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BEERB : [ Fy—VEREH |

BELA [ Fry—VERHRIRTHRE ]

A

F ¥ — IEEREIT C-coloboma (1@ 7R—=) . H-heart defects (Lr&7JF). A-atresia
choanae (& FLEASH). R-retarded growth and development (EXE[EZE - FEEIEH) .
G-genital hypoplasia (FMEHEBIKIEAL) . E-ear anomaly (H&JE) ZIMERE T 555
WIEGHE TSV . JAKNEBE I D7 TH 5.

ARENL CHD7 BAGADZ NI Ea— FET 7 Y o L 2 DMRD AT T A AEAL
fEl KRS — 7 = =TT L. BB ST LAV 0. 1%L T D72
NY T MZOWTHET D, FHY — MURER S — 7 =07 — X% OR5ED L EE
BRGEE, VB E ¥ BT == =T O 21T 9, 7RBRHBX
K FANEO 2 ©—HEARL KPR 7 LREEZEAICE U UL RSB C oo 23 B8
U — MO — 7 o — Tl 72, &% & Ly, (KHifaE Y1 712
DNWTEANY T ha—7 —THRITEZLDIZEAL TTHET 08, NI T ha—
T =TI TE o2 b DI LTS Ly, 72 BRIz, TalomEsg
bR ICIBINT 5,

B4 position (hg38) HGVS. ¢

CHD7 chr8:60821779 c. 2698-11A>G (NM_017780. 4)
CHD7 chr8:60822009 c. 2836-15C>G(NM_017780. 4)
CHD7 chr8:60845235 c. 5051-15T>A (NM_017780. 4)
CHD7 chr8:60850471 c. 5405-22T>A (NM_017780. 4)
CHD7 chr8:60850475 c. 5405-18C>A (NM_017780. 4)
CHD7 chr8:60850476 c. 5405-17G>A (NM_017780. 4)
CHD7 chr8:60850480 c. 5405-13G>A (NM_017780. 4)
CHD7 chr8:60851121 c. 5607+17A>G (NM_017780. 4)
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https://www. kazusa. or. jp/genetest/index. html

E-mail : onjk@kazusa. or. jp
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