®@6%E /\EUF—¥3> 85

RERHYET. LAL, CMT OBRE LA EEOPTLRICTFHRBREROBEIRET

HHOT, FESKOBEZHBT LI b0EKRy TR RBESRYE LR
WEEMH D T

Ei17 Ty AIAX=Y

@ LEIEZEOR Y b ceveerernnncnnnnne

FRBREOIMA BT A 0Ky M EREIIMEEO Ry FESBELEST. RN
ERIESERE Ry MY —X 22 H D Y. ThEFTuRy b - T-2%EY, T4
ATVADERICEDETIOT — AZHPT EHMBAFREN, BRIET 2%
BTtk ilerd el TEET. o L HMAMEDT -4 - PL—F—
(Free University) &, WFTZ Y v 7%y FEMZHFMIL, H2VIEHEESET
RV ET (K18). HLVEETH S L+ T—Ii3 (Motorika, B 19) X 1 #U
% PSR TY. BESARBIROLAA-2BY), T4 ATV OFERIIEDET
BROLA—Z28ELES. MEOREIIECT, oRy MHMBToNEFLRELHD

19 biaAd-
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R e

CMT O EORFEICH LTI, 1) MEEERNT, 2) Yoy xyo HEE 3) 7
AANVEVRR 4) I N7 IV EOMENED SR TWET. 512, CMT OEREE
TOMY & 205 FREOMINE T, B2 BRI % 2 bR T 0T, &2 Tl
CMT EOREDTIIE & CMT DIE 5 A &5 ORI ORME CHRE BT 2 BICHER
BALIE T % TGO 7= i & Z0F B BEOWRIT DTN E S

@ T TOCMT BEEITE ceveerercercecennns

BIAFZEPBRO L 51T bh Tkt - 2B DE#EREB E LT, Cronassial fiiE
(Fr 7042 FRF), y -V /-l (WET7I/®), €¥IVE, a4 4 Q10
HEPRALNTVET, CMT BHE LA 46 AT 53204 A QL0 Y /K
BEBABITON TV ETAEREIHS2TIEH Y THA (NCT00541164 at http://www.
clinicaltrials.gov). 7 NVAL 7Y —=ICHENLEY 74 Z V% 460 CMTIA BEICH
U, BHOEFEILELZL0BELDHY T, WThoOWEY +5 L BEOmES
{LH B B BBk randomized controlled trial (RCT) Tidd» b & A.

@ CMTIA DREREEBE (1) covecrrerereronnnes

CMTIA & PMP22 DB L > TH X R ENBHETH Y, PMP22 0 BEIFH L
Schwann Ml DOBERERE E O BIMEIZ OV CTHIEAHEA TVWE S, PMP2213 3 ) VB
1281} % Schwann Mg O LHIHCEETH b, ZOdhdk - BEHE/ERICHES L Tw
9. BWETIV T, PMP22 DBRREBIZLE X F (b PMP22 BB EZ R L, #
DY AN HRREGETHIEIRBENRTHET. L2235 T, Schwann Mgz 3
7% PMP22 FEBLL NV D RIEIE CMTI1A O KA AR E DY E IO 2235 AN 2 G
WIS L Z 2 BT Ed,
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220000000000 0NRNED00V0N0DRIDONOBIERDO000SOSSROBOOOORRCGRBBONES

@ 5% LUNDUC I seovernorenrannanns

HAIZDREA N = X000, BEZHEMEM (nociceptive pain) & MR EMEA N
(neuropathic pain) (25 HhE .

BEZAEELE L, BHCERFOBRER CHFET 285588 (nociceptor) 29A
EWWICL > THETZ I L TRETHHATY. FENHICIE, BHLHFREOLERA
LR X B MRS, REIC X A LRI - BOREAH D T3, AEREETEAE
Eid, MERREAIEE LT D REREEE X LTRETAWMAT, LIZLIZEREE
2 Ed.

FEADRIEIZ, MVEBEMERM (CHME AdRKE [CXoThRRICEES T Y. —
Ji, MRE, IREYE, (LERL ORI (ABKRME) LoTRESNET. K
WIS E SRS L, EYVE YRR Y-V ELLERLRED [LUNR] ORBEIE
LET.

