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2 479-486, 2009.

Morita M, Shimozawa N, Kashiwayama Y,
SuzukiY, and Imanaka T: ABC subfamily D
proteins and very long chain fatty acid
metabolism as novel targets in
adrenoleukodystrophy. Current Drug
Targets 2010 Epub

Shimozawa N, Honda A, Kajiwara N,
Kozawa S, Nagase T, Takemoto Y, Suzuki Y.
Diagnostic and follow-up system of patients
with  X-linked adrenoleukodystrophy in
Japan. J Hum Genet 2010 Epub

2. FRRER

Nobuyuki Shimozawa, Ayako Arai, Naomi
Kajiwara . Sachi Kozawa . Tomoko
Nagase. Yasuhiko Takemoto, Yasuyuki
Suzuki. Genotype and phenotype of
Japanese patients with X-linked
adrenoleukodystrophy. 59th Annual
Meeting of American Society of Human
Genetics. Honolulu, Oct, 2009.
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BHREEE-A4—F5HFEHIULL. BETASIC
W HABRLENT S,

B. IRA*&

1. BHEFRHORENR

BiEE ORI RIL 1996 F£~2007 F(2E
mBHRBEERELTHRBRFELZELE 25
B ALD BEF/IX7HID ALD EREMERRE
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BHAETO 1 FliE+60 BOBFET 96.2%K+—
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1.  Yabe M, Shimizu T, Morimoto T, Koike T,
Takakura H, Suganuma E, Sugiyama N,
Kato S and Yabe H. Alternative donor
marrow transplantation in children with
aplastic anemia using low—dose irradiation
and fludarabine-based conditioning. Bone
Marrow Transplant 18 October 2010



BRI

doi:10.1038/bmt.2010.241 [Epub ahead of
print]

Yabe M, Morimoto T, Shimizu T, Koike T,
Takakura H, Arakawa S, Kato S and Yabe
H. Therapy-related myelodysplastic
syndrome of recipient origin in a juvenile
myelomonocytic patient 17
years after allogeneic BMT. Bone
Marrow Transplant 27 September 2010;
doi:10.1038/bmt.2010.224

leukemia

Tomita Y, Ishiguro H, Yasuda Y, Hyodo H,
Koike T, Shimizu T, Morimoto T, Hattori K,
Matsumoto M, Inoue H, Yabe H, Yabe M,
Shinohara O, Kojima S, Minemura T, Kato
S. High incidence of fatty liver and
long—term adult
survivors of childhood SCT. Bone
Marrow Transplant. 2010 Jun 21. [Epub
ahead of print]

insulin resistance in

Imaizumi M, Tawa A, Hanada R, Tsuchida
M, Tabuchi K, Kigasawa H, Kobayashi R,
Morimoto A, Nakayama H, Hamamoto K,
Kudo K, Yabe H, Horibe K, Tsuchiya S,

Tsukimoto I. Prospective study of a

therapeutic regimen with all-trans
retinoic acid and anthracyclines in
combination of cytarabine in children with
acute promyelocytic leukaemia: the
Japanese childhood acute myeloid
leukaemia cooperative study. Br J

Haematol 2010 Aug 5 [Epub ahead of
print]

Nabhan SK, Bitencourt M, Duval M,
Abecasis M, Dufour C, Boudjedir K, Rocha
V, Socie’ G, Passweg J, Goi K, Sanders J,
Snowden J, Yabe H, Pasquini R, Gluckman
E. Fertility recovery and pregnancy
after allogeneic hematopoietic stem cell
Fanconi  anemia
Haematologica 2010 95(10):

transplantation in
patients.
1783-1787.

Yabe H, Yabe M, Koike T, Shimizu T,
Morimoto T, Kato S. Rapid improvement
of life—threatening  capillary leak
syndrome after stem cell transplantation

by bevacizumab. Blood 2010; 115(13):
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1.

1.

2723-2724.

