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Infancy, i 1, infancy 1 Infancy
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Muscular features  Myopathy, extemal Hypotonia Hypotonia Myopathy, Myopathy, Trunk hypotonia Hypotonia, Hypotonia,
ophthalmoplegia hypotonia, clevated CK lactic acidosis Inctic acidosis
opb!halmop!cgm
CNS features Poliodystrophy, Nystagmus, Ataxia, A i scnsory Occasionally PEO, i pbaly Connatal Leigh-like
ataxia, epilepsia dystonic pathy, i and global halopath synd
partiali i dystonic atnxm, epilepsy developmental dystowa
movements delay hearing
. loss
mtDNA Liver, muscle Liver Liver Liver Muscle Muscle, kidney Muscle, liver Muscle
depletion
Inheritance AR AR AR AR AR AR AR AR
Other features Valproate hepatotoxicity ~— — Cormeal Infantile-onset SMAL-like, Tubulopath Dy phi D
scarving spinocercbellar SMA3-like, pl leinosi hylmaloni methylmal
mental ataxia(10SCA) muscular aciduria aciduria
retardation dystrophy
scoliosis
I bay B 7TIHRSEEFEED HARFEOMHH >

KELTE, XBYZ28B LTt ark
Vo FE 7 ARBRBEI M CFYTRTHS
Kb2hbod, I hay FY 7L0HE ICD
WTIdN o 7z, DB DWW T [HERI
PHOERERRFESE] 200903 bavF
U7, BEBMAEDE ) IEMAEEL (o T
WADTEUVBEICL TV &,

[One Point Advice)

MRCD &< a0 S EBTHD, BPIY
ATHUNRHECHNEREILT, 216
' LTVBEFORBTHD. WES
BHTHD, 2<OEPLBEES
NZOSEBHEIRL EBESNCBOTET
BD, WDRREEFHOERTHS. MRCD
EROLBCE, BENMEEEANBHOKN
BETHESE <MHLTLEEEEL. Bl
BEOMBREERBIMFSORMR I U—2> 5
SALETHD, MRCD ESORMEBLHDIE
BESHHITNS.
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Alagille syndrome
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1. 82 - EH &

Alagille FE{& R (ALGS) 2 IF RS OETERL &
WO FEEET RIS, RBH D ofF, R LER
(B 1), MighiResEs & 005, HETRE,
HEEER R EORRRED SEREMED B
BHREEOREREERTH 5. BIIRIFRIER
(arteriohepatic dysplasia) iX ALGS & R# T
5%, ALGS # 2k L 7 Alagille i3 7 5 » AD/h
RIFWETH Y, BHEILALGS B LHD
BETIE RV, LA L ALGSIC LIE LIS
I LR BEBIUZFORRAWHAEEICE -
THIE SN, HRIRME AT 2 Fy A FHBICIR
L% % £ 9 mesangiolipidosis 23458 TR, &
LTREREh T A,

ALGS @ Ji{ #1EF & L TJAGI¥E
NOTCHZHRlgdh, RETEHEORETF
BREAET HERIALGS 1 B (OMIM118450),
%1 2 B (OMIM610205) & Ei s b, ALGS
D% LU LEIF1EITH Y, EAETIIBIR S
T2RIIRRsh Ty, FEHEIR 18
TIE23-74 %12 LT, 2HRTCRREFRTALR
5%,

ALGS IR HEBEFHRHARINTH SHENE
SNKE (RSN BRER BN A
AENBEIITRoTHS, HREEHIHIFICY
L, RN LEREREESICEMAE 20
ALGS S HHMEEND LSl oTE W
FAALGS iZEREDEBTH DA, HEIIK
APIRHEED & b ALGS IS & 5 SHHE D45 A58

399

REWH 5
MAR XK
TREE—EB
mLTV 2z,
2. & e

ALGS O 1% Caucasian TIZH &7 5t 1
BELINTHE 2010FE TR E
D/PRBREREMRICL-LERECIE H
P ALGS B#& Bui% 200 A55 L el X 7z
EHEDORAETIE, ALGS 74 I 4 B TEHEDS
&SN BB X ) ICBEHEOTEIL
MLVOT, RBEHIZLCITHEEYDH 5.

3. 7

ALGS 18 ® JAGL ix Notch B &ED I AV F
Tédbh, 2810 NOTCH2 i& Notch ZHE4£D b
DTHBI LHH, ALGS DEFLERIZ &K
BT S Notch ¥ 7V F AV DOBEIZL > TR S
HEMESINSG, FEBE, v boREETHRE
ThHE JAGI EBHAM L BB L {—K
LTWwaY, BROBERABCRE) LY, %
REERRME, RET, IE 4-20 8812 JAGI
DRBBHZRONE. —F<7 A Tid, Jagl Ki
TIRMERFEICL DBEBIEL 2 505 Notch2
DRIBTALGS DIERMFEH EN 5", Notch
PYFNMEEE LTRENICHE, AR
HIZEZES D, ZBORTFMEL 7 F L DMHE
ERIMLTVWA®, ZhoMEHfETFE LR
> TR—RRZNDERDENZ D S5LTNS
WiEtkdh 5. EERERXTRET H#F &
LTI BRY UNRZIZE T 7 FMEED
M & 15 dominant negative L D b, —H®

Ryo Sumazaki, Hiroki Wada. Toyoichiro Kudo: Department of Child Health, Graduate School of Comprehensive
Human Sciences, University of Tsukuba Ui KRB AR E LR AEH 22
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LTy o3y

