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HETBE R

No. BETNA Ver. | IEMBHLER | 1EREE TR
1| B ERL 1 2018/11/5 | MJINE— | % TH&
2 | —HRETIE 2 2018/12/7 | MUINE— | #%& TA&
3| MBS OAEE G x5 o B STb) 3 2019/4/1 | M)IRE— | KRB
4 | SCEEBE T OEIE 4 2020/4/1 | M)INE— | KRB
5 | NEDIEE 5 2020/4/2 | M)INE— | KRB
6 | EALHE 6 2022/4/1 | M)INE— | KRB
7 | fEIRESN 7 2022/11/24 | fINE— | SREX
8 | (1) MAKIHEOFHEEH DA H 8 2023/4/1 | HEoLH | RER
9 | intron fEIKDOEH 9 2024/6/1 | MIE— | SRE%
10 | RARDLEH 10 2025/4/1 FOTHE | REX
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REEE [ EREFEERE |

wEL [ EREREBEREEETFRE ]

S

JeREH (malformation) AEMEHEIX, JERAVICHEDGERITICIHREH 23 H LR A
DRHFETH Y H—ELIC e KREE N H D RB L X SN D, FEE S L0 RN
DMHBE DRI L D EAD DI E ORBIC/THEN D, e REFIEGHE CRE L 72 DIE
WiT, LT Dl & D, DItBEEE - THILEHERE - MEHAMERE 72 & o AR fE
FELVEMOMBREZELD Z b H Y | EiEPRE R OEITIEOKREIR FIZ L 5%
BIEZERT L b DD, AMETIIIARIT « 77 U UIEREE, AI X LAY - F
vy VIEGREE A2 T E RIS E S D,

AN YT T T RGBS RWEE, mAEES, R W—L
hEE, EmE o0&, B EAE, RWAHRRLE) 23 ME T 28 RETIERRTH
Do KIEEOIERFNT b TRy (5p13) \TAAET 2 NIPBL B DERZRD 5,
—EROIEFNE X Yetafk b SUCIA DIEFIZ X FIET D, E DM, RAD21, HDACS, SHC3 81
TICHEREZZBDDGENRD 5,

SRBEEEMRE (2Ax VT « 77 U FREGER) B8 FBRA TIL NPBL SHCIA,
RAD21, SHC3, HDACSTBAG D & L /X7 E a— REIRT 7 Y > & Z DD A 7T A AL
Rk Z . AR — 7 = =TT L, EICHRIHS T VABHE 0. 1%L0F O
NY T MZOWTHET S, Y — R R — 7 o —DF — X OffisE RN 25
BRGEIE, P EICL DXy BT = U —TCONT 21T 5, 7B RBIUEX
K FHANEO 2 ©—HERL KBRS LREIEZEAICE U IS B C o 2 B8
U — RELORAR S — 7 o —CTIxR e 7200, sctg s Lavy, (BT 1 712
ONTEANY Ty ha—F7—THRIHTEZLDIZE L TIHRET 208, N7 ha—
T —TCHRIETER->72bOIZE LTIl L,

AI AR LAY FEIEBRET, 2 VAT =L ERORKER THL T-TE R
0oL AT ua—/Vigwi#EE a2 — N5 DHCR7 & OERIZE > Ta L AT a—/LpE
MR T T2 ISRV RIET DIEFEHTH D, 2 L AT m— LEAOIK NSO
RSP AT B A RARLVEVAROBRE XL, 2FEOEERERE RT 5, FFHE0
RAEMR & U TR IES . /NE, FIRREE . RO, AER SMEREY (B,
AHERRLOND, 2L AT —ANLAERINDEIBEERVE L OWRLVE DS
FRBEEOTZS, ZIRERRIE - ERERIEK TR0 | fiFRERELET D,

