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THREODEEFERICHRVGEDLE NS ZETT, CH—EETFRE
b9 MRARMAL LT, FUIGHNTH ) s | e
B RINEAR T8 2 \ R AR O L A A i |
FHNDEROMAAEDR, — S OBEEIECB TR | oo e —
FIR SBAD Tz & A PBMEOFZABR Lo T | assore 0 demome
EF, AR, BHEEEEAIE (CML) ORETA~ | oo e
F=7LN5BCR—ABLOFIL L FF—PHEA oro s e

OTC: Omithine transcarmylase

MMEDLITWET, F2HROEEFEATHL=nFT =7
KBTI RO~—H—L LT T 4 TTNT 4 T OROENRET L, —HFRIEHOEEL LT,
Zo=aF=TORHIEETLUGCTIAIDBETONTHVET, b9 208X, ~7A
X —7xuTY, CHIFROEEIL, 1EERNOTANVADORNA L T A I)VADBIE BN IRE
DFIEE LTHWOHILTEE Le, FiclZAERMRSIO [ L 2 8 Bis~——& LTMHY
A VA DFRYGE DAL, BYYERIFIR O A & & b IZAMIL R O & 2 FH S s
HDTNET, TNHIFEHRPMIEEBE THoT- VLR BETH 120, —RIEEOF T, Z0D
& 9 7R A THARNE SR A OIS TR & OIS T - R A OM AT AR H T 2RWBIED - T
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AFEERE fﬁ e IR R OB, RERAEICT T, S
g%} " 'iﬁ* POXIE ;mﬁ trmaE DARELRZDHA K7 A E ST 7 —
= 5 ~ 3 2T AR L I O E S W 1

REE
B

fh DBIRFHIRA & 501 THAR 9 & 9 JFHIA
wxn m}ﬂ IR ENTWET, Fric, RAERTIOI Y &Y &
- NPT N IRBIEGFA~OTRUZE L TTT, 1 0E2 0’
_— } ""“‘“ == u EHHREICET 50 A KT A v T HICmH~
\Elzmr\zw’vaﬂz-ﬁﬂqou SR BB | TWEHLDEAREFZEDOHTA RTA4 L0707 7

—~al ) I AREOEHFEHSTA T4
VIEHREICEID ST E L TE TS, 512, RO OREBENEBRIITON HI11E, B ek
DR, MEBEORH, A 7+—LFartr b (1C) PETNATONLLERD D, e
BRIRZfER L C, TN CIEMAAREZ R L C, FEOMR, 3., hortl v 7% T,
INOHHREOERT o ANEIEIZITON T, IO TREWVWREICESS BWEENMTADHEWVH Z
& T, BARBABREREERHES ] CCLSOAARRNA NS T IT 4 R« A RTA U ROER
ISR - BREEREfE A, T 2 L CHEEBZFIRENE EICHHA SN0 TRV ESZ XD

REERE

SEAERTRTE

ES,
BAMARNTSHTAR-H AT D ZORAKRRRARNTZIT 4 A A RTA 0E B
1B H &EXHNE (JCOLS WG-1, 2011) BRI ORE Y —E R, SFEVBREDEARIELE L +
ggfamgﬁm:/ fég%iggggmwg HEWVNH Z LT, FOMITE, KRELLWUSEANH D F
s B | | T S BERBORRIL 17 i,
;’:i:;;;;’” ggggiizgi‘fﬁﬁ ROBEOE LTHBEEDHF LA E NS Z & T, X
fgg;ﬁgiwaﬁ %Eii%ﬁiﬁigﬁga. BLE) OKED 74 FIZZENZENELRARE R Lf_ HDOTT, ZNbHIZ
- LT, BRATH =2 2HlANEATNL EZAT
T, RERE LT, REEOREERIEN 2 SN TN 210

ZETT, EO—D, Ty—~as /) I AREICEFBLE LT, ol T OREE
ELSHLTWENE W) HRERBRO 1 DICKBEIMNBR AR H U £, ZIUIKERERE
WHECAPEWH IR T2 gk LA BB NINT D AMRE A C 9, MaaEl 72 0 ZeslEl 2 v
ERREMRIZIE ST, ELWRERPHDENE WD Z L EEMENE=X—T HFEERHET, 2
AWIPGx (Zy—~alf /) IJRA) LWHIHEARHVET, AT7A4 FOTEL, BEEERD
2O DBIGFIBE, THNbRICT 7 —~a% /) 37 ZABE T SRS TR & EE2m
@E&E\:@;5K§<®@Hﬁ%@iﬁ AR (2012 4F) 220 A ARO— i hEs% R A FEE7e
INCARELZBEALE LI, RERNL, BRATY y—~al ) I 7 AL 5O 8IR
%m@§®ﬁ§ B LT EsI I BATIX 1L H 0 FHA, Lizn->T, &I, 22T
ERRIZIZH > T E 20 o TR, R TITERICR->TnD, EZolE CTHIRI LT —#
DHD LW BHRAIE, BARTITEL EZHM O TWVRVIRIL T, BaFERENMTHONAIH S
NTWAHRRTHY ., DL THHELRL TTWITRWNWEWIRikE b > TV i e Bn
e
2 00 847 77—~ a1t F t°— (Pharmacotherapy) & W) HEEEICREFESINfm I L F9
L BRITHSREE S AD 4 NZ1T ANiE, FDATOZ LT, PG xBEFmAHIEINLTWD
HERALTCOET, ZOKMEIT4ERMOLDOTTND, SEbo L DBEEIANETIN)
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BHEAMATNHS L2 D2DITTT, £5WVWIHIEKRT, FLELERFHIREE T 77—~
7RI ABREOBEIELIZOWTHSIZEBE L TWARWHR T, ZoEREEHIIE. #E8aE1T