' :/*1”/]-—- o?l}-—- . bj—x,ﬁtﬁa}o LG*’L s0c0s0csccsssssssee

HEOARLTIUE, Yy va—-<Y— - bv—2%F (CMT) BV TEHEEIZ
ZHd b ¥, Chartot-Marie-Tooth International DBk A N — %R & LREIC K
B, CMTHBE6I7THD) b 404 (T1%) PEMEALTVELL C0H B 171 %
(39%) AHEAEEE (ADL) IR &2 LTwE L7

FADEE L LTIk, B (70%) 2% <, MT, MM (53%), B (50%),
JEE (46%), JREB (44%) ONETL7-.

WAL, BRFL7% (intense), BELF5 X9 7% (burning), $iv (dull) ZREELERHEINLZ

BEBEE  BAORETEE. BHBRIEROEEEZ LS.

B MREK | BRME<, CEREIROIBIC, Cai (ESSR), AS, AB. Acigi (BRIEH)
CHBshS.

Chartot-Marie-Tooth International : h&DA >R Y AINIRERH S 5t RBEDCMT A
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S 20200 PO NENRPNIOIDBDOOCOTVIESSEDIODENOEEID VRPN OIDNO PP AOBEEEN

D LDESLBEICFEREEDBISEIZBD cooerecreccecencens

Yy a— =) — - bo—A% (CMT) T, WHITEEMG?OEE 250 & H%E
FAWRAICHEITTAZEICE Y EDEREZE LT Y. €0LD, FhRHHFIIEICITDNS
TENEL Y FT. CMT O DETIZRNES > ST Y, S-S, sIREH, PHE
BOMICHEShLLEhTWET. BESRLHL TORIMH L OBHRERD T >~ 2
VMBI EICEY, HBMERERELE-LET. ARRE, kB, LME, #/NHREFZ
COERIMAGDEN, EEHYRGREICLIZ TEREOAHLE Y. WHTHRHN
i EOINEY) F—¥ a Y RERBEICL > THORITREOUFEIDS VAR, &
TEAZRE S JE EF o R0 B 8 1855 O FIEAE U 2 & I PR s L EIC R D £ 7.
| RICENTRCOEAELE0T, FIHT2FREROLECRBI LTS T
T/, BRESHOHBEEEAEREREROEHICH LT, FHEEITONEI LD
LR

@ CMT IS T BEIRFRREE cvoveeernerrecens

ST CMT I & ) B0 U3 BT 2 REMEFRFEERRL T,

> ROE 4

WO X512 OMT ORBERIE, WEE, RE, ME, SRBERZ & OBHAHA
absh, REGSRGRECL 2 TRELAHLET. TRENOLHORERS S X
T THEDT, BRI UL FREEZ LT LEND D EF. b —H LN
RKEETE. EREHOER LML D RORT —F 2% L 2T, 27 BERGHE

LR IUTE (MHE) IEMTERLE.
MR . BB —F BB LEDOBIEOR.
$OMALETE : MTP B#D'PREAID DB PIP BE&CDIP &I B & B K.
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@ FLHIC— (MT BZEDETENDE (QOL) E +oeeerrvennarannnn

INIETOFYOMEY, CMT OIERIIEGEEPTIEFENTH Y, ETIIRER
DT, FHIHZEM W RBCAE 2 & OMBNEHRBIZHIART, ESEIQERMaKE & 23
Woh @2 H ) T, TR LT, CMT BEZERZORKE: LA Z 5 R AL
LTNERbDTIEDH) THA.

FEHREDS [MEEOETHEORKAT, WRERdY A LFHWSAZ2ZT T, &
HOPTEREDTFLIEREDRBLZITHNT, EHI [MZLTHHELRVDEND,
MELThwn] bbb T, HoTRRIIR>TLESBELADHELDY . i
N b FHO#ET, CMT BEDO QOLDBFLLETFTLTWA I LAWREATHET (R

1).
~+— CMT 8% (20fi) —e—[E RAZ#1E (29661)
100
80
60
40
20
T @ & & @ F
R X
& % A
% Nl
> L2