WA 9 % hap-
]omsufﬁuency EBHEEZSNLY

4. 1% &

ALGS @i & L T, BmiaEEsmeE,
W& 7230, 2280 *11' FEF9E L, mesangio-
AN E 7 > F— 2 2% tubulointer-
stitial nephritis, ‘“/f\"‘f‘ bl 25 Trd b
ENTVRY H—FRANDALGSEHATH -
T, FhEEof e, 8, JEEE4E My
LGNS H. A
50/ % 28 o R - EEBRRRACF -
DA, MR R - ST - FARAIC LD
17 BRI R RN % 2 720, FLIE MW & S
DWHIAYE O 2 & IR IS X D 20 5%
HrHJ'EL. L7808 1242 A H e b o 724
BIHE RN T, 4N E L CJAGT =T
TREAAL Tzl v ) WiEHdH 5% FHwE
DREILIED L IZ8 A D, T 0RMe5E
JEAEMIC B A E LA D TH S . Fiko
Peng L - IRAGE O AN O E, SR
MFCPERFE 2 &I A SR ISHRETE T B A o i
FHOMIT, Hitd WL AEaLA7so—n
MAE L HE5E 3 5 mesangiolipidosis’ 2 &, %%
LIRIEN DN 9 5.

. BEEERD =

PRI 2 ALGS &, FUEHIR o9 -
(FHED I L » TBW SN 5, FAEIHE Y
Wi & e AT TR IR L, F 72,
o X IZE B RREAH Y S BB

lipidosis,

- ZH T 2 b

WilCdr B, MHH S - Wi IR LU L
LWA% L, M TRBT 5 & & ITNFREE
DD EZRS v, ALGSIC L AWk d
Wi3 %K A > ME ALGS #5t- THIH (R 1)
WA 2k, RN 7 R0 R A B 7 A
TAHZ L, WEONITIIR%E %2 & b o 5%

W, IREHS. Hitho XMB A L HL 2 2w
ORI O AT I 2 FERAY ISR T A 2 LD 3 1
Tdhb. ALGS DY EIHEDBH 7 LT X 4

EILIWRTY. 7 FKEEZ GO ES
MRS £ 5 ALGS O IidEilE 2 38 2 (2R3,

X, 62 5O AR L

1 Alagille ﬁ@ﬁ@?ﬁ%ﬁ

B < e L 2SR, N L— B ARG, KD
OELED AFTAAR. b 215 < Gi o P2 FDE R 2
B TH D,

RFREE SRR LD IR Y 2 ALGS O 3l %
%m#&t@ﬂ@.ﬁ&%%%ﬁﬁ%@&b
AR EofNE, 4y =4y RIS
B3N T2 Webt 4 b ZLIBWE A v M %
ZH S 7z,

REE TR ]

ALGS DA iid, M9 - WofE, L
W, WENOMEFRICELGESNS 2 E0%
W IR RINE — NI 1/3 B O SE I T
EENDH, AR O 4 [F AT 19 % T
Méﬂfwﬁ%MMOo%@mm$@ﬁk
FEAEDFLABINCEBH SN TV M%m
DRI GRS WA S
ENHDHOT, RN EHRENLENL. &ﬁ
B R FE 3R AE 7 RN D7z o TGN 2
B TSR YEL S0

HEDMEIZINEICL X BA% @i, sav
AT 0= VILEE,  TFRERERG S 2 KDY HENT £ T
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#1 Alagille EEEHICH T 3 BAHEBHOT LTI A
(SR & D %)

EEARAER
CEIUE, FMEORY
- BIRREEALD Y A 7 BB b S hdb 6 TR BIRFAEA AT S
- BROEHK, BER FRETRE ROERE SESEORE

BSOS
- HLHORMOIEH S - TR BLRHE, HWER, LETORKE
— AR AT R
- EHRBETIC L Y, BIEAR, SIETOMR, BREGIIR. LOBRRDhER, MG
R EORREIRENS.

- HARBICE Y BERER L COBRRESRVWI SR A,

cHERD X BB T AL LOMBREMNEWIE NS,

- B AR RIS R O BROGLEBRA SR DA, LT
BETOATBIRA S v CEEENTIRESEOR)

- IFRERERWI VAT u— IV IE

M2 MRE %

- JAG1, NOTCH2 DRETFERE T o

2

%2 Alagille ERHRBEEE(R) GCR™ & 9 31H) i

. EERER E

(1) FEREFRICL 2/ RMREORD H

(2) BEFRTE

@MEHS -8

@ LIRS A CRISTEMBIIR KA AR b RN RFRTH 3)
@ BRI DU (PRI HBMFTR TH S)

@HRIRDRE (B ERAWBNTRTH 5)

OB LR

. EOMDIER

TR, MREME, BIEZA L Alagille SEREBFICEBOLREOEDSNIBED
FEOBWICEELFRTH 5.
(1) HWhEAEEMEEROREE
MERMIC Alagille FERRBE & BET S B0B D, FOREERIEROEHEE
HRBCFE L 2.
2) S=TFBH
JAGIB{ZT. T NOTCHZ BHIEFICEREZED S,
. B 0¥ E R
DTRBT20088600FhbZild84a%, Alagille iEHE & B4 2.
O4Eif
1D &KL, 2 @QOoO»50@M3 b, 3HEULE:2HETLO.
ORI, FABERTINEETIIERDZ LORELEER
* 1 F 21 21087 Alagille SEMRFRICAF BN S8 A8 1B EA SR 2,
R AR RMRIC I L R WR RN D 5.
- BEFRBHCLEOREZD LN,
LEROIFHHAD I L, 2HEUERHTH 0.