Yabe H, Koike T, Shimizu T, Ishiguro H,
Morimoto T, Hyodo H, Akiba T, Kato S and
Yabe M. Natural pregnancy and delivery
after unrelated bone marrow
transplantation using fludarabine-based
regimen in a Fanconi anemia patient. Int

J Hematol 2010; 91(2): 350-351.

EDEX, Biit—. EHH=. k&
A.BERZ. B¥ R.FRAE.M
BE— . EBEE. BX/NREME) Y
INERFES IL—TF(PLSG)SCT £E8%
INEEMEHEAmMREE—ERHETO
HAA — B EREBEHBEICE TS
GVHD FR5 (MTX Bi¥d vs. CyA B) D L8
BARNRMBFESHEE 2010;24(53):
32-36.

MEEBF. PEEF.BE 25, HIEH
F.EXH . EE@EA. FEXZ.
IWEEE. B B, £ FME. BKES,
KEAHI1TEH, XEFIE BET7EME
BEREREEICETL HLATER—
MmErF— &Y EBHBEEEITLZR
EMBEEBEFAIBHEOLO 14 B
RKMNRMAEBFEEHEE 2010,24(53):
53-58.

=
=

MEZEIIXTR/A—~ Bl #HAEHE
M=%t 9 % fludarabine ZRTALE [Z L =
EmM#EEBE hNAEFEH 2010
231-234 (#3E)

Yabe H, Morimoto T, Shimizu T, Koike T,
Takakura H, Kato S and Yabe M.
Recovery of gonadal after
allogeneic stem cell transplantation for
22nd
Research

function

Annual Fanconi
Anemia Fund  Scientific
Symposium. October, 2010, Minneapolis,
USA

Fanconi anemia.
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2. Yabe H, Morimoto T, Shimizu T, Koike T,
Takakura H, Kato S and Yabe M.
Long—term follow—up after unrelated bone
marrow transplantation in a patient with
dyskeratosis congenita. 22"  Annual
Fanconi Anemia Research Fund Scientific
Symposium. October, 2010, Minneapolis,
USA

3. Yabe H, Ohara A, Bessyo F, Nakahata T,
Kobayashi R, Tsuchida M, Ohga S, Kosaka
Y, Mugishima H, Ito E, Morimoto A, Kojima
S, on behalf of the Japan Childhood
Aplastic Anemia Study Group.
Comparison of three preparative
regimens in alternative donor transplant
for aplastic anemia in Japan. 36 Annual
Meeting of the European Group for Blood
and Marrow Transplantation 2010, Vienna,
Austria.

E3l]

1. Yabe H, Yabe M, Kato S, Koike T,
Takakura H, Hyodo H, Tomita Y, Ishiguro
H, Shimizu T, Morimoto T and Akiba T.
Recovery of gonadal function after
allogeneic stem cell transplantation for

aplastic anemia. £ 72E B AMAF <
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Furushima W et al.: Early Signs of Visual
Evoked in
Radiologically With
X-linked Adrenoleukodystrophy.J Child Neurol

24: 927-935, 2009..

Perception and Potentials

Asymptomatic  Boys

Kaga M, et al.Diagnosis of Auditory
Neurpathy (AN) in Child Neurology. Kaga K,
Starr A (ed.): Neuropathies of Auditory and
Vestibular Eighth Cranial Nerves. Springer,
pp123-133, 2009.
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Kaga M: Auditory perception in patients with
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of Child
Germany—Japan 2008, Munich, September 9,
2008..
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(FEB] 4 & [RIAF) THLIEFAY 6/6HLA —F I
F— A b FE MARE TE A M % WE1T L7,
BRE%AEE L., 52 v A 2R THRAER DO
TiE7 e,

