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BEIEH : [ GACI B2 (Inozyme HEAR VY —TF 7T L) |

FLIR B HEEIRARILIE (GACT) 13X, #CUIX LIRESER B BERETHY . &8
DYEERFR ., FFICK - FAENIRIC 22 K IE§, ENPP1 <2 ABCC6 72 & DB FHFIZ LY |
NA Rax T oA MEREREZAET A 2MFea Y CBOKTFTE5 &R F, fmf
vr U ORI, A O NEYERE O A RSO A B AR O REMEE R P IBERE A 5| &
L. ZORFRE LTERKAEZ 7257, BREAE & AKIIZ LD GACT DFERIT
HARICEE, O, BREOBRKIEREZ RTZ B2V, ZOREEZET o8&
X, A% RIS, DI, B R R TaMELH 5, Z OBRBITIE
WCRIETHZ L b DN, HERICBKIESND Z L%,

KK Tl ABCCE, ENPPIBIG DX 7 B a— REEIRT 7 V Vv & F Do 275
A AEOLFEI 2 A — 7 2 =TT L, RIS S e LVBEEE 1%L F o
7o —HEBLE ML &R« RIRICHOWTHET 5, EHHY — FRIKE R — 7 o —
DT —Z DFENRMERIGEIL, Yo T Bl 2F vy €7 ) —v—F U —TOfT
AT Do RBRBURKE « FAF O 2 E— BB RBE R 7 IEEZRGIZBE LT
BRI T ORI NES ) — FRIORIR S — 7 o —TIZNEE R 720, Ed% s L
WV AT A 720N TIANY T ha—F —TRIHTE LI L O3XsET
LN, NV T ha—F—THRIHETERrob0IZBE L TIEHME LRV, P
ABCC6E(NM_001171) ex1-9 (IAHRIFEIK 2 588 5 728, MiExt%sb & 95, £7= ERoasiam
Z. FRLOFER G AT IZEMNT 5,

BT position (hg38) HGVS. ¢
ABCC6 chrl16:16155077 c. 3883-46A>G (NM_001171. 6)
ABCC6 chr16:16178976-16178977 c. 2248-12_2248-

11delTT (NM_001171. 6)
ABCC6 chr16:16187240 c. 1780-29T>A (NM_001171. 6)
(1) H®mEFE

MR BEML L7257/ I DNA D, ST OMERNZELEFOTAESEa—F
e YLD bu U BRES eAT ) A B = a v B D WVITREER
PEEYE (polymerase chain reaction 3%, PCRIEEWE) I XV gfE L. AN —4
Y= K DB FERSIRE 21TV, RAENRBIRF O AE<E 72— FiEkiZE
T AR B O ARV O A2 I D, FAIMEOZOZ T AN E T 5
R RLEGFRNGEEITIHE SN DN T AND, ZOHEIEE~ DEFIZ LY
HEr+2obD LT 5,
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HEZZFET 2HEICH > Tid, EBRTHIEZIT O FERER DA
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/ AENPE AN s
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T HERT A,
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(10) BiEDRHESEM
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(WEIZIE LT, REAIORIMS ), FEEHOBRICEEST D Lz2FAlE T 5,

(11) MEKEERORIED T~V OTLHEH

BARRESS T~ U EAAL 1D 72 & NSRS BEA 1D 2 52#d %,
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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) RETEFH
7L

(14) REOBH LiAA, BRWEb#E
PASHENEAND T S DNABFZERT Bl FiAE (O B FRA=)
T292-0818 THERAREH T S8/ 2 TH 5-23
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