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JEFRA KA MILAA bV FRFE4 e Ry tii?ﬁ
HIETR TR R BB D WS T BT 65(9) | 2053-2068 | 2010.
Abe A, Nakamura K, | Compound heterozygous J Hum Genet. 55 T71-773 2010
Kato M, Numakura C, | PMP22 deletion mutations
Honma T, Seiwa C, causing severe
Shirahata E, Charcot—-Marie-Tooth
Kishikawa Y, disease type 1
Hayasaka K
PR, MEAE, | ERYAED T—a va | JEUNE T 20 7-8 2010
B, WMeAERE | Ry b OEER L MR | FHaEs
=, B, R | S
BEsE, HEREHRL
Walton C, Interthal | Spinocerebellar ataxia Adv Exp Med Biol 685 73-83 2010
H, Hirano R, Salih | with axonal neuropathy.

MA, Takashima H,

Boerkoel CF.

Shiga K, Mizutani Amyloid myopathy: a J Neurol 257 2091-93 2010

R, Isayama R, therapeutic trial for the

Shimazaki C, Tokuda | rare and underdiagnosed

T, Nakagawa M. myopathy with bortezomib

WILEA AR, | EEE L &b ot EH A | IRRMEE 50 695-699 | 2010

H P BERER, LB | Rk D 1 4

ik, FEHFEEZ. P

EE.

WEESN, HIIERE | vba— - < U — . kv | Peripheral Nerve 21 360-361 | 2010
— AR AR OB

Noto Y, Kanai K, Distal motor axonal J Neurol Sci 302 58-62 2011

Misawa S, Shibuya
K, Isose S, Nasu
S, Sekiguc hi Y,
Fujimaki

Y, Nakagawa M,

Kuwabara S

dysfunction in
amyotrophic lateral

sclerosis
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FIIESE, KB | Charcot-Marie-Tooth ¥ O | #ikTARZ 28(2) 129-133 | 2011
=D

H I 1IEyE Charcot-Marie-Tooth #5® | Peripheral Nerve 22(2) 125-131 2011
S &lakk - T

TR Charcot-Marie-Tooth 5 | EEFRHH#E 51 1015-1018 | 2011
TRHRHRIE

Ohara R, Hata K, Axotomy induces Biochem Biophys 405 697-702 2011.

Yasuhara N, Mehmood | axonogenesis in Res Commun

R, Yoneda Y, hippocampal neurons by a

Nakagawa M, mechanism dependent on

Yamashita T importin B.

Noto Y, Misawa S, Activity—dependent Clin 122 2512-2517 2011

Kanai K, Sato Y, changes in impulse Neurophysiol

Shibuya K, Isose S, | conduction of single human

Nasu S, Sekiguchi | motor axons: A stimulated

Y, Fujimaki Y, single fiber

Ohmori S, Nakagawa | electromyography study

M, Kuwabara S

Muranishi M, Inactivation of the Exp Brain Res 209 235-246 2011

Inokawa H, Yamada | putamen selectively

H, Ueda Y, impairs reward

Matsumoto N, history—based action

Nakagawa M, Kimura | selection

M

Okamoto Y, Higuchi A new Ann Neurol 70(3) 486-492 2011.

I, Sakiyama Y,
Tokunaga S,
Watanabe O, Arimura
K, Nakagawa M,
Takashima H

mitochondria-related
disease showing myopathy
with episodic
hyper—creatine

kinase—emia
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Nakagawa M. Optinurin inclusions in J Neurol 82 1299 2011
proximal hereditary motor | Neurosurg
and sensory neuropathy Psychiatry
(HMSN-P) : familial
amyotrophic lateral
sclerosis with sensory
neuronopathy?
Nakagawa M. A commentary on Molecular | J Hum Genet 56 341-342 2011
diagnosis and clinical
onset of
Charcot-Marie-Tooth
disease in Japan
Ohara R, Fujita Y, | Axotomy induces Cell Death Dis — — -
Hata K, Nakagawa M, | axonogenesis in (on line)
Yamashita T hippocampal neurons
through STAT3
DEBHER, e oy | RMEEERR | 2 22730 | 2011
Tz
— AJRDAFHITA R
ARHHE—BR, AR | RET —F OFHEE £ | ALEESES 53 91—94 2011
Z. ZhFRAT. R | WEICL DL CTIZL D
BERL WM 3 IR TTFRAT
Abe A, Numakura C, | Molecular diagnosis and J Hum Genet. 56 364-368, 2011
Kijima K, Hayashi clinical onset of
M, Hashimoto T, Charcot-Marie-Tooth
Hayasaka K disease in Japan
RIS REZ Yy )ba—-~<Y—- kv |Peripheral Nerve 22 31-38 2011
W ZE AT —AFD VALY T— 3
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Sakiyama Y, Okamoto | A new phenotype of Acta 121 (6) 775-783 2011