EF 4. (RERFZNRF) RERERIT
8 ik, BHERHEEIL 9 B, BRI OMRE
WITBTRESE R 58 K OV T R 8 CHRE MRT
score 1% 4, ME%¥H 6/6HLA —F KF—2nD>
b O FEMERE FH B 4 1T, £50
"BONABER 1 » A THEERITET,
FEF) 5 (HF) BHEER 1R, BEHK4
r A THE., BEROMRIERIIR\RAKT
BLOHRERZE, FEE MRI score X 9, Aff
LB X Fludarabine 25 mg/m2/d x 5days,
Melphalan 70mg/m2/d x2days, TBI 4Gy (iE
B16, 7 HEEE), GVHD FFHiE MTX+prograf,
F7F—i3 HLA8/8 —EFFEMmZEMH M, &
f1% dayl9 TEENF LI, SMEGVHD 23]
DY, BHE% 6 » A THEINIIRESR. BEAH
BEF, BT,

JEGI 6 (HF)) BREFEER OR, BHEFO

MRERITBEORIET ., SFEME 1Q104,
Bh{EM: 10<40 . FEEE MRI scorell.5, GVHD
FB5ix MTX+ prograf., K7 —i% HLA 5 /6
—BOE LR ER R L, BHEH% day24 THE
BNELH, 2HEGVID 2B DT, BiE%E 3 »
HCEIIFARG O, BT,
FEB 7 (EE) BHEEE 8 5%, BEROMHRE
SER IR R T 6 L ORE A2, FEES MRI
score {3 9, GVHD “FBHIX MTX+ CsA, K —
ix HLA6/6 —EK[FIfE D B R, BME%
dayls THEE L., M GVHD 238H 7, Bl
%3 » A CTHRAET. BT,
D. £%
BIBEEYR hr 7 —ixtd 2iEMmi
A TREAEZ 2 HEFEIZT I DI
F THE AR ATALE S AT ST & 72
BAEEE S HHER X O Busulfan EREO
MREROETHRE Th -7, L2
0O EEHIERENBRE TSI, £
DEEFRZIEIL, BHMENBELRE, b
LL IBHEEORBIIL LSRG L DER
BRLhEEBEZLND,
E. #®W

ALD iz %3 % 3 I fAR A 4E 1 Busulfan %
BEETEHERENIMLELZRAVDE Z L
NEFELWNEEZ ONASHRIIZEENICB
JARIME BRRABPLELEZLOND,
F. WFERR
R OMER "M, ERERPREE
(ZXF9 5 RIST i & 2 RfEE MRS, 5
33 [E A A& MRS EES RS,
G. BREEfERRIFM : 2L,
H #8 : AREFICR L. BERENER B
BAHK, EBRXZENER /JNEERK, K
HRFPNRB RS —RIZEF N LET,

- 24 —
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BEFBMUFERREANE (MAHEBERBARER)
ERREBAECET SRERAR

ALD S FRRRE DR
SEPRE S B BLUXKFPRPREFEPHRD
MERHNE FH BE BUXPRZREFXEEHMEH
MRER

AMRHETE, BITEECA MO 7T —0hERBERICET2EBEEEHBROEELRAE
COBEEMHERBET LS. 1) ABCDI REYVAMIZETIEHBRERREDAE. 2) &
BETILIVDADEMLENM ISR, 4 F genistein DHR., 3) YIRBEFFRAIAY AL LD
BEHEVBASRLAREEETIBEFRERIZIOLVTRELE. TOHE. 3EARKBOTYR
BE=/ooV—LBESCTEREENRBRERREOENMERANED A, —H. FZRFA V&
E(C&D ABCDI REBYTIOARKOEBRHEBENBRESEOETIIEO SN, >, ABCDI kig<
AHEZ7AMOYA FTEREREBENBABERRIBDONEN, BIEX FLRAORERSIC
BbrBEEFICEELZEXBOohEM2. LAL., B3 F5EHA L TE—OHBES
SFTHELGCRGFRAOEMAER SAE., ChoDBERIZ. ALD OSFHFEORBIZH -

