BERDBEER (GMIH 7V Ay R—YR) [Z20T

BIRBRE FLRREZER Hiz
Kfn &

[iZC®iz]

K2R Dl 733 U TR NIC 2B 5E ) (DNA) BWHER SN DS, D TIK
WHERTRRERNEL D2 End 5, AWM (T0007) MME DL DR CTHRA FLHR3
A UTEHEITE. ERBEROFIR & 72> THRIZBIEMPIND Z L1l d, 72720, T
WFACH L R b Z e T DRI OBEEEHR (—XOBET) 25| &k T, Thb
THO—FIZE G ERE MO EAICIIE A ERIET T, HEBICERRZEAS S
AT TR ERIET 5, 2O L) BEREHHEREBERES O, 2F 0., HHEEERIX
RBLIS L OREBLO M 50> & [FIRFIZIR RO R & 72 5B 8% 51 & ROV TERFICHI O THRIET 5,

S E BB & BICER L DT TR > TV ASE (Zo X9 2fdkEx U T LFEON IE
FAEA L FRRICEEECTH D), ZDF v U 7 REEDORZEIC X > T, FIEMEEN 455D 1 (25%)
DR TRAETDH, DFED, 1OADEIT, ¥ VT THLHWBHOLZEIZ LY (FRN
4BEHAEFEND &), MR 1 BEORIEMR, 2 BHOX v U 7B LW 1 BEOIEFEERNAE TN
B LD, FIEERIIEMER 5 IR CAEL D, £, TRIO B X5z, mBlo—
FRX v VT THNEFHROGEITIL, BIERITAEENLRVD, FROYESETFY VT &7
Do B, BROZETEHLD, COXIITHH & BIZIEFHRTHILUL, FRITTXTER
RThD,

HIROMERTIX, BEIX A OXD RHAEDLEOREIZRD Z EiFmThHD, L, [
CRENOITHOMERE L2 T HE. A DX IR NRE =R o>TLED Z ERD

A m—0 m—0 D ERENCRIERNEET 52 &
—— ®30 L oas, mERSRHRT S ETOM
HAOO OO e BTk, @bV B D Xd %

BARENTHERIVRSIATEY, K

B OO0 O1T0  sppnvmic, kEMRSHOS
T #3VR —— vyresnsRTY S, KRR
Omaoo DO ywcmrexic, pbTTilieg

2 BB LT TICRENNF ¥ Y TS
C D——O 7 \Yiel NS 57T N
ek Zigo;bf& PR SRR/
T WP F+rVU7 5.
Dooo 0 O E%x

1. BRSPS B 5 Akl —

[GM1 B> 7Y Fv F— ]
RO X 9 BB TEERICHA B LENDE0)N GML o7V A4y F—V A ThbH, GMI

1



T T VA R=v RN RBIL, K 50 IREBNDRDTA VY —LEREHDO—D2TH Y,
GLBI a1 DER (c1647delC) IZE-TB-HTT b X —BLEWVWIBRERNKETH LT
FIET DR EMERFEMRB CTH 5, FBIERIT, K 2 O X9 RERKE EITHEOEE)RE
EOMREE, RAkEE) 272 Lo TLBROFMTRET 5, N b, ZOHRBICKH
6%@&%?%@&“@%%#bww%ﬁ@ﬁ%;%fbf\ﬂ£@$E&<@ﬁ ELLT
T&E RBITIFFANEDOZ E LB TERL RS THETIEREEDYZVICLIEEE, £
DEINEICITZRRODHA P LA (FER REFURAR L) NET, TRRIEFICRE 280 ~
Sl S, FERANC T U — X =R E OV TR AR 2B E AL b7 7 MRS
HTENDD,
INETICZDOEIREBRERLZZENRNEND X577 U —F—O NIRRT

ZOREFEIZGML T TV F Y R=V ZADF v U T BN E WD I OLRFEIZ S 72 H 720, A
SRVEICE Yy U T DI TND I ERH Y, ERRBH & ZITTIEFICTES S A
DXEYVTEZEAELTNDZ EIR>TWAHTED, TORIKBEZHESRWRIRE#H L LD
MIEFITKETH S,