Y, Higuchi I, mitochondrial disease Neuropathol.

Inamori Y, characterized by familial

Sangatsuda Y, late—onset predominant

Michizono K, axial myopathy and

Watanabe O, encephalopathy.

Hatakeyama H, Goto

Y, Arimura K,

Takashima H.

Okamoto Y, Higuchi | A new Ann Neurol. 70(3) 486-492 2011

I, Sakiyama Y, mitochondria—related

Tokunaga S, disease showing myopathy

Watanabe 0, Arimura | with episodic

K, Nakagawa M, hyper—CKemia.

Takashima H.

Nishikawa N, Nagai | Three SCA2 siblings with | Internal 150(13) 1429-32 2011

M, Tsujii T, Tanabe | Ataxia, Parkinsonism, and | Medicine k

N. Takashima H, Motor Neuronopathy

Nomoto M.

B A vy )ba— <Y — - hw | Peripheral Nerve 22 12-21 2011
— AR DORNFHITRRE - TR
TR EHH - BRI OV T

IIEE, BB | Charcot-Marie-Tooth 5 @ | #HIRIGHES: 28 129-133 | 2011
15

Sakamoto K, Imamura | Dermatomyositis developed | Bone Marrow 125 doi:10. 2011
in a recipient of 1038/bmt

T, Niwa F, Komori S,
Ishihara Y, Shiga
K, Ito M, Hosoi M

allogenic BMT; the
differentiation of
chronic GVHD and

autoimmune disease

Transplant
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FFRH R4 L H A RV FRKFEA B N )
OBk, &g {8 | Hereditary neuropathy: Brain Nerve 63(6) 539-548 2011
variety of
disease—causing genes and
progress of molecular
genetic diagnosi
Nakamura T, Vincristine exacerbates | Neurogenetics 13 (11) 77-81 2012
Hashiguchi A, asymptomatic
Suzuki S, Uozumi K, | Charcot-Marie-Tooth
Tokunaga S, disease with a novel EGR2
Takashima H. mutation.
* EEE
EH B £ SN
N %E:Z% s EEL HIRHA | HRRHE | HIRRAE | o
FOEE, | ¥ v v 3 | OMT < | Ty a—-<U—- k| &FE | M | 2010 | 1-5
e, | T XY 22TV | v AR =2 T
BEREIT | vy | kzRem (L
g
B AT Eﬁ"‘niﬂiﬁﬂr CMT R~ | vya—-~<U—- | &FE | FHEH | 2010 | 7-19
Lzl ZaT V| v ARRREY =T
E£LESRm |V
AREREAS | PR CMT B~ | vya—-<U—- | &K% | FEM | 2010 | 21-27
=aTI)ViR| v AR RY =T
£LESR |V
g fH | BEER| MB2E~= | vy ba—-<U—- | &F% | m#HH 2010 29-36
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(MPZ) &5 | W
TR
NEFRE B | B R R OMT B2~ | vy ba— < — -« |k &FE | FET | 2010 44-49
ELTDO| = 2T V| v—RREFE~v=2T L
A - ONTX | 17 4 & B
Lk S
DB B R B | ONT 2~ | Yy la— =Y — - | &R | BET | 2010 50-52
ELTO | =27 v v—AFR2E~=—aT /L
i - CMT2 | R £ & B
i e
NESE B | EEE R | OMT 2~ | vy la— < U—- N &8 | FEF | 2010 53-56
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i : 70 | fREEB
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B 1E |#ErbY | OMT 2~ | vy ba—--<U—- | &% | 5EH | 2010 57-59
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Yy, WREE D
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AEREROBETE

