Ver 14

RAERNE
(A 2+ F o — VRGBS TR )

fEFBAG R 202446 H 1 H

BHAE CE1TH) RE R
FEREE PR ML {2 —

1/6



WETBE R

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

BRAKEE LA RAHO) 02 LE X
3| AR E A RTO) D LE R 3 2017/9/11 | /Mg M | AR TR
4 | RS OBIE (BRSANYV TR T L | 4 2017/11/9 | /Mg M | AR TAE
JVBEE 1%>0. 1%LLF)
5 | MAEMHEERA (RMHOQ) OHIBRE X | 5 2018/4/2 NE e | & T
JeTHHEE (1) OiBRE
AT H OMAST (FIRMEREIRE - %
Bl BT % RCab & HIBR)
6 | iR DEIE GRS x5 DB b) 6 2019/4/1 | M)INE— | KB
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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BREERB : [ 0 R T 4 — VR

BEL [ v R« T4 —VEEHBERTRE ]
B

HA AT 4 —=YVIREGERT~ V7 7 VRIS S EIRA A & S RpT A R L
~ VT 7 AEGERETIEH F VRO WA OFTIEREZRD D Z L BND R RV, B
IRET LD B SLT2 72 WERT b D 70 < 2R W T, W IRIE FBVT BAR - Tld7e <, TGF-B > 7
TV D TGFBRI, TGFBR2, SMADS. TGFB2. TGFB3, SMAD2 7% ¥ DL DORERER T ThH
Do MAERRER L H Y | FIEEO 2 NBE B DR R0, v A R -7 ¢ —VIEERIE,
HIRFT RO BN 727202 & b N2 LoD BRI R (TGEBRI, TGEBR2,
SHAD3, TGFB2, TGFB3, SMAD27¢ L DBART/NU T b)) BzWiofks 72570, Mgk
W& X 72 TGFBRI, TGFBR2, SMAD3. TGFB2. TGFB3, SMAD27% Y DY&n+3VU 7 v MalE
NHEETH D, AR L RERT 2 & 73 TGEBRI. TGEBR2, SMAD3, TGFB2, TGFB3,
SUADZ 72 £ DALY T2 "RFEE S iUEa A A « 7 4 —VIEBEREZ B O K X 2248
Wl 72D, RRE CTIIHBESRL Y &2 & 723 TGFBRI, TGFBR2. SMAD3. TGFB2, TGFB3, SMADZ
REDBIGFDONVT b (TR BEH, Klka RN T b 7L—AY 7 FA
VTV M RTTA T REHZETZF T ) T 5, B — RRIRHEAR
V= —DT =2 OMENLERGEL, A ECL Xy T v — T
P —TOMITZAT 9,

AN L TGFBRI, TGFBRZ, SMADS3, TGFB2, TGFB3, SHAD2D H 7% B o — RiElk— 7 V) o
L ZDWIGED AT T A Ak A, WIS — 7 = —TRfT L, EicmifiSnhi
T UNEE 0.1% L FORRAN) T2 MZOWTHET S, 72, E2Zke LT
ACTAZ, COL3A1, EFEMP2, FBNI, FBN2, FLNA, MYH11, MYLK, SLC2A10, COLIAL, PRKGI, PMEPAI % i&
BIREZITON, THOOBEFICE L TXHEE S ITHNARBENY 7 > F 2 fhiH
L7eRZAMINT %, ZRBRHBEREK « FEAFEO 2 E— BB KRB T ) LHEEZAL
B L CIEm R E COMENEH Y — FRIORIR Y — 7 =TIl 7=, #E
gL L, (KHfES A 7120 TEANY 7o ha—F7 —CRIHTEZLDICB L
TIEHHET 208, NV T ha—J—TRHRIETERN>70 b DI L Tidekds L72auy,
F 7o LREERICIN A, TRROMER L FITISEMT 5,

