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WETBE R

No. BETNA Ver. | fHERBHLAA VERE ARE
1| B ERL 1 2017/05/31 | /NE M | & THE
2 | EAEHET KL ADETIE 2 2017/7/25 | /PNEOM | AR TR

MRAEREE A (BMFQ) 02 L2
3| AR E A RTO) D LE R 3 2017/9/11 | /Mg M | AR TR
4 | RS OEIE (BRSARYV TR 7L | 4 2017/11/9 | MUINE— | & TA&

JVBEE 1%>0. 1%LLF)
5 | MAEMHEERA (RMHOQ) OHIBRE X | 5 2018/4/2 NE e | & T

JeTHHEE (1) OiBRE

BAHE OMN (Z—F R - Frm A

FEEREZ B 5 Flid 2 HIBR)
6 | iR DEIE GRS x5 DB b) 6 2019/4/1 | M)INE— | KRB
7 | intron fEIEKDIENN 7 2020/9/9 | MINE— | KRB
8 | intron fEIKDIEN 8 2021/6/29 | AJINE— | SRS
9 | FALHE 9 2022/4/1 | M)INE— | SRE%
10 | SMAD2 3N 10 2022/4/1 | MJINE— | RE%
11 | #EfsEmm, sEEsem 11 | 2022/11/24 | fMIE— | KB
12 | (1) BAMKEEOGHEH DL H 12 2023/4/1 & THE | R
13 | EEEM 13 2024/3/5 | MINE— | KRB
14 | intron fEIKDE T 14 2024/6/1 ME— | RS
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BREEE : [ w77 VIEERE |

BREL [ v V7 7 VIEERBETRE ]

B

N7 7 CREGRRE TR RS SRR umﬁifﬁ IRERE DO RF LR IERZ T
Db el TH Y | HIRIT FBV] s T OERERE Th 5, B TIiEdH 2 058 256%
A2 %Wﬂaiét@\%%ﬁmﬁw%%%9&<&wovw77yﬁ@ﬁ®@%
X, RENIRET R ARAT R OKERAS) CHRFT AT 2 T, IR, SRR 7 (FBVI
BTN T R BNEEERDI0, BEERF 2 & 727 BV BIn+ DY 7 MMEEMN
HETH D, AREIC L VR 2 X727 BV B 1O 7 2 RBEE S v~
VT 7 EMERERD M®k%&wm&&é ARRATITES U — RRIRIR S — o oY —
AW THRE R 4 & 703 FBV AR DO AEH L B WK -FHAIZ L 5N 7 B
(7?/@%@ WIEa Ry R_RYU T b, =LAV T "RYUT U, AFTA L0

WaEled ANU TN T2, BEEHY — FIRIER Y — 7 o —0 7 — &% Off
ﬁﬁ%%ﬁ%ﬁic&/ﬁ~%:ié%%t7)~v—7/%—?®%ﬁ%ﬁﬁoik\
FIARE CILBE T ORTE N~ VT 7 VREERRORER & 0 7= TGFBRI, TGFBR21Z>
WTHRAEEIT,

A &L FBNL, TGFBRI, TGFBR2 R OV Wl 52 Wr [ \Z ACTAZ2, COL3A1, EFEMPZ, FBVZ,
FLNA, MYHI 1, MYLK, SLC2A10, SHAD3, TGFB2, TGFR3, SHADZ, COLIAL, PRKGI, PMEPAI D% 737
Ha— REIT Y Vo L ZOWNGD AT T A AGNLREI &2 IR > — 7 = o — AT

W SN2 7 VABEE 0. 1% FORRANY 70 MZOWTEHET 2, RBKR
BRI « AN O 2 B — BRI 7 AHEEZERICE L QLR E CoM
WEEH Y — RO — 7 o —TIEREE R 72D, EFRE Ly, it
AZZONTEFEAY T ha—F—THRIETE L DI L TEHmET 208, NI T~
Fa—F7—TRIHTE -7 bOIZB L TiEdE Ly, 72 ERifEgicmz, Fid
DS AT BN 2,

