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Ver 6



HETBE R

No. BETNA Ver. | iEFMBHLGR VERE ARE
1| HRUERL 1 2020/4/1 | AB)IE— | SRER
2 | FERAERE 2 2022/4/1 | M)INE— | KRB
3 | fEIRGENN 3 2022/11/24 | fINE— | SREX
4 | (1) AR E O REE H 028 H 4 2023/4/1 #F FRE | REX
5 | intron FEIK DA 5 2024/6/1 ME— | R
6 | FEOLE 6 2025/4/1 THE | REX
7
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BEER [ 2742« vV RERRE |

BEA [ 274 V) AERBERIETRE ]

iR

AT 4 e ) AGEMGERE TR L ~ T O RN - P DL EOMRERE - TADA
722 & FRH S TR ORI 72 & DR IMEZ FHE & T D 2 FATE - FrR R IE BERE
D—DThd, a7 42« v AMEFEROFREREREEREE & 2FINERETE L
C. SMARCBI, SMARCA4, SMARCEL, ARIDIA, ARIDIB, PHF6, SOX11 3RIE S AL TW5, D H b5
SWARCB1, SMARCA4, SMARCEL, ARIDIA, ARIDIB 1% 7 v~ F » HERKF & L Ta bR 5
SWI/SNF HEKROY 7=y M a— FL, KIEBFEOFIEIC SWI/SNF G IRE T 3
CEEFTEEZLNTVWD,

ANA TIE SHARCBL, SWARCA4, SMARCEL, ARIDIA, ARIDIB, PHF6, SOX11 Y&AGF-D & 737
Boa— NET Y Vo L ZDORNGED AT T A AL 2 IR A — 7 = o — e
L. BT SNEET LABEE 1%L0F Of7e —HIRE R & BN« RRIZOWTH
T s, EEHY — FRREAR S — 7 o —DF — 2 OEN LB RR AL, o —ik
WCEDF¥ Y BT Y —v—F o —CONTZAT D, RBRBUEXRE - FAED = B —H
FACRORKHNE 72 7 7 AREEZAGIZBI U I C oMM A EEH Y — RO —
o —CIERE -, WERIGE LAV, (RHIAE A 212 onTIANY T k=
— 7 —TRIHTEX 7LD L TUIHRET 8, N Ty ha—J—TRIETX 2o
72b DT L T Ly, F72 Bitsalllamz., FReosasc s T emy 5,

B4 position (hg38) HGVS. ¢

ARIDIA chr1:26771104 c. 3199-15G>A (N\M_006015. 6)
SHARCE1 chr22:23787821 c. 93+559A>G (NM_003073. 5)
SHARCE1 chr22:23800933 c. 363-11T>G (NM_003073. 5)
SHARCE1 chr22:23801964 c. 500+883T>G (N\M_003073. 5)
SHARCE1 chr22:23801968 c. 500+887G>A (NM_003073. 5)
SHARCE1 chr22:23818434 c. 795+1498C>T (N\M_003073. 5)
SHARCE1 chr22:23834129 c. 1119-12C>G (N\M_003073. 5)
SMARCB1 chr22:23834197 c. *17C>T (N\M_003073. 5)
SMARCB1 chr22:23834250 c. *70C>T (N\M_003073. 5)
SMARCB1 chr22:23834262 c. *82C>T (N\M_003073. 5)
(1) WmEFE

MIENSEUL L7257 7 5 DNA DD ST DA BEE T OT-AELEa—F
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(2)

(3)

(4)

(5)

(6)

(7)

(8)

(9)

T Y L ZDA v u B RE A TN A B =g D VITERER
&L (polymerase chain reaction {%, PCRIEELME) (CX VD iRME L., Witk —~7
YH—HL0EF Y BT Y = UL K HBE TEUSIRE ATV, AR
AR DIz X E 2 — RSB T 5 > — 7 v v v 7 TR AT 7 (K U BUAEFE
HIEBRLS AL OF MEA T 5,

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

EREEICRIREZITO 2 L T OREMEOHEH
BRI L, AREIREMEZET 2 b0 TIEH Y EHA,

REICETSHEK
BRI AFTIZ RN = H 26 60 B2 H LA,

HEZZFET 2HEICH > Tk, EBRTHIEZT O HERER DA
HEDFEFELH Y £ A,

RRARDIREA
EREBIC TIRAED B ASRIRIUC S THICHI L AREDH LiAAOE
E AT D,

AN A BT
WREFIEAT D EA AL 1D SE# 7~V AEAF S -8y 1 A
(B e B RIEL M4 EDTA-2K (7213 Na) FEk7)

BAEDORRE
I 1mL LA b 2 4R i3 5.,

BRAK DRI
PRIMAR T, LTI £ 7o 3B R4 5.

(10) BiEDRHESEM

ERE (7). (8). (9) #WI-TRIKIZOWT, BICANTHRIRICTARINIHEET S
(MEIZE LT, RGAIORIM G ), FEEHOBRICEET L Lz2fAlE T 5,
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(11) REKEERRED T ~)VOFERHEH
RRARREART Z - ITEA AL 1D 72 b ONSRRE B 1D 52T %,
RAEMIEE L, YMERREORXEZMN TS, HREHER Z U TR,
- [E4 AL 1D
RS ORAEE (REA, Bt — P& BIKK
- ERRPEBEE
s A R T A ST DORERS
* BRI SE

(12) Bz ERBEE D CHAERERN OB EREFNICHEZKET 525G
HTc> Tk, HRFEERERNS) £ TRE T 2 DICET HHH
FEAOFAEEZFAIE T 5,

LRI AR DT, EREBEICIT TR 2T,

(13) RETEFH
7L

(14) REOBH LiAA, BRWEb#E
PASENEAND T S DNABFZERT Bl FiAE (O B FRA=)
T292-0818 T AR A2 e 2 TH 5-23
https://www. kazusa. or. jp/genetest/index. html
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