Nagoya City University Academic Repository

7 AL o FE

it (=)

160475

AL E S| BL139%
i 4| K& E
54 A B ERk 304 37 26 H

R
=
3
\eh
S
&
Ny

Combined genetic analyses can achieve efficient diagnostic yields
for subjects with Alagille syndrome and incomplete Alagille
syndrome.

(7 7 U= VIEGERE e 5 ONCIEERL T 7 ¥ — VIEEREIZ AT T 5 (R 1B R
FHMEITIIAHTH D)

Acta Paediatrica. 2017; 106(11): 1817-1824.

i SR A Y A

Th . Kl 'S
A . B [, 7R RE




woxoon "R o

Juil

Yl 77 o— ViERERE (Alagille Syndrome; ALGS) 1% JAGI b L < 1352 NOTCH2 075 1
IZ KD FBIET 2 R AKREEEEMRE TH 5, £ORBULENEEIIZIGITOIED | FEEif]
T T BIEFIRE 21T ) Z LI3FEFICEETH 5, T 72 ILESE (biliary atresia; BA) (&
ALGS OfRERERZK Ch 5, Fx L ALGS, IEEM ALGS 8 L BA (X7 2 kit —
27— > % — (Next Generation Sequencing; NGS). JAGI @ Multiplex Ligation Probe
Amplification (MLPA) fi##T. microarray Comparative Genomic Hybridization (aCGH) fi##r %
RN AR R B RIRMT O A M2 et L,

[5i:] ALGS ORgRZEERED 5 TH (HYF 5 o, SERVEOGE, IREREE, B8, 5
HEH) L3 HHE L EA T8 A ALGS BE, 2 B2 T xR &2 FEER ALGS #E, £7-.
P AREE R CRRIE NG R SR VRS %L BA BEL LTz, BOICETORNRIZ JAGI 725N
NOTCHZ ZZ T/ « FURABM 9 oW DJRIA & 72 % 18 AR T2k % NGS it 217 - 7=,
KIZ NGS it CERZRBO o Tox%, b LT JAGI DREDEEDNIZHRIZ JAGT O
MLPA f##t %17 -7, HIZ MLPA f#i#t C JAGI DT 7 ) o RIGHNFE Sz xt51c aCGH fif
Hraetto7,

[ RIALGS #f 30 S, HEER ALGS # 9 JER], BA B 17 SEBZ BUR AR 21T > 72, ALGS
BECIL 24 JER] (80%), FEER ALGS TlE 4 SER] (44.4%) TR IRIEZER 2 [FE L7223, BA #EIC
IR FULFE SR o 7o, BEROFEREIL . ALGS BTl JAGI O X A& A2 R 4 JEH,
J o AER GIER. AT T A AEALOES 2 FEH], MRS L IERK TIES, BT
7V DRELIEG, BT 7 Y o ORE 3IER, NOTCH2 DI At ABR 1ER], £/, I
B ALGS BFCIX JAGI DX A v U AR 1EF], 7 b A8 1 FEF], HER7ZRiRA 1 AER),
Hox 7 Y OREVIER Tl - 72, aCGH T TldET 7 Y > O RKD 3FERIT 1EF]IT ALGS
DIER DI & SN LHFFANTH o727, 2 FEFNTZ OFEOFEPHIM K SR KL TH -T2,

[B42] ALGS B L OJEER ALGS FHCR T 2HIFAMEEROFRERIT, ZhE ToRE LI1TF
[FIFEEE Tl o7, ALGS TIEK 16% TN LE L 20 L SN TWD, FEMEEREZHF L T
DB O N —Ehnanz & EEM ALGS TH 44 4%ICHFIEERNBFEE SN D Z
EEBET DL FEER ALGS OEH R ALGS ORZWEEZ - S 2Vl E IRV TH, R
—DRERBIA VY T OBEND bBIEFIRTZ1TO ZLITEELZ XN, FE
SITIRIEMEE R OFEEIL, 2 E TOWME LT 5 Loy Y VL O REK1( %) T2, MLPA
FEMTIX = 27 Y VAL O RKRAFADFREIZAH & SN TR | AT Tld NGS fi#th TEENFEE
SNIRIN S T BRI MLPA T 24T > TRV . =7 Y VB ORKDFREIZAN TH 125
X BTz, aCGH AT IZ I W TRHIPAA ALGS DS OSERZ 5 & SN D PRI R KD K v
TV EIRE S Ve 2 SEFIH 1REFNTAEMTRE R CIIAER TH Y . AOHEDHBLOFEIZE L T
HEICBETOILERD D LRI N,

