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WETBE R

No. BETAE Ver. | fHERBHLAA VERE KRE
1| HRUERL 1 2018/11/5 | MIVE— | #& TH&
2 | HERE DEIE GREE xS DB b) 2 2019/4/1 | M)IE— | SRER
3 | deep intron fEEGENIN 3 2021/5/18 | MBJINE— | SR
4 | FEAERE 4 2022/4/1 | M)IRE— | KRB
5 | fEIRENN 5 2022/11/24 | fINE— | SREX
6 | (1) MAKIEEOFEHEH 0L R 6 2023/4/1 #FFRE | OREX
7 | intron fEIK DA 7 2024/6/1 ME— | R
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REEE : [ X EEMWRECHKERE |

BEA - [ XEFEREEAKRERETRE ]

S

IKEEREITAR 5 22D R & 0 BHEN (M, < B TR &) (BRI EER I L
TREEZ TR, BERATRE O EEZE NI U IS sk B AR - JREA S, R
KBESEIL, KBESEDH T 6 R IENIRIE LR ENC 2 W S L7 KEEE, 3 X OB IRHIIC
FAE LR RINZZW SIVIOKBEZ 54, T EEMHKBE O A TE Tk
0. X HESMEE SR KTEE Tl Xa28 12BN 9~ 5 iRz 5 R L1ICAM 23R AR 1~ & LT
BESnTnb,

KRIRENL LICAGE AR DZ X7 a— RERT 7 Y L Z DD AT T A AEMTL
fElk A, R — 7 = —TAT L, BRI ENTZT VAHE 1%ELF Oz
U7 v MZoWTHET 5, B — NRRIMR S — 7 o —0F7 —Z ORTERLER
LA, Yo B bX vy BT U —o— 7 U —TOMIT 24T 9, 72 BRI -
FAED 2 &SRB 7 ARSI E U ISR T ORI 2 R Y —
RESDRAR > — 7 o —TIIEEE 2R 72D Wt R & Ly, e 1 7 icou
TEIANV T ha—F—TRHREHTEEZHDICELUTHRET LN, NV T ha—T7—
TR T 2o b DI LIRS Ly, E72 BitsEkicinz, TReofEEk b fiF
HHZiBN3 5,

B4 position (hg38) HGVS. ¢

L1CAM chrX:153863391 c. 3531-12G>A (NM_000425. 5)
L1CAM chrX:153865838 c. 2432-19A>C (NM_000425. 5)
L1CAM chrX: 153868197 c. 1704-75G6>T (NM_000425. 5)
L1CAM chrX:153868472 c. 1547-14de1C (NM_000425. 5)
L1CAM chrX:153871045 c. 523+12C>T (NM_000425. 5)
(1) WEFHE

MR HEML L7277 5 DNA 2B 325 DA RBIRF O AT Ea—F
T b 2DA 2 b B A T Y A B = a B D WVITEEER
PEEYE (polymerase chain reaction 35, PCRIEENS) 12X VM L. I —4
Y =HDENEF YT Y == L L D BB FESNIREZ TV, AT
BARF DT AT < E = — NI 31T DA BB O RS ZE (b O F 2
%o FANME DO HDZ T AN E T 205, RLEFRVWIGEITHHEI N DNA 21T
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AND, ZOHEIIMELZ DFEFNC LV HBT L2 bDET 5,

(2) EMEEKOHEERE
EERINZHAWSNTWDE F7 2 L) 77 Lo AR E DL & | AR H B 28 5
DOH A HET D,

(3) EEMEICREMEELITIZ LT HAREMEDOHHA
FriZa L, AREITREMEZET L0 TIEIH Y THA,

(4) RECETSHEK
TRIEDAFIT IO A 225 60 E 3 A LI,

(6) HEZHEFETIHEITH o T, RERICHEEAT ) WEREFTOLH
HEDFEFELH Y FH A,

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

(7) BREOEBRREZ
BT R8T DEA AL 1D FEH 7 ~ 3G AE S AU 7R 1 AR
(B e B RIEL M4 EDTA-2K (7213 Na) FEf7)

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

9) BREDOREFRM
PRIMAR T, TR IE £ 7 TR E T 5.

(10) BIEDORESAE
F2 (7). (8). (9) % HIKIZOWT, FIZ AN CEEIC TAFTICHET S
(MEITE LT, RAKIOEMS ), FBEBOBRICHET D Z L2 FHIE T 5,

(11) REEREEROBRED 7~ VO EE
BRIRBE F ~ IR E AL TD 72 5 ONCHRIASERA 1D 2 30#k4 5,
RAEREEIT, YRERBTEOMRAHHT 2, TATEEE 20 FIoRT,
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- [E4 AL 1D

RS ORAEE (REA, Bt — P& BIKK
- ERRPEBEE

s A R T A ST DORERS

* e ARE AT SE R

(12) MRk % ERBEE D DFEAERER MOBHEREFNCHEZEKET 2561
Hico T, HEFEEREDF) £ THRET 2 DICET HRH
FEHOBABE LA L T D,

TRBLAEZ AR A0 C, EREEBIC I e R A (R T,

(13) REHH
7L

(14) REOBH LiAL, BRWEb#E
PASENEAND T S DNABFZERT Bl FRAE (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
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