MAERNE

Ver 7

(FfaE B5E (B SRl X3 RYE) Bin )

EFHBAG R 202344 H 1 H

EEHE AT H) RE R
FEREE PR M

1/5



HETBE R

No. BETNE Ver. | (EHIBHAEE | {ERGE AR
1| HRUERL 1 2020/4/1 | /MR Moo | RE K
2 | FOXF1 deep intron 3&HN 2 | 2020/11/30 | fm)ilE— | 28 %
3 | —EBsEEGEM 3 2021/4/21 | MUIE— | KB %
4 | BisEMN 4 2021/9/29 | MUINE— | KRB %
5 | TBX4 i&HN 5 2022/3/11 | MUINE— | KB %
6 | fEIkEM 6 2022/11/24 | f)INE— | RE %
7 | ADBRAEKREEOGEHEE 0L H 7 2023/4/1 A OTE | REX
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REERB : [ RESE (B OREEUIERE) |

wEL [ MRESE (BOREEXi3EeRE) BFRE ]

S

ARRAN TS RVENG &R FE, FRRPERVE MR i —7 7 7 2 > b REREF O fifila

HEE (HOREMEIIERME) xR e+ 5,

AL SFTPB, SFTPC, ABCAS, CSF2RA, CSF2RB & B\ ZEERIEWr & LT NEX2-1, FOXFI,
GATAZ, OAS1, MARS1, FARSB, FARSA, TBX4 i#E{nFDBAGF D Z /37 E a— Rialg= 7 V)
EEDEIHD AT T A AL Z . Rt — 27 = —Cfiffr L, RiThRiiShi
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 TEHRE Lv, 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, FREOMEECS RITIENT %,

BinTt4 position (hg38) HGVS. ¢
GATAZ chr3:128483320-128483347 c. 1017+513_1017+540del28
(NM_032638. 5)

GATAZ chr3:128483288 c. 1017+572C>T (N\M_032638. 5)

ABCA3 chr16:2283456 c. 3863-98C>T (NM_001089. 3)

ABCA3 chr16:2308643 c. 1112-20G>A (NM_001089. 3)

ABCA3 chr16:2326494 c. —26-2A>G (NM_001089. 3)
(1) W®EFHE

Mg B EIUL LI=4 7 2 DNA 2D

ZAT OMAERN BB T O AMESE=—F

Ty Y b 2DA 2 br U BEIREG NA T Y F A= a D WIFEEER
PEEYE (polymerase chain reaction 35, PCRIEENE) 12X VM L., Wi —4
Y =HDENEF YT Y == L L D BB FESNIREZ TV, AT
BARF DT AT < E = — NI 3T DA BB O RS ZE (b O F 2
%o FANME DO HDZ T AN ET 505, RLEF{RVWIGEITHE I N DNA 2T
AL, ZOLGEITEA OFEFIZL VT L HDE T 5,
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(2) EMEEKOHEERE
EERINZHAWSN TS E F7 2 L) 77 Lo AR E DL & | AR H B 28 5
DOH A HET D,

(3) EEMEICREMEELITIZ LT HAREMEOHHA
FriZa L, AREITBREMEZETHZ2H0OTIEIH Y THA,

(4) RECETSEK
BRISHAFTICE T2 B 235 60 B 3% H LI

(6) HEZEFETIHEITH o T, RERICHEEAT ) BWEREFTOLH
HEDFEFELH Y F A,

(6) BIEDTERSM:
AR TRAE D B AJPCIRFUIZ OV TS L, AREOH LiIALOE -
AR T 5,

(7) BIEDORERAR
WA ESAT D EA AL 1D SE# T~V s AE A S -8 1 A&
(B zeg B RIEL M4 EDTA-2K (7213 Na) FEk7)

(8) MRIEDEHIE
I ImL LA b 2R3 5.,

9) HREDOREFRM
PRIMAR T, TR E 7 TR E 15,

(10) BiEDRESAE
F2 (7). (8). (9) % RKIZOWT, FIZ AN CEEIC TAFTICS%T S
(MBI UC, ARG ), REAOBRICHET S22 FAIET 5,

(11) REFREZFRORED T~V OFLHEH
BRI 7~ IR EEA L ID 72 & ONCRIKE LA 1D 2 i T 2.
RAEREEIL, YREREEORRE WA 5, ERERER 2L TIoRT,
- PEA AL D
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RS ORAEE (REA, Bt — P& BIKK
- ERRPEBEE

s A R T A ST DORERS

* e ARE AT SE R

(12) MRk % ERBEE D D FEAERERT MOBHEREFNCHEZEKET 2561
Hico T, HEFEEREDF) £ THRET 2 DICET HRH
FEHOBABE LA L T D,

TRBLAEZA IR ATRO T, EREEBIC I e R A (2T

(13) RETEFH
7L

(14) REOBH LiAA, BRWEb#E
PASHENEAND T S DNABFZERT Bl FAE (O B FRA=)
T292-0818 TR AR T2 S8 2 TH 5-23
https://www. kazusa. or. jp/genetest/index. html

E-mail : onjk@kazusa. or. jp
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