FUTHET 2 8 OB~ DB % HEE #ékﬁLLiLto%owoﬁA@%ﬁ 2RO TR
STIELWEIEDEANSIIELILTEY 4,

ARBOEELOTT, 7ry—~al ) 7 AREOEREI, AT RS OBIEFIBRAIC
DNWT, ZEBLIGOBURICAN L2 EA IR S X OB S TWET, TOBEIFBET 1 R
TA L DNFRE DS, ERRG TOERN EOMBEAKE 2 TITWE Lz, 7/ LIEEZO
WX, hoBRTFHIMRESE R D—FH, B-BETHEEOZKITERE LVED LORHEO T, #
EEANLEENE T, AEHEZHIFICEAT L7200 v MR LA BIIZS U CAT 5
Q& ANLIEWER SILE LT,

AAREFEZDOTA K74 Tk, BEFPIMEZBIES & RIERTE ZITREE & 1201 THER
TH, TN T y—~al ) I 7 AREITINCE S &, Ll L TN TR, i
. BHNEENLOT U — MERICHLR NS LB, FEFEE, BRICE > TEXFDRR
DET, FBEIZ, Zr—~al /) I ARBITE) LizbW0WnhEnd Z iz £9, =K
FRETIIA BRI OLIIGERA LTV 9 ERAKROMREND FTEHEZHDO TWOET, MRAED
HENZIBWN T, Je RIS B CARIIE ORI F 2 W & FIES O T2 W M O RMEEER, FIC ik
PR OREEDZWMN /T T, REEREEZBETITION, =XV T LTRREEZET O, T L
TRERZRE 2T, E%E;ﬁﬁﬁiéﬁomﬂ FED ECTEFINTITHRZHE D DN,
I ZTCIEIBIEFROMEZMICBNTH, BFEOHEITIFEED LT, BFILTIZHED WOt
AR £ LT, BRICHREEDRAGHNEE T, ZIUIRRZRE L, JFARZ P& L
RNE W ER A, RS2 EEK S CEE S AU, RREZIEOLFERE TR L < g A 2T,
RESEEZROOND EWVD T &IV ET, £ T, BETZDHFEHIHE CHE S Fl
PIAMTT R CTERARMAER O R CEHEZ T 5, Fbis LT, FRICHT SN T o2 aF
T, FRELNEZIERCHEASHL2WE O 2R EZ 9 AL LEZE Z AT,

BRMFEBROYPEKRBE LTI T, & X ICHRIEY AR OMRRZE & LT OB HEHERE
EBRROMNDZENHVET, ZOXIIBRERINTHGEIL. FLFEROTIRENS 2 Y
T = a UISEAGFRIERHIR L TITON D A 2 E-> T, B LIED 7L 2 ATY, B
ERAERIE L FER RO, E b REEOFEAREE, ZOWHETEIET L L. ) N
NHKFELIZDOT, 77y—~ak ) I 7 ZARBIZOWVTL, ZORIEFOMEZK LR L X H 72
MILVTCTEBEH > T2 9 &EEZTEY £,

bk, HEEHONRES ZS8VELE, (AT

[UE] Bl HVREITIVELE, Hon OESTTOT, HEMEL V-
P EEWET, TiEEBLAE, EHE,

[EHE GEEKPE) ] #HH#EHONE ) TSVWELE, BEOHETTITRE L, £ OERFAMR
E@%%%\E*?ﬁﬁﬁé@&wimi\%ﬁk DIFFETHERBEIZ 2> TS &
BWES, MERIZ Z > Tk, BEE T2 CHRTFT 5 &0 ) sk %%Di#b z
I TIFERL T, EFINTIZoliinE s, TOINTHEIRETHENSI L2 A
bH5HEHTT, HIFEDHEFETFED & &2, FREHETRITNVTNT RV E WS RELE
SNTWELETNED, BETZFEHBETHREL TS EVW) Z L, Zhidh g
ELTRHENDEN) ZETEALWTT D,

(=] PREHOEZ T TTR, HWENEEOHIL, 7r—28B LT, 250K HFDOHD
BB 2R CHEEDOM N HREEICCTREICH LT TEHET L L0, Wb
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[EH] B350, SATLELTEIRS>TVET LN Z L ThRITNWNEWNS Z &
TI,

[=H])] (v, £95FBZTVWET,

[BH] HoREH> TINET,

[JE] 1INV TL X 9D, SEIOSETIE, V—72 v ay7oRT, RiT#EE
PR L 77—~ 3l ) 7 ARETRERO T2 RnENESNAE L LT
BENTHNT, B FIEOT—7 v a vy 7OHICH, KA, BHEANBEE L
WP WIERARZ ST 2T s BnEd, B4, EH5H0 R
EH T nE L,
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[E=R]
AT BERR AL T, ITEEDT ) b BURF BT HIFFEOHE R LA A Bl o0 Hg Difs

R RRDBIERL JRIFAR (DAl E) OB A3 1T D% S8
P RE OB DR 43 FAERIRIE BT DIEPR ORI R T HICH
WD IARHITE B S TR 23 9 TITRBREZ2 I TR rREE 72 o 72,

