MAERNF

Ver 8

(FfaE B5E (B SRl X3 RYE) Bin )

EFHBMG R 202446 H 1 H

EEHE EITH) RE R
FEREE PR M —

1/5



WETBE R

No. BETNA Ver. | fEFBLER | EREE ARE
1| HTHUER 1 2020/4/1 | /MR Moo | RE K
2 | FOXF1 deep intron jBAN 2 2020/11/30 | M)INE— | R %
3| —HEpaEEGE N 3 2021/4/21 | MUIE— | KB %
4 | BisEMN 4 2021/9/29 | MUINE— | KB K
5 | TBX4 i&HN 5 2022/3/11 | MUINE— | KRB %
6 | fEIEEM 6 | 2022/11/24 | MUINE— | B %
7| QD) BREKEEOFTEIAE 0L E 7 2023/4/1 A OTHE | OREX
8 | intron fEIKDOEH 8 2024/6/1 | MIE— | SRE%
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REHERB : [ RESE (B OREESUIERE) |

wEL [ MRESE (BOREHXi3ERE) BEFRE ]

RS

AT R VMR FUE, FRR MR EM M2, W —7 7 7 2 o N EEEE Ol
EAIE (A CREMEXTERNE) 2xt%l 45,

AL SFTPB, SFTPC, ABCAS, CSF2RA, CSF2RB & 5\ ZEERIEWr & LT NEX2-1, FOXFI,
GATAZ, OAS1, MARS1, FARSB, FARSA, TBX4 #E{nF D8I D Z /37 E a— Rialg= 7 V)
L ZDWIHD AT T A A A, Rty — 7 =% —Tifr L. Eliishi
T U 1%L FOR3) 7 v MCoWTHGET 5, Y — R —4
Y —OFT — X OMENRLERGEIE, Yo T—ECLs2F vy T ——F ¥ —TO
FENT 24T Do TR BREIER K « FAZED 2 ©—HEAL o REUR 2 7 ) SR BIZBI L
TIEEHEE COMEHMNEHY — R ORMR S — -7 o —TIIREE R 720, WwExis s
L2, HEEY A 712 o0 TEANY 7y ha—7 —THRIETE LI L TidHR
HTHN, N T ha—T—THRIETE ozt DI L TEHE Liwy, Fiz,
FOXFI deep intron fE# (chrl16:86182580-chr16:86245420 (hg38)) 2} Ha ' —F
N=ZOWTHIRREEL . BN DG EIITMEFICHET 5, Ly a— ) — %
KA —7 2o —OFE EEEICIEES RV RICITEREZET 5, £ LilfEkic
A, RO RITIENT %,

B4 position (hg38) HGVS. ¢

ABCA3 chr16:2283456 c. 3863-98C>T (N\M_001089. 3)
ABCAS chr16:2308643 c. 1112-20G>A (N\M_001089. 3)
ABCAS chr16:2326494 c. —26-2A>G (NM_001089. 3)
GATAZ chr3:128483288 c. 1017+572C>T (NM_032638. 5)
GATAZ chr3:128483320-128483347 | c. 1017+513_1017+540de128 (NM_032638. 5)
GATAZ chr3:128483328 c. 1017+532T>A (NM_032638. 5)
GATAZ chr3:128487077 c. —45-1G>C (NM_032638. 5)
GATAZ chr3:128604048 c.—111195T>A (N\M_032638. 5)
TBX4 chr17:61455907 c. —584G>A (NM_018488. 3)

(1) WmEFE

Mg HEL L7=7 7 A DNA D, ST AR RBLE T O AELSEa— R
HHE T Y EDA v ha BRI EANA TV AL B =g B D WVITEESREN
H &L (polymerase chain reaction £, PCREEHE) IZX D IRME L, kit —7
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(2)

(3)

(4)

(5)

(6)

(7)

(8)

(9)

Y= NNEF Y ET Y = — T L LD BE R EEZITV, R XTR
BARF D72 A < B = — NHEIKIC 351 2 AR B O M LBl 51 28 b D 14 i 5
%o FANME DO HDZ T AN E T 508, RLEHGRVIGEITHHE I DNA 21T
AL, ZOGEIEE 2 OFEFUZ LV HET LB D LT 5,

FVEE R OV B A%
EEERINZHAWSN TS E F7 2 L) 77 Lo AR E DL & | AR H B 28 5
DOH A HET D,

EREEICREREZITO 2L T OIREMEOHEH
BRI L, AREIREMEZET 2 b0 TIEH Y EHA,

REICETSHEK
BRI AFTIZ RN = H 26 60 B2 H LA,

HEZZFET 2HEICH > Tk, EBRCTHEZIT O HERER DA
HEDFEFELH Y £ A,

RRARDEREA
EREBIC TIRAED B ASRIRIUC S THICHI L AREDH LiAAOE
E AT D,

AN AT
WREF ST D EA AL 1D SE# 7~V AEAF S -8y 1 A
(B e B RIEL M4 EDTA-2K (7213 Na) FEk7)

BAEDORRE
I 1mL LA b 2 4R i3 5.,

BRIK DRI
PRIMAR T, LTI £ 7o 3B R4 5.

(10) BiEDORHESEM

ERE (7). (8). (9) #WI-TRIKIZOWT, BICANTHRIRICTARINIREET S
(WEIZE LT, REAIORIM S ), FEEHORRICEET L Lz2fAlE T 5,

4/5



(11) REKEERRED 7 ~)VOFERHEH
RRARREART Z ~ U ITEA AR 1D 72 & ONSRRE B 1D 2 5edld %,
RAEMIEE L, YMERREORAEZMEN TS, ZREHER Z U TR,
- [E4 AL 1D
RS ORAEE (REA, Bt — P& BIKK
- ERRPEBEE
s A R T A ST DORERS
* BRI SE

(12) Rz ERBEE D CEAERERN OB EREFNICHEZKET 525G
HTc> Tk, HRFEERERNS) £ TRE T 2 DIET HHH
FEAOFAEEZFAIE T 5,

LR F AT AR e DT EREBEICIT T iR 2T,

(13) REHH
7L

(14) REOBH LiAL, BRWEb#E
PASENEANDT S DNABFZERT Bl FAsE (O B FRA=)
T292-0818 T AR A2 e 2 TH 5-23
https://www. kazusa. or. jp/genetest/index. html

E-mail : onjk@kazusa. or. jp
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