RAERE
(B DBV % 5 APREASVESR BB S TR D)
[ #]

EFHBHAG R 202344 H 1 H

Ver 4

1/6



HETBE R

No. BETNA Ver. | f{EMBA%AA VERLE ARE
1| BrEfERk 1 2021/5/19 HE— | RBE%
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3| fEsEGEM 3 2022/11/24 AMIE— | RER
4 | A)MEKEEOTLHHEEOLE | 4 2023/4/1 FRTE AR
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REERE : [MOSKILE 244 5 MR E

REL : [MOSKILAE Z M 5 PR BRI TRE]
1BERE

B DRI Z £ O #e g B (Neurodegeneration with brain iron accumulation;
NBIA) VERME~DERIAE & R & 3 D BABPERRR MR BRE T, N M T g —E

EARRIE VRS, #RFR 7 = U FUE, WL n 7T X I U MfE, Kufor-Rakeb JEMERE, ~—
Z T aT 2 o8 BRI MESE (SENDA) 72 EREEND,

KM IX ATPI3AZ, C190rf12, CP, DCAF17, FAZH, FTL, PANKZ, PLA2G6, WDR45 Y&15¥-0> % o
RO a— RHE 7 YV v L F OO AT T A AMER A, R — 2 = —
THEMT L, IR ST VABEE 1%L FORBRANY T v MZOWTHET 5, &
Y — R — 7 o —DF — 2 DTN LERGEIX, Vo T—EICEDF ¥
7)== Y —TCOMNTEAT O, 7RBRBUERK « A 2 B —HZ KRB
B ) IREEZAGICE L CidEEE TOMmMAEH Y — RO — 7 o —T
IR 7o, MR L Ly, (KT A 712 o0 TEINY 7 ha—7 —T
HTE7bDIZH LT i%&iﬁ“é B, NYT o ha—7—THRIHTERP>72 b DI
LTI Ly, F72 ERUfEscmx, FroofEl b frisBms 2,

BinT4 position(hg38) HGVS. ¢

FTL chr19:48965093 c. —415C>A (N\M_000146. 4)
FTL chr19:48965318 c. —190C>T (N\M_000146. 4)
FTL chr19:48965322 c. —186C>G (NM_000146. 4)
FTL chr19:48965324 c. —184C>T (NM_000146. 4)
FTL chr19:48965326 c. —182C>T (N\M_000146. 4)
FTL chr19:48965330 c. —178T>G (NM_000146. 4)
FTL chr19:48965332 c. —176T>C (NM_000146. 4)
FTL chr19:48965337 c. ~171C>G(NM_000146. 4)
FTL chr19:48965340 c. —168G>A (NM_000146. 4)
FTL chr19:48965341 c. —167C>A (NM_000146. 4)
FTL chr19:48965342 c. —166T>C (NM_000146. 4)
FTL chr19:48965344 c. —164C>A (NM_000146. 4)
FTL chr19:48965345 c. —163A>C(NM_000146. 4)
FTL chr19:48965347 c. ~161C>A(NM_000146. 4)
FTL chr19:48965348 c. ~160A>G (N\M_000146. 4)
FTL chr19:48965349 c. —159G>C (N\M_000146. 4)
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(1)

(2)

(3)

(4)

(5)

(6)

FTL chr19:48965351 c. —157G>A (NM_000146. 4)
FTL chr19:48965354 c. —154T>G (NM_000146. 4)
FTL chr19:48965355 c. —153G>A (NM_000146. 4)
FTL chr19:48965357 c. ~151A>C (NM_000146. 4)
FTL chr19:48965358 c. —150C>A (NM_000146. 4)
FTL chr19:48965359 c. —149G>C (N\M_000146. 4)
FTL chr19:48965360 c. —148G>C (NM_000146. 4)
FTL chr19:48965364 c. —~144A>T (N\M_000146. 4)
FTL chr19:48965398 c. —110C>T (NM_000146. 4)
PLAZGE chr22:38113928 c. 2035-274G>A (\M_003560. 4)
WDR45 chrX:49076771 c. 236-18A>G (N\M_007075. 4)
BESE

M SEML L7257 ) 5 DNA D2 4T DRAER QBB O AE<Ea— R
T Y L EDA v b a VR NA TV EA B a D W ITEERRY
&% (polymerase chain reaction %, PCRIEENE) ITX W IRME L., kiR —7r
P —H50EF Y BT Y = — L KD BB TEIIREEZ TV, AR
RO AELE a— RERICEBIT 52— v v v 7 TR aTRE e (K H B E
RN DOF L R 5,

EYEE R O E A %

EBICHWOR TN D FF /) AU 77 Lo AESIE DR b | AR B 5
DHEZHES S,

EREBEICRAMREETI 2 L LT AREMEOKEA
BRiZ72 L, AREIXBREMEZ2ETHHL0THEH Y THA,

REICET S HE
BRARDATIZ B2 H A5 60 B 2 B BAN,

HIEZZEFET DB H - Tid, EBRICREERTT > HEREFR DA
HEDEFETIH Y FH A,

RRAR DERERSAE

4/6



IR TR D H BUPIRAUZ DWW THIZHIBI L, AREOH LIAZOER
ZHERT %,

(7) BRIEDOEBRAER
WRETISAT D EA L 1D SE# 7~V s b S -8 1 A
(ELZe B B PRER I 45 EDTA-2K (7213 Na) HEhr)

(8) MIEDREE
M 1nL A b2 R Y %

(9) RBfEDRFESM:
PRIMAR L, BN TR T2 A R E D

(10) RRfEDRHFM:
FE (7). (8), (9) W THRIKICONT, FIC AN TRIRIC TAHICRET
(BEITIE LT, RGAIOFRIAS AT, FEEAOBRRICEHFT D Z L&KL T 5,

(11) MEEEERORED T XNV OFEREHR
BARBESS T ~UCIZEEAE 1D 722 & NSRS ERA 1D 2 50#9 5,
BRAEEEEIL, YRERBEOHRREZEAT 5, EREREH 2L FIIRT,
- [EA4{k 1D
- LT HMAHE (EEAL, Ao — &S, BRI
- RIS
« A KT A 2 MFORETR
- FEOREEA S E R

(12) s % BB DR AERER MMOBFEREFNCHEZKET 55EIC
Hlco Tk, BEFERENF) L THRET 5 DITET 5 FFH
FEHOBABE LRI L T D,

TRBLAEZ AR ARO T, EREEBIC T e R A (R T,

(13) HREFH
7L

(14) REDIH LidZ, BEWEDHE
NERMETENDT S DNAAFZERT B FRAE=E (07 SEEFHRAES)
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