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REER: EiTH B ENE
RER: ETEHENEECFRE
1. 1BLR%

RETER%ZH DOAEREAEMIE (Megalencephalic leukoencephalopathy with subcortical
cysts) . HEH%E (Leukoencephalopathy with vanishing white matter) . SNEEHEREEE % £ S 3
THEREMAE (Leukoencephalopathy, progressive, with ovarian failure) &, —EFEME TIFIEFIC
HKEITDICHEIDDET. TORETHICAKMBEREZRL., RAIGRITI 2ETHEREIE TH
%, ETHEAENETIE. KINBEREENBEDOEIBMECREIEICH SRR & 222 e UTRE
RICBIEL., Thbh A, BAEEET. HEREREZRT NS, HEEEERDDETHINERAIC
PEE 725,
—EHOFINZRE., EANICEREFREGCHEETH D, RETEREZ S DRBERBHEMES.
MLCTELFOERICL D BREXRBLELR(SHIEERZRT D E. HEPACAMELF D EFEAIR
HEME) X IEBEGEEGHERICIDRET2HD0H 2, £lc. MEGTICEENRDH SNEN
RRRBFEEET 2. BEHEKKIE. EIF2B1~EIF2B5ELFDOWT MK IF 2 REEEFIF
BEANTOBEGNU 7Y ML 2BREFRSEELZTRT, ELFEENRAESNGWVENSFET
%o JNBEHEEEREE A4S ETHEREMNEIL. AARSBIGFDREES X LIFEAANTOES/N\U T Y
NMZ K2 EREFBHERGHEDR)Z R,
AEEF, TETHEOENE (EEHK308) | OZMEEICEDE, BEEWRELFZMLCY,
HEPACAM, EIF2B1, EIF2B2, EIF2B3, EIF2B4, EIF2B5, AARS2& L. sERIEZKZ2 BN E L THERI - 4
PUTAEMGTE UTLAMBI ZBITRR E T %,

2. BITNREIEF
BT REGCFIIUTOED . WIhB 7 LILBRE0I%UTDE DZERENRET %,

REENREL T
MLC1, HEPACAM, EIF2B1, EIF2B2, EIF2B3, EIF2B4, EIF2B5, AARS2

S5 Al - HENZ RIS T
LAMBT

3. REXRMAE

WHREBLFDYVI/INVEI—REE (T7Y VB IOIEEDR T A REMNL) ZBIANRET D, &
5, BEROREI/NY) 7Y MHARESNTWSAEEBE L 01 > MOVEESER (Fa—F1 >k
AY#EE) [CDWTIE, BIRTICRITEREDOFIS, EXNREGCFICHINT 2HDDHEBITXIRE
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T Do i AFICRTINTE—RERRETZOTRA, FLLUBEFIENEEEH2, )
MR ZZET VD)

4. REBEAIE

mEY —RBEXRY—ov T —%2BW, N\ TUYAE—2 3 0EH 5 WEPCRZEICEL D WHRE
B - BEVRET %o RENRIFEEBHELVEVWREL - BEANU YN (P /BER, &
ARy, JL—=LYTb RTSAVVITREERSITIED) &9, BEICIGUTH Y H—IEIC
K BHERBEMZ1T 5,

5. EWRE &L UHIREIR

—RERTO7 LIEEN—FEREZ TOZ2bDERETRET B,

FAREEY 1V I3R B AR R EE THRETRICE D S,

BHE. NETEIERERRENRE R/cH, LUTOERFREE U THRETRA LS,

- KRERREL - EEEOIE—HEL

- KRB ERER

6. IRk DIELE

RAIE ULTMBEDHEZ T TS,
$FABEHDNAICDWTIE, PO EBBWGEICRDERICHBT LR IF ANERETT D,

7. EEERCHERSEE

ERPICIEREESINDZE NS /LAY 77 LY AT E R ETV., BRIREE/ND 7Y hOEEZH
EI D,

8. EEBEICRIREZITOI I L LT EIREMEDEH

ZURB LU (KREFEEBREOTRTIEERL)

9. REICETSHHE
BRAEDNERICEIELUZANS. 60EXEHLURNET %,

10. AIEZRFI BIETICH - TR, RRICAEZITSHERERDRIR

AEDEFTIFITR > TVRL,
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11. BREOFRENEY

EEEEICEVT. REDENPLERRICDOVWTH2ICHBL., ARBOBULIAHICET 3AEAZES
T &,

12, RIEDFRENE 2R

BEER K D FIT U TERZILIDEEH TNV 2B U RIME1KR
(EZEZHAUEME | EDTA-2KZ 72 IZEDTA-2NaA D)

13. RIEDEEE
MR%1 mU_EZ T 2,

14. RIEDRESRG

RINEFEPHCTHE. KICIZREICTRE T %o

15. RO HFEH

FER12~14DFGZ /I ITRIFICOVWTIE, FICIRAB L. ERTERANREET %,
BE. BEICKH U TRAFIORBEBAIET %,
FRAIE LT, XEOERICEIBEI 2L SFET %,

16. REEBFEERVCRIED SNV OEHEE

BRIEAEINIVICIE. ERLIDE L VRAEEERIDZEEHT .
BREMRBEICOVWTIE., YREEEEOERAZERT %,
FREHBERFUTOED,

- E41EID

- HEIIRABEE (KB4, REI—RNES. REH)

- EERHEIIER

cHARZA VBFORER

- EERBEMEBR

17. REZERERI SEERER I TIREIT 5 DICET SHHE

FxrHDERBZRAET %,
THHRBRERMEFZT> TWAWeH., EXEFICTERT %,
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18. REDHKHLAH. BHAWELYE

ANBRHEEADT SDNARRFT ELTFREE (BJ SELCFREE)
T292-0818 FTEEAREEMHY IHE2T BH5-23
https://www.kazusa.or.jp/genetest/index.html

E-mail: onjk@kazusa.or.jp
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