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-
32de1TGCCATCTCTTC (NM_000088. 4)
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COL3A1 chr2:189007457 c. 3256-43T>G (NM_000090. 4)
FBNI chr15:48415161 c. 8051+375G>T (N\M_000138. 5)
FBNI chr15:48427813 c. 6998-40delA (N\M_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)
MYH11 chr16:15708802 c. 5787-4679G>A (N\M_002474. 3)
1GFB3 chr14:75822875 c. *136312T>C (NM_003239. 5)
TGFB3 chr14:75823021 c. *136166C>T (N\M_003239. 5)
TGFB3 chr14:75823544 c. *135643G>C (N\M_003239. 5)
1GFB3 chr14:75905806 c. *53381G>A (NM_003239. 5)
TGFB3 chr14:75958692 c. *495C>T (N\M_003239. 5)
1G6FB3 chr14:75980923 c. —30G6>A (NM_003239. 5)
TG6FB3 chr14:75981836 c. —943A>T (N\M_003239. 5)
TGFBR2 chr3:30606825 c. —59C>T (N\M_003242. 6)

BB, BA R T 4 — IEEREODEICE LTI, BT RA 2T A 0h b~
VT 7 NEERE, =T A - F o AEfEEE (VER) | FIRIERBIIRE - Bk & O
R &7 D T OB RS 5 X -4 U 7o R ARHBEAICT. FHLOERLES
DD EEINTVNAZ LITEETAVEND D,
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(3)

(4)

(5)
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(8)

(9)

T Y L ZDA v u B RE A TN A B =g D VITERER
&L (polymerase chain reaction {%, PCRIEEWE) (CX ViRME L., it —7
YH—HL0EF Y BT Y = UL K HBE TEUSIRE ATV, AR
BARF D72 A < B = — NHEIKIC 351 2 AR B O M LBl 51 28 b D 14 i 5
Do JRAIMER DB DZIF AN E T 20, RLEHERWIGEITRE I/ DNA §50F
AL, ZOLGEIEE 2 OFEFUZ LV HET LB D LT 5,

FVEE R OV B H %
EERINZHAWSNTWDE F7 2 L) 77 Lo AFCHI & DL & | AR H B 28 5
DOHIEEHET 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 > Tid, EBRTHIEZT O HERER DL
HEDFEFELH Y F A,

RBRAR DEREREA:
PEHHEREIC TRA D B RIRIRFUC W THICHB L ARED H LiAZ 0 E L
e

RO
BT RAT DEAAL 1D FEH 7 ~ L D3 AE S AU 7R 1R
(B Zem B AR M4 EDTA-2K (7213 Na) FERL)

BAEDORRE
I ImL LA b 2403 5.,

BRIK DRI
PRIMAR T, TR £ 7o 3B R4 5,

(10) BiEDRHESEM

ERE (7). (8), (9) ZW-TRHIKIZOWT, FHICANTRIEICTAINCHRET D

5/6



(LZEIZIS T T, ARG ), BEHOFHIZEE TS Z L 2FAIE T 5,

(11) REKEERRED T ~)VOFERHEH
BRARREAT Z ~UZITEA AL 1D 72 & ONSHRRE B 1D 2 5edld 5%,
RAEMIEE L, YMERREORXEZMN TS, HREHER Z U TR,
- [E4 AL 1D
c WETORAHE (REA, Bt — P& BIEK
- ERRPEBEE
s A R T A T DORERS
* BHSREEAT SE

(12) Rz ERBEE D CEAERERN OB EREFNICHEZKET 525G
HTc> Tk, HRFEERERNS) £ TRE T 2 DIET HHH
FEAOFAEELFAIE T 5,

LR AR DT, EREBEICIT TR 2T,

(13) REHH
7L

(14) REDOBH LiAA, BHWEGb®
NEEMEEANDT S DNABIZERT  BinTHA=E (O SEEFHRES)
T292-0818 T AR M2 e 2 TH 5-23
https://www. kazusa. or. jp/genetest/index. html

E-mail : onjk@kazusa. or. jp

6/6



