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HETBE R

No. BETNA Ver. | fHfBH4E A VERE R
1| BBUERR (7 7 ERE L 3k | 1 2018/4/2 ANEC W | A& TR
DRERNED HIMST)
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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BEEE [ =—5 2 « FrooREERE (WER) |

REA [ =—F X - FruEEE (LER) BETFRE ]

B

T—F A« F o AERERE (MER) (VEDS) IZEIIREZ (BIIRAREE - I8 - ) DA
T, MR (BE. FEER) . S, s Wom EERGIHELZ AL HHEET
B, NHIM LTV, EEREN (R TFEIRPZET TRR D) REDREN HY, &
HIZEE ek E BT D2 EEMEETH Y | WHRIT COL3AI BB+ ORRER T Th 2,
BRFETIEH DM, FERRERIZIDZZE0HY . FEEOLRWEE DR,
ZHRILTERITT XTI D DI T, =—F R - X oo AEERE (ER) o2
Wik, BRRPT RSN A T, KK, BEFRIMANT R (COL3AIBIE Y T v b)) 3§
LBl BEERE & X723 COLSAI BT D/NY T2 NEENEETH H, AREIC
K VBERERE & X 7o F COL3AI BT DAY T 2 RREE S AUET—T R - X m R E
BERE (M) OREZZRABILL 702, ARE CIIERERT & X723 COL3A1 BIm DN
Ty b (7T MESH, KEa R R T U TL—AY T RRYT U AT TA
VUOTREEELETARYT N BT S, B#EHY — MR — s =07 —
2 DORERRIERIGEIX, Vo =B 2X Y BT ) —v— T Y — TN %17 5,

AIRENT COL3AL DX X7 F a— R 7 V> & Z O A7 T A AENLHER
. R — 27 2 =Tt L. RIS ST LV 0. 1%L N ORi7e 31
T RMIZOWTHET L, £, WAl W & L T ACTAZ, EFEMP2, FBNI, FBVZ,
FLNA, MYH11, MYLK, SLC2A10, SHAD3, TGFB2, TGFB3, TGFBRI, TGFBRZ, SHADZ, COLI1AL, PRKG1, PUE
PAl HBIETREZITO D, THUHOBBEFICEL CIEMmEE & 3NN REENY 7
afh L7eR 2N 2, RBRBBRE - fiAFEO 3 B —HB LR T/ L
MEEZRICE L CIT R E ComM B E#H U — FRIORMER S — 7 o — CTIIR #7272
W, WERRE Ly, S A 7 iconTUINY 7 ha—7—CHRETE =Y
DIZELTIEHET LN, NV Ty ha—F—TRINTE o7 b OB L TidaE
L7V, F7o BRLfEEICN 2 TREOER S MATISBINT 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 (NM_000138. 5)
FBNI chr15:48446909 c. 5672-87A>G (NM_000138. 5)
FBNI chr15:48446910 c. 5672-88A>G (NM_000138. 5)
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FBNI chr15:48470803 c. 4337-48dupT (N\M_000138. 5)
FBN1 chr15:48526281 c. 863-26C>T (N\M_000138. 5)
FBNZ2 chrb:128334868 c. 3974-24A>C (N\M_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)
TGFBRZ chr3:30606825 c. —59C>T (N\M_003242. 6)

B, =T X - Frvn AERRE (LER) OZENCEL T, O A2 2325
ZeDHDHYNT 7 EGRE, mA R T — VREBRE FIEMEREIRE - R & o
IR & 72 DR F OREERFE 2 &S T AU 7 F R0 058103, ThbDRELE
ABNDEINTVDLZLICHETLHIVENRD D,

(1) WEHE

Mg SEL L7277 L DNA B 8T 2RAMGEIEF O A Ha— R
e Y b2 DA v bu BRI ENA TV I B = a b D WOITRERR
MEYE (polymerase chain reaction %, PCRIEEEE) X VM L. Wiy —4
PH—HDH0EF v BT Y —— o K ABE TR EZITV., A xS
BIRF DT AT < E =7 — FEEBIC 3T 2K B EE O RS ZE (b O 2 5
%o FANME DA DZ T AN E T 208, RULEHRWVIGEITIHE I DNA b2
AND, ZOEEITEA OFEFIZL VT LD ET 5,

(2) E¥EMEKOH ERELE
EREICHW SR TWD e R AU 77 L ARSI E O | IR B B
DOHEEHET D,

(3) EFEHEEEICRIAREZITO L LT H2REMOEHHA
BRIZ72 L, AREIIBREMZET 20 TIEH Y TH A,

(4) REICETHIHE
AR AFTC RV Z B2 60 & 2 H LN,

(6) BEZRET DHAITHo Tk, EEICHEZEIT 5 HEREFT DL
WEDOZFETH 0 £ A
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(6) MfEDLRESEA:
AR TRAE D B EIRIRFUC W THICHII L AREOH LB DL
AR 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) BIEDHEE
I ImL LA b 2R3 5.

(9) RBfEDRFESM:
PRIMAR L, BRI T2 1A R E 5

(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 7 ~ U IZEEAAL 1D 72 © ONSRIKEERA 1D 25295,
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) RRiE% BB DRHEAERER MLOFEREFNCHEEZEKET 55 EIC
Hlco Tk, BEFERENF) E THRET 5 DITET 5 FFH
FEAOBABE LR LT 5,

TR R AR RO T, EREBIC IR A T

(13) HREFH
7L
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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

E-mail : onjk@kazusa. or. jp
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