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HETBE R

No. BETAE Ver. | fHERBHLAA VERE R
1| FHUERR (B A 2T 0 —VEGREREE | 1 2018/4/2 ANE W | & THE
iE DN HAST)
2 | HERE DEIE GREE xS DB b) 2 2019/4/1 | M)INE— | SRE%
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 | MR)INE— | KRB
8 | I MAKEHEDFHIEE DAL HE 8 2023/4/1 & THE | REX
9 | BisrE0 9 2024/3/5 | M)INE— | RE%
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REEE : IFEERBRE - fFRE

BEL [ FEERBIVE - BREECTRE ]

iR
FIENMERBNRSE - fRBET~ L7 7 EBRE, v A X« 7 ¢ —VERRE, =—F X - &
v AfEfERE (IAER) OREICREE RS RPT R (IWELISNOFTR) 2RI 0n, &
FRAE < SARPEIC KENAROIEG - fffE 72 &K DR A Z X129 RBTH 0 | JFIKIX ACTAZ, MYHI I,
MYLK, TGFBRI, TGFBR273E DR DHERRRT Th D, HERRER LDV | FIEED
RWEE DRIy, FIEEREIRE - REET. AP RIZIZE A E BT RN 2 b
DD, BIRFERERTR (ACTA2, MYHII, MYLK., TGFBRI, TGFBR27:&E D&l 30 7
N) DR OskE 72 D78, FEREST & X 7= ACTA2. MYHII, MYLK, TGFBRI, TGFBR2 7%
EOBIRF ANV T MAENEE TH D, AREIC L 0 BERER T & & 723 ACTA2, MVHI 1,
MYLK, TGFBRI, TGFBR273: & Di&An1 30 7 v hEIE S AUEFEEVE R BIRE - ffiE2
Wr DK E 7pABILE 702 D, AR A CIIBERE R E 2 X 703 ACTAZ, MYHI1, MYLK, TGFBR1, TGFBR2
BREDBLT DNV T b (T MEHR, Kiba RN 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
AR U AR E TR ) — RERLOR R > — 7 o —TIIR 2 72
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, E 7o BRESEBICIN A, FRCO S T IEINT D,

Bin+4 position (hg38) HGVS. ¢

COL3A1 chr2:189007457 c. 3256—-43T>G (NM_000090. 4)
FBNI chr15:48415161 c. 8051+375G>T (N\M_000138. 5)
FBNI chr15:48428495 c. 6872-24T>A (NM_000138. 5)
FBNI chr15:48429432 c. 6872-961A>G (NM_000138. 5)
FBNI chr15:48446909 c. 5672-87A>G (NM_000138. 5)
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FBNI chr15:48446910 c. 5672-88A>G (NM_000138. 5)
FBN1 chr15:48470803 c. 4337-48dupT (NM_000138. 5)
FBN1 chr15:48526281 c. 863-26C>T (N\M_000138. 5)
FBN2 chrb:128334868 c. 3974-24A>C (NM_001999. 4)
FBN2 chrb:128334870 c. 3974-26T>G (NM_001999. 4)
MYHI11 chr16:15708802 c. 5787-4679G>A (N\M_002474. 3)
TGFB3 chr14:75958692 c. *495C>T (N\M_003239. 5)
TGFB3 chr14:75980923 c. —30G>A (NM_003239. 5)
TGFBR2 chr3:30606825 c. —59C>T (N\M_003242. 6)

¥, FEEIEREINE - SEEOZRNCER L T, BUOmREET 52 L0H o~V

77 AEGRE, mA R T 4 = VR, =— T R - Frn RJEGRRE (ER) REo

IR & 72 DR F ORREERFE 2 &S 2T U 7 F @B 558103, ThbDRELSE
ALNDEINTVNDZLITHETLHIVENRD D,

(1)

(2)

(3)

(4)

RAE S

A SEIL L7277 L DNA B %8 T 2RAMGEIEF O A Ha— R
e Yo bxDA v bu BRI ENA T I B = a D OIERERR
MEYE (polymerase chain reaction £, PCRIEEWE) X VEHME L. Wiy —4
PH—HDH0EF v BT Y —— I K ABE TR EZITV, A xS
BIRF DT AT < E =7 — FEEBIC 3T 2K M BUEE O SRS (b O 2
%o FHNME DA DZ T AN E T 208, RULEHRVWIGEITIHE I DNA b2
AND, ZOEEITEA OFEFIZL VT LD ET 5,

HIEE KR O E A%

EREICHW SR TWD e R LY 77 L ARSI E O | IR B B
DOHEEHET D,

EREEEICRAREEZITO) Z L LT HaREMEOHEHA
BRIZ72 L, AREIIBREMNZET 20 TIEH Y TH A,

REICETLIHEK
AR ARFTIC RV Z B 25 60 & 2 B LI,
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(5)

(6)

(M)

(8)

(9)

HEZZFET 2HEICH > Tid, EBRTHIE 2T O HEREF OLAH
WEDEFETDH VD £H A

BRI DEREZA
PEREREBE I TREE D HAGRIRIC SV THAICHE L AR D H LA OF
E AT D,

i QUNPEA ST
R IAT D EA L 1D Z0#R T~V 3 b S -8 mssy 1 A
(B zeg fRIEL M58 EDTA-2K (F 7213 Na) HHR7)

BIEOERE
i 1ol B &R+ 5,

BRAEDREFEEM:
PRIMAR T, BT E T2 1A R E D

(10) iEDRHEH
Eie (7). (8). (9) ZWT=THRIKIZOWVT, FIC AN TEIRIC TARINIHEET 5

(LEIIS T T, RFIDORMS ), BEHOFRIZEE TS Z & 2FAIE T 5,

(11) REKEERCRED 7~V OFERHEH

(12) RRiA % ERAREE 2> DR AERER (M OBEERERTICHE ZKET 2 HE

RBARBESS 7~ IZEEAAL 1D 72 © ONSHRIKEERA 1D 25295,

R EIL, YRERBEORXEZMEAT S, FREHREH 2L FIIRT,
- [EA4{k 1D

- LT HMAHE (EEAL, REa— RES. BRI

- RIS

s A KT A 2 MFORETR

- FEOREREA S E R

HlcoTid, BHHEARENF) £ THRET D DITET 5 KM
FEEHOEHAEEZFHI &5,
TR BIEEZM TR 22O T, EFREREICIT o mEEzied,

(13) REFH
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(149) REDORBH LiAA, BRWELE
NESAENENNT S DNAWIZERT  BinFiA= (0T SBEFHREE)
T292-0818 TIEWRAEHAMN T SHE 2 TH 523
https://www. kazusa. or. jp/genetest/index. html
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