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BREEE [ HHEIT—F R « oo RERERRFE |

BREA [ HHRET—-F X - ¥on RERBECTRE ]

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
oy R AD COL5A1, COL5SA2 (R&\Z COL1AI)
o B AR TNXB
WY it AR COL1A2
1 A AD COL3A1 (Fi\Z COL1AI)
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,
ADANTSZ, CHST14, FKBP14, INXB & fnf (R1) OX 7 Ea— NfEk—er v o L Z Dl
SR AT T A AENLiER A, K — 7 =TT L. EICRH ST LV
FE 1%L T OFi7230 7 MZOWTHET 5,

7RE. INXBIE—H =7 T TNYA & 99%[R CECHI % A3 2 FHFMEIR AN b 5, AR
TR DUV T, Long PCR I THRESAYICHINE LAREHNT I~ 5, AHRIGEILAN 72\ Ve
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, 7. KBIRE - ffiAFEO = B —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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— THRHETEZLDIZEALTIWMET 208, NI Ty ha—F—TRIHTER»o7cb
DIZB L TS L, F7z BRifEicin L, TRRomis b fricsind s,

BG4 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 (N\M_000088. 4)
COLIAI chr17:50196382 c. 904-15T>A (N\M_000088. 4)
COLIAZ chr7:94395818 c. T0+717A>G (N\M_000089. 4)
COLIAZ chr7:94401545-94401556 c. 226-22_226-
11delTTTTTTTTTTTT (NM_000089. 4)
COLIAZ chr7:94412694-94412696 c. 1503+12_1503+14de1CAC (NM_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 (N\M_000393. 5)
COL5A2 chr2:189062929 c. 1924-11T>C (NM_000393. 5)
TNAB chr6:32069875-32069885 c. 5279-24_5279-
14de1 TTCCTCTCCGT (NM_019105. 8)

(1) W®mEHE
MR HEML L7277 5DNA 2D 325 DA RBIRF O AT Ea—F
T b 2DA 2 b B A T Y A B =T a b D WIIEEER
PEEYE (polymerase chain reaction 35, PCRIEENE) 12X VM L. W —4
Y =HDENEF YT Y == L L D BB FESNIREZ TV, AT
BARF DT AT < E = — NI 3T DA MBS E O RS ZE (b O F 2
%o FANME DO HDZ T AN E T 208, RLEFRVWIGEITHEI N DNA 21T
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AND, ZOHEIIMELZ DFEFNC LV HBT L2 bDET 5,

(2) EMEEKOHEERE
EERINZHAWSNTWDE F7 2 L) 77 Lo AR E DL & | AR H B 28 5
DOH A HET D,

(3) EEMEICREMEELITIZ LT HAREMEOHHA
FriZa L, AREITREMEZET L0 TIEIH Y THA,

(4) RECETLHEK
TRIEDAFIT IO A 225 60 E 3 A LI,

(6) HEZEFETIHEITH o T, RERICHEEAT ) BWEREFTOLH
HEDFEFELH Y FH A,

(6) BIEDTERSM:
AR TRE D B AJPCIRFUIZOW TS L, AREOH LiIALDOE -
AR T 5,

(7) BIEDORERAR
WREF ST D EA AL 1D SE# 7~V AEAF S -8y 1 A
(B e B RIEL M4 EDTA-2K (7213 Na) FEf7)

(8) MRIEDEHIE
I ImL LA b 2R3 5.,

9) HREDOREFRM
PRIMAR T, TR IE £ 7 TR E T 5.

(10) BiEDRESAE
F2 (7). (8). (9) % HIKIZOWT, FIZ AN CEEIC TAFTICHET S
(MEITE LT, RAKIOEMS ), FBEBOBRICHET D Z L2 FHIE T 5,

(11) REEREERUOBRED 7~ VOFEHEE
BRIRBE F ~ IR E AL TD 72 5 ONCHRIASERA 1D 2 30#k4 5,
RAEREEIT, YRERBTEOMRAHHT 2, TATEEE 20 FIoRT,
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- [E4 AL 1D

RS ORAEE (REA, Bt — P& BIKK
- ERRPEBEE

s A R T A ST DORERS

* e ARE AT SE R

(12) MRk % ERBEE D D HEAERER MOBHEREFNCHEZEKET 2561
Hico T, HEFEEREDF) £ THRET 2 DICET HRH
FEHOBABE LA L T D,

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

(13) RETEFH
7L

(14) REOBH LiAA, BRWEb#E
PASENEAND T S DNABFZERT Bl FRAE (O B FRA=)
T292-0818 T AR H M2 e 2 TH 5-23
https://www. kazusa. or. jp/genetest/index. html

E-mail : onjk@kazusa. or. jp
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