1 CMTBE® QOL (SF-36 THHE. =\ \EIEZ ERF)

QOL - Quality of Life DB THY, LIELIL [EFDE] LR B, BERBERRZILZOD, FEEED
ATUERCHAWICUITERDr PERF B EICEL>T, BHENICHZVEBBHICHRDT
FREBEEDENTETOLBREE, [QOL HRICNTWLB] ERBESNBZEHDBD. —7,
BESADNEZBYLTOBREDNBELCRRICBBLTOBL 2 1-ELTH, SHBIS 3R
BIOEBEEIATLEL, [QOL DET] MOBSh3 &85,
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@ 'IMTERDE Eld ceeeecernrnennnnnns

i3l
¥ NVa— <) — -+ b »—2Z% (Charcot-Marie-Tooth disease, 2L F CMT & L)
BRMHECBE SN2 LT, FICF - ROBEO—EIARHBEICE 2HATT. Wo
Y ETEIPEITUETH D L, BUEARIBMEDS 2 VI L, T2, BEBI DRV
DIHBRIHRONII VT LR EDNS, —ATREERA T TEFELTVIANE VD
TY. COCMT E#RXE, CMT 2R 2N HEOHEICL - TR SNE L il
ERETERRD 720010, BN RERERET L0 bORETY.
(TCMT KD &) A—2ux—=Y kD)

1. CMTREDS 158

[CMT KD 4] EHAIZBWT, CMT H—REToOM—DBELMBTYT. CMT I
IR ILM AR RS b OBBTH Y, BEFLTHoTD £ -7 PORBTIEA N
LSZBDEIT. URETALCMT BERZUDHE L, S SFRACHEIET S
RO 8] L LTSNS LI L By S g L7,

A BE Ao TH Y, ZOBRBOLECHENAI N2 ERATO 4]
Lo A vy =iy MERLZ [HH5BE] & hoTwEd. $ BHFLZT O
{ T L EMOBIE] WAFELES S L bRERRBLEL TS, CMT 12h7
b%Eﬁ'ﬁ%ﬁﬁ&@ﬁEmﬂ%ﬁofwi?.%WﬁHZEWﬁTHRO%Eﬁié
BEEZOWMREFLEBRLTEY, ZREANL OWHOBRE LTS 2 3 280
ERVEY LTk THEOW ] 2 CwEd

2008 4 6 FICBRY S MTH S HIZF 758 <, SURIED RIGE » 72135 ) CF. [Hh%
B ST ONT R 3 S AMBRCRESHTI TV TR, 2hbE oo
20T LEAS [BELBHRESS LWAEERDS 2 L] 2RDThA R ED TV T
KR L OBERETT.

OHBBIZE (2009 4F 12 A BifE)

28 [CMT ko4l
HHR 0 T 1110053 HEIARXEEAF 1-189 WYL BARESEBEN
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I"Q.',il.'.i“ﬂQl"‘rlr.“"”' ,'..’.‘.‘.S..."Q:‘...' 200

B CMTDR—LAR—=IADY VT ceeeeererarrnnenns

P CMT OBl - @ik - 7 7B 2%

AIFFEHED F — L — T (HP) http://www.cmt-japan.com/index.html
P CMT KD%

HADREK 2 CMT BHSEO HP http://www.j-cmt.org/
» CMT Association

KE O CMT B#EEO HP http://www.charcot-marie-tooth.org/
P CMT United Kingdom

Yl CMT BEEO HP http://www.cmt.org.uk/
» Charcot-Marie-Tooth Association AUSTRALIA

F—A 57O CMT BEHEED HP http://www.cmt.org.au/

P Inherited Peripheral Neuropathies Mutation Database
B 2 — g8 F—DF— ¥ X—2Z  http//www.molgen.ua.be/CMTMutations/
P NIH medlineplus (CMT iZB§$ 244 )
NIH & CMT 2§ % 74 F
http://www.nlm.nih.gov/medlineplus/charcotmarietoothdisease.html
» Facts about CMT
Muscular dystrophy association @ CMT (2§ % 4 — /13— 2 —

http://www.mdausa.org/publications/fa-cmt.html

@ CMT OEPIEREYE « FERY R b coevecrceniacennes

cCMT OBESAZBHFRLHKEDO) A FERLET. 20U A ML, 2009 FEARBZE
PECHiAT L7 CMT T %7 v r— P 2 SE OB T L7z R 2 d & I/EK
LEZbDTY. 75— P TCMTORESAZ 1 AUEBREL TWD &KWz n
7o figk, BBV IR KFIHBEMEARL - AR TAR Z 2 T VAORBICFEE 72272
Mk 2B LTBY 9.