BTHAMYICHEEHMBESND,

A. TFERAM

BREE R a7 s— AD) 12RO oh5iE
RIHEMOREERE L, DREERICHE TS
I A ERBRTHEOREO—DEEZ 5hd,
LHL. TOELLERA D= XLITEAZh T
By, AR TIX, ABCDI REETIAMIZEH
HA5EWBERRED7 v/ E4hORE,
ERUBREHEN®RERICI T I2EN ISR
/1 K genistein DHRIZTDVTRE L,
F/-. ABCD! RETHVRBAEXE7X OY A
FOBEFRRABHRZTO. DEBERIC
H1T2 ABCD1 O/BNDLWTRHETH &
#BME L,

B. WAk

Y XOIEEBIER S, 2o 0Y—LAE
SERL. NADPH 7EE F THUEY R =)L CoA A
SEHE (C16:0-CoA, C20:0-CoA) ~DRELEEDER
ViAHEBIET B &Ik WiTHT=, ABCD1 RiBw
DA~ genestein IREHERE, IBHDOTHRA

(FEH20g) 12.0%, 0.01%, 0. 1% (w/w) @ genistein

(I BRI LE & V) Bh5) ZETHME (AIN—93G
EEMH) %8 EREA -, 5%, {48 (&,
i) OBREPEHBESEE. HROOY M S5T4
—IkYFEELT .

—H. THORMICL YIRS L-REY ) PRI,

5. FIRF VY Lo— LADORBEEDRVEFIF
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LTEHRTIT7EREL. SREETZ LOvA
FOSEHEREIT o=, EBREEIERD B BEIEY
(&, [1-C1C24:0 #EHE LTHllRL A v ¥ ~—
kL. BRIBEES A~ OBEHEIEOR Y AAZRITE
FHI ISR YITotz, BIRTRBWRHTIZ ONA 57
TEEVY TR A LPRIZKYITo7=,

C. TREKRLER
1) IVRBICHITHEREERFSRESE L ERME
4% 3BFD ABOD R\ IRRTIE, 1BREHE
MEAEREDIRIR THS 026:0/022:0 {EABFERIH:
~FIBFFML T, SO S-S
OYV—LESMIDUVT, BWEERRIEDT vt4
FEHERSI LT, CO7 vt/ EHTILEREL I A
ATERLE . ThUBREERTEL L=, £#43
BRO ABCD1 RIB< o AR TITEFAER L ~EMAER
ERSOEIMERA RS SN,

2) Genistein 5k HIBRHEEVEAETEI NS
AR
&% 3BSNDTIRIZ genistein % SERHYS L
f-o MELZSVICKIZE T3 BREBHERESS
(C26:0/022:0) #RIE L1458, 5B B TH
ECETIEIEBOON G-z, S8, BEELLU
[T SHMEORIDETHS,

3) ABOD1 RIBTOXHBEIMUIEET A bOYA +



[ZH1THIEERHERE

ABCD1 RIEEX RN LHEIEEL-7R bOY
4 FTIX, FERICE) T/ &) VB B EMEEE
(% 40%FRRERL LTz, F-BREEHREE

(€26:0/C22:0) IFBFAERICHE~$ 2 (2SN L T
LV=e —7. KEHEY S/ &) VEOD LATA—
IVIZATILR YT ULT ) £a—)LADEY :AA
#IAEED b, UEDZ G, MIREETR
OB A FZHELTH AL BERTED SN HER
SHAERAER B BMLEME DR L EEDEMMAED S,
F - EARE ~ DB REEAEHEEDER L) IAA DA
B ->TULVS EHEESNT-,

4) ABCD1 RIEVHREFVMIEER FOYA LD
BT RN

DNA F v Ik HIBREDBIZ TR E1TL. £
DFEREL EITWO S ODODBIZFIZONTY 7ILE
A L PR 2k BT EAToT-#ER. BMER LR
EEETF. MERCEEEEF. /MEEX FLRE
EREFICHRBEOEMIEED shigh otz —A.
TEHA L TEZ—DO—DTHA Darc BIEFP®
Cadm3 1BIEF DR RIREMARER S i,