—> —>
IEHE Dt (ZNEEH)
i = FECRE EITEESEE
(~54 Am) (5~74 Aim)
\ +
4_

RIRMEE - FEHRIE R
(11~135Ai#k)

o ® \ \Hb
R - 1B - ST (9~114B 1) fr- gt
(12~154BE) ? (8~10~ B i)

X 2. 52 RD GM1 A7) A R—3 2D K RIE

[FAERGL]

GM1 Ty 7V AL R—=Y ZAOFERIE, ENTILZ i E ClodbiEE ) SN £ ¢, 30 88k
DHEEZWI SN TS, oL, TNETIZ30EZTNRIE LT LWV ) O Tid/el, ZOfl
DRERGY DFIERDA D AHCHTE TN RWETTH D, BEOEREME T X NHHE
LIERERIZESC E, ¥ U TREIBLZ1%THD, 2EL, B TIEb o U T

2



FERFEL 3%RETH L, FE - WEBGF DX+ U 7EREVEHIISA TS, X VT E
D 1~3%E VD Z &%, 58K 30~100 B 1 EHIZF v U 7N H L NS Z L ThDH, R
VRN 3~4 THEMEH SN TV O T, FRICEEHEU EOF v V7R EENTETWD
Tl D, LT, ZOFX Y U T REEOREUS Lo T, EEEGERRE ORIERNHTETWH
%o AFRBIZOWTIE, 22 10 BEsk (1R1F 20 /D) . EH I L 5% < R Fm s (EFSGR)
ROMRFH - Mﬁ<lW%E%ﬁ% 5) AR ST, BREFAIIZIRRE S & 725> TV HIT D
Bl b3, ENTIEIRIZICE L OBRER, 7V —%—, f\ER, ZOEEBOFEIC OV TR
LW, DTS, EEBIEROZ LN, SN TITREAHOEE EZTRE L
TWHZEbdd s,

BRONCEFIT L VW SN IERIL, 1997 FAEFROMER TH 728, EERIZTZEn &
DHT o LRIND ZOEBIZH T EHERI AL, (ORI DNLRNEE | R THT
LCWEITTTh D, Fo. AEBOFIR &7 5 9RERNMAE L0, Tni Db sHicd
SERIDZ EThHolmEHEESIND, BERNEUTHLOHEBRNERICEND ETIZIE, BZF
B ATEMTHENORA BMLETH D, £-, RERSTZETHILIRERERT bLF ¥
VEF VRN, BRI U TICRDIMNERD D, T v BRI, ZEOMER & AE T
LI, Z DRI —RUTER P LD FRITZ TP TN, T U T HIEFRELRL
THAEFENTETFROFER XY VT 205720 THS (K12, BARICLIFY IV TOFT v
AV REBA L TCLESTZRETIE, ARBOEREZETIHX 1 U T RBFRARENICELE
L, ELICMOREDORERZR T HZ EICEVBEEOREFIIEHE L TV Z Lk d, 2D X
INC—EDEMHNTEREN —QUIE ELBRZABEDR LS 5. BRMPELELT-REN

SITEMETHEMICERBEH SN TLEIDOTH D, 20D, FEERKERZZ L8 0
EVIORBIEDOHITIH-> TS &, EFITBNRICHDZ LIZR-oTLEI DT TH D,

[FBExt%E]

FCIZ 2002 LTI, SERD GML H2 7 Ay B— 3 A DJRIRZE BN EH ORFZEC X 0 B
Eﬁ;&ofw6®f\+ﬁ$%ﬁ%ﬁﬁ?ﬂﬁ§@%%ﬁ%?%okoﬁﬁifxmﬁ%ﬁ
B%@@E@EE@%%ﬁﬁzﬁzf%tﬁ FE A FENTIERERNIRE L TONT,
BN o THRIRIIZER EE oo, — 07 WAV TIET - L LRI DEBE THREED T
BHIZXF 9 B ERE VO T, 2000 FRFMIITEINER Y 77 (FoadtfEFE) 16 0BRE
DEFENDH - T, BIHIOBIHROMELZFZ L2 6HD (K 3), HERE OEROZITEE
RELTWND,