R BERR A T, TR SE O RIE A TR0 G- BRI CH A FTREL 7220
ST E I BAR LT B AR T DFNT I SRV AT LRI 77—~ )
/37 A (pharmacogenomics: PGx) “ff &L CHIHIMERLS>oHD, LT, PGx
AL T, 2008 4F 6 AICHINAKIAN )T AL BRIER O ATREM 2R R D e NE R
F2WrEE (UDP-7 v ra Wi R R o — N3 5 5 (UGTIALD 24 ) 73
180 TIRA GBI P ORGE IR GEARRZ AT L, 11 HIZIPRBRE ] &7 o7z, L7
0 AR A TE RO A RSB RFBAS TR A (ITH X 975, L7ed-> Tl
BRAEOERICHZD, U2 B IR ZTE 2 541205, TERICB T D@ IEF IR
BN T oA TA ) (HARESES 2011 4 2 A) RO NERFAMAICE T
HHARTA L | GBREFFE 10 25 2003 42) 728 OE#HEZZ R THLER DD,

— 75, AU FZIRE CTH->Th, PGx BRED B 9T, W OMESCRITER O
THHI THY, BB FREAICRKIT D2 W LT R0, 20780, PGx i OF
RIZIBWT, BB ORI ICAILENEOEREHOR E1 RO HID,

IOk, BHABKRAEEYS AARANERIEYS HABARAEFEER RS
D 3 FHAETIE, LUT D 4 HOPGxM & I DEAEN D05 7 7 —~ay /7 Ak
OEMFEEH (LT, [PCxRAE RS L)) 2R E LT,

DB rREEmA (D RRRESRE (R | @t%WM@EQ%@E\w
E%Lh%%@§<iﬁﬂ@+ﬂL@%@§)l® YHE L ERICOWTIE, BIEE 1. A
FEOER DEZROZ L,

: 77““’\7:"7/ X 7 A (pharmacogenomics: PGx) MEDEFRZITHOWVTIL, AL 1. A
FEOERBIOWE. DBIO2)Z2ZHOZ L,

SRR 2. B2EHA RTAUE 1) RSO L,

ORI 2. BETARTAUE NEZROI L,
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[FE#to B B L@ & ]

AFEELOFI L, AR a2 T, A1l B RS TR ~H TOD A 2 B
FZ OO, PG A D K Ly IEZ2 A A OMEEZ HEL | PCx iz et (1R it
TLHFEIREBIOERERE., PCx 2RI 22 MEA— — B IO A
B FET DM AR AT A G ET D,

ek ASE R ET O N HFHIT. 2H (R, JeEERSE °) 1T ) TPGx MR
L THEM T 2BARFAIRA (MRS B R ) LU, s s i
(DSAAI 2 LSBT DIBFRIE A 2 SN T D720 OPGXRED) 13/ 40 &35 6,

EBIT, BN A BB T RATIF IR 36 JOSEFE W FE S AL D 1R R (TR
BEET) TG ET D,

[ PGxiRZE i D EAF]
1. REEBROA L 74— LR 3B NMZOWT

PGx AN BIF BAL 74— LR a2 B MTB W IR E 23, A E i 2d 7=
D, ZOMAED AR, TTIE BE, RA #ROTRITERBIOCTFRISND AR5
CaREfEL ., JRRAIEL T, HEERICESEMAEFEMICOWTRETLZEMKDOH
no,

I TR EERZLT, IPCx AR HOWTORIE | ETREICET 5707
i THD,

PR L CRHBI T 2R EO BRI AL L C, BB EFHE 10 21285
FEEHREICETEIARTA 1T, TRED BI, Jitk, RSN HRAR

S HREVEIC S TEBR, TR A K OEERITZE I VW FE SN D HEA R <,
O RIME1. FAREEOTERBIOEL DESROZ L,
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R WAERRE SO A OFIZE - AR 23 Te), KRR IS WREZRZZ TR T T
PR OEVIFHIRINEL, EHEICHT-> TOERR EOEIRRIE 1728 BRITFHN TN,

ZNBIZHOWT, JRRIEL TERENEIRE 2723 A D & | R EASE1T,
A IZBE 2R, MEIZIS U T, PGx M B 5B p ik A 3 5 =i
JOVE 23 CHEAI Bl - B A« BRI R A B AT S5) 22Dz 1T D,

—J7 . ZRHOFBE B I, R IR S D PCx M ORGP DN T
FoTHERD, D7, PCx LM A Z 1R UL T D02 (W A— I — B L OV
ARAFTE) (2B W T, 5595 PGx i - A IC I 1T D FrEZ BB L | Rl
HEH (BEOSPTHIZ LY, BRIRRIZ S 2 Te) ZNEIUIDNTHNDRT N
Ha EIREBLOEREEICIRAE T2, 7o, EREEN B fifk N TPGxii&ix
home-brew method IZ&DFTHHFAICHOVTY | RO F BRI AP RE 1 TH L E

ViRV YR

2. AR OB

PGx BADOFFIZFRW TR, TIRE, LB C T PCx M 2B 92 55 P B sk
B9 DI Rl KL OMH X4 25 (ST - 75 AT - B AR R A B TSI Z 10 SRR LTk L
THRAERTHZ OB ZTT),

