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WETBE R

No. BETAE Ver. | fHERBHLAA VERE R
1| BBUERR (7 7 ERE S 3k | 1 2018/4/2 N W | A& TR
DRERNED HIMST)
2 | HERE DEIE GREE xS DB b) 2 2019/4/1 | M)IE— | SRER
3 | intron fEIEKDIENN 3 2020/9/9 | MINE— | KRB
4 | intron fEIK BN 4 2021/6/29 | MB)JINE— | SR
5 | EBALHE 5 2022/4/1 | M)INE— | KRB
6 | SMAD2 3EN 6 2022/4/1 | M)INE— | KRB
7| R EMN, FEEGEN 7 | 2022/11/24 | MB)INE— | RBE
8 | (1) MAKIHEOFRHEEH DA H 8 2023/4/1 F THE | REX
9 | ElsEMm 9 2024/3/5 | M)INE— | RE%
10 | intron fEIDZ 10 2024/6/1 | MIE— | SRE%
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BEEE [ =—5 2 « FrooREERE (WER) |

REA [ =—F X - FruREEE (LER) BETFRE ]

B

T—F A« F o AERERE (MER) (VEDS) IZEIIREZ (BIIRAREE - I8 - ) DA
T, MR (BE. FEER) . S, s Wom EERGIHELZ AL HHEET
B, NHIM LTV, EEREN (R TFEIRPZET TRR D) REDREN HY, &
HIZEE ek E BT D2 EEMEETH Y | WHRIT COL3AI BB+ ORRER T Th 2,
BEFTIES LD, FIAERRERIZLDIZEHHY, FHEBEORVEF LD,
ZHRILTERITT XTI D DI T, =—F R - X oo AEERE (ER) o2
Wik, BRRPT AT A T, KK, BEFRIMANT R (COL3ALIBIE Y T b)) g
LB, BRERE &2 X 72T COLAI BB T DN T2 MNRAENEE TH D, AREIC
K VBERERE & X 7o d COL3AI BT DAY T 2 RREE S AUET—T R - X m AE
BERE (M) OREZZRABILL 702, ARE CIIERERT & X723 COL3A1 BIn DN
Ty b (7T MESH, KEa R R T U TL—AY T RRYT U AT TA
VUOTREEELETARYT N BT S, B#EHY — MR — s =07 —
2 DORERRIERIGEIX, Vo =B 5X Y BTV —v—F Y —TONT %17 5,

ARENT COL3AL DX X7 F a— R V> & Z O A7 T A AENLHEK
Z, WK — 27 = =Tt L. RIS T VVBEE 0. 1%L N O3 Y
T RMIZOWTHET L, £, WAl W & L T ACTAZ, EFEMP2, FBNI, FBVZ,
FLNA, MYH1 1, MYLK, SLC2A10, SHAD3, TGFB2, TGFB3, TGFBRI, TGFBR2, SHADZ, COLI1AL, PRKG1, PUE
PAl HBIETREZITO D, THUHOBBEFICEL CIEMmEE & 3NN REENY 7
afh L7eR 2N 2, RBRBBRE - fiAFEO 3 B —HB LR T/ L
MEEZRICE L CIT R E ComM B E#H U — FRIORMER S — 7 o — CTIIR #7272
W, WERRE Ly, S A 7 iconTUINY 7 ha—7—CHRETE =Y
DIZELTIEHET LN, NV Ty ha—F—TRINTE o7 b OB L TidaE
L7V, F7o BRLfEEICN 2 TREOER S MATISBINT 2,

BinF4 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 chr17:50196008-50196019 c. 1003-43_1003—

32del1TGCCATCTCTTC (NM_000088. 4)