5) EE
=BT B RIFEFHMEEDETIE. RFE

Wz 5LEMERFERTHLTUEDDIEEL LS,
BRIFFEBROSMRRZEM. £ LJXERRED
I HEEPIEHEEZ SN, EMTISHR/ A K
DHFIZE, CORREEEE L DIEEMHIFES 59
BN $H D, S genistein HE TIIZNENEDH S
highofzht, §&. TR OY—LESD
TR RISEEEIERIC LT, COESEHEE
TOEMT SR/ A FEFRERETDHENFREEER
Y (8

ABCD1 BV HAHET R OHYA MIBWTIE
RIEMEY A M hA OBMER B L REEFOEMIE
FHohiamhot=, 7R FOY4 FTId ABCD1 #4aE
FENEERFE (TERLTLVELD, 7EhAY
Xokk A 7ERII 2319 B RIGHEI 8L VAV S mTREMEAS
RSN,

D. &R

ABCD1 Ri&< ) R DIBRHEHEERICHT S
genistein #EIZKHHRITEBO o aho1=hN
BREEBERRIGDT v/ REFALT, 18
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RIS RTINS S EYDRET £ ATREL
TEotz, —A. ABCD1 RIETVAMLIAR LI-#K
IEET A bOYA FTIEREET A M hA 08I E
R k LRIZEH 2B FOHRIFEMIIERD Shizh
o=, LAHL. HIRENAERSH Ht= Darc EInFX°
Cadm3 EIEFIZDULVTIE, B TFREVEMOEIE®
FA RAOYA MIBFHEENCOVTRET S L
12k Y., BROFHHY IR ENEFIND,

E. ofRsEE

1. BEER

DMorita M., Kanai M., Mizuno S., Iwashima M.,
Hayashi T., Shimozawa N., Suzuki Y., and

Imanaka T. : Baicalein 5, 6, 7-trimethy| ether
activates peroxisomal but not mitochondrial
fatty acid p-oxidation. J. Inherit. Metab. Dis.
31, 442-449, 2008.

2 STHEEES, SEH  BREEHRAH SRS
H{b%, 80, 434-439, 2008.

3) Kashiwayama Y., Seki M., Yasui A., Murasaki Y.,
Morita M., Yamashita Y., Sakaguchi M., Tanaka
Y. 70-kDa peroxisomal membrane protein related
protein (P70R/ABCD4) localizes to endoplasmic
reticulun not peroxisomes, and NH,~terminal
hydrophobic property determines the
subcel lular localization of ABC subufamily D
proteins. Exp. Cell Res. 315, 190-205, 2008.

4) Sato Y., Shibata H., Nakatsu T., Nakano H.,
Kashiwayama Y., Imanaka T., and Kato H.:
Structural basis for docking of peroxisomal
membrane protein carrier Pex19 onto its
receptor Pex3p. EMBO J. 29, 4083-4093, 2010.

5) Kashiwayama Y., Tomohiro T., Narita K,
Suzumura M., Glumoff T., Hiltunen J. K., Van
Veldhoven P. P., Hatanaka Y., and Imanaka T.:
Identification of a substrate-binding site in
a peroxisomal pB-oxidation enzyme by
photoaffinity labeling with a novel palmitoyl
derivative. J. Biol. Chem. 285, 26315-26325,
2010.

6) Woudenberg J., Rembacz P. K, Hoekstra M.,
Pellicoro A., van den Heuvel F. A J., Heegsma
J., van lJzendoorn S. C. D., Holzinger A.,
Imanaka T., Moshage H., and Faber K. N.: Lipid
rafts are essential for peroxisome biogenesis



in HepG2 cel Is. Hepatology 52, 623-633, 2010.

7) Morita M, Shimozawa N, Kashiwayama Y, Suzuki
Y, and Imanaka T. : ABC Subfamily D proteins and
very long chain fatty acid metabol ism as novel
targets in adrenoleukodystrophy. Curr. Drug
Targets. (/n press)

2. PRRR

) SPEHEE, 2R, MR TEHT SRRz,
SohER @M 751K/ 1 K Baicalein 5, 6,
T-trimethy| ether [E~RLAFL V—LDIEIAES
BEMEEEHET 5. BAEERE 128 £5,
2008, 3, 27, WK

2) /MasER, SFERHEE, BHX BLEE TEE
17, SHER: NILAXY—LE ABC Z iR
28 ABCD1 #EERiBI— BT S REIEHEEETS
DHFEE F 31 EEFSTFEYES. ¥ 81
B BEFELERERFAS. 2008, 12, 9, #F.