Fo, BIREBIOERERIL, #iE O PG OF| LB fEHm~DT 7
TARAZMIR T HIENEETHD,

728, PGx MAEZFA T2 EREBLO PCx IOV T, LBEIIIGE THRE
(ZHAAZATO PGx M A 2B D R FRYFERA A T D= Al 3 L OMH Y 3 (BEAIAR - &
AT - B AR AN SE) I L, SRS EIZ CHET 2B E RS ~DO S
EHERT D,

T PGx BRAEIC L VELNARBREOEMIZOWTIE, BIEk 1. HEOEERB L O 6) %
SO L,
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F£7o, PCRA D BRI A CEFEAI RS BARF-A) THHZEEBEL .,
TIREBIOERERIL, REORFENRHLLGE L, FMEZHEN T2, Eiz
XBIEAT BT BTN AT R T 5,

3. EADBIGIFERORE

BUE, B fn TRBOZEE HWEUIBRFIRE CIXEA L SRR S
FORREIZID ENERARES L TOD,

PCxBEADEMIZIB N TH, H—BIn FRENREZDONDGEIE, ERERASEIC
FUNT, A2 FLEE GREARAY . AR, W0, Bl 22 208 PR ) 238 U T
BT EAEROREILEA TTER 5,

2L, B—BIEFERENEZLNLSL G T, JRHIEL T, EREELH IS
W EITE BEALDOMENERE 1IN T HDWITEA T TORHRN T 13E DR

TR,

8 B vt ISR ARERI & LTI, REIRGESe ) E RS & tho D
IGFEESFANREINTEBY .. 2552 EE L EET PES S
<http://www. idenshiiryoubumon. org/> DYV A FNGIEMRAEZIS S Z N A[HETH D,
O RIHK L. HFEOERERB LU )BLV2.BELA FTIA % 3. 6)EBROZ L,
0Bk 2. BEHARTAUE 6)ESHROZ L,
Bk 2. BEHARTAUE 2)ESHROZ L,
ORIt HEOERB IO 5 EBROZ L,
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4. R (BRI ORERTHOBE

PGXFRANZ D AAREEL () DORIE AT 22 2 (BRHL, PRAFEALE) 13,
EREEZ AT 5, ZTVEBSEZ  ERTOAMREIOBHR L, B AR R AR
MRS DR E LI R AR 7B R AR AR S Fl~ = =27 1 (2011 4R 12 A)"I2
19,

BRI A O I I TUEL A ORI ) (2O W T oAFZE72
E~oOF o RRENE (B BUSME ) N EShTng,

INHDORREZIAL | PGt A DO U722 H D720 121%, IE R OAEREEH L,
DGR IR AN I 1T DB OB O E[RIARIC, B AR A E 2 0 SR TR IR
BEKT LIRS, HE | IFFED 720 O I T (20094E) 22 ML
MEHENETZL ST, Wi —EWIRORE %, U Z IS5 1 PLn )l
Ea e T CEMT %,

[HEétos eIz o\ ]
PGx #i4y% BUR BRBE-CHT A E R S FEF N s, AR TPGx M A E H 45
FNIMEINC CEBERELEZ XS T E ThHD,

BRIk 2. BEHA RTA % 120Dz L,

WOk 2, BEHA RTIALEDI)DOHFHCEROZ L&,

BBl FEBOERBLOG HDBXON2. BEHA NI 5% 4), 5. 6) 25
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il S
1. AFEOEHRB LU
1) BETEEREOSEEER
FeE IEEFNERNEN (NPO) H ARSI FR AR Y ik o= (Japanese Committee for
Clinical Laboratory Standards: JCCLS)'IZa% B S A7 B s BE R A A VE L B Y
FEXITIE, INNETHWOI TE B FRE ) OHFEEZR DI HFE ERL,
(D~Q) % EsFBERA L TR 5,
(VIR FAR B AR AR A ORI EZ I FR )
EMOERYE A 5 | ZHE 24 SRR FUR (T A VA S S Y) O
1R (DNA 35\ N3 RNA) ke H b+ 2 kA
(2)e MBS T FR A
IR E OB T O E R E SR T 28R - REBLOER T
FEBUEAT S R BIR S R IR R L, R EEBICEL LSS —RFrE7e
BT EREAONICT DR
(e NERFHIRA (A R PR TR
H—BfnEE, 2R EEA, KO F - BIVEA -G, 18G5
(D DBIRFHIRESE, 7/ LB LU R T NOJR A A TER
EL72\ ZDEUA DA REVIZRA T 28 7RI (IR 5 D&
BT LGN ENDTE#R) BN T DA
L ED(D@)B)EZENZE i, (DRREEL A (R . Qg1
A, QBB FHIRMRA LT,

BAERHASN TODPGRAEIL, TSR FRE I LT BRADF 7 4T =
T AV BRI D  EGFR 2 RFHTORIBBANCB T H 'YX ~T7 (T —E &y
JR) PG RED KRAS K-ras)Zs Bpg A o1& g #f 1 A i (CML) oA ~F =7 (7Y
Ry 7)) IEHRED BCR-ABL ¥ A7 mRNA FEBLOHEENESINTND, BT, [E
R A (AR R R A B R ) 1 LTk, UGT1IAL R°F hra— L P450
(CYP) s 2 AMAE SN EI I TND,

