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BMEER : TASXL BEE]

BEA : [ASXL REERECTFRE]
1B
ASXL BEEIX, 3 BESMOND, A—V 7 « Ay VIEMERE (Bohring—Opitz
syndrome) (I ASXLI BUnFARIZ X2, FrEAES. FrEB R RN, MRS, 1
N EELE, —AEHE, B OnEEES . IRERZEHEN, JERKIIREEEE, - FB
i dh, 2B EE2FEET D, vy — - X—TJEMERE (Shashi-Pena syndrome) %
ASXL2 EAGFZE RN X %, FrSrEgN., FErhEE gy, ek, SR, JEH X
PAMREEBE, TRNFEOW R 2R E T 5, MEREFITRDRND, X7V vy n
IN— A TEMERE (Bainbridge—Ropers syndrome) 1 ASYXLS BRI L 5, FHEAIEIR.
FEAREE S N, EREE, HREET. RREE, BRERZED 5,
ANRAE CTILASXLL, ASXLZ, ASXLE D 2R 7B a— Rl =7 V> &L Z DD A7 Z
A AL R RIS — 7 =TT L. RIS T LAV 0. 1%LL
TOM72NY T v MZOWTHET 5, Y — MR —7 o —DF7 — & O
FEPRMBERGEIX T T —EICLAF Y BT ) = — 7 U —TOIT %17 9, 723,
RBULK K « FRANEFE D 2 E— BRI 7 ) AREEZRICE L TR, @RBETO
B ) — FRIORIR S — 7 o — TR #2720 R E L,
EFPFAZIZO0TE, ANV T ha—F—THRHTEL DI L TUTRET 528, A
U7 ha—7—CTRIETE o7 b OB L TS L,

(1) HmEFE
M SEML L7257 5 DNA D2 324 T DA RBE Oz VX< B2 — NHE
W v o bEzDA L br U ERE S EANA T IV EA =T a s HDHWITEERER
&% (polymerase chain reaction %, PCREENE) ITX W RME L, kiR —7r
Y —HL0EF Y BT Y = — I KD BB TEAIREEZ TV, AR
BRTOTAELEa— RERICBIT 5 v —7 v vy 7 TR ATRE 2K BUEE O
bR NP I (AR S i3 i fan i R

(2) EMERUHEEE
EBIHN BN TNDE b7 AU 7 7 Lo ARSI E O b | (R HBIHEZE R
DHBEEHET D,

() EREBICRIWMEEITI I L LT HREMOHH
FRIC7 L, AREIREMEZET 2 b0 TEHY EHA,
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(4)

(5)

(6)

(7

(8)

(9)

REICETSHK
BRIRDATNC BN B A5 60 2 B LA,

HEZZFET 2HEICH > Tid, EBRTHIE 2T O HEREF OLAH
WEDEFETDH VD £H A,

BRI DEREZA
PEREREBE I TREE D B AGRIRIC SV THAIHI L AR O H LA OF
E AT D,

BAIRDERRA S
R IRAT D EA AL 1D 208 T~V AE T S -8 mssy 1 A
(B zeg fRIEL M58 EDTA-2K (F 7213 Na) Hk7)

BIEOERE
i Inl B &R+ 5,

BRAEDREFEEM:
PRIMAR L, BN TR T2 A R E D

(10) BiEDRHESEM

ERE (7). (8). (9) #WI-TRIKIZOWT, BICANTHRIRICTARINIHEET S
(MEIZIE LT, RGAIORIM S ), FEEHOFRICEET D Z L z2FAlE T 5,

(11) REKEERCRED 7~V OFERHEH

RBARBESS 7~ IZEEAAL 1D 72 © ONSHRIKEERA 1D 25295,

R EIL, YRERBEOHRXEZEAT 5, FREHREE 2L FIORT,
- [EA4{k 1D

- LT HMAEE (EEAL, Ao — &S, BRI

- RIS

s A KT A 2 MFORETR

- TR A S E R

(12) BRfEZ ERAEEE 5> O AERERT (MOBEREFICHEZKIET 2HAIC

HlcoTid, BHEARENF) £ THRET D DITET 5 KM
FEEHOEAEEZFAI &5,
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T HMEIIZAMT AR 20T, EEEEICIZ S REEERT,

(13) HREBEHHE
7L

(149) REDORBH LiAA, BRWELE
NASAETENNT S DNAWIZERT  BinFiA= (0T SBEFHRER)
T292-0818 TIEWAEAM T SHE 2 TH 523
https://www. kazusa. or. jp/genetest/index. html

E-mail : onjk@kazusa. or. jp
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