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HETBE R

No. BETNE Ver. | (EHIBHAEE | {ERGE AR
1| B ERL 1 2020/4/1 | AB)INE— | SREE%E
2 | FERAERE 2 2022/4/1 | M)INE— | SRE%
3 | fEIRGENN 3 2022/11/24 | fINE— | SREX
4 | FoH I AELE 4 | 2022/12/12 | MJINE— | SREN
5 | QDREMRAEEOGTEHEH DL E 5 2023/4/1 AR OTRE | RER
6
7
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BREEE [ HHEIT—F R « oo RERERRFE |

BEA [ HHRET—-F X - ¥ o RERBERECTRE ]

A
T— TR« X ron AEGREIEE, B 7 E G ekl Ak o g ic 5D
CEBEMERTH S, TOJRK EFERG 2 E TIE 6 2O ERA I TE 7203,
PR EREa Y =3 7 MR BEEOY T XA T~ LEHBESERT v T T — N &
T3 (American Journal of Medical Genetics 175C:8-26, 2017 : & 1),
#1

A BEEER JR R8s
Ty iR AD COL5A1, COL5A2 (Fi\Z COL1AI)
o B AR TNXB
WY it AR COL1A2
1 A AD COL3A1 (F\Z COLIAT)
34 i 1 ] A HY AD A
238 B Efi stz Y AD COLIAI, COLIAZ
B 5575 AR ADANTS2
AR AR PLOD1, FKBP14
Jiis 535 A MECE f ok AR ZNF469, PRDMS
FHEZLTE R AR BAGALT7, BAGALT6, SLC39A13
A FafET () AR CHST14, DSE
I AT AD/AR COL12A1
i Ji] R AD CIR, CIS

AT H WA D COLSAL COLSA2, & BITHERFZWr & LT COLIAL COL1AZ, PLODI,
ADAMTSZ, CHST14, FKBP14, TNYBi&n+ (F1) OX Ry a— RET 7 Vo & F D
SR AT T A AENLiER A, K — 7 =TT L. EICRH ST LV
FE 1%L T OFi7230 7 MZOWTHET 5,

7RE. INXB T 7 T INYA & 99%[R CECHI % A3 2 FHFEMEIR AN b 5, AR
TIFAERIFEEIC DUV TIE, Long PCR I THRESEAYICHINE LAREHNT 9~ 5, AH[RIEIGAN 7o\ ViEeg
DWW TIRIEHE D O 217 5,

BEHY — FRIRHAS Y — 7 v — DT —Z OB LERGA X, b =ik kD
Xy 7 V== —TOMNT 21T 5, 7l KBIRE - fiAFEO = ©—HZ
RKBUER T ) IEEZAGICE L CIIEREE COMEAEHE Y — R oK — 7 v
P—TIEREE 7o, WEFLRE L, FHiEY A ZiconTianNy 7y ha—7
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— THRHETE DAL TIWMET 203, NI T ha—F—TRIHTERo70b
DIZB L TEZEE L2avy, F7z EREEEISIN A, FREOmEES BT IZBnd %,

BIE T4 position(hg38) | HGVS.c

COLIAI chr17:50186053 | c. 4006-33G>A (NM_000088. 4)
COLIAI chr17:50190233 | c. 2451+94G>T (NM_000088. 4)
COLIAI chr17:50190250 | c. 2451+77C>T (NM_000088. 4)
COLIAI chr17:50190786 | c. 2343+31T>A (NM_000088. 4)
COLIAI chr17:50194840 | c. 1354-12G>A (NM_000088. 4)
COLIAI chr17:50196381 | c. 904-14G>A (NM_000088. 4)
COLIAI chr17:50196382 | c. 904-15T>A (NM_000088. 4)
COL5A1 chr9:134789143 | c. 2647-12A>G (NM_000093. 5)
COL5A1 chr9:134834960 | c. 5137-11T>A (NM_000093. 5)
COL5A2 chr2:189062929 | c. 1924-11T>C (\M_000393. 5)

(1) BREHE

MEHEML L7277 5 DNA DD | %S T DA RBLRFOTLAESEa— R
BTy Y e DA F R VBRI B ANA TV A= 3 v B D WVITEEER
MBS (polymerase chain reaction i, PCRIELHE) ICX v iEM L. Wit —4
=B LNEF Y BT Y — = U X DB FESIRE ATV ARG
BARF DT AT <E = — NI 31T DK B O RR S| ZE (b O F 2
%o FANMIE DO HDZ T AN E T 508, RLE/RWIGEITHE I N DNA b2
AD, ZOEEIFEL2 OFEFIZ IV HETL26DE T 5,

(2) EBERUOHEELLE

EBICHWSER TS FF /) AU 77 Lo AEHIE O b | AR B 5
DHEZHET S,

(3) ERMEICRAMELITI Z & T ARBMOKHA
BRiZ7e L, AREIXBREMEZ2ETHHLO0TIEH Y THA,

(4) RECETDSEK
BRDAFTIC BT A D 60 53 H LA,

(6) HIEZEFETIHRCTH > TE, ERICHEZIT I HEREFT DL
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(6)

(M)

(8)

(9)

HEDEFEITIH Y FHEA,

AR DERE A
AR TRE D B EIRIRFUC W THICHII L AREOH LB DL
AR D

i QUNPEA ST
WRETISAT D EA L 1D SE# 7~V s b S -8 1 A
(B 22 B PRER I 45 EDTA-2K (7213 Na) HEhr)

BIEOERE
i 1ol B &R+ 5,

BRAEDREFEEM:
PRIMAR T, BT E T2 A R E D

(10) iEDRHEH
Eie (7). (8). (9) ZWT=THRIKIZOWVT, FIC AN TEIRIC TARINIHEET 5

(LEIZIS T T, RFIORMS ), BEHOFRIZEE TS Z & 2FAIE T 5,

(11) REKEERCRED 7~V OFERHEH

(12) R % BB 2 DR AERER (M OBmAERERTICHE ZKET 256

BARBESS 7 ~ U IZEEAAL 1D 72 © ONSRIKEERA 1D 25295,

R EIL, YRERBEOHRXEZMHEAT S, FREHREE 2L FIIRT,
- [EA4{k 1D

- LT HMAHE (EEAL, REa— RES. BRI

- RIS

« A KT A 2 MFORETR

- FEOREREA S E R

bHlcoTid, BRFHARENSF) £ THRET D DITET DKM
FEEHOEHAEEZFHI &5,
TR BIEEZM TR 22O T, EFREREICIT o mEREE ey,

(13) REFH

L
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(149) REDORBH LiAA, BRWELE
NASAETENNT S DNAWIZERT  BinFiA= (0T SBEFHRER)
T292-0818 TIEWAEAM T SHE 2 TH 523
https://www. kazusa. or. jp/genetest/index. html

E-mail : onjk@kazusa. or. jp
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