ZDINHEHEDOBIE TN PCGxARA L TEIGSILTNDN, ARIPGxfiiE

% NPO ¥E N B ARG R MR E# ST, EREEZOEEICE S BBRL THD ., 1985
AV KIE D NCCLS (National Committee for Clinical Laboratory Standards : K[E &K
BEEETRE S BAEIZ4F% CLSI (Clinical and Laboratory Standards Institute)
IZEH) #ET7 Ve L THRRBRAERETFOEELZ FRFEENRE L TR SN, 70,
NPO V£ N A RERR AR E RS 1T RIS, FlsE (BAIT) . ERB (BHEETTFS,
e, HR) o FeRUBRKEIA (A ARERS) | FlERSE (B3%) . BASBESENS
WS CW\Wb,  http://www. jecls. org/index. html

TRHE 2. BETA RTA ED 12) 1TS54
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et TId. AR Y OBAGTE A R 3 D18 s F IR 0O Ir %2 0D %
PHEL TS,

2) 7 LFEBF(T 7 —~val JIVAPG) ERBERFE(T 7 —~vaV = RT 47
Z;PGt)

(7 ) BIEPRPIZ BT D HEESE | (B EA) Tld, 77/ L3
(Pharmacogenomics: PGx) &3 {x %5 (Pharmacogenetics: PGt) ZLL FIZEFRL T
W5,

()7 2 FR 5 (Pharmacogenomics: PGx) :
P E L BEE TS DNA 38K RNA OFReE D ZE I B4 515t

(2) FFIE{RS (Pharmacogenetics: PGt) :
7 ) DI (PGx) D—EH THY | IS E L BE 35 DNA Bl 28 BB
ERALIE W

Flo 17 LFEBPIZRBIT D HEEE ) (EATEE) IS8T 7 ) b AT~ —T—
BT 26 B IE WM TIE, 7/ oA~ — D —ELLL FOVRSILTND,

1. 7 )b\ AF~—T1—1%, FIZILLL FIZEVRIES D
B TORB B TOMKRE B Ol

2. T ILAAF =T =%, TAFTUREREE (DNA) B LU/ VAR (RNA) D

1D FEINTEE ORI DIE LS NITD,

3. DNA OFFEIZIZEL TG Fis:

P i) B IR LB DL AR (0 IR U DiE )

NTugA7  -DNA OESR #: AF Ak

MR FED K H: (deletion) F721Z48 A (insertion) - =B —$xd 28 H

PR IEAR Y72 TR S 5] Hi5)5E (translocation) . B3 (duplication) | K 2%
(deletion) | #{i7. (inversions)

4. RNA OFRHPEIZIZLL TS ED T LIZNBITRETAH O TidZew)
‘RNA Bl «RNA %8l «RNA 70y o TR AT T T 2T 4T
-~ A1 RNA &

5. ZNHERITLFHRFARHIRE T 56D TIEARW

6. 2\ EBHDWHE - EmAEEE D O EAELFEIT S Ehewn

2B, BIREFBNIRENT I, 17 DB ERI TR % REER 113 T2 20 B O

A EBELICb DO TH S, 612, AFEMI RS ORARF2RIE B B D50 IR
MR R 28 AT, AT FEHRAT D5 D FITAT O TR,
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3) B4k
HD NOENGEBEF RN G ENTODIHFRNB IR L 72Dz, £
MR T 2 1E SR BE A GRBE RO 2 UL — a0 bRE fRbicZzo A
ERADV D72 N B T FE B 2T 2820, RIKICHBET DIEHOI B, HD
THEHRET TITRFED N TERWE#R Th->Th | i CAF TEHEHEM
HEDOEDLIEICIVED NEFHRITEHGAI2X, fla by icn e Rfose
EBXAE— 2 BBRAN T, D ADGREI TEANIIICT 52500,
AT, RICET DL D55,
a. HifE A RERE AL
VBEIRG AR N AT TE DI, £ D NEFTAN SN G5 T
DX ERZFET HiEIcLbEA L
b. EFEAFIREEA AL
N Z# B TE2NIDIC, ERtad Lokt e R ARSIV IEICL S EA L
(TeNT ) BB TR SEIC B 3 D fm BRFE &) K05 H)

k. REREEHOMRETHIIBICBITHELN ST, EEEEICHBWT,
Wk o4 CE AR B AT B AL LT SR B L B8 s Sz
FEFTHEEA LAV,

4) REIZHOEAEERE (BREK) &2 DB MZ DUV T
(W E ZOERER S U= MR #HER . G, (R3S X ORI Z S0 Bl
HlERIX N 7~ DNA 331 TVRNA 2009,

(PGt & A MR TR AL T D RSB b L O AE A I3 VT RS
2Rl LT MR IR O — 5% | B O RS OHERF - 7] EO7- R EL T
WA, BALE ARSI T GRS R AT REE L) | MRS
BB EZ T ECERTAE S sk DEL0H L35,
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ATPGxIgAE R FEEE 11X, 2009 4 3 HITARL, £DH% 11 HIZIL PGxIRAE DL
B L, TR R Al | 2B N5 E012, 3. AN DBEIE HROLRGEDIAIZ,
[PGxIRA DFFAT R G2 L — T s TR B ORI B 1 Th>Th, JRH| & U THREEE
PEEAHIZOSRWG AT, BEALFEOHE AL RTH RN & pBINEE#EE
77

LAL72IN0, DY PO A Z PR (IR T DR, M2 320 (e T
R DL E DI ZFE) T DO RN BT K RO - FEf 1
BoONT20, SRHEOLEEZBIRIEHIC, FHEX IV T PG D S -
A RH 2 ST D BR O DL ICEE L7,