TERBEIEGRE (AR - LAY « AV VIERR) B 7R Tl DHCR7 51D
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RN a— RERT 7 Vo L FOMBED AT T A AEALREE &2 ks — 27 =
— TN L, BICHRHEENTT LVEEE 1%L T O/ —HHER & BV A -« R
OWTCHET 5, HEHY — NI —7 o —DF — & Offise N B RG81E., W
YHECL DX ET Y == o —TCOMITE1T O, RBRHUBIRE - FHAED
A U IR RBUE RS ) SAEEZAGIZE L CIEEEE COR A EEH Y — FROR
R =7 o —TIIREE R 720 WERIRE Ly, BMIEY A 7120 TIEANY
T ha—=7—THEHTELLLOIZE L UIWmET L0, XU T ha—7—THRIHT
XMoo b OB LTI Ly, 72 BREfEicinz., Froomk b s m
T2,

Bin 14 position (hg38) HGVS. ¢

NIPBL chrb:36876791 c. —467C>T (NM_133433. 4)

NIPBL chr5:36876801-36876802 c. —457_—456de1GAinsAT (NM_133433. 4)
NIPBL chr5:36876937-36876938 c.—321_-320delCCinsA (NM_133433. 4)
NIPBL chrb5:36877164 c. —94C>T (NM_133433. 4)

NIPBL chr5:36953616 c. —79-2A>G (NM_133433. 4)

NIPBL chr5:36959976 c. 359-1508T>G (NM_133433. 4)

NIPBL chr5:36975136 c. 869-6406>C (N\M_133433. 4)

NIPBL chrb5:37012190 c. 4560+1965G>T (NM_133433. 4)

NIPBL chrb:37012294 c. 4560+2069C>T (NM_133433. 4)

NIPBL chrb:37022036 c. 5329-15A>G (NM_133433. 4)

NIPBL chrb5:37030899 c. 5862+3487C>T (NM_133433. 4)

NIPBL chrb5:37036358 c. 5863-21T>G (NM_133433. 4)

SHCIA chrX:53396630 c. 2563-13G>C (NM_006306. 4)
(1) W®EFHE

MENHEUL L7257 S5 DNA D, %4 DA BB L FOTAVESEa— R
T Y L EDA b u U NA T I XA =T a3 b D WITEERD
HiEyE (polymerase chain reaction #, PCRIE&EME) ICXK VME L, AR —/r
Y —H50EFXF Y BT Y — v — UL K HBE TESIRE ATV, BT
BARF D72 AlE < B = — NHEIKIC 35T 2K B O M LBl 51 28 b D 4 i -
%o FANMEDOHDZ T AN ET 505, RLEFRVWIGEITHE I N DNA 2T
AL, ZOGEIIE 2 OFEFNZ LV HET LB D LT 5,

(2) EBEROMERLLE
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EERINZHAWSN TS e F7 2 L) 77 Lo ARG & 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 B3 H LI

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

(6) BIEDTERSM:
AR TRE D BAJPCIRFUIZOW TS L, AREOH LiIALDOE -
AR T 5,

(7) BIEDORERAR
R IAT D EA AL 1D Z0#E T~V BE T S -8 mssy 1 A
(B e fRIEL M55 EDTA-2K (7213 Na) Hk7)

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

9) HREDOREFRM
PRIMAR T, TR IE £ T TR E T 5,

(10) BiEDRESAE
FE (7). (8). (9) % RKIZOWT, FIZ AN CEEIC TAFTICS%T S
(MBS LT, RARIORMES ), REAOBRICRET S22 FAIET 5,

(11) MEKEERORIED T~V OTLHEH
BARRESS T~ U EAAL 1D 72 & NSRS BEA 1D 2 52#d %,
BRAEMEE I, SMESRREORAZMEMT 5, T2REHEE 2L TR,
- [EA A 1D
- WETORATHA (REA, Ao — NES. BRI
* RSP BE TS
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s A R T A ST DORERS
* BRI SE

(12) MRk % ERBEE D D FEAERER MOBHEREFNCHEZEKET 5561
Hico T, HEFEEREDF) £ THRET 2 DICET HRH
FEHOBABE LA L T D,

TRBAEZ AR ATRO T, EREEBIC I e R A 2T,

(13) HREBEHHE
7L

(14) REOBH LiAA, BRWEb#E
PASENEANDT S DNABFZERT B FiAsE (O B FRA=)
T292-0818 T 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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