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() Turner ZE A AE5F, CHD 7€ 21 - =K B FH P Ik
N 35% ~50% , 7 13 — =k & 18 - = fk Ry
60% ~80% ,7E Turner L5 & AE 4 33% , AR A%
WA S HEORE AL Y Rk LHE R, E o2
P ERNET . IR RR, 7621 - ={k@ &b
&I DSCAM #1 COL6A HE: A n] ¥ i CHD 3%, /N
SRR R B i R BIF A SO R F, R
A ML N [ 5 Rk A 5] % CHDYY 5 — 7
WF5E &% B CRELDI 3R R4S ¢. 973G > A 1F 21 -
SRR CE A TR B (8] R sk R B bR 3 AR
JH'™ . CRELDI Jik 45 J i 28 B B i/ NFATel {5 5 i
B ) A5 PR 1 OV B s TR NFAT (%46 T 4
MLA% PR 7 ) By LR Ak, fE O IE R & R 2 OCE S
fEM . — B 7%, n] 240 g fi b CRELDL 45 1
2R 2 KN T AR5 455 30 (¢b — EGF - like calci-
um binding domain) % A 2 4, T 51 D BE K F
T

2. Qe R b DU S BB 4 Ah T DU R R
(whole — exome sequencing, WES) £ 4> & [ 2 1 ¢ 5%
A (whole — genome sequencing, WGS) )3 K , il 3
Z ) ¥ U1 #0728 5 (copy number variation, CNV ) #f %
M. CNVZ2HE KA 1kb DL py B By s 2k
SN NS A 2 R 7R S, T E O 9% A BT B st
ek, CNV "3k 3 2 I BUK CNV (/G2
At LA k) TETEBUR CNV FITE & L CNV (R
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W BOR CNV H,22q11 2 N2 fe i L Y ¢
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