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ETRE— &R

No. WETNE Ver. | iEHBHAAH VERE KA
1| HTHERL 1 2020/4/1 | ABJIRE— | SRER
2 | HFALHE 2 2022/4/1 | MINE— | SREH
3| fEEGE 3| 2022/11/24 | HIyE— | SRBE%
4 | FLH I AMEE 4| 2022/12/12 | #HJWE— | SpE%
5 | (1) MAMKEEOFHEE DA T 5 2023/4/1 *THE | REXR
6 | intron fEIRMDZ 6 2024/6/1 HE— | R
T | BROLEHE 7 2025/4/1 e OTHE | O REX
8 | AR GEIR T A BN 8 2025/9/1 | ARz | KB

2/6




BREEEH : [ FHB—F X - ¥ o RAEFEEE |

BREL [ TR —J X « FroRERHBLTRE ]

B
T—F A - Frn AEGREIRE, BT, M e &2k Gk o Mags i
SEEMHRETH D, ZOJRK LIRS ZivE Tl 6 DD FEHB| ﬁj\*ﬁéﬂ’b“(%fci)\
HFEVEEa =T MR BREEOY T XA T~EEESENT v 7T — S
TW% (American Journal of Medical Genetics 175C:8-26, 2017 : & 1),
*1

ZEtE BEEA SRR
oy R AD COL5A1, COL5A2 (F&\Z COL1AI)
Ay iRy AR TNXB
Dol AR COLIAZ
1 A AD COL3A1 (F&\Z COL1AI)
ey ity R AD B
%3¢ B Hiisthz A AD COLIAL, COLIAZ
B2 i e 557 AR ADANTS2
AR AR PLOD1, FKBPI4
Y555 A MELRE fpe Ao AR ZNF469, PRDM5
FHESIZ R AR BAGALT7, BAGALT6, SLC39413
i eRE R () AR CHST14, DSE
I AT AD/AR COL12A1
k7 JE AD CIR, (IS

AR T I D COL5AL, COL5AZ, AEBPI, & B I\ZHERIFZWT & L C COLIAL COLIAZ, PLODI,
ADANTSZ, CHST14, FKBP14, TNXBi&fn{ (£ 1) OX /7 E a— NEk— 7 vV o L Z D
RO AT T A ZAENEIR A, RS — 7 =TT L. ISR ST LV
E 1% LA T OR300 7 2 MZOWTHET 5,

RE. INXB =7 T TNYA & 99%[F] CECHI 2 A3 2 FERIER A B 5, AR
TIFAH RISV TIE, Long PCRIZ THREFRAVICHINE LARHT 9~ 5, AH RIS 70w Vil
(ZDWTITIEH @ Y O 21T 9,

BHEHY — IR Y — 7 v — DT — X OB VBRI AT, Vo T —kIc L b
YTV = =T —TOMT 21T 9, i, KEBRE - #iANFED 2 ©—HZ(
RKBUEZR T ) IEEZAGICE L CIIERE COMIEAEHE Y — RO — 7 v
P—TIERE R 720, WEFRE L, KHilEY A 72 onTiEINY 7 ha—F
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—CTHRHETE LD L TIWET 208, NI T ha—F—TRHTE Lot b
DIZBI L TIHE L2V, £ BRI A, TREOHEM G MEATIIBEMNd 5,

BinTt4 position(hg38) HGVS. ¢
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 chr17:50196008-50196019 c. 1003-43_1003-
32de1TGCCATCTCTTC (NM_000088. 4)
COLIAI chr17:50196214-50196217 c. 958-18_958-
15de1TTCC (NM_000088. 4)
COLIAI chr17:50196381 c. 904-14G>A (NM_000088. 4)
COLIAI chr17:50196382 c. 904-15T>A (NM_000088. 4)
COLIA2 chr7:94395818 c. T0+717A>G (N\M_000089. 4)
COLIA2 chr7:94401545-94401556 c. 226-22_226-
11deITTTTTTTTTTTT (N\M_000089. 4)
COLIA2 chr7:94412694-94412696 c. 1503+12_1503+14de1CAC (N\M_000089
. 4)
COL5A1 chr9:134789143 c. 2647-12A>G (NM_000093. 5)
COL5A1 chr9: 134795057 c. 2701-25T>G (NM_000093. 5)
COL5A1 chr9: 134834960 c. 5137-11T>A (NM_000093. 5)
COL5A2 chr2:189057037 c. 2338-11T>G (NM_000393. 5)
COL5A2 chr2:189062929 c. 1924-11T>C (\M_000393. 5)
TNAB chr6:32069875-32069885 c. 5279-24_5279-
14de1TTCCTCTCCGT (N\M_019105. 8)

(1) ®EFHE
M BEML L7277 5 DNA 26| 3% DA RBIRF O AT Ea—F
= VDA br VBRI EANA TV A= a3 b D WITEERR
iYL (polymerase chain reaction £, PCRIELEE) ITX W IRME L., Wi —7
VY —HLWVEF Y BT Y == UYL K DEE TR EZ TV BREXTSR
BAR T D72 A < B = — NEIIZ 351 2K B FE O S LB 28 (b o0 A M A A H 3
%o FANMEDHDZ T AN E T 505, RLLEHLRVWGEITHE SN2 DNA b2 1T
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(2)

(3)

(4)

(5)

(6)

(7)

(8)

(9)

AL, ZOHEEEA DOFFNZ LV HWT LD LT 5,

EVEE R O E AR
EEEICHW SN TWD e F7 ) AU 77 L ARSI & O O | RS2
DHEZHET D,

ERBEICEIBE LTI 2 L LT DREMEOHH
RS2 Lo AREITREMELZET 5 b0 THH Y EHA,

BREICETHHE
FRARDIAFTIC RV = B 235 60 3 H LA,

HEZEFET DH AT H - Tk, EERICHEZTT > WEREF DL
WEDEFEIH Y FH A,

BRER DERELSRAT:
PEHRIEBIC TIRA D A IDCIRAUC S TSR L AR O H LIAZ O
ETRT 5,

BRIEDERIEZ
WRET AT DEEA AL ID sl 7 -~V S AT S - R 1 A
(B zesz (P RIER 45 EDTA-2K (F 713 Na) HERL)

BEDORRE
MK 1mL LL A& R4 5,

BRIE DRI
E213111KE 3 OB Send/R NS T A e R ¥ T E S RES

(10) BRIEDHREH S

EF (7). (8), (9) ZWI=TMHRIKIZONT, FHICANTEIRICTARATIZHET S
(WEIIE T T, RmFIORMG ), BEHOFHIZEET L Z L 2FAIET 5,

(11) REKEERORED T~V OFEHER

FRREST Z ~OUIZIZEEA AL ID 72 & NSRS BT 1D 25084 5,
MR EL, YUMERRTEOEXEHEA TS, EARREER 2L TIORT,
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- EAE D
cWETOHRAEHE REA, BE=a— FEZ. BRI

- EPRPEBE T i
s A R T A BT ORERS
* e AR E AT SE

(12) gtk % BRI 2 D ARER (MMOBEREFCHEZKET 25
(CHT7e> TiL, HHRBEREFE) = THRET D DICET 5 KM
FEHORBEFEZFAIE T 5,

TR E AT RO T, EEEBEICIT T RER 2T,

(13) AT/HH
L

(14) REORH LIAAR, BEWEhH
PARMEVENDT S DNABFGERT  BiInFREE (O SEInFHiE=s)
T292-0818 TIEWAEAM I SHL 2 TH 5-23
https://www. kazusa. or. jp/genetest/index. html

E-mail : onjk@kazusa. or. jp
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