Ver 3

A RNE
(ASXL BEIEBIs T RA)
[ LRI RR A ]

EFHBHAG R 202446 H 1 H

EEHE EATH) RE R
FEREE PR M —

1/5



WETBE R

No. BETAE Ver. fift FH B4 A TERE KRE
1| BrEfERk 1 2022/6/21 HNE— | R %
2 | QD MEKEEOTHEAOLHE | 2 2023/4/1 HTHE AR
3 | intron fEIRDZ T 3 2024/6/1 ME— | R
4
5
6
7

2/5




BMEER : TASXL BEE ]

BEA : [ASXL REERECTFRE]
B
ASXL BEEIX, 3 RO ND, R—VU 7 « 8 v ViEWGR (Bohring-Opitz
syndrome) (I ASXLI BURTFARIC X 2D, FrAES. FrhEB R EEN, MEE. +
EANREERIML, ZAIEZE, B ORERES . IRERZE M, JERKSREEBE, | - FBE
HiE, 2B EE/FMET D, vy — « X—TFJEMFERE (Shashi-Pena syndrome) %
ASXLZBAR AR X 2, FHSOIBEFL, FEREEIREEN . MRS, BRI, Bk
RARBEEE, TRONFEOPWR ELREET D, RERETRDR, XM7Y vy n
IN— A fEMERE (Bainbridge—Ropers syndrome) 1 ASYXLS BRI L 5, FHEAIEIR.
FErEEN RN, BREE, HRRIET., mRREE, SRETEZRD D,
ANRAE TILASKLL, ASXL2, ASKLE3 D 5 /37 ' a— Riglk= 2 ¥ > L ZE Dijimd A 75
A AELHEIR A, A — 7 = =TT L. EICRE S 72T LVBEEE 0. 1%
TOM72N) T MZOWTHET 5, Y — MR —7 o —DF7 — % O
FERMERGEIF VT —BICED2F Yy BT ) = — 7 U —TOMT 21T 2, 728,
RBULR K « FRANE D 2 E— BRI 7 ) IREEZRBICE L TR, @RBETO
BHAESH Y — RERIOR IR > — 7 o —TIIREER 7=, iSRS e L, (Kl
EFFA 72O TE, ANV T ha—F —THRHTELLDOICE L TUTRET 528, A
U7 ha—7—CTRIHETE o772 b OB LTS Lisw, 70 EiifEmian z,
T RCO R FRATIZIBINT 5,

B4 position (hg38) HGVS. ¢

ASXL3 chr18:33616693-33616694 c. 137+9017_137+9018de1AA (N\M_030632. 3)

ASXL3 chr18:33616726-33616739 c. 137+9050_137+9063de 1 GGTAAGGGCTTTCT (
NM_030632. 3)

(1) BEHE
MEAHEUL LIS 7 S5 DNA 2D %4 DA RBIE F O AXSE = — N
Wy oz Ay harBRWGENATIVEAB—Tay, DTSR
ik (polymerase chain reaction {4, PCRIEEME) X ViRME L., R —7
Y —HDH0EF v BTV —— I K ABE TR EZITV., A xS
BT O AELE a— RERICEIT 5 > — 7 v v v 7T aTRE 2K BB FE
W IERLH AL O A R 3 5,

(2) EHEEROMERELE
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EERINZHAWSN TS e F7 2 L) 77 Lo ARG & DL & | AR H B 28 5
DOH A HET D,

(3) EEMEICREMEELITIZ LT HAREMEDOHHA
FriZa L, AREITBREMEZETHZ2H0OTIEIH Y THA,

(4) RECETSEK
BRISHAFTICE T2 B 235 60 B3 H LI

(6) HEZHEFETIHEITH o T, RERICHEEAT ) WEREFTOLH
HEDEFELH Y F A,

6) BIEDTERSM:
AR TRE D BAJPCIRFUIZOW TS L, AREOH LiIALDOE -
AR T 5,

(7) BIEDORERAR
R IAT D EA AL 1D Z0#E T~V BE T S -8 mssy 1 A
(B e fRIEL M55 EDTA-2K (7213 Na) Hk7)

(8) MRIEDEHIE
I ImL LA b 2R3 5.,

9) BREDOREFRM
PRIMAR T, TR IE £ T TR E T 5,

(10) BiEDRHESAE
FE (7). (8). (9) % RKIZOWT, FIZ AN CEEIC TAFTICS%T S
(MBS LT, RARIORMES ), REAOBRICRET S22 FAIET 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
- WETORATHA (REA, Ao — NES. BRI
* RSP BE TS
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s A R T A ST DORERS
* BRI SE

(12) MRk % ERBEE D DFEAERER MOHEREFNCHEZEKET 2581
Hico T, HEFEEREDF) £ THRET 2 DICET HRH
FEHOBABE LA L T D,

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

(13) HREB/HHE
7L

(14) REOBH LiAL, BRWEb#E
PASENEANDT S DNABFZERT B FiAsE (O B FRA=)
T292-0818 T AR H M2 e 2 TH 5-23
https://www. kazusa. or. jp/genetest/index. html

E-mail : onjk@kazusa. or. jp

5/5