TR SRR R R BEE T 78R, AR #a%
LI 1 T S 5

2000 SELLFED DNA ¥ — 27 TV AEARMORBEHIFREIZIY, 7/ L5714 N
HBIREHT (GWAS) 2SHBWAES L), BEFFZOMENR D H—EEFERE
25 common diseases NE Ao TWA, MREREERETH, GWAS 2k 5%
BRESHBETEHOREIHRNTWS, Y ) 272 (PGx) DETD,
L OB TEWER O 7 WIGEEO BRI RE L 2o CETHBY, FAHMLER
FEBEARICEBSNTH EFEESRD. & VS AP T ¥ Y = k7
47 ADIEBEATHS., 5O 10 FERITHEREBROBREFEIIBW
Th, TNETO 10 FEMEED2CLO CRBEAINIES NG,

MR EIE 2, EEFOREL SHRO KK PHREAER 2 L,
FNEDW - EHISH L L) LT AFEMEBTH L. [HREETF
2004) AHETSNTURE, Z20REB L FARICHERERIIBNT
b, BTN EAM O AR 70 5L R L O R FICIZ H
* RIRD L OB L. REETIE, 2000 FEUBEOMRRKEDBEET
FORBEEZBBL, MEREEORKNG L BEFELOMEICENT

X*—7— K5 A574 FEEMANT, common diseases, B —iIZT I,
BHMLER, BIZTBWATA N1



98(2054) iR R B =5 2010 BHES - 65% - 9 BT 5

Gt XS
o TR T 5.
G LEBRORTCACES I NSO I

2000 6 AKET Y ¥ PRI A4 PN AT, BEDs Y vy
KLY Craig Venter -1 & Francis Collins XA T, v 4
JARTT Y= X ADHFREFEERL TS 10 EDHE L7,
2003 FFi2id e b ADEEMOMHRIKT L2 EBNEE SN,
TORERE N A0y =37 ML o TE 5220 R fRHT
PAThbi, b MEETOEEI N ER UL 279 3000 HTHh s LS
HoEhbo/V. E6I1, INSHOBEFIPLA v EY TV v —
RNA (mRNA) IZEESNLBEORIRKW AT T4 2~ 2 (alterna-
tive splicing) 2 & 2 & ktE, BRI N2 v 7 OBRBIBH
(posttranslational modification) 2 # =X 2, RNA T2 X 28E
THBFHD A D = XL ENFHS D& 2 5T X7,

1. DNA ¥ — 7 I ZRMOREHFE

ZO 10 fEH @D DNA ¥ — 27 =y AFHMoO#ERIZE Y, DNA ¥ —
JILYATANE1/14000 12720, & b AERTAS 1,000 Fv
TITABRAAEDED0H 5. Kbty — 27 T 24— Tl 250 1%
WAL /1 HOMMWREL 20 (K1), &7 A0S 2 E 7
2 TWAHDIE, 14 3B 2 &0 T 3800 ML EE o> Tna2,
T 72, DNA MTHAMOWBINESR I LD, 7 574 FBEBEH
(GWAS) du[REE 20, &4 7 L OBBEERAOE % et 2 EE
Haplotype Map Project (HapMap Project) 12 X o THepk <7~
SNP 77— N=AHP RS T 5 (http © //snp.ims.u-tokyo.acjp/).
2. RERZMEEETEZR

BIEFFOMENED, B—BETHEENS GWAS 12X 550 5
N7z (common diseases) DFFFT~EIEATY, LI, HERRFS,
Wh, RIZRFEIZBIT BRI A7 BIETLENRK 4 LS A5 -
TE72. MRERERTH GWAS 12X AR BRI HBETLHOHE
PHRCTWD (R1). N=F UV VFETHE, a-¥ X7 LA viglz
F (SNCA)? % Gaucher JRiBIET (GBA)? & O [ % T3 E
DWFFEAE DM FUBEL L THRE L T b, Ty Nf < —HIZE LT
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X1 DNA ¥— 7 I XEENDFEFEE CORY & 05 %%

(ko/B/1o—0TH%—)
100,000,000

10,000,000 —
1,000,000 /
100,000 /
10,000
1,000 /
100 : .
2000 2005 2010 (%)

2000 SEEHBELCT ) Ay =2 2y ARBEIIH S TR o Twa.

bEH oK S, APOE, CLU, CRI, PICALM & O & H3HiE
ENTWAEY, —J, WETBEECTEIERVPENLOHRELEOTIN
F T3 TEDH AN, il L-EERTIERWZE N TniRng,
3. EEY I (PGx) ‘
BIZTFHENBEITICEDOWT, KA TEWER O 7 Wik#EED®
AL > TETHEY, HIULERISHEHIE ST
EFEEING.

