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REEE : [ REEFRREKEE

REA | REREFURPOKERGFRE ]

B

REOKIEIEIL, & LTERMBRIZELY . BEAETIH O DAL AKIEN K
BLTHET DI L2 TREIRIERE T 5 -HOKEETHL, AEL, BEEA, BKE
DA N B BT RAZHE-D & 30 L EOHANIHSr S5 A8, A HAR IS LT D R A F
LBz llcky, TR AR 3BT REIE NS,

AW AL CcoL7Al Je ON B 2 W B S KRTS, KRT14, LAMAS, LAMBS, LAMCZ, 1TGAS,
1TGA6, ITGB4, COL17A1, PLECI, FERNTI D% /37 /E 2 — RiEIRT 7 Y > & Z O iljsmd A~
T A AL R AR — 7 = =TT L. BICHRHS N7 VVBE 1%LLTF
DOF72/N) 7 2 MZOWTHET 5, B KRB « #iAZE O 2 & —HZ b0 KB
220 7 MEEZAACICEE L CIEERE COME A EH Y — FRIOREAAR Y — 7 % — Tl
W72 7=, WXL L LV, (KT A 712 o0 THEINY 7 v b a—F — Tl
TELDOIZEALTTUIRET A0, NV T ha—F—THRHEATE o7 DI L
TS Liew, F7- BRIz, Mroo sk & T iciBmy %,

B4 position (hg38) HGVS. ¢

COL17AI chr10:104080686 c. —11-2A>G (NM_000494. 4)

COL7AI chr3:48565010 c. 8621-30A>G (NM_000094. 4)

COL7AI chr3:48565083 c. 8620+26G>A (NM_000094. 4)

COL7AI chr3:48565246 c. 8528-45G>A (NM_000094. 4)

COL7AI chr3:48566575 c. 8305-12T>A (NM_000094. 4)

COL7AI chr3:48567812-48567827 c. 7929+11_7929+26de 1GATGGGGGCTG
GGGGG (NM_000094. 4)

COL7AI chr3:48568548-48568552 c. 7759-18_7759-
14de1CATCTinsTTCA (NM_000094. 4)

COL7AI chr3:48575921 c. 5821-19A>G (NM_000094. 4)

COL7A1 chr3:48579538 c. 5236-23A>G (NM_000094. 4)

COL7A1 chr3: 48588602 c. 2587+40G>A (NM_000094. 4)

COL7A1 chr3:48592482 c. 977-15G>A (N\M_000094. 4)

COL7AI chr3:48595346 c. ~80C>T (NM_000094. 4)

COL7AI chr3:48595347 c. —81C>T (\M_000094. 4)

FERMTI chr20:6094199 c. 1139+740G>A (N\M_017671. 5)

FERMTI chr20:6122775 c. ~20A>G(NM_017671. 5)
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ITGA3 chr17:50074437 c. 1383-11T>A (NM_002204. 4)
1764 chr17:75736263 c. 1762-25T>A (N\M_001005731. 3)
1764 chrl7:75752427 c. 3977-19T>A (\M_001005731. 3)
LAMBS chr1:209628212 c. 1133-22G>A (N\M_000228. 3)
LAMBS chr1:209632788 c. 629-12T>A (N\M_000228. 3)
LAMBS chr1:209652368 c. —38+1G>A (NM_000228. 3)
LAMCZ chr1:183220813 c. 504-12A>G (N\M_005562. 3)
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M SEML L7257 5 DNA D2 4T DRERQBIE O AE<Ea— R
s Y L ZDA v hu L EREENA T ) XA B = a D W ITEERER
&% (polymerase chain reaction %, PCRELNE) ITX VIRME L., kiR —7r
Y —HL0EF Y BT Y = — I K D BB TEIIREEZ TV, AR
AR T D7z A < B = — NI 381T 2 IR BUBE O RS O F 4 /i
%o JRANMIE DI DZ T AN E T L0, R ARG EITHE S 72 DNA 5217
Ab, ZOGEIFEA2OFEFIZEIV KT b0 LT 5,

EYEE R O E 2L
EBEIHN BN TNDE b7 AU 7 7 Lo ARSI E O b | (R HBIHEZE R
DA A HET B

EREBEICRABREEITI 2 L LT AREMEOKEA
BRiZ7e L, AREIXBREMEZ2ETHHLO0TEH Y THA,

REICET S HE
BRARDATIZ B2 H A5 60 B2 B BIN,

HIEZZEFETDH BT H - Tid, EBRICRIEZRTT > HEREFR DA
HEDEFETIH Y FH A,

R DERE S
EREBIC TR D B ESRIRIUC S THICHM L AREDH LiAAOE /L
EHERT 5,

BRI DIRERA S
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WEETIAT DEAAL 1D 20k 7~V Ah A S TR 1 A
(BT 22 BRIER 45 EDTA-2K (F 721% Na) JEKD)

(8) MIEDREE
M 1nL A bR Y %,

9) MIEDORESRH
BRIMARIE, SO 7 TR T %

(10) RRfEDRHFM:
FE (7). (8), (9) T HRIKICONT, AN TRIRIC TAHICRET
(BEIZIE LT, RGAIORIAS AT, FEEAOBRRICEHFT D Z L&KL T 5,

(11) MEEEER ORED T XNV OFEHEHE
BARBES T ~UCIZEEAE 1D 722 & NSRS B 1D 2 50#9 5,
BRAEEEEIL, YRERBEOHRXEZEAT 5, EREHREH 2L FIIRT,
- [EA4{k 1D
- LT HMAEE (REL, RED— RES. BRI
- RIS
« A KT A 2 FORETR
- FEOREREA S E R

(12) RRix% EFRBEE D DR AERER MLOBFEREFNCHEZKET 55EIC
Hlco Tk, BEFERENF) E THRET 5 DICET 5 FFH
FEHOBABE LR LT D,

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

(13) HREFH
7L

(14) REDOKH LiAA, BEWEbE
NAEMEEANDT S DNABIZERT  BinTHA=E (O SEETFHRE=S)
T292-0818 THEWRAEEM Y SHL 2 TH 523
https://www. kazusa. or. jp/genetest/index. html

E-mail : onjk@kazusa. or. jp
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