(#575] ALGS, FEEM ALGS 35 LU BA 1249 % NGS fi#ffr, JAGI O MLPA fi##r, aCGH fi#
Btz W T2 RSRBER - RRITIZ A T 5,
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(55 77V — EER (Alagille Syndrome; ALGS) 1% JAGI & L < IIFC MOTCHZ2 DZEFRIT LV
EIE T 5 R REEEREEETH S, HEMSHIE (biliary atresia; BA) 1% ALGS DR
BIZWr CTd D, Foxld ALGS, FEER ALGS B L BA x4 2%,y — 27 = % — (Next
Generation Sequencing; NGS) . JAGI @ Multiplex Ligation Probe Amplification (MLPA) fEHT.
microarray Comparative Genomic Hybridization (aCGH) MEHT % F 7= KRB S FHIMENT OF H ik
e L7z,

[ 5] ALGS DEFRZWIFENED 5 THA (BHH 5 -, SERMODEER, IRERER, BRE. R
[FF) . 3 HHEM LA 55 % ALGS BE, 2 B2 95 a2 JER ALGS #E, E7-. firPEE
IS5 CHLE AN IER SRV SRE BA BEE Lo, mONCEXIRIT JAGI 72 & NS NOTCHZ (2%t % NGS
fRAT 21T > 7=, RIZ NGS T CERZRDenoT-xt8, b LI JAGI DRKPEDIT- RS
JAG1 O MLPA fif##fr 24T > 7=, W2 MLPA fBHT T JAGI DT 7 Y 2 RICFRIE S 72568212 aCGH fif#T
T 7,

[FESE] ALGS & 30 SiEGI, JFEERL ALGS B 9 SEG, BA BE 17 JEFN BB FHIMENT 21T > 7=, ALGS BT
X 24 JEF (80%) . FEER ALGS TIE 4 JERFI (44. 4%) \TRIFMEE R AZFE L, ZROFEEIX, JAG]
DI AV ABRBFEF, ) v ABRTIER, AT T A ZEALOZER 2 FEF], B FEAS L <
IR 8 ER], H—x 7 VU OREK 2IER, BT VU DRK 3 FEF. NOTCH2 DI At 2B R 1
SEG] T o7, aCCH AT TIIAxT 7 YV oD REeD 3 FEFIH 1 FERNE ALCS DIERD I & S H#iFAN
Tholem, 2RERNTZE OFELOFERAIMI KSR TH ST,

[%42] ALGS B JOGEERL ALGS FEIZ R DWEMAEROFRERIT, ZE TORE LIZIFRFRE
Thotz, RESNTFEHEROFEEIX, INETOMRELURTH LT VU HEANDOKRIKNE D
72, MLPA fENTIZ= 2 V) VL ORI /FRADFREICAH & I TIEB Y, AT TIE NGS fifT TR
DAE SV o T2 2R GUT MLPA fffT 21T > CEBY . =7 YV VBN ORKOREICAN THoT- &
&% BT, aCGH MEMTIZ I\ CTRHIPAD ALGS LISNDIER A 27 5 & SN DRI KD KA TWH
% & RE Sz 2 JEGIF VIEFNIMHTIE S CIFAER TH Y . AOHEDHBIOAEIZE L CEEICH
BT ONEND D LR ST,

[#535] ALGS. FEEM ALGS 36 X OVBA 1Tk % NGS M. JAGI O MLPA fif##. aCGH fiRHT % FI 7= 1K %
HIEBFHIFITIXTA R TH 5,

[(FEONE] 20 0MOT LB T—varokic, EEOEMESER» O ZNENOBEES:
HIEATIEDORE, NGB EI D) U 7ICBET 2 EE R EA I 8 THE B —FIA O FA M 2
200 BIRIRTEZE B OYIWT, JAGL 6 KO NOTCHZ DIEFIT X 2 FIEMFOMRE 72 £ & Hl s 10 THE O
BRI ST, R BIXHMEEIC DWW TR AR RN © s WREORKG, £ b OB BRI
T OBIBTFHIT 21T ) BRREICH L T3IHAOEMA Iz, WTFROBEM bR DWW [IE
PROLNFGR LD EFTZ+IZBE L T D Ll Lo, AREFTRILT 7 ¥ — VIR b QN IHE
PASHIE 5T U CIRRAER FHIMANT 21T\, BRIR - AFE DM IZ B W TERD & D R3G b -if
TCTHD, Ubzbo T, AWXOFEFIZITEL (BY) OFGLEXDITHIE LW BT LT,
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