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HETBE R

No. BETNA Ver. | fHfBH4E A VERE ARE
1| B ERL 1 2017/05/31 | /NE M | & THE
2 | EAEHET KL ADETIE 2 2017/7/25 | /PR | 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 TL | 4 2017/11/9 | MUINE— | & TA&

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

JeTHHEE (1) OiBRE

BRAEHEOM (2—F R - HX a2

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 | M)INE— | SRE%
11 | #EfsEmm, sEEsem 11 | 2022/11/24 | fMIE— | KB
12 | (1) BAMKEEOGHEH DL H 12 2023/4/1 & THE | R
13 | BisBN 13 2024/3/5 | MJINE— | RE%
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BREEE : [ w77 VIEERE |

BREL [ v V7 7 VIEERBETRE ]

B

~ VT 7 AEGRRE SRR, GO SRR, IRERE ORI RERE BT
DFEAHBIEERTH Y | RIRE FBV s T OFRER S T 5, s TIlEd 5 25 25%
ITFAEZERE R L 2720 FEBORWEE DR LR, <7 7 VIEEREO BT
X, RENIRET R ARAT R, OKERAS) CHRFT AT 2 T, IR, SRR 7 (FBVI
BIBFANYT N BEEERDTD BRERE 2 & 127 FBVI BB DY 7 v MEED
BETHDL, AREICLVEEERT &2 X723 BV BRTO/N) 72 MBRE S i~
VT 7 AIEBREZMI O RE RIRILE 72 5, ABATITEHEY — FRREER S — 7 o —
AW THRE R 4 & 703 FBV AR DO AEH L B WK -FHAIZ L 5N 7 B
(72 /@, iba Ry RYUT U b, JL—AY T IRYUT U N ATTA 0T
BEaxldRNU TN 2T 5, EEHY — REIRHR S — 7 o —0F7 —% Off
SERMERGEIX T =B D2F vy TV == U —TOMT 21T 5., 72,
FIARE CILBE T ORTE N~ VT 7 VREERRORER & 0 7= TGFBRI, TGFBR21Z>
WTHRAEEIT,

AW AL FBVI, TGFBRI, TGFBRZ Je UM B 32 Wr L \Z ACTAZ, COL3A1, EFEMPZ2, FBNZ,
FLNA, MYH1 1, MYLK, SLC2A10, SHAD3, TGFB2, TGFB3, SMADZ, COLIAI, PRKG1, PMEPAL 0> % >/ 737
Ha— REIT Y Vo L ZOWNGD AT T A AGNLREI &2 IR > — 7 = o — AT
L. BICBRHESNET VVHEE 0. 1%L FORZRNY 72 MZOWTHET D, 2BK
BRI « NSO 2 B — BRI 7 AHEEZERICE L QLR E ComM
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,

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)
FBNI chr15:48446910 c. 5672-88A>G (N\M_000138. 5)
FBNI chr15:48470803 c. 4337-48dupT (N\M_000138. 5)
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FBNI chr15:48526281 c. 863-26C>T (NM_000138. 5)
FBNZ2 chrb:128334868 c. 3974-24A>C (N\M_001999. 4)
FBNZ2 chrb:128334870 c. 3974-26T>G (N\M_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)
TGFBRZ chr3:30606825 c. —59C>T (N\M_003242. 6)

B, T 7 EGEREOBENCER L TiE, HUOMMREZET L2 L0H5 0 A A

T4 —VIEBERE, =T X - Froom REGERE (ILE ﬂ)\%#ﬁkﬁmr'%%(uﬁ

(V7 7 EGREERIRE] ) ORKRE R DB FOBERE2E 24U T b E

RO DGEITIL, ~ VT 7 UIEGRETIE AR < %ﬁ@VW77/f@ﬁﬁ@F%®%h

%ﬂ@f%k%z bRLEENTNDLZEICHETOILERD D,
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BRAE

Mg SEIL L7277 L DNA B %8 2 RAMGEIE T O A< Ha— R
T Y DA v ha VR NA TV EA B a3 D W ITEERRY
PEEYE (polymerase chain reaction 35, PCRIEEIE) 12X VM L., R —4
=B LNEF Y BT Y — v U X DB FESIRE ATV ARG
BARF DT AT <E = — NI 31T DK B O RS ZE (b O A 2
%o JFAIMEDOHDZ T AN L T L0, RLLE/RVGEITIE S 72 DNA %1
AD, ZOEEIFEL2 OFEFIZ IV HETL26D LT 5,

EIEMHE RO EEAE
EEANZHNWGILTWD e N7 AU 77 Lo ARSI E Dbl i b | (KB
DA EZHET 5,

EFREREICRAMREEZITI Z & LT HAREMBEOHHA
BRiZ72 L, AREIXBREMEZ2ETHHLO0THEH Y THA,

RECETLHIHEK
BRARDATIZ B2 H 25 60 B2 B BAN,

HIEZZEFET DB H - Tid, EBRICREERTT > HEREFR DA
REDEFETIH Y £H A,

4/6



(6) MiEDEEImGEH
PEROREBE I TREE D HAGR RIS SV THAICHI L AR O H LA OF
E AT D,

(1) BEORRA
WRETSEAT DEAAL 1D Z0# T~V SR S U7 BRI 1 A<
(BT 2z BRI % EDTA-2K (F 7-1% Na) kL)

(8) MIEDREE
L Il P 2R 5,

(9) RBfEDRFESM:
PRIMAR L, BN TR T2 A R E D

(10) RRfEDRHFM:
FE (7). (8), (9) W THRIKICONT, FIC AN TRIRIC TAHICRET
(BEIZIE LT, RGAIORIAS D), FEEAOBRRICEHFT D Z L&KL T 5,

(11) MEEEERORED T XNV OFEREHR
BARBESS T ~UCIZEEAE 1D 722 & NSRS ERA 1D 2 50#9 5,
R EIL, YRERBEOHRXEZMHEAT S, FREHREE 2L FIIRT,
- [EA4{k 1D
- LT HMAHE (EEAL, Ao — RES. BRI
- RIS
« A KT A 2 MFORETR
- FEOREEA S E R
(12) miE% ERERE ORAERER (hOBAREFCHAIE ZKET 2B 61T
bico Tk, YEEAERERE) £ THRETD2DOICET LM
Rk HOFABEZFAIE T 5,
TR BIEEZAMT R 220 T, EREEICIT 072 AR,

(13) HREFH
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N EEANDT S DNABFZERT BinFaE (07 BB FRES)
T292-0818 THERARMHHiNT S8 2 TH 5-23
https://www. kazusa. or. jp/genetest/index. html

E-mail : onjk@kazusa. or. jp
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