3) TR, Sk U875 UA TSR —<#
RIZBITERILAFY—LER ABC 2V E
ABCD1 ##RERIBIC & LA TO—ILRBRE
% 31 ARFSTFEYES - 8 81 @AKE(E
£ BRKE. 2008, 12, 12, MR,

4) Morita M., and Imanaka T.: Stable knock—down
of ABCD1 up-regulate cholesterol synthesis in
human glioblastoma U87 cells. The 5th Takeda
Science Foundation Symposium on
PharmaSciences: Bioactive Lipid Molecules
and Transporters, 2009, 5, 25, Tokyo.

O) \hEER, /MASEE, sPEME EIEM S

Rt AU — LR ABC 4 >/ BT ABCDT

KR ) ARADIER B RS, 3682 BEAE

EERRE, 2009, 10, 22, R,

SFHEEE, SohEEE : Silencing of ABCD1, a

peroxisomal ABC protein, led to a

perturbation of cholesterol metabolisms in

human glioblastoma cells. 582 BIRA4{Ls:

SRE, 2009, 10,22, #P.

7) MoritaM., Kawamichi M., Shimura., Taniguchi
N., and Imanaka T.: Impact of ABCD1, a
peroxisomal ABG protein, on very long chain
fatty acid and cholesterol metabolisms in
astrocytes. 3831 EIE(KIE & FEMDHEEIERY
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ABC subfamily D proteins: Importance of
NH,~terminal hydrophobic motifs. 3th FEBS
Special Meeting: ATP-Binding Cassette (ABC)
Proteins: From Multidrug Resistance to
Genetic Diseases (invited lecture). 2010, 2,
27-3, 5, Innsbruck, Austria.

9) FEETHE kI hEFE FEES ER
{2 JRE®TF ‘kEAF S@ELE BOR,
TiEeT, ShER HEE= HLUfR R
WFF2 ) — LROEH R FET 5 BE
RIENEAS AR O FHLERT. BAEES
£130 &%, 2010, 3, 28-30, FELL

10) #41LF087, JE:ET4, hEME, KIHH <rE
HE RELF EHRHTF ERE STEH
TEEHT, BOR : RVFXDV—LE0EkE
it —EE T HEREEEESHEEE. & 52
EBFEEEEESE, 2010, 6, 14-15, #%)Il.

1) FHa, JIEXE, A0 HRVE B
IDERA, PR, SohEHE: TR £ UABCDT
RIE= O ARl “H 1 HIEREISESER R &
BRES L/ EHEOVL OFH. BFFEE2IEE
XERE 122 @HIS, 2010, 11, 21, &R

12 rifidi, WA, FERE SR <
) XRBREMRIEET X FOY A FORILF X
DU—LIER 08 ABOD RABIZ L HEHEE
Bhoofigtr. BARFEAAETEE 122 Ef%,
2010, 11, 21, &R

13) FifRidE, TR, STEMES KIS 5
FPEHE : ABCD1 BT D ABEF7R bOYA + &
L= ALD S FiRREDRRET. 565 83 mBARLELE
SRE-H 3B EAAFRSFEVESFRERAE,
2010, 12, 7-10, ®F.

