR LB
2}

i HD BIRTH N RFERFERE BEHEF BaF

AR EHE iR

2010 FOW MR —5 B — (NGS) & W= 91D TO R MEAR MR B0 JR R g B LLRE |
NGS & WA T VBRI B O R R ANERAICHEITL T D, BEICET Y — AL —
% (Whole Exome Sequencing, WES) °47%" /L —7/r A (Whole Genome Sequencing,
WGS) 1F. Bk & 7o s MR B O IR AE D 36 1T 58 —BIREL i L 7e o 72, Fex 1E, 2009 LD
WES ZBAtEL . ZNETIZ 1| HH T NEit8 2% WES fifT 1T o7z, ST RISRIZZ T2 %
B2 RENBIB IR B (IR BL & L) THY , REEITIC L > TENLOBIRHI T 03]
BINZZRD DD %, 2016 4F 3 H R RT, MSZLTZ 3595 BIDFEHTIZISUNT 1322 Hi (36.7%)
TEBRRR AL E T, fRTLTRBOIRIK D %<1 rare variants THDHH, ZALLL
SMZIBAL T 2B EIA AT copy number variations & EHE THY | VK AMIRAL T H—~T (7
AIENT DR O HIND, ET-ERTL O LTI R IR D H T2 HF | ARHIIEE A 7288 (L
AR 23, EMNEHRAEER T HHEERAD=ALD—DE L TI/a—XT v FENTND, AHH

$, ZNETIZHE 2 OfFHT CHELNICRSCHER AR L, 5B ORBRZIZHONTHE X T
FRTZUN,

SRR O R R AR SR T T BB R T X i AR A S 7 v —
4y T2 05 B (PR 5846) 082-257-1611 (PN 6532)



