Mt R B %O R &
%40 X B %
KEREREROKEEDOIR D S — 7V #ZT
(COL7AI) ZERMFR

FhLam XAEDOEE

TR REOKEGEE. SERMG/SIRERICE Y. RBICESITOKEOULA. EBEERETS
HROEIMTH D, NEE, KAEMREMIIC & Y BRI, ST, FBEERDAEL 3DIIHE
SNTWS, BHBIIRENITKAEIRL . EEHR CIEIREERIESEIZAEY S lanina lucida
[KAERL. FREEERCIIERER EEO lanina densa B FIT/KBERRT 5, 251, SEED
BRRAOFEWFDESI LY, BRI SFU5, 75F0 14, TUIFABEFOREIZLY
FE. BERBRIISZ=06, a6B44TFHIY, NI BaS—FUNRIEFORE, FREE
BV BaS3—5  ABnTFORBICKYRET S ENALMNIA o=, VII BaS—5 ABIEF
Aa—FLTWB VI Ba5—45Uid, RELEEOERMIH-SAEELHEES U IMEEAT
HD. EDI=H. FEEERTE. VI BaS—SUEEFOREIZLY. VII BaS—4 bbb
anchoring fibrils MOEEFEZEE. ERFLLASERRNIIKEETEL D, FEEETL. &
Rk YEER, SHRICHESATEY. SHRIES SICHENERERNRETHS
non-Hal lopeau-Siemens (nHS) & & ERERAEIRAVEREIL T % Hal lopeau-Siemens (HS) BUZH4FEZ N TLVS,
IE. NEQFWHEREIR OO ->TH ST, FLLAEEZOBRSIHIFSh TS,

B FROEMIE, REEERRBKEERED VI BaS—4  8I5F (CA7A) DERE
REITL. BEA QLA EROFHBEALNT S ETHS,

ik 2000 05 2006 £EI TALBE KRN BN E 23R8 S hi-2  BERO MO BEAD
REEERIRBUKAAE 28 RRICDOLT, EERERCRIEREIZOULVTEEL <BERL 1=,

R, BEORBEREZITL ETAMBRNMR ERETT 510, J0v o e, EEH S
BFRELZTL. BAENETIEMRICTERL-, -, SELEENRREOEELZRY Y —=
T3 51, BEREBOREIO VY ML, EEEREICHT 2HAEAL, REREEHTL
1= ~
COLATERBREITI1=. TH V2 rOVEBREEEDI-TI Y v E LA DTOE—4
- —#Bi% PCR 2k YIgE L 1=, 1808 L 1= PCR EE¥% BigDye Terminator System (Applied Biosystems,
Foster City, CA) ZFAL), BEMWLEES —U T REEIZTERES|#RE L=

R REEENREOETIAMEFNARIE, ERR LS lanina densa BT IZ/KEMRLHE
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BLf, &bIc. St REEEaORREMTLIE S5, BERTIEZVII BaS—4
VOFERNFEOH oA, nHS BITIEVI BaS5—5 0EES. HS BTkl VI #aS5—4 0%k
REBOLUMNT=, Fi=. VI BaS5—5 LS OREEEAOREOBEES L UMEIEERD S his
hot=,

Rz, QLA DERBHRETTo1=L 5. 56 alleleh, 45 allele = CAA DEREREL. %
BERECHSN-BED 0% EREEE LT-. REEEIONIRL, BRI 65 (21%) . nHS
B 1445] (50%) . HS B8 B (29%) TH 1=, SERE Lt= LA DERIL. BHRITIL 6 TReh,
A TR (6TH)AFHRERTH o1, FIRERIE GI776V(53276>T) . G2003E (6008G>A) . G2064E,
8069del17insGA TéHoT-, HMHBITIL 28 TRF, 19ER (68% AWRERTH 1=, THTROA
ERIL. GI595R (47836>A), GI667E(50006>A), GISISR(5443>A), R1957Q(5870G0A), G2304R(6910GDA),
G2623S (7867G>A),  G2633S(7096G>T),  G2677S(B0296>A),  G2876F (86276>T),  RI37X(409C>T),
Q641X (1921C>T), R1683X(5047C>T), R2261X(6781COT), 02827X(8479C>T). 434insGCAT, 1474del8,
5604+265C, 8109+2TXA, 8358+1>T T o=, SED CUAI ERIRRIZHE VT, KD al lele DH
[ UAEREREHELD 1= 3RHREVThDal lele IZH EREFTHEL M 1= | AL H 7=,

R 0. REEENORGTR L RVEOBE C DL TESMORENH I, SHRDBRE
DIFL A EIEERIERAERAL L TULND, ST HS BITIE. L4 Dffial lele ISi&IEn K2R
28T BN, ELE VI BaS—SoriazEl-3, 200 VIl Bas—Supsmand
anchoring fibrils DEALICEY | ERERERNEELT 5, 512, nHS B, FEiBgibaasmr
RICKYREIRIC VI BaS5—5 L DiEiln 51, BERERNSEREELLEL, nHS ik, B
&iba FUERETOBAEHEERC . BIRIED R, 73/ BERER. R TS5 ZYA ME
ROsahEEmallele SBT3 &12&Y. VI BaS—S D@L S,