BETHBEOHRIT, BERTHLZ AW TE L2 TR, ¥ U T THLZ D
FICLOICHETEDL L ZATHD, EIZIT, DT DNA RKER HAL L <. £D DNA
O TORBEOMENHELND T TR, OERMBECHER S b TE 5,

Xy VT EHESNIZREEIET A L OAT Z LI Lo T, AEBITERUCTPHTE 5,
LU, M EFEFICER RN Y U 7 TH o2 GEIE, ZTOEE 25T 7= DI IES O
ERFLL (X1 DOBDNRZ—), AFENTFREFEEZKRAEL T, EELOBELE N IERO
ERZEHEH E L CRIET 52 E B AMETH D, £72, F ¥ U 7 OBHMD AL W IGEITIE,

3



Fx VT OFTRCEBIET A AT LSRR E < o> T IBTEL TW D RO
(BT HRBIMEIEALT B RS 8 5 DT, MERNT AR D R % 0 ITBLAR 8 72
FuEe H7av, BERORHA TR A BIICH L BT 2 2 L1 Ko T BIO B O AT
BIEABIET 5 &0 5 L5 REHRERNTLEI DOETHE,

. ¢
s
-

X 3. FxaftfELYE K7 77 (2005 4F)

[%x V7 LEinmE]

BLRMBREICIVSFY V7 EHESINTEZRIZE ORFERTHY, Xy hELTUIMSIE
HREEDL TR, Fv U TIETEIUTBIIIIE DRV ERRWDS @R L2 X 91T, &
PRI L > TULIEF R E DOREICHE S REGELZA2H D), <y M L TRFET H Z LiFa<
RIRES 220 (EBSIC, ChE TORESNTICIGEENTER), =70, BHR L LTS
H LUTREE SN AICE, WSO HERET L L) il CTERRFEL D, X
FUTHRy bELTRBINTEZEICREZEZDENWENNETHE, EREBELL
EMmE OB S EZ K REE D BHROROATH D, KB, B THEEOT ¥ VT TROEMW
RNTFELRNEZBZLNTEY | #ELPEROBERTFREREOERLZFF>TNWDHIDOTH D,
Iy U TR LA END L D72 ERbIUE, B mEE LMD CEARMET
HY . FDOL D R RESCHMBRITRZ D IFRMICTER T D TE R RO RN H 5, EHEE
BN (BRIZT CIREBRHETH D), 7Y —F =M mh mEic 40 BE L
TATENEELD Z L3R HE T\ D,

[Bbviz]

IR LIZZR D0, 4% (K20 FF1225), LBROGMIL T 7Y A R—T AiF, {5
IR THEESZR EORMOEIETH D, EkOmWIER T O REHFIL, 22 ICErNZZ
EIETTICHEH#RE LTS TS, LER-> T EROBFMFETH DT Y — X =R D H
F T HEREMN, ZORBIZOWVWTE S R0 > 7= T E W EICK L TEWFRICITAR 57220,
DLAMBRNWI ETCEHEZRELTLEY ZLIChD,

WA, MR RIRORR 258 Ul 2 L ~OREVS b 2RI o7 & GEL KL T
WAHITTTH D, £, IBEICEVERAROREZNS 72722 & T, 5FOFEMEDMD
TV DDTIERWEAS I Dy AXRAZF RN E S I ARRITARNEE L TS,



[3%30K]

JEERRC

1. Yamato O, Ochiai K, Masuoka Y, Hayashida E, Tajima M, Omae S, lijima M, Umemura T, Maede Y. GM1
gangliosidosis in shiba dogs. Vet Rec 146, 493—-496, 2000.

2. M2, BILIER, AZILEF, KAE. AmEkY v Y — ABERREIC LY GML T 7 ) A R—v X
LW ENTERD 1Bl HEREEE 54, 625-627, 2001.

3. Yamato O, Endoh D, Kobayashi A, Masuoka Y, Yonemura M, Hatakeyama A, Satoh H, Tajima M, Yamasaki M,
Maede Y. A novel mutation in the gene of canine acid -galactosidase that causes GMi-gangliosidosis in Shiba
dogs. J Inherited Metab Dis 25, 525-526, 2002.