S RRAEICEE LTI AARRNARL - ANERHS, SVRRRERICE L TR, Y
Jr—a iCELTRINEY)TF—Ya Bl snhs L2 BEOLET. 727
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RO BT ¥

FART L ER R R BRE SR el #ig
oIl E

2000 ELEED DNA ¥ — 27 =0 AHMORBHFRICLY, ¥/ 274 FH
N (GWAS) PHBIES LY, BIETEOMIENSR S H—BIEFRE
A5 common diseases & LA TWA, MRRERTD, GWAS 12X 285
BREZMEETZEOMEIHIANTVS., EHYF ) I 22 (PGx) DETH,
LA TREMEROL R CIGREOBISREL 2o TETH Y, MAMLER
PERBEIIBFA SN T EFHRENS, ¥ UV BITERR Y Y2 27
1 7 ADHEDEATVS., I, 50 10 EMITHBEREBROBIZEFFIIBL
Td, ThETO W0EMZRLIPICLOSEEISEZHEINGS.

& U ® I

REE T, BET ORED SRR R iR RE A Bl % R L,
TNZBW - BRIGAL L) LT 2%MEETH 5. [HEREETF
F004) AFEHSNTLURE, Z20EE L FREICHERERIIBNT
b, EETHTEAN ORBEN 72 R 0D MO RBIZIZ B
T RARDDDOVH L. KR TIX, 2000 FLEOMEREBOBEEZET
FOFRREZBEBIL, MEREBOWRNG & BIET%EOMEIZE N2

F—T—=F 7574 FEEMHT, common diseases, H—EfET,
BRALER, BEFBUAA 94



98(2054) B PRE (=T 2010 RITEY - 65% - 9 HHEHI 5

o TS T 5.
e ) LEROSTD 10FEIhHLED 10 &F

2000 46 HRED Y bR T A b NAT AT, YD) v by
KAL#E A% Craig Venter 18-+ & Francis Collins i+ & AT, & b7
JERI TN Y=V 2V ADRHREREZL TS 10 E25E L7,
2003 I3k b ADREEMDBRSHET L2 EDPES SN,
ZOBREBRY MNP 230y =37 ML o TE HICE DM 2 EHT
i, t MEETFOBEINZEFE U 25 3000 HTHB I LA
oL, EHIT, INOLDOBIETHPOA Y YT v —
RNA (mRNA) WKHEEINLBEOEIRMA 754 ¥ 7 (alterna-
tive splicing) 12 X 2% /M, BRS Ny ¥ 37 OBRR B
(posttranslational modification) * # =X 4, RNA T#HIZ X %E =
FHBEAGEHDO XA A= XL ERHL N E > TE .

1. DNA ¥ — 7 I XM ORIEIFE

2O 10 FEM D DNA ¥Y—27 v AHMoO#ESIZL Y, DNA ¥ —
JIXYAIAMI /14000 (2720, © bETJ AENH 1,000 RV
TIHRBHRIEDEDDHBH. Kty —7 2% —Tid 250 13
WELE /1 HOMHrawees 2y (M1), &7 A8 E R
> TWVAH DI, 14 BABWEED T 3800 ML LE Lo T2,
72, DNA AT OWMBERIZ LY, 77 574 FEEMBHT
(GWAS) dWHEE 220, &7/ AOEEEY OENZ BET 5 EHE
Haplotype Map Project (HapMap Project) 2 & o TR X 172
SNP 77— & X—ZAHRB & T % (http © //snp.ims.u-tokyo.ac.jp/) .
2. RERZMHERFSZH

BIEFFONERNR S, B—REFEE,S GWAS 2825 D 5
N7-#E (common diseases) DFFMT~ZIEAY, LHRE, BRI,
WA, SRERFIC :!‘a”%’"f‘)xﬁagfx?yi#/ﬁ\/? EHOLPII% o
T&7:, MEREATY GWAS 2 X 2B MR FL R O
PHRATWD (R1)., N—=F I UHKRTIE, a- Y X7 LA V#E
f (SNCA)? % Gaucher JH# =T (GBA)Y & OB % FAHYE
DOWFFEE DI T THREL TWaE., TUINA I —HICPELT
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1 DNA 2= 7 T2 ABENDRENE(L CCBk” X 0 51 HHE)

