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HETBE R

No. BETNA Ver. | fEFBLER | 1EREE RRE
1| B ERL 1 2017/05/31 | /MNE M | & THE
2 | EAEHET KL ADETIE 2 2017/7/25 | /PNECOM | AR TR

MR E A (BMFQ) D2 L2
3 | AR ERARMTO) D LE R 3 2017/9/11 | /Mg M | AR T
4 | RS DEIE (BERESANV TR T L | 4 2017/11/9 | /Mg M | AR TAE
JVBEFE 1%>0. 1%LLF)
5 | MAEMKEERA RMNOQ) OHIBRE X | 5 2018/4/2 NE e | & T
JeTHHEE (1) OiBERE
AT H OMAST (FIRMEREIRE - %
Bl BT % RCab & HIBR)
6 | iR DEIE GRS x5 DB b) 6 2019/4/1 | M)INE— | SRE%
7 | intron fEIEKDIENN 7 2020/9/9 | MINE— | SHRE%
8 | intron fEIKDIEN 8 2021/6/29 | HHJINE— | SRS
9 | HALHE 9 2022/4/1 | MINE— | KBS
10 | SMAD2 &AM 10 2022/4/1 | M)INE— | KRB
11 | Efs800, faEsEaem 11| 2022/11/24 | fJINE— | SRES
12 | (A1) BREKEEOFTLHIEH 0L E 12 2023/4/1 FOTHE | REX
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BREERB : [ 0 R T 0 — 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 WERIB T, WA FBVE BARF-TldZe <, TGF-B > 7
TV D TGFBRI, TGFBR2, SMADS. TGFB2. TGEB3, SMAD2 7% ¥ DL DORERERE ThH
Do MAERRER L H Y | FIEEO 2 NBE DR R0, v A R -7 ¢ —VHEGERIE,
HRFT RO BN T2 2 & b7 KN 2 &G | BRI R (T6GFBRI, TGEBR2,
SHAD3, TGFB2, TGFB3, SMAD27¢ L DBART /XU T2 h) BzWiofEs 72570, gk
W X729 TGFBRI. TGFBR2. SMAD3. TGFB2. TGFB3, SMAD2 73 Y DBAn~1/3Y 7 v NaElE
NEBETHD, AREICE VSRER T 2 & 727 TGEBRI, TGFBR2, SMAD3, TGFB2, TGFB3,
SUADZ 72 £ DAL TN) T2 "RRFEE S NIUT e A A « 7 4 —VIEBEREZ M O K X 7248
Wl 72D, RRAE CTIIRESRL Y &2 & 723 TGFBRI, TGFBR2. SMAD3. TGFB2. TGFB3, SMAD2
REDBIRT DN T b (T BEEHR, EiEa RN TR TL—AY T A
VTV M RTTA T REHZETZF T ) T 5, B — RRIRHEAR
V= —DT =2 OMENLERGEL, A ECL Xy T v — T
P —TOIT 24T 9,

AWAENL TGFBRI, TGFBR2, SHAD3, TGFB2, TGFB3, SMAD20> % > /X7 ' o1 — REt—= 7 > o
L ZDWIGED AT T A Ak A, WIS — 7 = —TRfT L, EicmifiSnhi
T VUNEE 0.1% L FORRAN) T2 MZOWTHET S, 72, E2Zke LT
ACTAZ, COL3A1, EFEMP2, FBNI, FBN2, FLNA, MYH11, MYLK, SLC2A10, COLIAL, PRKGI ¥ i& {14
ZATOM, TNOOBEFIZE L TUTMEE LITANARBEANY 7 e L7 &%
N4 %, RBRBFERE - FHANFED 2 ©—BELRKBR R 7 ) LREEZEIZE LT
IXEREE COMMMAEH Y — FRORMR S — 7 o —TIxREE 720, S5 L L
20, WHIIEEY A Z 12O TEANY T ha—F —TCTHRIHTEX b 0IZB L Tidms
THN, NV T ha—F—THRIHTE o bDIZBEA L TEE L2, £/ E5E
TN A FREOFEES fATIBMT 2,

BinTt4 position (hg38) HGVS. ¢

COL3A1 chr2:189007457 c. 3256-43T>G (NM_000090. 4)
FBNI chr15:48415161 c. 8051+375G>T (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 (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 (NM_002474. 3)
TGFB3 chr14:75958692 c. #495C>T (NM_003239. 5)
TGFB3 chr14:75980923 c. —30G6>A (NM_003239. 5)
TGFBR2 chr3:30606825 c. —59C>T (NM_003242. 6)

BB, vA R T 4 = VIEGREOZMNCER L TE, BEOFREZE2T52L0H5~

VT 7 AEGRE, =T A 2 rn ZEGRE (AR | FRIERENE - fREER & O
LRDEBEITFOBRBRERTZ XTI AT 2RO LGEITIE, TAOOKREBLESZ X

(1)

(2)

(3)

(4)

bNDOESNTNDLZLITHET HLEND D,

RAE S

A SEIL L7277 L DNA B %8 T 2RAMGEIEF O A Ha— R
ke YL 2zOA 2 b u L BERE S A TV A= 3 D WITBEER
MEYE (polymerase chain reaction %, PCRIEEEE) X VM 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 D08, RULEFRWVIGEITIHE I DNA b2
AND, ZOEEITEA OFEFIZL VT LD ET 5,

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

EEEEICRAMEEZITO Z & T HIREMEOEKHA
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 R ENE AT
WA IAT DEEA AL TD 208 T ~UL SR S 73R mAg 1 A
(BLZe B8 FPRIBR I 4 EDTA-2K (F 7213 Na) JEHL)

BIEOERE
i 1ol B &R+ 5,

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

(10) #RAEDRH M

ERE (7). (8), (9) ZWI=THIKIZOWT, FIC AL TERIEICTARINCIHET S
(LEIIS T T, RFIDORMS ), BEHOFRIZEE TS Z & 2FAIE T 5,

(11) REKEERCRED 7~V OFERHEH

(12) KRk % EREE 5 S EAERER (MOBEREFTICHEZKIET 2HAIC

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
NASAETENNT S DNAWIZERT  BinFiA= (0T SBEFHRER)
T292-0818 TIEWAEAM T SHE 2 TH 523
https://www. kazusa. or. jp/genetest/index. html

E-mail : onjk@kazusa. or. jp
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