RAERNE
(BT A T2

fEFBRAEH 202446 H 1 H

Ver 8

EHE CGEITH) S
R P AT AL 5 —
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WETBE R

No. BETNA Ver. | fEFBLER | EREE ARE
1| HTBLERL 1 2020/4/1 | AB)INE— | SRE%E
2 | intron fEIK ;BN 2 2020/11/6 | MB)INE— | SR
3| —HEpaEEGE N 3 2021/5/19 | MUINE— | SRE%
4 | —HReEEGEm 4 2021/6/30 | MIE— | SRE%
5 | HEALHE 5 2022/4/1 | M)IRE— | KRB
6 | fEHIEGEM, s TEn 6 | 2022/11/24 | M)INE— | SREN
7| QD) BREKEEOFTEIAE 0L E 7 2023/4/1 #FFRE | REX
8 | intron fEIKDOEH 8 2024/6/1 | MIE— | SRE%
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REHERB : [ BRBRASE |

wEL [ BRI DERGCTFRE ]

HEng

B BIE RS OFMEIIMEIT & 2 GBIt T OB TN A, e IR
DFEERIER Z R T HRRIEE TH D, BIERARIED 90%LL EOFERI T, KA
BDOFELRE S THD 1 2T —7 OB FER (COLIAL COLIA2) LV, Bb D
WITEMBEENRERTRIET 2 E SN TWDER, 1 Mo —2 U@ a I B 258070
VIEBI S FET D, IBEZTN D OBIBFRE N A RO0o> TRV | FABPI0, P3HI,
CRTAP, PPIB, SERPINHI, SERPINFI, BUPI 7% ¥ D SH NHE ST\ 5,

WAL BUPI, COLIAL, COLIAZ, CRTAP, FKBP10, IFITH5 (5° UTR @ 20 #i 5% &de), P3HI
(LEPRE1), PPIB, SERPINFI \ZOWTCEIET 2 HDTHY | HICZEOME LTHED
T2, 8 EHR O BW L HEICFLE O B D SERPINHI, SP7, THEM3SE, WNT1, 48 & #E5 D2 K
FEUEICFEHEIT S OMIM (A S CUND  CREB3LL, SPARC, TENT5A (FAM464), MBTPSZ,
MESD, KDELR2, CCDC134 JEARFIZDOWTIT S 2, 2L DEIRF DX /37 a— N
W Y L ZDWSED AT T A AL A RS — 7 = =TT L. I
B SN T VA 0.5%LL FOfRANY 7 MTOWTHET 5, MY — FHRIK
MR —> oY —DF —F OMENBERGEX, VT —ECL ¥y TV —v—
oY= CTOMBTZAT 9. RIBRBULKE - FAFE O 3 B BRI R T ) LA
EEACIZE LI E COMME 2 EEE Y — FRIOWRIR > — 7 U — TR #2272
WESSELE L, (KA 712o0nTUIRNY T ba—7 —TRIETEX 25012
BIL I T 208, NUT v ha—7—CTRIETERD > L DI L CTHE Lk
VY, E 7o BRESEEGCIN A, FRCO S AT ISEINT D,

B4 position (hg38) HGVS. ¢
BMPI chr8:22201444 c. %241T>C (\M_001199. 4)
COLIAI chr17:50186053 c. 4006-33G>A (NM_000088. 4)
COLIAI chr17:50190233 c. 2451+94G>T (NM_000088. 4)
COLIAI chr17:50190250 c. 2451+77C>T (NM_000088. 4)
COLIAI chr17:50190786 c. 2343+31T>A (NM_000088. 4)
COLIAI chr17:50194840 c. 1354-12G6>A (NM_000088. 4)
COLIAI chr17:50196008-50196019 | c. 1003-43_1003-
32de1TGCCATCTCTTC (NM_000088. 4)
COLIAI chr17:50196214-50196217 | c. 958-18_958-
15de1TTCC (N\M_000088. 4)
COLIAI chr17:50196381 c. 904-14G>A (N\M_000088. 4)
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COLIAI chr17:50196382 c. 904-15T>A (N\M_000088. 4)

COLIA2 chr7:94395818 c. T0+717A>G (\M_000089. 4)

COLIA2 chr7:94401545-94401556 | c. 226-22_226-
11delTTTTTTTTTTTT (NM_000089. 4)

