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REEE : RETHEBERE]

BEL - [ETHERENER R FRE]
B

FE THEBZ bSO KEMBAEMMIE (Megalencephalic leukoencephalopathy with
subcortical cysts). H'EIHHRIF (Leukoencephalopathy with vanishing white matter) .
DR EABSRERS S 2 o 1T BB INIE (Leukoencephalopathy, progressive, with ovarian
failure) (X, —EF#E TIHXEFIZRET DITHL2ND LT, BITEATHEIC KN A ERFE
FEERL, AT T 28THEREME CH 5, EITHEREMEX, KB ERFEE?
IR P B AME O RR Y I & 2 @BV & & BRI B ICE L L, CADARREARERED
KT, VUBRREAEIR 2 E&2 KT 2 &b, HFEAEREDOR T M MR2ICHE L 2D,

AW TIEL EIF2BI, EIF2B2, EIF2B3, EIF2B4, EIF2B5, LAMBI 0% 2 <2 & 2 — R~
7Y EXDRIDAT T A AFEZ . RIS — 7 = —Cfiftr L, EICHRH
SNTT VIVBHEE 1%L F O/ 7 v MZOWTHET 5, 8 U — FRR AR
=T oY =DT =X OMENBERGEL, P B oF Yy T V==
— COfT 21T 9, ods, REMERE - fHANFED 3 B —HEL KRB 7 ) DEE
B L TR, SR TORBAREED — FRORIER S — 7 3 —TIEREER -0,
WERIRE L, (KlaEY A ZiconTE, NV Ty ha—F—THRIHTEZH0
WL TEIHET L8, N7 ha—F —THRIHTERPST2HDIZEL TTEE L
720N, 723 ERLEEIBUISN O FRLEEHIBIC O W T HARBE AN Y 7 R b o I A 1Tl
T 5

B4 position (hg38) HGVS. ¢

EIF2B5 chr3:184138153 c. 685-13C>G (NM_003907. 3)

EIF2B5 chr3:184140743 c. 1156+13G>A (NM_003907. 3)

LAMBI chr7:107959862 c. 2315-28A>G (NM_002291. 3)
(1) REHE

MEAHEUL LIS 7 S5 DNA D 324§ DA BB F O AX<E = — N
W vz ha BRI ENAT VA=V a, HDHWVITESRN
HEE (polymerase chain reaction ¥, PCRYALME) (X VIRMI L. WIS —7
Y —HDHNEF Y BTV —— I K ABE TR EZITV., A xS
RO AEE 2 — FEICRIT 52— v v v 7Tl rTRE 2 K HBUBE S
WAL OF BE RN T 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# T ~ L3 BE T S -8 msy 1 A
(B e fRIEL M58 EDTA-2K (F 7213 Na) HHER7)

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

9) BREDOREFRM
PRIMAR T, T IE £ T TG R 95,

(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
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