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WETBE R

No. BETNA Ver. | fl FABA4A B VERLE ARE
1| BrEfERk 1 2020/1/9 v — SRR
2 | intron fEIKDIENN 2 2020/11/6 | #H)IE— SR R
3| —HEbHEIE OB 3| 2021/4/21 | HIE— SR
4 | BERXEE 4 2022/4/1 H 5 — SR
5 | fEIEGENN 5 ]2022/11/24 | H#)IE— AR
6 | A1) MEEKEEOTHENOLEE | 6 2023/4/1 FEEF L SR
7 | intron fEIKDOAH 7 2024/6/1 N — SRR
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BREEE : [T R— MNEFERE)

BEL - [T AR — MERFSRIZ FRE]

B

T VAR — MEGERTETIEREIEBE R CTH Y . K 9FID X HEEELRL, £
DEFEFITIZHMET 10 REEFEDD 20 RATHICKIIB AR RITETT 5, HFSITHEAD
FERTH D, SARERREEEE - BAMEE TR B IRE(L 2R OZMICAEHTH 2,
B MO R BRI EE IR D TV T2 5 — 7 VB A O RE ORI HEEZENICHACTH
Do BIGTEHTS ATRE T, MEEZMIZAM TH 5,

AIRATIL COL4A3, COL1A4, COL4AS BAn T DX /X7 'E a— Rk~ vV > L Z DMl
SR AT T A AENLEIR A R — 7 =TT L. IR ST LIVEERE
1%L F OFi g —HILE R & A« KIICHOWTHET S, FHHY — RRIR S —
e —0OT — 2 OWFENMLERGEIL, YU T—EC Xy T —v—F o —
TOfNTZAT 9 RBRBUEIRE « FAFEO =3 B —HEALRBNL R T/ DEEZE I
B L ClEmisE ComtpsmH ) — FRIORIKR S — 7 3 —TIIINEE R 7D st
LE L0, KHIEYA ZIZOoNTIANY T ha—F —THRIHTEZHDICE LT
FET L5208, N7 ha—7 —THRIETERPSTHOIZEHL TS Ly,
7o BREAEIICN 2. FREOMER S MATISENT S,

B4 position (hg38) HGVS. ¢

COL4A3 chr2:227257573 c. 988-30T>G (NM_000091. 5)
COL4A3 chr2:227280429 c. 2224-11C>T (NM_000091. 5)
COL4A3 chr2:227293161 c. 3211-30G>T (NM_000091. 5)
COL4A3 chr2:227303992 c. 4028-27A>G (NM_000091. 5)
COL4A3 chr2:227308376 c. 4462+457C>G (NM_000091. 5)
COL4A3 chr2:227308881-227308882 c. 4463-18dupA (N\M_000091. 5)
COL4A3 chr2:227311398 c. 4929-388G>T (N\M_000091. 5)
COL4A4 chr2:227010519 c. 4334-18T>A (NM_000092. 5)
COL4A4 chr2:227010524 c. 4334-23A>G (NM_000092. 5)
COL4A4 chr2:227087951 c. 1623+702T>A (N\M_000092. 5)
COL4A4 chr2:227144581-227144584 c. 72-26_72-23de1 TAAT (NM_000092. 5)
COL4A5 chrX:108568070 c. 277-559A>G (N\M_000495. 5)
COL4A5 chrX:108570694 c. 385-719G>A (N\M_000495. 5)
COL4A5 chrX:108570697 c. 385-716G>A (NM_000495. 5)
COL4A5 chrX:108573562 c. 466-12G>A (N\M_000495. 5)
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COL4A5 chrX:108576851 c. 609+879A>G (NM_000495. 5)
COL4AS chrX:108584470 c. 991-14A>G (NM_000495. 5)
COL4A5 chrX:108591701-108591702 c. 1423+57dupC (\M_000495. 5)
COL4A5 chrX:108595142 c. 1424-367C>A (N\M_000495. 5)
COL4A5 chrX:108595489 c. 1424-20T>A (N\M_000495. 5)
COL4A5 chrX:108601867 c. 2042-18A>G (N\M_000495. 5)
COL4A5 chrX:108606702 c. 2245-40A>G (N\M_000495. 5)
COL4A5 chrX:108606728 c. 2245-14T>A (N\M_000495. 5)
COL4A5 chrX:108608167 c. 2395+1275C>G (N\M_000495. 5)
COL4A5 chrX:108608184 c. 2395+1292G>T (N\M_000495. 5)
COL4A5 chrX:108609642 c. 2395+2750A>G (N\M_000495. 5)
COL4AS chrX:108665496 c. 3374-11C>A (N\M_000495. 5)
COL4A5 chrX:108687462 c. 4298-20T>A (N\M_000495. 5)
COL4AS chrX:108690448 c. 4511-2300T>G (N\M_000495. 5)
COL4A5 chrX:108692403 c. 4511-345A>G (N\M_000495. 5)
COL4A5 chrX:108692737 c. 4511-11A>G (N\M_000495. 5)
COL4A5 chrX:108695042 c. 4803+121T>C (N\M_000495. 5)
COL4A5 chrX:108695115-108695116 c. 4804-152dupT (N\M_000495. 5)
(1) ®EFHIE