B4 position (hg38) HGVS. ¢

COLIAI chr17:50186053 c. 4006-33G>A (N\M_000088. 4)
COLIAI chr17:50190233 c. 2451+94G>T (N\M_000088. 4)
COLIAI chr17:50190250 c. 2451+77C>T (N\M_000088. 4)
COLIAI chr17:50190786 c. 2343+31T>A (N\M_000088. 4)
COLIAI chr17:50196008-50196019 c. 1003-43_1003—

32del1TGCCATCTCTTC (NM_000088. 4)

COL3A1 chr2:189007457 c. 3256-43T>G (NM_000090. 4)
FBNI chr15:48415161 c. 8051+375G>T (NM_000138. 5)
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FBNI chr15:48427813 c. 6998-40de1A (NM_000138. 5)
FBNI chr15:48428495 c. 6872-24T>A (NM_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 (\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)
TGFB3 chr14:75822875 c. ¥136312T>C (N\M_003239. 5)
1GFB3 chr14:75823021 c. *136166C>T (N\M_003239. 5)
1GFB3 chr14:75823544 c. *135643G>C (N\M_003239. 5)
TGFB3 chr14:75905806 c. *53381G>A (NM_003239. 5)
TGFB3 chr14:75958692 c. *495C>T (N\M_003239. 5)
1GFB3 chr14:75980923 c. —30G>A (N\M_003239. 5)
TGFB3 chr14:75981836 c. —943A>T (N\M_003239. 5)
TGFBRZ chr3:30606825 c. —59C>T (N\M_003242. 6)

BB, wNT 7 AEBREOBENCEE L TE, BEOFRAERE T2 L0H LA A -
T - VHEGERE, T—T R - S AEGRE () | RIEPERBINRE - AREE (UL
(V7 7 VREGREESIER ] ) OFIA L 25 G TOMERE 2 X3 U 7> b
BOBEEITE, VT 7 SERRETRZR S WRO~ LT 7 ERRERR RO Z
ENORBLEEBEZONDLENTVD ZLIIHETOILERD D,

(1) REFHE
MAEZSEUL L7257 JDNA 8B 38T DA RBIn T OIS H=—F
k= Yt ZDA v bua BRI ENA T VXA = a b D VIR
M4 875 (polymerase chain reaction ¥, PCRIEEME) ICX D IEM L., W —74
A= BUNEE Y BT Y — T & B TR E AT, AR
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(2)

(3)

(4)

(5)

(6)

(7)

(8)

(9)

BARF D7 AT < B = — NI 31T 2R BV D RL 2L DA 2
%o JRAIMIEDHDZZITF AN LT D0, R E/FROGEITTHE SN2 DNA b3
AND, ZOHEERExDEFNZLVHEWT L b0 LT 5,

FEYEE K OVl e F
EEHNIZHNWSLILTWD e 872 AU 77 Lo ARSI & D LR i b | AR H B AR 28 5
D EZHET 5,

EREEICREWEZITO 2 L LT OREMEOHEH
BRI L, AREIREMEZET 2 b0 TIEH Y EHA,

REICETSHEK
R SAFTC RN = H A5 60 B 3% H LU,

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

/ AENPEAE s
FERHERIC TR O HBRCERFUC DWW TSIt A L, KBEOH LIAZRDOE R
T HERT A,

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

BAEDORRE
I ImL LA b 2R i3 5.,

BRIE DRI
PRIMAR T, TR £ 7o TR 45,

(10) BiEDORHESEM

ERE (7). (8). (9) #WI-TRIKIZOWT, BICANTHRIRICTARINIHEET S
(WEIZE LT, REGAIORIM S ), FEEHOFRICEET L Z Lz2fAlE T 5,

(11) MEKEERORIED T~V OTLHEH

5/6



BRARREART 7~ ITEA AL 1D 72 5 ONTHRRE B 1D 2 5edld %,
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 DFEAERER MOBHEREFNCHEZEKET 2561
Hico T, HREEREDF) £ THRE T2 DICET HHH
FEEAOBABE LR LT D,

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

(13) REHH
7L

(14) REOBH LiAL, BRWEb#E
PASENEANDT S DNABFZERT Bl FAsE (O B FRA=)
T292-0818 TR 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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