14) EEFHE, kY AR SFEES EE
® RERF EFERF $AEGH BOB,
TiFmiT, SPERE HLE=S BLUR R
WFF ) — LROEHSFHRICA S h AR
HEEERIEEOAFHERE. £ EAXK
HE¥EEXRE - BB EBEXSFEDELSFSS
RXE, 2010, 12, 7-10, #F.
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AT

BEFBHEMREADE@EANRERBARES)
THEMEFERTHRES
EBERTEICE T S ER

ERE/NMREKFE 31 B(SCAINDRERELEDNREXRRETE ISCD DEEKE

SHEHNRE KFHEF RRERERKEXPRRESERESR (BERNR)

MRBHE Bk RAEBERERKERERERAERESE (BERE)
REFES RRERERKER PR ERESY (HENR)
ek £ RAEHEHAKFXEREKAERES (BERR)
BRAXER RAEMERXEXERRHEFESE BERR)
wERAEN RAEEHER KRR RN A RRES (RN
= H RREEHMERKFEXERRNARFES (BN
AHIEA RREHER AR PREREAERES (BERNE)
INETFIE AR REAZREFRARE BERFR
FHESR AR KEXEREZRZARE BENT
ENNE— BIEEBRZELHS FEME (B RRREXZRBFEGEZH

REKEEMIE)

MREE

F16 BLREERBIEHET 28/ NTHAE(16g-ADCA; OMIM # 117210)1F, EEOBEHEEHY
B/ ZE P4 E Tl Machado-Joseph 5%, SCA6, DRPLA &L A CHEMNBIVERLEEZOND. FAa
[E#9 900(kb: FAR—R)DIERMES / LTEIRIZDOWT, NEBEY/LBREDEFERICDZ, ¥ J0
MR EITOEEDIC, 2) BEY /LHE¥EIZ BAC clone contig ZHEEL, O avb AV —HIVR%E
TTL, MBNISEGFERZREL:. TOHER, Y IOvT1UT(2T, BEY/LICHRMY
25~38kb DIFEARINZREL-. COBARIIIRINEVFIEREERINELLERMERBL,

HMERICHE A THo1=. HARIIX(TGGAAN b T 3 5 IEHEFITHER SN, A5ADEIEE,
DA TREINT-. £f=, BER Purkinie OB NICEEEMINRET IRRERDHT-. B
RENFHATH /-, F16BLEHRRFEHBEHEEHERR/INEMREL, (TGGAANZHILET
55 BEBRINDEALZRTEZILEEZON, FLIEH/MNELTE 31 BI(SCANERHRBL, HLHE
L7=(Sato N. & Amino T. et al. Am J Hum Genet 85 (5): 544-557, 2009). R 22 FEHE A 1T LR T
SHEL-BHEERE SCD D 100 RRICSOVWTHEFNEBBELZHASHICL, SLHERENKREETH
HBMEGRESCODEKBEHELMILIz, TDHE, RFE SCD IFL£ED14%%E 55, BRI
(EM/NREAR 1 8 D UM X T/ IR E AR RR IR I ICELDONBRERN 15%EZ M o1-h, ZRHEH
BRI SARERRVDHFET SN DY, REFEH D 30 R~710 MR LEARONT-. ThbB,

FREE SCDIFBEEREDRRICB-TLEHTHY, SENEBIEETHLLEEZIONT-.

A BIRER FeEFRPBIERYT HER/NNESE
HFHE/MINZEERE(SCD) X, ZHDEE DL (chromosome 16g22.1-linked ADCA; OMIM #
ThHY, RELNRESh-BIEEEBEZT TR, 117210)1%, EEO@RIEEEEEE/MEEH

KREREFAGLDLEHFETSH. £ 16 & fE T, Machado-Joseph 5, & #/\ i & FR4E 6
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R T

EI(SCAB), BRI BEERIL A AERIE
(DRPLA)E LA THENGVEERETHS.
BREEBYIZ (X F 14 56 iR E THREKIRFICLD
HITEETREL, RPICEALTEHHA/N
K REDHBICBEIMRESEET ST
EMBLN.