PGx I & i 38 L IO &2 s (2B W Tid, L FORRBEIZ DWW O S #t 4
LN T DM ERH D,

(1) FEh T ED PG N PGxARATEH R ET ) DXt G L DB AR TFRIMR A (ZE5H

HIIE R Y BAG TR 2>, MG THORAILE S T REDOMERRETIT),
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HIH3 EREMHAREBLRFRRE (NIPT) 2OV T
EaRE (BExREERIGEE ¥ — RE#Hte7—)

WOFRIL, ABEPBEWVLE LT, BEEICIEA v X —F v METEKESETWEEE E LD,
SEOT 075 AORTHL—oOKFEREE EEWETN, MERENHAMEESIBRE (NI
PT) oW ENIRKBEEWNICE 2 —DOESAICRBERBBEWT 2 Z LI E L, £
ABRAICE, ZOoHELEFHELLTNWEEWT, HADTY =7 v a3 vy 7OIEH ITHEB NN 272
. ZOBGTEFBAEROPICEBNTHIEOEMRE L TEXLTWEEL T ENKRFETIHHA
WinEBESTEY £,

BFLONC Ty baeb ) —EHERL TWELEELWERWES, 2 EH Y 7, HFEE
WETEKAED D L & EITRIMRFOEIEADIZI NOBEZIWEEELEERE 2
HHYETOT, TNEEHER NIV BT, #EEEZBHE <7230V, R TIEBEV W
LET,

WA, T LUTHRIBRAE, HONEHITZVET, 2oL I REESE NN T, £, B
Sh, RYZBEALOEZA, DPLEEL T EE,

ZNTIE, NI PTOFRBICE L CEIHHEICKIHLIE W& T, 9 6 Tz
DAHBRD DNA IS RAT D &) L 2ANL, By L) AR, M T, ERL TW D RED
DNA MNBEES ADIMIEDOHFIZH DA U RO LWV I FEIDO T T, 9 7HEIZY LRI R
JBIRODNAZRAMTE LT, £ LT, 9 8MEICEND, HHRE, RO L ZIIN3%->TE
STWELEN, 21EH 9 10%< 60N EELNTNETE, BomLuiEERENEGEL TS
EWH ZEERAMITE L, 2L T 84T, ZN M LT oo TWHEN) ZEMN
SONTVETA, DNATOHEE & BITESLICHEZ D, TT0 D, SRIOERIZE LT, RBHE
MHFDNATHNOGNDLE W), 20O ZOMENRFEL TWDHDITTT,

ZLTENCE L TRIIO D Hix, RHRIZRWDNA, HRIFZE N, B0 THN, RH
VAT RCHTDHRAT T AL, ZL T, 7ay A7 LyT7, TRHETHIZ, ==2—=
2—T—=arDLDEEN, TINIHEDENALENAR S TWEbIT T, 2L T, T0b .
ar & DRHARHSED R RN Z KB L L 5 LWV B /e Sz A TT R, DNATIERBIN 2
DIRINTERD, BREESAICLHL2HOLMIT DL 0D 2 LT, 2509 Pk RE O
NHTEE L, £bH, ZOFEmRE LTI TT A, SNP(X%/7)%ﬁotUDNA%?
L—a &z, BT HI, fENENEXBILE ) EWVWIETE L TEXIZATTN,
®ﬁﬁﬁV~7IV#~ﬁmT%T\kK#<\i%&ﬂ%ﬁ&#%h&E%b@wTéB/~
JELVALBLRBIEWNILIRIENDWVANAFIL T, TN 200 81D, Al
ENHTEE L,

ZTORBEIL, EH0H T EnEE5 L, BHEMFIZIE, BBIRHEEKD cell-free ® DN ADFE

Bk licell-free DNAIZ S5 Phig % LT ELTRL 0% CHVRIRIZHERIZ V) AT
MeSERRERE T ZIRDE, TV S BRI ADMEOF
SRR TR i, FHEE R BREREODNARD Y £, “n%E
T o AEPKFHILES & LTWEATTITE, o
P e \ SR L. BRRHED 21 BREKODNAND LEL 725,
S N AN TObx ok LEEWEME PR RN E D
Tz S| D= | sk hztamorbd T, 2 LT, BHELRIC
| &% DNA Ry — 7 = =T —r R
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THIE, BT DI, ZOMRENEZORENDGNDENENIZLET, 30FASHWIHAT, £

A& Mcell-free DNARR IR ZBAERE
MPSERERE

DNANT AN o E DM AR ED ., RBERN DR ETEEL
‘DNAKTF DHEOELHoBMT S (HHET LTV X LERER)

21 DDNA
I
I I
__ I __ RERES_ ______ .
A R
BEBERR
— —
A Down ERBEDEAIZIL,
[T T
——— N CE2CE e
| |
EMNERZR B4R ASDownfE IR B

AFREEEFRE: ERER=13%; ¥ VUERFE=142% ‘ s

LTCEZOHRRNGMND, £25FTHE, ZOFD, ZD
RBRD T OE SNBSS AR TTR, EOESN i
HBIROTT NG, £93 5 & XBNE2D 72 NWATT
D, ZOEN, broliE)DERMTONBRODEN
I LT, EERoTHADLE, 220925910, 295
DB BN, BRBEKRZEIZADL LM DT
A ENH KO LT, FERITHAD & ERBEATE
ELBIEOFTL. 3%SHW, FUUVERE L. 4%<
BNEWHZ LT, ZOEERMTEIENI Ko7

