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WETBE R

No. BETNA Ver. | fEFBLER | EREE R
1| FHUERR (v A R -7 0 —VIEEREE | 1 2018/4/2 N W | A& TR
iE DN HAST)
2 | WS D& IE Gl xR 0B k) 2 2019/4/1 | M)IRE— | KRB
3 | intron fEIKDIENN 3 2020/9/9 | MJINE— | KRB
4 | intron fEIEK DB 4 2021/6/29 | MUINE— | SREH
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%

2/6




REEE : IFEERBRRE - fFRE

wEL [ FEERBIVE - BHEECTRE ]

S

FIENMERBNRSE - fRBET~ L7 7 EBRE, v A X« 7 ¢ —VERRE, =—F X - &
oo AJEGRE (MER) ORRICREA 2 KFT A (ME DS OFTR) 2RISRV, K
FRAE < SARPEIC KENAROIEG - fffE 72 &K DR A Z X129 RBTH 0 | JFIKIX ACTAZ, MYHI I,
MYLK, TGFBRI, TGFBR273E DR DHERRRT Th D, HIERRER LDV | FIEED
RWEE DRIy, FIEEREIRE - REET. AP RIZIZE A E BT RN 2 b
DD, BIRFERERTR (ACTA2, MYHII, MYLK, TGFBRI, TGFBR27:&E DiEln1/N0 7T
N DRWr oSk L e DT BB & X 73 ACTAZ, MYHIL, MVLK, TGFBRI, TGFBR2 73
EOBIRF ANV T v MAENEE TH D, AREIC LV BERER T & & 723 ACTA2, VA1,
MYLK, TGFBRI, TGFBR273:E DiEAn1- 30 7 v hEIE S AUEFEENERBIRES - ffiE2
Wr DK E 7pABILE 70 5, AKRAS CIIBERE R E 2 & 723 ACTAZ, MYHI1, MYLK, TGFBR1, TGFBR2
BREDBLT DNV T b (T EHR, Kiba RNV T b TL—AT T EA
V7 b, ATITAV T REZELT AT N 2T 5, FEHY — REIRHEAR
U= =T — X OENRRERGAEIR, VB Ay BT —— T
P —TOMITZAT D4

ANMRAIL ACTAZ, MYHI 1, MYLK, TGFBRI, TGFBR2 DX /37 B a— R 7 Vo L 2D
WD A 77 A ZENLRER A . R — 7 = =TT L, IS h=7 L
BE 1% U TFTOHZENI T MIOWTHRET D, 72, ERIZKE LT
SLC2A10, COL3AL, EFEMP2, FBNI, FBN2, FLNA, SHADS3, TGFB2, TGFBR3, SWADZ, COL1A1, PRKG1, PUEP
Al LB TFREEZITON., 25 OB FICE L TG E L IBNEEE Y 70 b
A L 72 R 2N 2, B RBIERE - FiIAED 2 B —HZE O RBURLR T b
EEACIZE LI E COMME A EEE Y — FRIOWRMR > — 7 v — TR #2272
WESSELE L, (MY A 71200 TUIRNY T ba—7 —TRIETEX 2501
BLTITMET 8, NI Ty ha—7—THRIITE o7 b DB L TEHE L2
VY, E7o BRESEBACIN A, FRLOEE S T ISEINT S,

BinF4 position(hg38) HGVS. ¢

COLIAI chr17:50186053 c. 4006-33G>A (NM_000088. 4)
COLIA1 chr17:50190233 c. 2451+94G>T (NM_000088. 4)
COLIA1 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—
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32de 1 TGCCATCTCTTC (NM_000088. 4)
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 (N\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- c. 56999-27_5999-
154353231 16de1 TGACTGACAGCC (N\M_001456. 4)
MYH11 chr16:15708802 c. 5787-4679G>A (N\M_002474. 3)
TGFB3 chr14:75822875 c. *136312T>C (NM_003239. 5)
TGFB3 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)
1G6FB3 chr14:75958692 c. #495C>T (N\M_003239. 5)
TG6FB3 chr14:75980923 c. —30G6>A (NM_003239. 5)
TG6FB3 chr14:75981836 c. —943A>T (N\M_003239. 5)
TGFBRZ chr3:30606825 c. —59C>T (N\M_003242. 6)
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il & 72 5 BHA T ORIER# & X 138U 70 b 2RO SO, Tho0RB L%
BB L SNTVSZ LICRET 5 UER D 5,
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(3)
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(5)
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(7)

(8)

(9)

M SEML L7257/ 5 DNA DD %S DRERNRBIZF O A Ea— R
TERT s Y DA U b r VB ENA TV XA B g D WITEERRY
i EYE (polymerase chain reaction ¥£, PCRIE&EWE) (2K 0 IRME L, Wit —~
Y= NNEF Y ET Y = — T L LD BE R EEZITV, R XTR
BARF D72 A B = — NHEIKIC 350 2 AR B O M LBl 51 28 b D 1A i 5
%o FANME DO HDZ T AN E T 508, RLEFRVIGEITHHE I N DNA 21T
AL, ZOEEIEE 2 OFEFUZ LV HET LB D LT 5,

FVEE R OV B H %
ERERICHW SR TWD e RF 2 LY 77 Lo ARSI E O G | AR B B
DOHF A HET D,

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

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

HIEZZFET 25T H - Tid, EBRITHERTT 5 HEREFR DLW
WEDOZFTH 0 £ A

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

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

BAEDOREE
I ImL LA b 2403 5.,

BRIK DRI
PRIMAR T, T IE £ 7o TR 45,

(10) Bk
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Efe (7). (8). (9) ZWT-TRIKIZOWT, HICAN THRIRIZTARINIHEET S
(LZEIZIS T T, ARG ), BEHOFHIZEE TS Z L 2FAIE T 5,

(11) MEEKEEFEROBRED T NV OFEREHR
FRIARREAT 7 ~ VT IXEA AL 1D 70 & ONSHRIAE B 1D 2 5tdk 7%,
MK, SREEREORREFER T 5, ER0EEE 2 FICRd,
- [EA4{E 1D
- METOREHE (RERA, Ao — FEE. B
- [EPRHE P TE
« HA KT A BEFORER
- R R EEATEE

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

LRI AR 2D T EREBEICIT TR 2T,

(13) REHH
7L

(14) REDOBH LiAA, BHWEGb®
NEEMEEANDT S DNABIZERT  BioTHA=E (O SEEFHRE=S)
T292-0818 T AR A2 e 2 TH 5-23
https://www. kazusa. or. jp/genetest/index. html
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