4. BN BERRGN

GWAS 7% &2 L AL BIEF TR b #D 5N B8, — TS
MEEE B O EE 2 VT, By vy 2 EENICRT LERDE
WaEBH 52T A78 D, BEIENEL LD EFHING.

5. IEYIXT4UX

BREERN L LI L D BET AF LR O, (LEIBEIC X 5 #EIETF
FEREEMIE OMH L s b,

A B0 10 FEME, FHi-RBRREET - BEE T ORE,
SW: - IR - FEHIEORISICB VT, 2000 SEH 5O 10 FERH A1
L0 Lo CRERBVSEIfFS LS.



100(2056) BREEF3 2010

BRAHTEES: - 65% « 9 AT

xR ELBRREBOT / L7 1 NEERT (GWAS)

pE e BEEE(ET * v Xt p & HmEHE

IN—% R GBA (Gaucher fS381{xF) 28.0 6.9X107  Mitsui 5
LRRK2 1.39 2.72 X107° Satake 5
SNCA (-2 XTL12) 1.37 7.35X1077  Satake b

% RIGENEE SNCA (a-S X7 LA >) 6.2 55X10™® Scholz &

SRMEECIE IL2RA 1.19~1.25  216X107  Hafler
IL7RA 1.18 2.94 X 1077 7
HLA-DRA 1.99 8.94 X 107 7
KIF1B 1.35 2.5X107"  Aulchenko &
STAT3 0.87 2.75 X107 Jakkula &

PEREMERIREE(CEE  FGGY, ITPR2 and DPP6 — >0.05 Chio 5

PR AR 2R B8 E i 1 1 i 2= o
PRKCH 1.4 5.1 X107 Kubo 5
AGTRL1 1.14~1.47 6.6 X107° Hata 5
PITX2 1.54 8.05X107°  Gretarsdottir 5
ZFHX3 1.22 2.1 X10™  Gudbjartsson 5
NINJ2 1.33 <5X107°® lkram 5
CELSR1 1.78 ~1.85 1.0 X107 Yamada 5
None Matarin 5

i N AT PLCL1 1.24 4.4Xx10"  Bilguvar 5
SOX17 1.36 1.4 X107 4
CDNK2A /| CDNK2B | ANRIL 1.29 1.4 X107" 4

TIVIINA T —iR APOE 4.01 5.30X10™* Coon 5
CLU (APOJ) 0.86 8.5X107" Harold 5

0.86 7.5X107° Lambert 5

PICALM 0.86 1.3 X107 Harold 5
CR1 1.21 3.7X10™®  Lambert 5
BIN1 1.13 1.59 X10™  Seshadri 5
EXOC3L2/BLOC153/ MARK4 1.18 6.45 X 107° 4

BIRT ORI ORROFIHE 2 5. 225805 210 L5
B w T, % ORISR & B EERAMMY (additive)
T MR (epistatic) ICBI5 LCHIEREEN L. BERORE - #
153, TXNCRIZERZTTHESNSL b OTIEAR Y (K2)., 5
VENY A T 7o BRI B RV B OFAE I A IF5E A8, Baiges
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M2 #aERCREEROEEANDES

EIEER RIEER

IV zF7T1 v %A

SIENDBS DM &

%  DERIEEBER & BRERAHME F - HENICHES Ll &SR ShD. WELR EOHRKENS DM
HEA IS S D T ICEIRINARE 70 & FCERBEERICEKR L T A28, 7054 ¥ CRIBKE 4 & Oz
EABIEL T E5abh b, BIEDREREROMS PR E CHHEEMOEIEE W) BEERLH Y, B
B & BEERSHEICES LCwb, BERTERNRCTH, MRBEBMIIC LV EBErEEsNZ Y Y
24T A0 AVEETEEELHB.