4. Yamato O, Masuoka Y, Yonemura M, Hatakeyama A, Satoh H, Kobayashi A, Nakayama M, Asano T, Shoda T,
Yamasaki M, Ochiai K, Umemura T, Maede Y. Clinical and clinico-pathologic characteristics of Shiba dogs with
a deficiency of lysosomal acid B-galactosidase: A canine model of human GM: gangliosidosis. J Vet Med Sci 65,
213-217,2003.

5. Satoh H, Yamato O, Asano T, Yamasaki M, Maede Y. Increased concentration of Gwmi-ganglioside in
cerebrospinal fluid in dogs with Gmi- and Gme-gangliosidoses and its clinical application for diagnosis. J Vet
Diagn Invest 16, 223-226, 2004.

6. Yamato O, Kobayashi A, Satoh H, Endoh D, Shoda T, Masuoka Y, Hatakeyama A, Jo EO, Asano T, Yonemura
M, Yamasaki M, Maede Y. Comparison of polymerase chain reaction-restriction fragment length polymorphism
assay and enzyme assay for diagnosis of Gmi-gangliosidosis in Shiba dogs. J Vet Diagn Invest 16, 299-304, 2004.

7. Yamato O, Jo EO, Shoda T, Yamasaki M, Maede Y. Rapid and simple mutation screening of Gmi gangliosidosis
in Shiba dogs by direct amplification of deoxyribonucleic acid from various forms of canine whole-blood
specimens. J Vet Diagn Invest 16, 469—472, 2004.

8. Yamato O, Jo EO, Satoh H, Yamauchi T, Kobayashi A, Yamasaki M, Maede Y. Use of amnion and placenta in
neonatal screening for canine GM1-gangliosidosis and the risk of diagnostic misclassifications. Vet Clin Pathol
35, 91-94, 2006.

9. Satoh H, Yamato O, Asano T, Yonemura M, Yamauchi T, Hasegawa D, Orima H, Arai T, Yamasaki M, Maede Y.
Cerebrospinal fluid biomarkers showing neurodegeneration in dogs with GM1 gangliosidosis: Possible use for
assessment of a therapeutic regimen. Brain Res 1133, 200-208, 2007.

10. Yamato O, Jo EO, Chang HS, Satoh H, Shoda T, Sato R, Uechi M, Kawasaki N, Naito Y, Yamasaki M, Maede
Y, Arai T. Molecular screening of canine GM1 gangliosidosis using blood smear specimens after prolonged
storage: Detection of carriers among Shiba dogs in northern Japan. J Vet Diagn Invest 20, 68-71, 2008.

11. Nagayasu A, Nakamura T, Yamato O, Tsuzuki K, Hosaka Y, Ueda H, Tangkawattana P, Takahana K.
Morphological analysis of corneal opacity in Shiba dog in GM1 gangliosidosis. J Vet Med Sci 70, 881-886, 2008.

12, thoAHR L, RFAME, /NG, R )R, SRR, JFaiids, BIRER, hiif = Bia i
FVGMIL T 7Y Ay R—=3 X LHEERBM S TSR 3 AEFI OFEE MRIFT L. HEREEE 62,219-224,
20009.

13. Yamato O, Funk H, Kawahara N, Funkova M, Entlerova Z, Petrusovad H, Hayashi D, Satoh H, Yamasaki M,

5



Maede Y, Yabuki A, Arai T. Mutation screening of canine GM1 gangliosidosis for preventive measures: absence
of the mutant allele in breeding shiba dogs in the Czech Republic. Jpn J Prophylactic Vet Med 1, 63—68, 2009.
14. Chang HS, Arai T, Yabuki A, Hossain MA, Rahman MM, Mizukami K, Yamato O. Rapid and reliable
genotyping technique for GM1 gangliosidosis in Shiba dogs by real-time polymerase chain reaction with TagMan-

minor groove binder probes. J Vet Diagn Invest 22, 234-237,2010.