MEAHEUL L7257 A DNA 23D, YT HMAEXGBE FOAESE=2— R
BT Y L EDA v ha VR NA TV EA B a3 D W ITEERRY
&% (polymerase chain reaction %, PCREENE) ITX VML, kiR —7r
VY —HDLWEX Y BTV == I L D FESIRE R TV, RS
BRTOTAELEa— RERICBIT 5 v —7 v vy 7 TR ATRE 2K BUEE O
IR AL O B A R 5 5,

(2) EMBERUHEEE
EEMICHN SN TNDE M7 5 Y 77 Lo RS O R | (RHBIHE AL R
DHBEEHET D,

() EREBICRIWMEEITI I L LT HREMOHHA
FRIC7 L, AREIREMEEZET 2 b0 TIEHY EHA,
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(4)

(5)

(6)

(7)

(8)

(9)

REICETSHEK
BRIRDATNC BN B A5 60 2 B LA,

HEZZFET 2HEICH > Tid, EBRTHIE 21T O HERER OLAH
WEDEFETDH VD £H A,

BRI DEREZA:
PEREREBE I TREE D B AGRIRIC SV THAIHI L AR O H LA OF
E AT D,

BAIRDERRAE S
R IAT D EA AL 1D Z0# T ~ L3 BE T S -8 mssy 1 A
(B zeg fRIEL M58 EDTA-2K (F 7213 Na) Hk7)

BIEOERE
i Inl B &R+ 5,

BRAEDRIEEEM:
PRIMAR T, BN E T2 A R E D

(10) BiEDORHESEM

ERE (7). (8). (9) #WI-TRIKIZOWT, BICANTHRIRICTARINIHEET S
(MEIZIE LT, RGAIORIMS ), FEEHORRICEET D Z L z2FAlE T 5,

(11) REKEERCRED 7~V OFEEHEH

BRARAEST Z ~ I EA AL 1D 72 5 ONTRIAEELH 1D 2 fil 3 5,
MRAKIEE L, YREEREORREFEHT 5, E20EHEAE 2 FICRd,
- [EA4{k 1D

- WETOMRAEHE (REA, BAo— MRS, BRI

- [P RO TE

c A KT A 2 EFOMERR

- B R E R EE

(12) BRiEZ ERAEEE 5 SR AERERT (MOBEREFICHEZKIET 2HAIC

HlcoTid, BHHEARENF) £ THRET D DITET 5 KM
FEEHOEAEEZFAI &5,
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T HMEIIZAMT AR 20T, EEEEICIZ S REEERT,

(13) HREB/HHE
7L

(149) REDORBH LiAZ, BRWELE
NESAENENNT S DNAWIZERT  BinFiA= (0T SBEFHREE)
T292-0818 TIEWRAEHAMN T SHE 2 TH 523
https://www. kazusa. or. jp/genetest/index. html

E-mail : onjk@kazusa. or. jp
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