HOBELEZRLTWAE., BIZIE, TIVINA =0 EET )
WET V% LD BB (environmental enrichment) THE$ 5 2
EZEoT, 8 - REBAPHEIN, TIOALARN B F s
WAL, MERERTFRA T 742 OFBEINT 5 2 &2
ENTWAY,

BREWLZHFRICL 256 TE, 100% BRBEERIZL S LIRS 2.
WER EOBERIEDP S OREEATEICA NS TREFIRIMAAEE (Wb
W5HIa) 3= T AEBERE) 78 FICRBEERIKR L Tw 57,
TaT A Y CRIBRER EOBEBRMERMEBEL VL5505 5. &
G b BREE R OB 505K & WS, 1 EMoBEHE & v ) BEER G
Y, BEERNEEEERPHEICES LTwh, BEDF ) L5
DERL, BERERDPRECHS LTV E—BERETHOMIED S,
EREEN & R RIS LT % common diseases DL
L LVRWVTOMBTNEHEATHDS, T2, BEFEBEILRLTY,
MR X D ERIPEESNLLEDL D 5. BIRBEBHEIX



102(2058) FRFREEF3 2010 WHTES: - 65% - 9 ABRE

mRNA 2SR SN2 V87 P Efe % BT 5 F CIo2 it 51646
THY, BA, LR, BEER, R BIRIEAL,: &4 8 EmRm
B BEE T O T I — ARITIZEAED ST w b

% { DERBEMFSREBIZ A Y FUOBEENCEED 25, X Y F LDk
HZHED R WBEER A RTER S A, EAVFLEEE LT, B
T MlE) &z, MU TLy bUE—MER, ¥ LRIRAAR, SR
FEBEYEH 5.

A TIVEEE YRR

1. B—&{EFR

I DDBEFHEIIKRENLERETH Y, HraErEEE, &
RSB, XEESEEERL LD, £ OBERTT
DATT) =25 ENn5b (OMIM 28 http//www.ncbinlm.nih.
gov/omim). —#KHYICERBEDOBEIIE DS, BiE T AT O %

R, 2005 F LIRSS SN SRR T b 50 FEE DL
HoH (F2). Kk, TROEHOWME SN G FTHEE FERNES
P B Rt RS EBIIRAE (CARASIL) OB K& =T (HTRAI?,
TREHER DR IRE CH 2 HEMEMRTALIE (ALS) o B K&
fzF (OPTN)? 72 i RMICEE 2 0VCWwW 5. OPTN PAHZ 3
WWM%W,HB/HS”&t#%%#t&b,mﬁmﬁhzﬁr
& ALS L OBE L & TRREMFREAASEE A T\ 5.

o= | e R = Sl S ol
FEA FIIEEETTER

B (MIRE) &K
BHRZNLTEETAEET, 3 b2 FJ7 DNA (mtDNA)
DAEETHRIET 5 Kearns-Sayre FEMERE, BAEHRRES4ES I b o
Y FUTRARE (MELAS), L — N—@& G EE (LHON)
REDI NIV Y THPMMENTDH L. HEE k- 7 5 R R
W (MIDD) & mtDNA @ m.3243A>G ZREPELTHY, 44
RIREBED 05~30% 2 E0DbEELNTWE. B, EHRATC3



F2 2005 FLREICHRE SN E-BEFERICL T LMERAR OGOl L V5 IHEE)