15. Satoh H, Yamauchi T, Yamasaki M, Maede Y, Yabuki A, Chang HS, Asanuma T, Yamato O. Rapid detection of
GM1 gangliosidosis in cerebrospinal fluid in dogs with GM 1 gangliosidosis using matrix-assisted laser desorption
ionization time-of-flight mass spectrometry. J Vet Diagn Invest 23, 1202—1207, 2011.

16. Hasegawa D, Yamato O, Nakamoto Y, Ozawa T, Yabuki A, Itamoto K, Kuwabara T, Fujita M, Takahashi K,
Mizoguchi S, Orima H. Serial MRI features of canine GM1 gangliosidosis: a possible imaging biomarker for
diagnosis and progression of the disease. Sci World J 2012, 250197, 2012.

17. Rahman MM, Kawaguchi H, Miyoshi N, Yabuki A, Nakamoto Y, Ozawa T, Yamato O. Pathological features of
salivary gland cysts in a Shiba dog with GM1 gangliosidosis: a possible misdiagnosis as malignancy. J Vet Med
Sci 74, 485-489 2012.

18. Uddin MM, Arata S, Takeuchi Y, Chang HS, Mizukami K, Yabuki A, Rahman MM, Kohyama M, Hossain MA,
Takayama K, Yamato O. Molecular epidemiology of canine GM1 gangliosidosis in the Shiba Inu breed in Japan:
relationship between regional prevalence and carrier frequency. BMC Vet Res 9, 132, 2013.

19. Hasegawa D, Tamura S, Nakamoto Y, Matsuki N, Takahashi K, Fujita M, Uchida K, Yamato O. Magnetic
resonance findings of the corpus callosum in canine and feline lysosomal storage diseases. PLoS One 8, €83455,
2013

20. Kohyama M, Yabuki A, Ochiai K, Nakamoto Y, Uchida K, Hasegawa D, Takahashi K, Kawaguchi H, Tsuboi
M, Yamato O. In sifu detection of GMI1 and GM2 gangliosides using immunohistochemical and
immunofluorescent techniques for auxiliary diagnosis of canine and feline gangliosidoses. BMC Vet Res 12, 67,
2016.

DL - AL

1 RFHE. e RD GMI o 7 ) &y R—=3 A ZOFERD b IRE R - ZBHEDB %, £ L TP - il
J£~~. SAC No. 133, 13-22, 2003.

2. KFE. FeEESERME « BIRMERE, 74 VY — L& . SA Medicine 7(6), 49-63, 2005.

3.RFME. £ 53217 BARMEERE, 8 6 [ BUSRO T £ DR L BLFE 42RO GML > 7 ) A

R —3 2% 2 B0 f A % 5l &1 F C—. Clinic Note No. 27, 30-39, 2007.

4. KRFME. B DS RIGHIREIE : 7 1 VY — LB JOBERAIC OV T IR REREMSSHm 5
41 7, 20(1), 2-7, 2008.

5. RFME. FBRROERIR « Efb5. AARREREES B KO HARERIEFEMZEHRSWm, 7 5, 6-10,
2008.

6. FPAH L, /NSRRI, RIRBR, KFME. S8RD GML o7 ) F v R—=3 A ~ R A8 < 7202
B2 5%~ . Clinic Note No. 58, 71-82, 2010.

7. RFME. MRS ) — A ~FATZ 5 LTV D~ ik - fil - BERE 74 Y Y —24o (FR) 7. SA
Medicine 12(6), 10-13, 2010.



8. KFnfs., ROLERMHEFIE —F A VY —2LJ5{ - A7 42 Y B K—3 A J-VET No. 289, 59-70,
2011.

9. HAMER], K&, ROBRMHMRZE MR BIZB T 2 EREREMORE] . Z 4 V> — LFIERF DO
BRICEE DWW B LR R LEREFHERS 26, 1-6, 2011.

10. KFUE. [H54E] WERE 2 D 5. Bin T RADOKRE. TVM BREE & EEFTH. 68(10), 733-740, 2015.

11, KFME. e Y — 2 Vol. 11 HE)FKGH - FREO 71 Y — LFFH. SA Medicine 18(5), 6-9, 2016.