(kb/B/1Y—TH%—)
100,000,000

10,000,000 —

1,000,000 /
100,000 /
10,000 /
1,000 /

/

100 T )
2000 2005 2010 (%)

2000 EE WL TH ) AV — 7 TV AR S AREIC > TWw b,

bHEB O S, APOE, CLU, CRI1, PICALM * ®BI#EpSHiE
ENTWVBY. —F, WEGEETREFEISOMELZEDTIN
ITIZ8WMEDH B4, il L7-BEBERTIIRVWAZIRTuaRn,

3. B4/ X2 (PGx)

BIZFEMEIT I EE DT, XD AEMCTRWER O % WigEE: 0%
RO L 2o TETHEY, MIMLEESSHEFICER ST TS
ETFREING.

4. B INGBRITH

GWAS % EIZ L2 8B ETHITEL#EDLNLD, —HTRE
HREE BN EBZ T, BHY V80 2 EENICHN LEBOR
Wz O2IZT 20980, BRIENLbDETFHEING.

5. IEYIRXT147X

RBERRL S L 2BETFAF LR LD, LB X 5EETF
e B ORI L IR S 5.

6D 10 FME, F-RBEREET - MEEETORE,
DMk - G - FRHEORIIZEB VT, 2000 £ 50 10 F/ % 1%
LI LSRRI NS.
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FRPRE{EFF 2010

WHTES: - 65% - 9 AT 5

K1 FLHRREBEDOS / L7 4 FEEREF (GWAS)

BEZ REEET Iy Xtk p & WmEE

IN—F VPR GBA (Gaucher fRiB{&F) 28.0 6.9X10™™ Mitsui 5
LRRK2 1.39 2.72X 10"  Satake 5
SNCA (a-¥X7LA>) 1.37 7.35X 1077  Satake 5

% RIGENRIE SNCA (a-X7LA ) 6.2 55X 10  Scholz 5

SRR IL2RA 1.19~1.25 216 X107  Hafler 5
IL7RA 1.18 2.94 X107 ”
HLA-DRA 1.99 8.94 X 107" ”
KIF1B 1.35 25X10™  Aulchenko 5
STAT3 0.87 2.75 X107  Jakkula 5

FhETEMEAISREE{LIE  FGGY, ITPR2 and DPP6 = >0.05 Chio 5

PR 5 22 B8N i I 1 B 2
PRKCH 1.4 51X107 Kubo 5
AGTRL1 1.14~1.47 6.6 X10° Hata 5
PITX2 1.54 8.05 X10™°  Gretarsdottir 5
ZFHX3 1.22 2.1 X10™  Gudbjartsson 5
NINJ2 1.33 <5X10°®  lkram 5
CELSR1 1.78 ~ 1.85 1.0 X10™ Yamada 5
None Matarin 5

IRERE PLCL1 1.24 4.4X10"°  Bilguvar 5
SOX17 1.36 1.4 X107 ”
CDNK2A | CDNK2B | ANRIL 1.29 1.4 X107 ”

TIVINA T —FR APOE 4.01 5.30 X 10"  Coon 5
CLU (APOJ) 0.86 8.5X 107 Harold 5

0.86 7.5X107° Lambert 5

PICALM 0.86 1.3X10™°  Harold 5
CR1 1.21 3.7X10°  Lambert 5
BIN1 1.13 1.59 X 10"  Seshadri 5
EXOC3L2 /BLOC1S3/ MARK4 1.18 6.45X10°° ”

IR REEDREGR & B TE

BIETOREIHL OBIROFR E % 5. BRMLFRZLICES
BIRZRWT, £ OBRMRIZRBEER L3 EER MM (additive)
T MR (epistatic) (ZBG-LCHlXxRENS. BIZHORIE - &
108, $RNCEEERZFTHREINLbOTIEZY (H2). €5
VEIY) & 72 BB RN &l ER B ORI ST 25808, B
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M2 EEERCREEROREANDES

ERER RIEERA

SME, KB,
o RBAE

IE 2371y 7%

RIENDESDE S

% OFERIIEREER & BEERDHMG T -HEMICES LTl E3RENE, ELEOHRKEN L O®
HEATEIC A BB T REFIRIMARE 2 & FICBRBEER KB L TWB 2%, 7u74 v CRBIEZ EOBEHE
HAEAELTWwEHEbH 5. BREIHEDREERNOBE K EVWAEEAOEIEE VI BIZERbH Y, B
RN BEERSHEICEES L Twd, BETERSRTH, BiRBBHIC X VI BEINEIEY
AT AT ADVEETELELH L.