HEEE BEHK SR BEFEE ik
HmEESE
cerebral cavernous malformations 3 AD 3p26.1 PDCD10 Am J Hum Genet 76: 42-51, 2005
brain small vessel disease with hemorrhage AD 1334 COL4A1 New Engl J Med 354: 1489-1496, 2006
CARASIL AR 10qg HTRA1 New Engl J Med 360: 1729-1739, 2009
RHEREER
frontotemporal dementia, ubiquitin-positive AD 17g21.32 GRN Nature 442: 916-919, 920-924, 2006
frontotemporal dementia, chromosome 3-linked AD 2qi11.2 CHMPZ2B Nature Genet 37: 806-808, 2005
SHESNBRER
gilles de la tourette syndrome AD 1331 SLITRK1 Science 310: 317-320, 2005
Kufor-Rakeb syndrome (PARK9) AR 1p36 ATP13A2 Nature Genet 38: 1184-1191, 2006
EE)RERAE
spinocerebellar ataxia 5 AD 11913 SPTBNZ2 Nature Genet 38: 184-190, 2006
spinocerebellar ataxia 11 AD 15g15.2 TTBK2 Nature Genet 39: 1434-1436, 2007
spinocerebellar ataxia 13 AD 19913.3-g13.4 KCNC3 Nature Genet 38: 447-451, 2006
spinocerebellar ataxia, Autosomal Recessive, AR 6925 SYNET Nature Genet 39: 80-85, 2007
type1
Marinesco-Sjégren syndrome AR 5q31 SIL1 Nature Genet 37: 1309-1311, 1312-1314,
2005
spinocerebellar ataxia 28 AD 18p11.22-g11.2 AFG3L2 Nature Genetics 42: 313-321, 2010
spinocerebellar ataxia 31 AD 16g22.1 BEAN/TKZ2 Am J Hum Genet 85: 544-557, 2009
R R
spastic paraplegia 8, autosomal dominant AD 8g24.13 KIAA0196 Am J Hum Genet 80: 152-161, 2007
spastic paraplegia 11, autosomal recessive AR 15g21.1 SPG11 Nature Genet 39: 366-372, 2007
spastic paraplegia 31, autosomal dominant AD 2pt1t.2 REEP1 Am J Hum Genet 79: 365-369, 2006
spastic paraplegia 33, autosomal dominant AD 10g24.2 ZFYVEZ27 Am J Hum Genet 79: 351-357, 2006
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spinal muscular atrophy, distal, autosomal AR 1p36 PLEKHGS Am J Hum Genet 81: 67-76, 2007
reseccive, 4
amyotrophic lateral sclerosis 6 16q FUS/TLS Science 323: 1205-1208, 2009
amyotrophic lateral sclerosis 9 AD 14qg11.2 ANG Nature Genet 38: 411-413, 2006
amyotrophic lateral sclerosis 10 AD 1p36.2 TARDBP /| TDP43 Science 319: 1668-1672, 2008
amyotrophic lateral sclerosis 12 AR/ AD 10p15-p14 OPTN Nature 465: 223-226, 2010
KRR |
Charcot-Marie-tooth disease, X-linked XR Xg22-qg24 PRPS1 Am J Hum Genet 81: 552-558, 2007
recessive, 5
Charcot-Marie-tooth disease, dominant AD 19p12-p13.2 DNM2 Nature Genet 37: 289-294, 2005
intermediate B
Charcot-Marie-tooth disease, dominant AD 1p35 YARS Nature Genet 38: 197-202, 2006
intermediate C
Charcot-Marie-tooth disease, 4H AR 12pi11.2 FGD4 Am J Hum Genet 81: 1-16, 158-164,
2007
Charcot-Marie-tooth disease, 4J AR 6g21 FIG4 Nature 448: 68-72, 2007
Navajo neurohepatopathy AR 2p23-p21 MPV17 Nature Genet 38: 570-575, 2006
hypomyelination and congenital cataract AR 7p15.3 FAM126A Nature Genet 38: 1111-1113, 2006
hereditary neuralgic amyotrophy AD 17q25 SEPT9 Nature Genet 37: 1044-1046, 2005
R ’
centronuclear myopathy, autosomal dominant AD 19p13.2 DNM2 Nature Genet 37: 1207-1209, 2005
autosomal recessive centronuclar myopathy AR 2q14 BIN1 Nature Genet 39: 1134-1139, 2007
filaminopathy, autosomal dominant AD 7032.1 FLNC Am J Hum Genet 77: 297-304, 2005
crisponi syndrome AR 19p12 CRLF1 Am J Hum Genet 80: 971-981, 2007
myasthenia, limb-girdie, familial AR 4p16.2 DOK7 Science 313: 1975-1978, 2006
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familial hemiplegic migraine 3 AD 2g24 SCN1A Lancet 366: 371-377, 2005
hyperekplexia, hereditary AD 11p15.2-p15.1 SLC6A5 Nature Genet 38: 801-806, 2006
generalized epilepsy and paroxysmal dyskinesia AD 10g22.3 KCNMAT1 Nature Genet 37: 733-738, 2005
myoclonic epilepsy, progressive AR 7q11.21 KCTD7 Ann Neurol 61: 579-586, 2007
neurofibromatosis, type 1-like syndrome AD 15q13.2 SPRED1 Nature Genet 39: 1120-1126, 2007
Kufor-Rakeb syndrome AR 1p36 ATP13A2 Nature Genet 38: 1184-1191, 2006
basal ganglia disease, biotin-responsive AR 2q36.3 SLC19A3 Am J Hum Genet 77: 16-26, 2005

