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WETBE R

No. BETAE Ver. fitt FABA %A B TERE KRE
1| HRUERk 1 2020/11/11 HME— | RER
2 | FHALHE 2 2022/4/1 MIE— | RS
3| fEsEGEM 3 2022/11/24 AMIE— | RER
4 | QD) HREEREEOFHEHEAOLE | 4 2023/4/1 HFOTHE | REX
5 | intron fEIRMDZ T 5 2024/6/1 ME— | R
6
7
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MZETE R : TPLA2G6 BEHEL R MENE |

WRE4 : [PLA2G6 B EMREMER S TRE]

5L

5 22 FYea AR B2 % Phospholipase A2, group VI (PLA2G6) i&Am—+DIRHIN
U7 v MR FRaRAs R md, LEMRER R e 70— FFERHMH
BREIR A a7 ¢ —, PLA2G6 B A =7 « S—F V= X L7 EOREBNIIET
Do ZAVD OFERBIT N ERILAE 2 £F 5 R MESE (neurodegeneration with brain iron
accumulation; NBIA) ®—2>Toh V., 2HINBIA & HIEEIND, PLAZGEEIATIZa— K&
715 calcium-independent phospholipase A2 1%, HIfRREOE HMEHERIC T E /@ % 29
LEFETHY . ZOBBIKTIZL Y, MBI O iR N5 )3 S AU CIREA R K in 1
HRL, MREEL ST LHEESNLD,

ARRA Tl PLA2GE Bin T DZ XV Ha— Rk vV L ZDOMED AT T A4 A
EAL I A2 AR — 7 = =TT L. FICHRIH S 27 VAV 1%L T Ofi 72
—HEERL LR - RRICOWTHET D, FHY — MR — 7 o —nF
— X DR RG AL, Yo T—ECLDF vy BT ) ——F U —COMT 21T
Do MRBRHUIXRE « FHNFED 2 U —BELKRBR 27 ) IEEZEICE L Tdm ks
ETORENEMY — ORI S — 7 o — TR 72, sRIg & L,
BT A ZIZONWTIEARNY T ha—7 —CTRIHTE L DI L TEHET 528,
NYT v ha—I—TRHTER»o72 b OB L Tiddls Ly, F72 it
A FRCOFEES BT BT 5,

B4 position (hg38) HGVS. ¢

PLA2G6E chr22:38113928 c. 2035-274G>A (NM_003560. 4)

PLA2G6 chr22:38114580 c. 2035-926G>A (NM_003560. 4)

PLA2G6 chr22:38133029 c. 895-16T>A (NM_003560. 4)
(1) REHE

MRS EUL L7247 I DNA 735,

LU OMAERMNERETOLAELBEa—F

Sk YL EDA v ha BRI EANA T VA= a b D WITEERD
HEE (polymerase chain reaction ¥, PCRALME) (X VIRMI L. Wit —7
Y —HDHNEF v BTV —— I K ABE TR EZITV., A xS
RO AEE a— REICEIT 52— > v v 7Tl rTRE 2 (K HBUBE S

ARSI L OFEZ R 5,
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(2) EMEEKOHEERE
EERINZHAWSN TS E F7 2 L) 77 Lo AR E DL & | AR H B 28 5
DOH A HET D,

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

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

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

6) BIEDTERSM:
AR TRAE D B AJPCIRFUIZ OV TS L, AREOH LiIALOE -
AR T 5,

(7) BIEDORERAR
BT R8T DEA AL 1D FEH 7 ~ 3G AE S AU 7R 1 AR
(B zeg B RIEL M4 EDTA-2K (7213 Na) FEk7)

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

9) BREDOREFRM
PRIMAR T, TR E 7 TR E 15,

(10) BiEDRHESAE
F2 (7). (8). (9) %I HIKIZOWT, FIC AN CEEIC TAFTICHET S
(MEITHE LT, RAKIOEMS ), FBEBOBAICHET S Z L2 FHIE T 5,

(11) REFREZFRORED T~V OFRHEH
BRI 7~ IR EEA L ID 72 & ONCRIKE LA 1D 2 i T 2.
RAEREEIL, YREREEORRE WA 5, ERERER 2L TIoRT,
- PEA AL D
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RS ORAEE (REA, Bt — P& BIKK
- ERRPEBEE

s A R T A ST DORERS

* e ARE AT SE R

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

TRBLAEZA IR ATRO T, EREEBIC I e R A (2T

(13) REHH
7L

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