HOEESZRL TS, FIZE, TVINA X —HOELRTHEE)
WETFIVE L) BWEHE (environmental enrichment) T#ET 5 Z
EWZEoT, 8 - WERAPEEIN, TITALF B FrnRoRy
B L, fEEERTRR T 54 ¥ v OFBHMT 5 2 Lo
INTWAE”,

RN LFRICLLHETY, 100% REZERICL S LIRS,
WEZ EOBHRKED S ORBEATEICA SN S FEFERIMLEE (Wb
WAL I =0T AEHR) %&b FICERERIKR L T 525,
Ta7A Y CREFER EOBBMERDPEBEEL TV ILE50H 5. K
e D BB ER OB 5K E VDS, EHEMOEBMEL V) BRERD
H, REZERNLEZERPHLICES L TWwE, REDOT / L%
DHEARIL, BIEERIPIKESEG LTWER—ERZFHOIEL,D,
HIRER & RBEER DM ICES L T\v5 common diseases D&7
I BV RIVTORFANEHREATYD., T, BEFERIRITY,
MRRBEMICIVEEIrEESNLILELD L. FRRIEMIZ



EIEFF 2010 WHTES - 65% - 9 A5

mRNA DLFEREI N8 VX7 B2 BT 2 T TS 5154
ThHY, DA, OREFE, ED, RS, BRI, &0 EE S ER
B AEBT O T+ — LRENZES D SN T\ 5,

MR REREOBIEF S E

% { DBIZEARREEIEZ A P FLOBERNIHES A5, 2 v FLo:
AL VB EZRTRELH S, XAV FL#EEE LT, B
T GHIRE) &2, P TLy PYE— NER F ) LARAAK, SR
TEEND .

1. BE—&mFR

I OOBIEFRICMEINDEETH Y, FROREEEERH, %
BARSTERISH, XESHL MR 2 ED DY, %< OBIZRDT
DAT I —IZHEENDE (OMIM £ http:,//www.ncbinlm.nih.
gov/omim). —MHIIC & BB OIS FIATHAR O 5
BEIZPEV, 2005 4F PUREICHGE S MR 7220 T % 50 iDL L
o (F2). Bk, FOEDSHE SN2 E THE & BB RE%
P i Geta R LB IRAE (CARASIL) O BEN#EET (HTRAD?Y,
FGREHE DRI E T D 2 W Mtk MR MALIE (ALS) o 5 &
fzf (OPTN)? 7% & MRMICIER 20T w5, OPTN YAHZ D
TARDBP', FUS/TLSY 7¢ E2SW & 70 & 7 0, i BE ) BE 22 25 0
& ALS EOBELEDT, HEMHNSHEATVS.

A TIVEBEETRTIER

1. B (MiEE) &xR

BBz N L CEETAHEBT, I3 F1)7 DNA (mtDNA)
DR TIHRET % Kearns-Sayre JEMBERE, WMEDBRIMEAMES 3 b o
¥ FU TR (MELAS), L — N— @ {28 imieZimaE (LHON)
REDI MY R THRPIRENTH S, WL 71 Rod R
# (MIDD) (& mtDNA @ m.3243A>G ZREMELTHY, 45
RIRBED 05~30% 205 ESbR TS, Tk, HEMIICI
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YU TEEOD DZAEIMIE M E % EE OMIBE 2 AUt
ZBERENHIE S OOH B,
2. PUTLy RUE—- MR

