A RNE
(PLA2G6 Bt 28 e 18 s 1 i )
[ LRI RR A ]

EFHBHAG R 202344 H 1 H

Ver 4

1/5



HETBE R

No. BETNA Ver. | f{EMBA%AA VERLE ARE
1| BrEfERk 1 2020/11/11 HE— | RBE%
2 | FHALHE 2 2022/4/1 MIE— | R
3| fEsEGEM 3 2022/11/24 AMIE— | RER
4 | A)MEKEEOTLHHEEOLE | 4 2023/4/1 HFOTHE | REX
5
6
7

2/5




MZETE R : TPLA2G6 BEEL R MENE |

WRE4 : [PLA2G6 BEEMREMER G TRE]
B

5 22 FYea AR B2 % Phospholipase A2, group VI (PLA2G6) &Am~+DIRHIN
U7 v MR B aRsERsERa md, JLRARER X he 70— IEETEH
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) D—>TH V. 2HINBIA & LR XN D, PLAZGE BTl a— K&
715 calcium-independent phospholipase A2 1%, FIARREOE H MR TE 2@ % 29
HEEFZTH Y, ZOBREKTIC XV, IO EZR NS A S IR 3R AR w12
EML, MiREELZ T LHEIND,

ARRA Tl PLA2GE Bin T DZ XV Ha— Rk vV L ZDOMED AT T A4 A
EAL I A IREAR Y — 7 = =TT L. FEICHRH S 27 VVBE 1%LLF Ofi7e
—HEERL LR - RRICOWTHET D, FHY — MR — 7 o —nF
— B DMFENBERIGEL, o =B X vy BT U ——F U —TO/NT 24T
Do MMBRIUERE - FAED 3 ©—HEACKRBUE R T/ DEEZEIZE L CTlTEks
FETOBRHNES Y — FRIORMA S — 7 o —TIRREER 720, WETRE LRV,
AT A 712N TEARY T ha—F —THRHTE 726 OICE L TTdE T 2203,
NYT v ha—I—TRHTER»o72 b OB L Tiddls Ly, F72 it
Z. RO MITITENT 5,

Bin T4 position (hg38) HGVS. ¢
PLA2G6 chr22:38113928 c. 2035-274G>A (N\M_003560. 4)
(1) BREFE

MEAHEUL LIS 7 5 DNA D 24T DA RBIFOTAESE=—F
=y Y e 2DA v br R EANA T A= 3 D OISR
Hi#1LE (polymerase chain reaction #, PCRYELME) ([TX D RMEL., kR —7
V=B NNEIF TV — = I L BB TEYIREEZITV, RAXS
RO AEE 2 — FEICRIT 52— v v v 7Tl rTRE 2 K HBUBE S
WAL DA BE RN T 5,

(2) EYEME KO EREAE
EREAICHW S TWD e RF 2 LY 77 L ARSI E O S | IR B A R
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(3)

(4)

(5)

(6)

(7)

(8)

(9)

DHEBEZHES D,

EREBEICRAEEITO Z L LT aREMEOHHA
FriZa L, AREITREMEZET L0 TIEH Y THA,

REICETSHK
BRIRDATNC BN B A5 60 52 B LA,

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

/ AENPE AN s
FERHERIC TR O HBRCERFUC DWW T HSICitA L, AKBEOH LIAZRDOE R
T HERT A,

BAIRDERRA S
R IAT D EA AL 1D 208 T~V AE T S -8 msy 1 A
(B e fRIEL M55 EDTA-2K (7213 Na) Hk7)

BIEOERE
% ol P EZ5m+ 5.,

RIE DRI
PRIMAR T, T IE £ T TG R 1 5.

(10) BiEDRHESEM

ERE (7). (8). (9) #WI-TRIKIZOWT, BICANTHRIRICTARINIHEET S
(WEIZIE LT, RGAIORIM S ), FEEHOFRICEEST D Lz2FAlE T 5,

(11) REKEERCRED 7~V OFEEHEH

ARG 7 ~ U IXEA AL 1D 70 & ONSIHRIAE B 1D 25tk 7 %,
MRARIEHE L, YRESEEORX AT 5, EREHEIEE 2L TITRT,
- B4k 1D

- WETOMRAEHE (RE4A, BAo— FES. BRI

- [EREEE AT

c A KT A 2 EFOMERR
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(12) MRk % ERBEE D D FEAERER MOBHEREFNCHEZEKET 5561
Hico T, HEFEEREDF) £ THRET 2 DICET HRH
FEHOBABE LA L T D,

TRBAEZ AR ATRO T, EREEBIC I e R A 2T,

(13) HREBEHHE
7L

(14) REOBH LiAA, BRWEb#E
PASHENEAND T S DNABFZERT Bl FiAsE (O B FRA=)
T292-0818 TR AR HHIA S8 2 TH 5-23
https://www. kazusa. or. jp/genetest/index. html

E-mail : onjk@kazusa. or. jp
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