I hICRUTREEE
ACAD 9 deficiency de novo 3026 ACAD9 Am J Hum Genet 81: 87-103, 2007
coenzyme Q10 deficiency AR 10gi12.1 PDSS1 J Clin Invest 117: 765-772, 2007
coenzyme Q10 deficiency AR 6021 PDSS2 Am J Hum Genet 79: 1125-1129, 2006
combined oxidative phosphorylation deficiency 4 AR 16pit.2 TUFM Am J Hum Genet 80: 44-58, 2007
mitochondrial aspartyl-tRNA synthetase AR 1925.1 DARS2 Nature Genet 39: 534-539, 2007
deficiency
mitochondrial DNA depletion syndrome, AR 13g12.2-g13 SUCLAZ2 Am J Hum Genet 76: 1081-1086, 2005
encephalomyopathic form, with methylmalonic
aciduria

HEYZ b OT7 ¢ —EE
leukodystrophy, adult-onset, autosomal dominant AD 5g23.3-g31.1 LMNB1 Nature Genet 38: 1114-1123, 2006
leukencephalopathy with dystonia and motor AR 1p32 SCP2 Am J Hum Genet 78: 1046-1052, 2006
neuropathy
retinal vasculopathy with cerebral leukodystrophy AD 3p21.3-p21.2 TREX1 Nature Genet 39: 1068-1070, 2007
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N3y NUTREDOD BRI O MY % I oM E & Ak
R BIBREVHIESNODOH 5,
2. NUTL Y MIE—MNE

M) 7Ly Y=, CAG ® CTG % &= n KIEN
FIBOMEHRRICE o THI SR ENDEETH Y, KB EGAE,
INSTF 2 b U, FRUNRISAE e S OREBEE TSNS B, FIALE
HH (anticipation) &1, A EKES I &0 BE OIRREER DT
TL, BEEFMETHRTHY), NUTLy I E—-MRTLLAS
NABRRTH A, HRPA Y FNVBETEIHPATE b oi=d, =ik
EORBEEINBOMERZLEHELTEY, BHWER (dynamic
mutation) &I TV 5. PRI BRI 241 ¥ — B
DEALT 0%, AR MRS 28F £ LT, DNA @Gl -6
ERICB T 5 AERIEED VAT L A Y OS5 ASFEB S TwD
%L,CN}UL—Fﬁi$Uﬁw&</ﬁtWiﬂ,Wﬁ@%@&
WM BB RS A LN T E DM THh L. S OEEARE Y
FFrTUTTV—LRE, S bV RY TR, A— 77 VU,
DNA #GHAEZR &L OMEI RSN TwEY, &, FAEOR
FTN—T 5, SCA3L (TNFTH 16 Yt fRIZHHT 2% Yefofk
BEVER RN & X T /z2) A% TK2 & BEAN O&{EFR

A raryEsicdh b (TCGGAA) s YV~ NEABEES 26
25~ 38kb DA EBEL TWDH I EPHESN, KXAEH
HEDTWVELWY,

3. 7/ LREBAA (genomic imprinting)

T ARARE, B DHEEFEICBITE T VIVEEOBERZ S
MEHE NSO EFEMIEA DIEE SN B TRLZ BBH T, BETO A
FIALIZ X B RIAR (epigenetic phenomenon) 72 &2k 2 & sn
TWa. EBRFREAABESE, Prader- Willi SEBERES Angelman %iE
R ChLN, WMOFELR EOBMENERH SN TS, 7 A
RlABBRFOWAE (LOD 1%, Wilms B 7% & DR 4 OIEE A4 0 &
&b,

Z | F s
BEOBEREEFITMA, BENTEECES T 2 BE0#EERR