P Ly FYE—MEIE, CAG % CTG % X D=318E D EAC
FIBMOMEBRRIZL > T XIS NLEETH Y, REHREHEMIE,
NF VMU, FRNNKRELR EORBERTYH 5. KB
& (anticipation) &, #HMRAZEESL L IR EE ORI E#DML
TL, BEEFSETHETHY, PV TLy PIJE-MRTICADL
NBBRTHL. HHIHRA Y TFVELETIHHATE o2y, =
EORERNBOMEHFLLEMBLTE Y, BHHWER (dynamic
mutation) & FHIN TV 5. FESRECHRMIRSREFIC) € - MY
PEALT 5705, AR MET A28 L LT, DNA B8 F 3168
BB B EBRFEED VALY A Y FOBEEAREBESNTNS.
lZ, CAG VE— MR 71y 3 Ui eidh, Mo
WM E (CBRERYAONDL LM TH L. ZOEREREIY
FFTORTT V- LBERE, I b N TR, A—1FT7 7V,
DNA G &L OMESERH SN Tn A, &k, AEOH
R NV—Tb, SCA3L (ZNFTHE 16 BRI T 5 bk
EF U NRZEME & N Twiz) A TK2 & BEAN OE{n1H
A rarifoiid b (TGGAA) SHEVE-MRFERZED
25~ 38kb DIFARFNEBMEL T2 2 Lh®E S, KE%ER
R BOTVDY,

3. 7/ LRliA# (genomic imprinting)

) LA RIL, HBEBEFEICBITLT LAKBEOBENRF A
MEHE TN OEFEMIRE D OEEENLHTRLLIHRET, HETFORX
FIALIZ X 5835 (epigenetic phenomenon) % EIZL b E XN
TW5b, BETHAABESRIE, Prader-Willi SEE#ER Angelman JE
EHELZETALN, BOBELREOBENEHINTVEY, ¥/ 4
WA ABS O#HE (LOD 1%, Wilms FE#E 72 & O 4+ OEREREE DR
WE%b.

4. 2R TR
BEOBMLEHNFITMZ, BERTPEMICES T 2REOEREEKX



(2010,9)

WO 107(2063)

TH 5% KN F8fz (multifactorial inheritance) % & 5B * LR T
WEEV, % <id common diseases THA. M4, FHICWRLT
LHEBHED, B—BETICL230LH 555 0fERFEE
WCEBEWEEZONL., ZRTHOREAY (HZRTEERYL |
HWRELEWRED 2 BT oA, HEEIZE, EREE,
PERE, MEKRED LI ITRIEOHECHETRERIERIDH D,
FIEEICIGER T 2 E LTRSS BE, KEFE, UL, ﬂ%,
WIREZ EDA L, REE, BE, RERHREE, BRitEo
REELHEET LS. GWAS 12X 2L HWFHOBEERT OMEIER

IHEATBY (1), BRENCRETHEOREI PFE NS, &
i, BELVARVTEERTFSZAICED CERY A7 BTSN X
a0 TE COHBHEEREEETFRAE (Direct-to Consumer :
DTC Genetic Testing) OF L %2BFZRIFFET 5 ¥ A 7 2 0NE
Thb.

FRIRTIZERZHT Y COBIEFRRIZHT

of

22

. ERARAE RS
WRRMFEZ W2 BT 2 AR, EERVBEICX ZENDH, 4
RBEOER, HEZH, WEFEWN, €L TEEBLURE~DT
DA TH L. ZOBEMEZHFEICD BEFOERIRELES
L7256 LTEY, BEFNREIARREEOAEZEIIBVTR
Tk&%@t&UOO%% Lo L, BnFHREoO#ERIL, EEH
CMERETRLDRTLTHEELH L. HEZ %ckwfﬁ%k
Ul lld, MEZITIOMICEELTEIIBRI LI L, 1okl
HTHL. FIC, BEEEBRPEDLONL X, BERAADALLZ LT
FRL GO D RHBPLETHY), 2O LIlE-T, BEBX
UCBEBERBEEERMWED PSS TALEMT 22 LW TE 5.
2. BIEFEIBREIC L 32K
BIEFFENRAR, HEZH, REZZH, ZEMZH, HENZ
Wy, BREZE, BERZZ) -, BRANDW, X2
TR EZHEME LT, KM, SRR, S, MERLE,
BRI 7 &2 T, Refaffids, DNA BELR L2 L - Tiibhb.
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EE PR 1= T5 2010 RATES: - 65% - 9 H#ET5