LT, ZLT, LD, LVEL DK EMITTHZEICE->T, BENRERDEWNWH Z LT,

BIRTT DN,

1HSHNWEE, 29It —"—F v T EHALTTN,

1045, £LT1

007 ¢ EFDZEICEoT, ZOMMPIHEITENMISIESLS &, TLT, ZThz ) E< KT

A M cell-free DNARR R L A RE
MPSERERE
*Z{ODNAKT R @I HLICKYRBEN EAD

sequence reads = 10,000 sequence reads = 100,000 sequencs reads = 1,000,000

z z
14 £
oo ooz o 002 oot ooz w 0w oot oot

chvomes

DUERE |

DNANT 5 DR AT 32 18409 L2018 R B R ERDDNAWT 5 D L3R A
EBRBEETIVERBTIVRBRISHANN TR

RER—I T Y —IZKYFEEIZZDDNAK K DRI A A REL 012

BREREITOVT. RELEEE
(B HRARISHETED

AT HREIRE
s A

FIIUE  (HR)

JI T Ao GERD

HRESEE

HRESIT
1 = $2E (Negative in Health)

e | == = B[E (Positive in Disease)

Y

WO DY, Z27e iy iz < T,

Rk 1m Hcell-free DNAR R EBREMPSZE) DBEE

Chromosome 18
[::3: 4 99.1% 210/212 100% 59/59 91.7% 11/12

BRE 99.9%  1687/1688  99.7%  1683/1688  99.1%  1672/1688

BHETEE  0.9% (17/1988)

Palomaki GE et al. Genet Med. 2012

XDH12AH5 LI, THND KDl &R
RPFTY, TLT, ZHOWIHERoERICE > T, &
Ay —r7 2P =2k o> T, FEFICTEZLDODDNADK
F OfFHT B RIREIZ 72D £ LT, £ LT, 290 H Hd L
Dt 2 B AT, Zofiz, F—7>y7T 4 KEF
ST, B —7 T ALRWT, 2 1&OD 55K
JERDRLLONEZITRA I &, £ THIFLL TE
DA EN SNPEMESTZVIZE D WA AR
DHTWDLDITTTR, 50L AL, ZOHLOTEE
I T RT D END) DN HIRE BRI EN
EEDLNTEL £7,

ZOREETTN, HIALIEFELT, ZUTd &
H EITRRB AL S TN T, ZNREE LXK D
RHEDOTTN, ZORBENR, SEIOEHLEDOFETHLH
DELEN, 99%MEEVWI Z LT ABETLT, &
DI, Fox ., BEVDIEFIZE - T- & B> TIEFIZ
KALTBYET, TORELFRELWS Z L L FE
BRICHRA CHitE & 7z & X2, EDOL BWERBZRDNE
W ZENED LWV L ZADERE, Lonh LTV
TlEnieE 0T vk n) 2 ETY, E, RFRE L

Te LA, Al Positive in Disease, #F¥LEEIX Negative in

Health, B 2\, ZDOX U AEOH T, ENLET D
FRAE CHEN D D, ENNBEETT, b, L
%, Positive in Disease E Eo71E I NN LT W
EAHIEESTNDHABNET, FREL VD DI,

Negative in Health, fi/F. # 7 VE LW ADHI)
LENETRMLETEDLINENIZETT, I
DxE BTN &, 2ty —2 7 . (Sequenom) 736
Palomaki 78 “ S L TW D LRATT N, 20D 21 .
18 %, I3FTRDIATTN, BETHEETL, 21 %
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TiE, R 212 N\OF T IED IS 210 NEETHIZHEE LTT 477 R TEeEWnWHZ&T

o AHE, WIZ 1688 NDEFT HIZH T UAE LW D 1687 AR REMEE 7o nw)H 2 &
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1%, FEMEATERN9 9. 9%, BiEE =59 9%,

BRENDEORBEILIRE .. | SoEV YU ETT L L, BIELHIE 9. 9%,
NAYRITN—TF  BIZRIZIOARIANY D VEQBE) 5 ‘7 I/{E’CE!?) D i’@:/\/i & o %@J@@ﬁ fﬁ%@x &:7“/])
wma TH T DRERIT, BT DI A Y A2 FEFITHE ST

TTIHDLIHNEEI. FH50H & 2 ATHTNSD
T, ZHVIEFERH TN T,

BIEAIRE 991/1000= 99.1 % BEMEAREE  8991/9000= 99.9 %

O—YR9TN—=7F  (BIZIE1000AFIARE D VEDHE)

— P B hwmble—UR77L—71000AICZ1T AN
L m o 1o B AEDGETE ST b E S Dhe v, ZhasIE
BRI RE  991/1990= 498 MR REE  998001/998010= 99.999 LTD\% ij—& . %lij:)%l\ IK%‘I{:EE/‘J EP%&j:?"f{‘j 4 9 o o o 5 0 %

THWCTFNRY 3, 272 s X, 99. 9 9%,
HEbEURTDEWAIZEWNTIE, L HERD 22 X7 UETIE RV, BT 51T
HDHEWNWH T ENEZDHDITTT,

INEFELOTHETE, MBESE, FaiEEN1 07

Bt RS ROBEEICLIT N . .
s B ae D1, 505001, 250401, 1000501, ¥
T e KRB EZ T HEMTIE, KIK, 3 %IRRT 23R

110 99.1% 99.9% HLEDOT, X7 AEFESEELE>TH2%HnEn

sooszas " 95.3% 99.98% HAZLET, 29095925050 1IcLTEBY £7,
1250  79.9% 99.996% ZL 7T, 250401, ZHITEEGEROMERF I3
11000  49.8% 99.9999% FARERLEN) ZLICLTWET, Pe345L. Bt

