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BMEER : [AFNAITNE o BRRIE]

BEL  [AFNVTNE o  BRERGTFRE]

1BERE

AFNT N FRIE (RIE) 1ZRAIC A F V7V 5 a U oOPEt 2 kTR EZ R
CTCAFATNH a L FRIE MRS TR Y, BEERE L, BIE S SOBEBRIZK
BSITND,

AFNTNE A BRIGE T BT, AF AT NHa=/L CoA & KT ¥ —BRIEIEL
T AFNANTNEa=)LCA b RTZ—BInA > ARHOSERBICAEL, T AIX
WY RB MR EEO A IR R EE THh S, 11 KL Barth FEMERE, 111 X Costeff
JEBERECHT- 5 (T X ESEEL MRS, R ERSIEER), RPICATF LI Z
T UBOPRMZFRO 2G| I, 11, T ANZH O RN O IVALE I3, flix DI B
2 R T REREHEEED IV L U ClE I TV D, Falt, SERRDARE & /MK R
ZPE D BIERE (DOMA JEMERE) VAL MRS LD K o127 o7z (VAL VANEI =
RUTHHELTHED,)

AR TIL AUH,  TAFAZZIN & BIZHERIZ2 K & LT OPA3, DNAJC19, SERACI, CLPB, HTRAZ,
TIMMBOFEAL 1D B 2 X7 a— REE T 7 Vv L Z O D A T T A AERNLEIR % Wk
Ry —7 =Y —THHT L., EITRHINTT VVEEE 2%L0F O/ 72— R & 5
WA« RIIZOWTHET 5, Y — FRIRIER S — 7 v —D 7 — % OHisED
TG AE, Yo N AF XY BT Y —— o —COMMNE1TH, 72 KB
R FNFED 2 ©— BRI 7 MEEEAGIZE U CIXE R T oMt 23
HY — R OWMEAR S — 7 o —TIXREE R 720, WG & Ly, (KHifat 1 7
WZOWTIEANY T ha—7 —THRHTEZL0ICE L TUIET 608, XU T ha
— 7 —THRIETERD 72D L TIHE Ly, 72 BRIz, TieoE
S MRHTIZEIN T 5,

B4 position (hg38) HGVS. ¢
CLPB chr11:72308627 c. 1079-23T>A (N\M_030813. 6)
TAFAZZIN chrX:154413362 c. 284+110G>A (N\M_000116. 5)
TAFAZZIN chrX:154420840-154420852 c. 778-63_778-
51del1CTCCCAGGGCACC (NM_000116. 5)
(1) WmEFE

Mg HEL L7=7 7 5 DNA D, ST HAMRAERRBLE T OTAELSEa— R
HHE T o EDA v ha BRI EANA TV AL B =g B D VISR
&L (polymerase chain reaction £, PCREEHE) IZX D IRME L, kit —7

3/5




(2)

(3)

(4)

(5)

(6)

(7)

(8)

(9)

VY —H2A2W0NIF Y ET Y = — o —IZ L BB RV E ATV, B E
BLoAOEMELEa— RERICB T 52— v v 7 Tl aRE 2K R E O
IR B O F B2 T 5,

FEYEE K OVl e F
EEHNIZHNWSLILTWD e 872 AU 77 Lo ARSI & D LR i b | AR H B AR 28 5
D EZHET 5,

EREEICREWEZITO 2 L T OREMEOHEH
BRI L, AREIREMEZET 2 b0 TIEH Y EHA,

REICETSHEK
R SAFTC RN = H A5 60 B 3% H LU,

HEZZFET 2HEICH > Tid, EBRTHIEZIT O FERER DA
HEDFEFELH Y FH A,

/ AENPE AN s
FERHERIC TR O HBRCERFUC DWW TSIt A L, KBEOH LIAZRDOE R
HERT A,

AN A BT
WREF ST DEA AL 1D SE# 7~V AEAF S -8y 1 A
(B e B RIEL M4 EDTA-2K (7213 Na) FEk7)

BAEDORRE
I ImL LA b 2R i3 5.,

RIE DRI
PRIMAR T, TR IE £ 7 TR E 1D,

(10) BiEDRHESEM

ERE (7). (8). (9) #WI-TRIKIZOWT, BICANTHRIRICTARINIHEET S
(WEIZE LT, REGAIORIM S ), FEEHOFRICEET L Z Lz2fAlE T 5,

(11) MEKEERORED T~V OTLHEH
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BRARREART 7~ ITEA AL 1D 72 5 ONTHRRE B 1D 2 5edld %,
RAEMEE L, YMERREORXEZMEN TS, ZREHER Z U TR,
- [E4 AL 1D

RS ORAEE (REA, Bt — P& BIKK

- ERRPEBEE

s A R T A ST DORERS

* BRI SE

(12) MRk % ERBEE D D HEAERER MOBHEREFNCHEZEKET 2561
Hico T, HRFEEREDF) £ THRE T2 DICET HHH
FEEAOBABE LR LT D,

TRBLAEZ AR A0 C, EREEBIC I e R A (R T,

(13) RETEFH
7L

(14) REOBH LiAA, BRWEb#E
PASENEANDT S DNABFZERT Bl FAsE (O B FRA=)
T292-0818 TR AR H M2 e 2 TH 5-23
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