mIIE, MERERD DNA XA 707 LA 2Bl E R L
T&7. BEFFIBREICIE, ZHEE, BHRE, #E1FrRE0%
Bk, MABBROER, EHRABORRVL EORMEYRD L. IE,
—IREEARRE LA U & 9 ICFRICBEFIREN TS X9k o
THY, ToOmEEHR, MASREE, REH, Sy ey v
I ENHEE 25T 5,
BETZWOMMEE LT, BREROWEL EIZX 5 HE &I
LT, LPEaoFEBTREL TR THL LR, ZHOBKE L
BERRICAEIETH LI LR ERETOLNE. LaL, RESR
DEMETEREORE, ROIBELL-FENEBRINLZITNIE S22
W3 BB LS Y, FICRFPORERTER I 2 LED 2.
3. MBERERCEEHAY Y Y
PEBRTE2L 91, MEREETIBEHEROBS AR E N
RRBDBL ., FORKHEEIL, BASRE, #EITE, EiikiE,
APREEREE, REENRELTHALZ L ETHDH. 0L ) Ll
IR BIEZTFEBEOE IO L ERODP OB EF TN EHE i
LTWab, AFIEE VW 2 Eid, RADORRER ST TILEEWY
A7 PRWRUIED > T BRSNS B W &, ETHTH ) B/
DEHRELELTHIE, ERETTRADOLEL T2, &
MR ED- O, BEZHI» A4 v 74+ —oF-avtkr b %
B CEHAEYRH DL B ETHA, S50, BRESRVERDE
F12, BEAEWREICTHRESH 17 2 &L BRI & v ) 5,
BIER DRRFIMELITH) 2 &€, MBEEORERZH L HARD
Wrewvorz, XIS ARERREEICMNES) LI bRELE
CBHEbHBH. LzhoT, MERRICBIT 2 BESEICIBWTII,
FIEH DOMEEZW BT ) BEFIRETH-TH, Eizh v vt
VY7 FPORBEITREMEENRHL I L%, THCHEBRLTELMLE
VdH5HY. BIEEOFEII,IH LT, MERKBOHESEIIBL
TiE, BEAT ) VMR- TW5 2 EHFEV. BARMR
FRTIE, VLX) MR REEORELEE 2 C MMRERD®
BTBWATA FI4 > 2009) (B%EE) 2% L7 5813, 2
DAARZA V%R THICEMEL, AESECBIAEEI Y VR &
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7oA P (EEEE LERWER) S0 52 8, MRREROD
BIZBWTHIILELENTWAS,

R REE AN EER

FUBEBATH-o T HMADEHIZL T, BHRNORIRVELL T
@D, PGx ORBBIZLY, BIZE, (ARG OBERTFOER
WE S TRHERIZRDRT W] EFZ2DL52%Y, XYFRNTE
TER O WIEREORFE T 7BIRS TR E 2 5. 7, HWAHE
FOBICTLZROMBHTICEY, BIZIE, ¥ 7 as P50 DEETFS
B EDOWT, ERORGETIIEEETIGEIRT A 2 A5 Rg L
b, YR EEEORER, BVER OB - B, ERARSERETE O/F
Wile SR EN TV BY, 5%, RBEZHEE LTO PGx DY LD -
T Z e IS LS.

EiEFREADOREBEIC O R

BIZFZWORBOEH b HE4 AL TEBY, 2010 44 ABAE 15
REMERIE SN TS (F3)., BEELLE, [tos8R2E T
HEMAEBEHRFNRESERL, ZOFRIIOVWTEEFIT LIE
WM EFTOBICEEZA Y V) VI RER LS E] BEIT Y
Y U/ME (B 1E) 500 GRS LNTWEIETHL. Mkl
BHFOLNTWEY, [BEAT L) YV ITOERIIHz- TA,
BASBE R CERERIZIDLHTA FI4 V28T T 58] LR
ENTVWALDIEMRTH .

Rt R R E O R

HEEMER B RIFSE R E OMSIEE D 130 RABICHEML, FER
BRI EENRES D 2009 4F 10 A LD, 45 REP D 56 KA
WL 72, BEMARELR I A BB AR B BRI
(Pompe %%, Gaucher %, Wilson %, ¥ M VIMJEZRE) I
LTHBY, RPECRBHELEHEL TR — T 5407 L 5hTw
L. EASBEHEHEBRURIEOTFELH 4HED 100 BHE %
D, BIFERSREED KX ML, BREEICBY HHmAMEREE