AWRIZHLT. BEAIZCEROONLIERE L TIHRESNW TV A EROHIRIEREIL. 28 FHh.
5818de|C MEERIZ T RFA (5% . 6513+10C (L3RR 11%) . E2B5X (X2 K% (T TRIESH, &
BIZ, 02827X (X2 RZR () TROON., BEAD ULAIERIZZ L BHONAIERD 1 DTHSB S
EhSRIgENT=, &I, S4TEED CULA DFMERIE. FHRERN B EBERESh=C LMD,
BAAND QUL7A] DERIT. REBEERMEOERTHSLHFEIND,

SE L7A1 EEZBFRIZHULT, FAD allele DA ULHMEREZRTEHELNST=3I TR 1Y) &
ERARTEHELZN 121 KRR W) DB o= LA LEL L BEDHRETE. O RFZBEHFDallele
[CUHIERZFREHFELEN O -RRBNIBRR Q10 AHB, O EI L FFRESIZRIITRIL.
COL7AT USADEMLICIFE T HETREMAVRIZ S B,

BARADFERENRBOKEGERED L] ERERETHI-HR. SN0ERFELBPLh
FEHROERTH 1M, BEAREOZERLREE LS -
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F R LEEDEE
EE BB OE A%
BOE BB T NE W
BoE ®E O F R F

YN wmXEAL
REEERRE KBEREONE IS5 — 4 @Iz T
(COL7A1) & Bz

REKBEAENY, BN OBBOREIC XY, BB B AR UGA, BB T DR
BOBRHTHSD. AE, AEFRRITAIZIDEMA, AR, SREEERDOREI3OIZS
SN TN, ITED R ERIFEIRIC T D0 FAEMFEOERT LY, FEEERT VI oS
— BT DORENCIVRIET DL BHALMIT o7, VI BIaS— 7 B F 32 —RL T
B VI BlaZ— 3Rk EBE R ORI A R EEABRSE AEEEATHS. FiE
R, BERICIVENR, HUENCHESNTRY, SHRIIEOIZ BEIEERIER AT
fET&% non Hallopeau-Siemens(HS)ZI LEEHRAEIREEA 35 Hallopeau-Siemens(HS)ENZ 43
1Sy (N GAYLY ,

ARIFRD BEY, FEEERRBRKEERED VI BlaS—F BnF(COL7ADDE B
FEAT, BARAN COL7AIERDFIZALMTTAILETHS.

FIDIZ, HEBERRRIIEIE 28 FRIZOWT, BEDREAEREIT, BFRSESY
BRREBFEREEIURIC 25U AV, SEEa i TU . IRIZ, PCRIEIZEY, COL7AI
BEBRREIToT-.

FREERBEOETIHEE AT R, ER ¥ lamina densa B TR EHE
LT, SHIT, R bR BB H ORBERIT U= L2 A, BMRICrE VI BT —
7 DFEBDFRDH LM, nHS BICIE VI BI= T — 47 OiEE, HS B Ciiel VI Blas—4
DFRBEBOIRH T, WIZ COLTAI DERFRIREAToT-LTA, 56 allele F 45 allele {2 COL7A1
DOEBREZRIEL, REEEULDWINT-BED SONERYFFEL-. FEEERONFIT,
MRS 6 41 (21%), nHS F42S 14 F11(50%), HS ZUA3 8 511(29%) Tdvo7-. SRIRIELT- COL7AI D
BRIy, EHAITIX 6 BRYP, 4 BRETOBFHER THoM-. HHRITCII 28 R, 19ER
(6BRDETHRER Tho7e. AFFTIZEBNT, BARNIELRDLNAIERLL THRESh QNS
EEOHBSEREY, 28 F5RH, 5818delC 13 7 FFR(25%), 6573+1G>C 11 3 R (11%), E2857X 1% 2
FRTHTRIESH, BEOHRELRFEETHoT-. EHIZ, Q2827X 11 2 AT TERDLN,
AARAND COL7AI BERIZZLFBOONAERD1 > THAZ LRS-,

RIEOHE IO, FEEENREKEEDOZWHEE I ESERE0ER, £ Vil H
a7 — 7 BRI ERE FEHSE - T EFICEIL €, WRIZED IO FEREHE CHeE 5
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DHPENIE], BIEDSFAE BRI OIY, NEOKERE, BIUMREEIZIITAREE!
[ZDOVWCOER, FeFEEOEKEEEENS, VI BlaS— 4 BT EBRRBED A DEEER~
DOBREDEMNBH T, BeEE I EE e EEE2 L.

IO, REEEFNRENEEDOBKEHEETHFE, - ANECRESN-ERIE
FIEIREDBIEZAGNCL, 5%, FVIBRIENSERINDL, BETLISEIERES
BRCEDFIREMES iR LS.

FER—MIL, INOOREERSEHEL, KFGRRICBIT AR RE AT/ O O
FREDEL (RE) ORI T DD RSB EE T 5L DOLHEL-.
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