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HETBE R

No. BETNE Ver. | (EHIBHAEE | {ERGE AR
1| B ERL 1 2020/4/1 | AB)INE— | SREE%E
2 | intron fEIEDEM 2 2020/8/26 | MJIE— | SR
3 | HEALHE 3 2022/4/1 | MINE— | SRE%
4 | fEIgEN 4 2022/11/24 | fINE— | SREX
5 | Rl I AELE 5 | 2022/12/12 | HM)INE— | SRES
6 | QDREREEDTHER OEE 6 2023/4/1 AR OTRE | RER
7
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REERB : [ Fv—VEREH |

BELA [ Fry—VERHRIRTHRE ]
S

F ¥ — IEEREIT C-coloboma (= 1 R—=) . H-heart defects (Lr&7JE). A—atresia
choanae (& FLEASH). R-retarded growth and development (EXE[EZE - FEEIEH) .
G-genital hypoplasia (FMEHEBIKIEAL) . E-ear anomaly (H&JE) ZIMERE T 555
WIEGRETH Y . JANEBE I3 CHD7 TH 5.

RRENT CHD7 BInFDZ X7 EHa— NEIRT Y Y 2 & ZOMiD A7 T A ZEL
fEl KRS — 7 = =TT L. EICR ST LAV 0. 1%L T OfiZ2
NY T MZOWTHET D, FHY — MURER S — 7 =07 — X% OR5ED L EE
BRGEE, VB E ¥ BTV == =T O E1T 9, 7RI RHEX
K FANEO 2 ©—HEARL KPR 7 LREEZEAICE U UL RSB C oo 23 B8
U — MO — 7 o — Tl 72, &% & Ly, (KHifaE Y1 712
DONWTEANY T ha—F —THRIHTEZLDIZEAL TTHET 08, N7 ha—
T =TI TE o2 b DI LTS Ly, 72 BRIz, TalomEsg
bR ICIBINT 5,

BinT4 position(hg38) HGVS. ¢

CHD7 chr8:60821779 c. 2698-11A>G (N\M_017780. 4)
CHD7 chr8:60822009 c. 2836-15C>G (NM_017780. 4)
CHD7 chr8:60845235 c. 5051-15T>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 (N\M_017780. 4)

(1) W®EFHE

Mg SEIL L7277 L DNA B #%8T 2RAMGEIE T O A H=a— R
T b 2DA 2 br U BEIRE G A T Y FA B =T a D WIFEEER
PEEYE (polymerase chain reaction 35, PCRIEENS) 12X VM L. W —4
Y =HDENEF YT Y == L L D BB FESNIREZ TV, AT
BARF DT AT <E = — NI 3T DA BB E O RS ZE (b O F 2
%o FANME DO HDZ T AN ET 505, RLEF{RWIGEITHE I N DNA 21T
AL, ZOLEITEA OFEFIZL VT HD LT 5,
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(2)

(3)

(4)

(5)

(6)

(7)

(8)

(9)

FYEE R OV B A%
EERINZHAWSN TS E F7 2 L) 77 Lo AR E DL & | AR H B 28 5
DOH A HET D,

EREBEICRAEEITO Z L LT aREMEOHHA
FriZa L, AREITBREMEZETHZ2H0OTIEIH Y THA,

REICETSHK
BRIRDATNC BN B A5 60 52 B LI,

HEZZFET 2HEICH > Tid, EBRTHIEZIT O FERER DA
HEDEFELH Y F A,

/ AENPE AN s
FERHERIIC TRA O HBRPERFUC DWW T HSICitA L, KBEOH LIAZRDOE R
T HERT A,

BAIRDERRA S
R IAT D EA AL 1D Z0# T ~ L3 AE T S -8 msy 1 A
(B e fRIEL M55 EDTA-2K (7213 Na) Hk7)

BAEDORRE
I ImL LA b 2R3 5.,

RIE DRI
PRIMAR T, T IE £ T TG R 95,

(10) BiEDRHESEM

ERE (7). (8). (9) #WI-TRIKIZOWT, BICANTHRIRICTARINIHEET S
(WEIZIE LT, REAIORIMS ), FEEHOBRICEEST D Lz2FAlE T 5,

(11) MEKEERORIED T~V OTLHEH

BARRESS T~ U EAAL 1D 72 & NSRS BEA 1D 2 52#d %,
BRAEMEE I, SMESRREORAZMEMT 5, T2REHEE 2L TR,
- [EA A 1D

c WETOMAER REA, Bt — &S, BRI
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- ERRPEBEE
s A R T A ST DORERS
* BRI SE

(12) MRk % ERBEE D D FEAERER MOBHEREFNCHEZEKET 5561
Hico T, HEFEEREDF) £ THRET 2 DICET HRH
FEHOBABE LA L T D,

TRBAEZ AR ATRO T, EREEBIC I e R A 2T,

(13) HREBEHHE
7L

(14) REOBH LiAA, BRWEb#E
PASENEAND T S DNABFZERT Bl FiAE (O B FRA=)
T292-0818 TR AR HHIA S 2 TH 5-23
https://www. kazusa. or. jp/genetest/index. html

E-mail : onjk@kazusa. or. jp
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