COLIA2 chr7:94412694-94412696 | c. 1503+12_1503+14de1CAC (NM_000089.
4)

CRTAP chr3:33119323 c. 472-1021C>G (\M_006371. 5)

CRTAP chr3:33128536 c. 794-1403A>G (\M_006371. 5)

IFITHS chr11:299499 c. —9C>A (N\M_001025295. 3)

IFITHS chr11:299504 c. —14C>T (NM_001025295. 3)

MBTPS2 chrX: 21857499 c. 670+3996A>T (\M_015884. 4)

P3H1 chr1:42747254 c. 2055+18G>A (NM_022356. 4)

P3H1 chr1:42755069 c. 1224-79G>A (NM_022356. 4)

P3H1 chr1:42755070 c. 1224-80G>A (NM_022356. 4)

SERPINF1 chr17:1762115-1762116 c. ~9+2dupT (NM_002615. 7)

SERPINF1 chrl17:1771218 c. 439+34C>T (\M_002615. 7)

SERPINF1 chrl17:1771832-1771834 c. 440-40_440-38de1TCG (NM_002615. 7)

SERPINF1 chr17:1775915 c. 787-617G>A (NM_002615. 7)

(1) H®mEFE

MEAHEUL L7257 A DNA 23D, YT HMAEXGBE FOAESE=— R
T VL 2DA b n BRI GENA TV F A= a D WIEEERN
HiEyE (polymerase chain reaction #, PCRIE&EME) ICXK VML, AR —/r
YHh—=HHNEF X BTV == U I K D BR TESIRE TV, RS
AR T D72 AT < B = — NI 381 2 IR B O RIS O f 4 f
5o JRAIMIE DB DZIF AN E T 50, R EHGRWVIGEITRE I DNA 5217
Ab, ZOHEITEA2OFEFNZEI VKT oHDE T 5,

(2) EMBERUHEEE
EEMICHN SN TNDE M7 5 Y 77 Lo RS O R | (RHBUHE AL R
DHBEEHET D,

() EREBICRIWMEEITI I L LT HREMOHHA
FRICT L, AREIREMEZET 2 b0 TEHY EHA,
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(4)

(5)

(6)

(7)

(8)

(9)

REICETSHEK
BRIRDATNC BN B A5 60 2 B LI,

HEZZFET 2HEICH > Tid, EBRTHIE 21T O HERER OLAH
WEDEFETDH VD £H A,

BRI DEREZA:
PEREREBE I TREE D B AGRIRIC SV THAIHI L AR O H LA OF
E AT 5,

BAIRDERRAE S
BEFIT R T DPEA AL 1D FEH 7 ~ L 3G AE S AU 7R 1R
(B e fRIEL M58 EDTA-2K (F 7213 Na) Hk7)

BIEOERE
i Inl B &R+ 5,

BRARDRIF S
BRI 1%, MR I M 72 IR R T 5.

(10) BiEDORHESEM

ERE (7). (8). (9) #WI-TRIKIZOWT, BICANTHRIRICTARINIHEET S
(MEIZIE LT, RGAIORIMS ), FEEHORRICEET D Z L z2FAlE T 5,

(11) REKEERCRED 7~V OFEEHEH

BRARAESE Z ~ U IXEA AL 1D 72 5 ONTRIAEELH 1D 2 fil 3 5,
MRAKIEE L, YREEREORREFEHT 5, E20EEE 2 FICRd,
- [EA4{k 1D

- WETOMEHE (REA, BAo— FES. BRI

- [P RO TE

c A KT A 2 EFOMERR

- B R E R EE

(12) BRiEZ ERAEEE 5> SR AERERT (MOBEREFICHEZKIET 2HAIC

HlcoTid, BHEARENF) £ THRET D DITET 5 KM
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BEHOFRHBEZFA LT 5,
T HMEIIZAMT AR 20T, EEEEICIZ O REEERT,

(13) HREB/HHE
7L

(14) REDBH LiAA, BlWabE
NASMENEANDT S DNABFZERT  Bia A= (07 SEEFRES)
T292-0818 TIEW AR H M2 e 2 TH 5-23
https://www. kazusa. or. jp/genetest/index. html

E-mail : onjk@kazusa. or. jp
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