FEARITER 19 FEETICRREIZIFEL
BlIAEDRNHY, BRDDOBEEINE—/NT
O44 7% RLTWAIEERHLE. £, 2
BORRTHETHNTOZ/TDEEEHE
L, REECFERDFET HEMHEEELE
LT, #/LLED# 900kb OEBEERIELT-.
COEWHEBEAICEFINA TS 2TOERE
FOHJLEEBIZDWTERTE S I 1=h%,
AEBORERZRIZBHELHAELLLEAMST-.
AEBEEETIIRBEFRICEITVLVEENGN
TO/ATEEHDIEND, 16g-ADCA LM
NTWAEEONTORS T (EFEITEBEENT
LILOEFEEEZIVNAO—OIURAELD
HHITOyTAVT TRELIZECS, MEE

BEICHATERFELEIDIRYRAAL.

TR 20 FEMS 21 FEL, REORELL
LHBEGCFERTARETOIRKREMBEETT-

FRE 22 SEEEIX, 169-ADCA (TR S &/
i 25 SRSE 31 B(SCA31)) DIRERE M o 55
REAED, SCA31 ZRR{(LEZ L RERREDE
BIEME SCDUIEED KHGERKBEZL. N D
ZTOHEENEDEETHLINEHSMICL. &
BEOEHME®D SCD 1T HIMRICET H L%
BiELLT:.

- RAE

SCA31 MEFERRMRA: 7/ L LOIRHHE
BEREZEARTERERREDNONTOE4TED
DEEORBMAMNS 2 /NFREMERL,
Z D/ Ls DNA ZEHTLT=.

BET/LDLTTITHREL-AFZE
(Ishikawa K. & Toru S. et al. Am J Hum Genet
77 (2): 280-296, 2005) [ZHE->T, IXAMBEE%E
H/N—FBL31Z cosmid contig Z{ER LT
A—JZ#AEBELYFoIayTsU %70,
B bp LEDKELGT /LDEAPRED

BREY Y IOYMNETITO -

£, REESEAKESEF DNA A 5
BAC/fosmid 54731 —Z&E® LI avhAY
U—HIVREFTHITET, BEDEHEED
T/ LEERIDOTELBHREToIZ. Chb
DIERET—RR—Z(NCBI build 36.2)®H
AADEERZHELEBEEITL, KEFEMN
HESEEERELT-.

52, AN ELGST-EH D ZEIEIZDUINT,
ZHOEFER R TR ZIToT=.

S®EBREN SCD OEBEELEEKED
#247:2008 £ 1 B ~2010 £ 6 AETICKEHE
LI-EBEER S/ NEMSESCAESE
D 100 RFR. HLHEREELSGZNESE L,
FREREEOHDBEIERV . 2FE&E
=¥ 821 SCA1, SCA2, Machado—-Joseph
%, SCA6, SCA31, DRPLA [ZDU\T, #h ¥
hoyE—rMMBEREZRE% PCR EATHEEL,
SCA31 [ZDLVTIE GGAAO5, puratrophin—1 &
=F C/T BERLGrETREFLE:. £, BE
E/ont=AICFXTIA EEFIRELE.
ANICEZELEVLDERAERTIIEEN
IZTRBERIEL, AIEERBICRE &
BOERERRTHAHEELE-

(REE~OER)

AHRIE, XHRFEE-EEFBHE- BF
EEELYER 13 £ 3 AIZETRSNER
J LB FRTARICET S MEBIE S (FERK
164 12 A 28 HE&HKET, FR 1746 A 29
H—EXEDICAI->TiTol=. FLARFEDME
BEFERODERRBZR/TIT-THY, REM@
2L TR EELTLNS.

C. IRKER
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SCA31 MEFERUR EHMEEICDOLT,

ELICHYITOyTAU T ETEfLIZES
5.1 hfTDAHBEEFEENBERBTFELGL
segregate 3 HBEEZFEILERHLI-. Thik,
BET/LIZEOLND 25~38kb FREDE
SOHBEAITH--. ZOMDES 2 HiR
D55, 1 HEFIXEE EXIEE TIX segregate
LIEWZEAVHIBAL TS, %5 1 HATITER
F TK2 (thymidine kinase 2)DA OV (285
1 IBEEBRTHY, RE~NDFEEEXBENT