COL3A1 chr2:189007457 c. 3256-43T>G (NM_000090. 4)
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FBNI chr15:48415161 c. 8051+375G>T (NM_000138. 5)
FBNI chr15:48427813 c. 6998-40de1A (NM_000138. 5)
FBNI chr15:48428495 c. 6872-24T>A (N\M_000138. 5)
FBNI chr15:48429432 c. 6872-961A>G (N\M_000138. 5)
FBNI chr15:48446909 c. 5672-87A>G (N\M_000138. 5)
FBNI chr15:48446910 c. 5672-88A>G (N\M_000138. 5)
FBNI chr15:48470803-48470804 c. 4337-48dupT (\M_000138. 5)
FBNI chr15:48472689-48472708 c.4211-32_4211-
13de1GAAGAGTAACGTGTGTTTCT (NM_000138. 5)
FBNI chr15:48511386 c. 1589-1217G>T (N\M_000138. 5)
FBNI chr15:48526281 c. 863-26C>T (N\M_000138. 5)
FBNZ chrb: 128334868 c. 3974-24A>C (N\M_001999. 4)
FBNZ chrb:128334870 c. 3974-26T>G (N\M_001999. 4)
FLNA chrX:154353220-154353231 | c. 5999-27_5999-
16de1 TGACTGACAGCC (N\M_001456. 4)
MYHI1 chr16:15708802 c. 5787-4679G>A (NM_002474. 3)
1GFB3 chr14:75822875 c. *136312T>C (N\M_003239. 5)
1GFB3 chr14:75823021 c. *136166C>T (N\M_003239. 5)
TGFB3 chr14:75823544 c. *¥135643G>C (N\M_003239. 5)
TGFB3 chr14:75905806 c. *53381G>A (NM_003239. 5)
1GFB3 chr14:75958692 c. *495C>T (N\M_003239. 5)
TGFB3 chr14:75980923 c. —30G>A (N\M_003239. 5)
1G6FB3 chr14:75981836 c. —943A>T (N\M_003239. 5)
TGFBR2 chr3:30606825 c. —59C>T (N\M_003242. 6)
B, =—=T X« ZrnAJEfElE (WER) OZENCERL T, BHUOBTRZ 21 %

ZEDBDHTIINT 7 EGERE, O A R T = IEERE, RN KBNS - fREEZR & o
JEIR & R DI T ORBERER T A X 1T 7 FERDIEAITIT. FhbDEERELE
ZAONBDEEINTWNWAZLICHETAVERD D,

() MEFHE

MRS EIL L7247 I DNA 735,

AT DM BBI T OIS H=—F
BT Y2 DA v ba VBRI ENA TV XA R =T 3 v D WITIEHRER
&% (polymerase chain reaction ¥, PCREENE) ICXVIRME L, kit —7
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(2)

(3)

(4)

(5)

(6)

(7)

(8)

(9)

Y= NNEF Y ET Y = — T L LD BE R EEZITV, R XTR
BARF D72 A < B = — NHEIKIC 351 2 AR B O M LBl 51 28 b D 14 i 5
%o FANME DO HDZ T AN E T 508, RLEHGRVIGEITHHE I DNA 21T
AL, ZOGEIEE 2 OFEFUZ LV HET LB D LT 5,

FVEE R OV B A%
EEERINZHAWSN TS E F7 2 L) 77 Lo AR E DL & | AR H B 28 5
DOH A HET D,

EREEICREREZITO 2L T OIREMEOHEH
BRI L, AREIREMEZET 2 b0 TIEH Y EHA,

REICETSHEK
BRI AFTIZ RN = H 26 60 B2 H LA,

HEZZFET 2HEICH > Tk, EBRCTHEZIT O HERER DA
HEDFEFELH Y £ A,

RRARDEREA
EREBIC TIRAED B ASRIRIUC S THICHI L AREDH LiAAOE
E AT D,

AN AT
WREF ST D EA AL 1D SE# 7~V AEAF S -8y 1 A
(B e B RIEL M4 EDTA-2K (7213 Na) FEk7)

BAEDORRE
I 1mL LA b 2 4R i3 5.,

BRIK DRI
PRIMAR T, LTI £ 7o 3B R4 5.

(10) BiEDORHESEM

ERE (7). (8). (9) #WI-TRIKIZOWT, BICANTHRIRICTARINIREET S
(WEIZE LT, REAIORIM S ), FEEHORRICEET L Lz2fAlE T 5,
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(11) REKEERRED 7 ~)VOFERHEH
RRARREART Z ~ U ITEA AR 1D 72 & ONSRRE B 1D 2 5edld %,
RAEMIEE L, YMERREORAEZMEN 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) Rz ERBEE D CEAERERN OB EREFNICHEZKET 525G
HTc> Tk, HRFEERERNS) £ TRE T 2 DIET HHH
FEAOFAEEZFAIE T 5,

LR F AT AR e DT EREBEICIT T iR 2T,

(13) REHH
7L

(14) REOBH LiAL, BRWEb#E
PASENEANDT S DNABFZERT Bl FAsE (O B FRA=)
T292-0818 T AR A2 e 2 TH 5-23
https://www. kazusa. or. jp/genetest/index. html

E-mail : onjk@kazusa. or. jp
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