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BREEB : (¥ R0 REE

BREL (&7 RERIGTRE]
1BEms
IR, 4 2737 R A S B BERRIC DU T, SRR =R 72 & ORRIR T R-27%>
DT LB D, —I5 T, FHE MR EAEE R T I, BURAI T RO MR, & AR
AP BPERIEE L U ORIET . BIRAEIK T 2NEITT 2 & | IR B, BRSO
SERAHELL, RINBRRICESD & A TENCEMBHEA LI 5,
ARE T T ORE L @B T 25 T 5.,

YA BSR4
FE BRI I MR R B S e CFH, CF1, CD46, C3, CFB, THBD, DGKE
TV — NEBERE COL4A3, COL4A4, COL4A5

KA NRT TIEGRE UNRESIEMGRE) | LUXIB
/ LMX1B P E

ABETIE EEROKEERE B) OBEEGFOZ 37 Ea— RiEike s Vo L 2O
SDAT T A AN A . RIS — 7 =TT L. RIS ST LV
2 1% F O\ T o MZOWTHRET 2, B — R —7r o —n7
— X DMENMERGEEE, Yo Tk ED2F vy T ) ——7 Y — O 21T
Do MBRHBUERK « FEANFED 2 & —FEASORBUE 2 7 7 2EEZIZE L Cidm i
JETORHNES Y — FRIORIR S — 47 o —TIZREE R 720, EdSRE L,
FHIILE Y A Z1ZONWTIEIANY T ha—F7—CTHRIETE 72 b OB L TEEE 3 223,
NRYT7 v ha—7—THRIHTE 2272 b DI L TIEMmE Ly, £7- BicsEsiiam
Z. FRLOFER G AT BT 5,

BinTt4 position (hg38) HGVS. ¢
c3 chr19:6720594 c. —5del (NM_000064. 4)
THED chr20:23049806 c. —302C>A (N\M_000361. 3 ZRRES| DH#iFAS:)
THED chr20:23049682-23049683 c.—179_-178 delinsAT
(NM_000361. 3 2 fRELS DHEFHS)
DGKE chr17:56848105 c. 888+40A>G (NM_003647. 3)
COL4A3 chr2:227280429 c. 2224-11C>T (N\M_000091. 5)
COL4A3 chr2:227303992 c. 4028-27A>G (NM_000091. 5)
COL4AS3 chr2:227308376 c. 4462+457C>G (N\M_000091. 5)
COL4AS3 chr2:227311398 c. 4929-388G>T (N\M_000091. 5)
COL4AS3 chr2:227257573 c. 988-30T>G (N\M_000091. 5)
COL4AS3 chr2:227293161 c. 3211-30G>T (N\M_000091. 5)
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COL4A3 chr2:227308881-227308882 | c. 4463-18dup (N\M_000091. 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_72-23del (\M_000092. 5)
COL4A4 chr2:227010519 c. 4334-18T>A (N\M_000092. 5)
COL4A5 chrX:108568070 c. 277-559A>G (\M_000495. 5)
COL4A5 chrX:108570694 c. 385-719G>A (N\M_000495. 5)
COL4A5 chrX:108573562 c. 466-12G>A (N\M_000495. 5)
COL4A5 chrX:108576851 c. 609+879A>G (N\M_000495. 5)
COL4A5 chrX:108591701-108591702 | c. 1423+57dup (\M_000495. 5)
COL4AS chrX:108595142 c. 1424-367C>A (NM_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 (\M_000495. 5)
COL4A5 chrX:108608184 c. 2395+1292G>T (\M_000495. 5)
COL4A5 chrX:108609642 c. 2395+2750A>G (N\M_000495. 5)
COL4A5 chrX:108665496 c. 3374-11C>A (N\M_000495. 5)
COL4A5 chrX:108690448 c. 4511-2300T>G (NM_000495. 5)
COL4A5 chrX:108692403 c. 4511-345A>G (N\M_000495. 5)
COL4A5 chrX:108692737 c. 4511-11A>G (\M_000495. 5)
COL4A5 chrX:108695042 c. 4803+121T>C (N\M_000495. 5)
COL4A5 chrX:108570697 c. 385-716G>A (N\M_000495. 5)
COL4A5 chrX:108687462 c. 4298-20T>A (N\M_000495. 5)
COL4A5 chrX:108584470 c. 991-14A>G (N\M_000495. 5)
COL4A5 chrX:108695115-108695116 | c. 4804-152dup (N\M_000495. 5)
LMXIB chr9:126615346-126615362 | c. 140-37_140-21del (N\M_002316. 4)
(1) ®EFHIE

MR HEML L7277 5 DNA 26| 524 DA R8s D7z A< E =2 — Fialk
TV LZEDA bl ERD EAA T Y A B = a b D W ITEER I R
¥ (polymerase chain reaction . PCRIEEMHE) IZ L VML, ke —47 %
—HLWEIF YT Y == I K DB ARSI E 21TV A SRR LT
DT MEL B a— RERICRBT 5 v —47 v v v 7 Tl alRE 7oK H B oo 8 FL i
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(7)

(8)

(9)

FIZALDFEZ BT 5, JFAIMEOADZIT AN ET D05, L 2GR0 GE 13
RSN DNA bZITFAND, ZOHEIIMEx DOHEFNC LV HBT b0 LT 5,

FYEE R OV B A%
EEIICHWSNTWD e T A 77 Lo ARSI E O & | fREMBEIZI T
A EFRFI B OF LU ET S,

EREEICREWEZITO 2 L T OREMEOHEH
R L, AREITERMEZ T 5 b O TR,

REICETSHEK
BRRSAFTC RN H A5 60 B 3% H LU,

HIEZZFET 258 H - Tid, EBRITHEZRIT 5 HEREFR DA
HIE DZREIF RV,

/ AENPE AN s
FERHERIIC TR O HBRCERFUC DWW TSIt A L, KBEOH LIARDOE R
T HERT A,

AN A BT
WREF ST DO EA AL 1D SEd 7~V Sz 1A
(B e B RIEL M4 EDTA-2K (7213 Na) FEf7)

BAEDORRE
I ImL LA b 2R3 5.,

RIE DRI
PRIMAR T, TR £ 7 TG R E 1D,

(10) BiEDRHESEM

ERE (7). (8). (9) #WI-TRIKIZOWT, BICANTHRIRICTARINIHEET S
(WEIZIE LT, REAIORIM G ), FEEHOBRRICEET L Z Lz2AlE T 5,

(11) MEKEERORIED T~V OTLHEH

RRARREAS 7~ WZITEA AR 1D 722 & ONTHRRE L] 1D 2 58dld 5,
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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, HEFEEREDF) £ THRET 2 DICET HRH
FEEAOBABE LR L T D,

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

(13) RETEFH
7L

(14) REOBH LiAA, BRWEb#E
PASHENEANDT S DNABFZERT Bl FHAsE (O B FRa=)
T292-0818 THERARMHHNT SHE 2 TH 5-23
https://www. genetest. jp/

E-mail : onjk@kazusa. or. jp
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