BAE 150 :EAREEBHZRE RN ) OREDRZ 9D THEELTWALDTE

EBE 1/250: HEHIER3ST

ENA N ZZITIEFITT 0D 1 Eh o & EVER
TLEDOT, 99%TTN, ZANBEENS 045D 1 THIVUTEMERFZEN9 5%, LT,
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ZETT NS, M, BT AL HEBAIIETTR, AT THR A LARWT, &bo
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WNTLESTZEWNWIZET, 290D K97 Lo T, ZDOEDIE. Fox OFEDHLELEN
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%mce"_freegmﬁ —— T, FHERICEL > TED, £ L TFEKRBEAERE DM

EZMBMLETHDL LN ZETT, 172, BEDOLE
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TEATTR, 4, BRTT A F 7V BRESIT=>TY, >—F /4, ZLTT= VT
S, Tz UFHIEL, ZiUL, ETUFREDKATAZ L T+ — R TR TWET, 7 U AW,
ZHUTET B 77:~T#%ofwé%@f# HEAROBG I T, 77N Z0R, 4
FRTAT=0TEIFT—THERoTWEATTN, ek, £, 2H020RHTEZ0 L
TWAHATT,

ZOTIVFAHTELIT 4 T TR TWET L, 77 FIESNP TR TWETH, —EX
LLTHESTWEDIE, 201 14FEDOLO0RAICY—7 ) ABNhE->T, £ LTY =Y F X4
FoTWET, WELD, 270 IHZLETHANAHYET, BGIE, fRT—2 TR
TT L, FETROS TWAEARTZNWRATTR, EOWVIHIRMNZLDN, 7778, Ebob LT
—H L LTI, AEFEELTWELERN, LEOTREHICHZIZ o0 7280, £25mUTITE
HoLHTWRNWOT, M E HFHEIIETERVIREETT,

INEFEHETE 4 V=S 0N 1 0 ALK —ERZBHA LT, KETOY =T
i95%f RNV FRSCFEE 7 B W TREARREFINIET D7 T, 508 2 AT —FGFHE

BOdOMNE, T FEE, AX T — R TR TNT, BPNIHEELIZEHDO 7 L—TT
#ﬁ\%ET%SH#E%#LTwéAfﬁﬁ FEREEIT DN L S T, EERERIIRA
£#TT, 7UVAY, =2ad34 T AL EHMATVWDERIZWRATTN, BLIZ7 T4 T7DEND
TETHLELSTEDLEWVWI ZERATYT, TLTE6 ALK —EAEZ LTS, 77 a—
RTRSTNDH LN ZETTN, £2TC, BREERSE S T, fiH. ZOMmEEH DNA 72D Tz
KMBESE, EOBEMELTLESTHY EHAR, HEHFLLDIXELZ T T TN e
W ZETT, BG LIFHFEOILEEOBEIE A TNDEEATNT, b OFRFHME < T
RO TNDLBATENT, BRIZH5 THTRD L4 HTHTRD L, WANWAHTET, 250
IZELEFOLRXOHNATTIITNE L, brobGEVEITRVWEZATY, 777 KETY—
EAEBIET D TELLE > TOETN, £, ZOU0bHFEETILES > TWVHOTENHIX
FEHND EENET,
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BPE T ONLENT T,
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B BHARSNODEANRAGHEOIRIETH D124 D L, ok

NIPTHRZRDOE R M I RHAIL CRIFCX 5 59 TF L, 2D 2 ENA+
« B{kIfcell-free DNARS 'R B AR ENERK N > — -
YoCRELCKETH R, BA~0BA | ) FRIED T Y S TERO FTIbnS & Jhid
??fgﬂgé s BRIMZ T ENWD 2RO TRGICZTDHE~A T Y —
CSEVEE. RO A DRIEHESRAS
NS = L TR E RREIC e D, —EE S LT b, Zh

- F+SBENTL YT EHDOTTNIPT 7 LRI B S =L Lz
BENMMTONDL. RBIREER B0 IO R LBODIRNIZA S L) 2 LT, LiZh<+

[FRARZY—=VTHEL TRERREAZED SIBES T 'Y VTR O T CEERIFSE & LT
RO EGGEROT AR | g g L B OMURIIE LS R E BT, 29
WOt A LE LT,

TIEREMIE LTHTO D EWVWDS Z LTI, 6bAA, A5WVE LI L DI, Kl EH =
TRV, HAERTRZENC %Lf@nyty%x%itboﬁwﬁmfﬁb\@E@ﬁ%%ﬂ%
MIBRAHSTT L, 2T LEDLRNERRNNEFT->ThH, IV H LWREICET S
BIEA T Y T TY, b, ZOWREEZITI ZLICEoT, LI, AFETHINAN
5%ofwéLmﬁ?/t)/7LowT\\%E\i%m%7~ﬁw&§®ﬁ%ﬁMT%\%
FHBEDLNLTLNWHI LT, Bl vl o3 LA Lz s, HARIC
BILCEEI VB U IBRZNIEERLINTNENENI, £H 0D T ETIERVWOT, =
OREZEIZEZOLDE S H) —RILE LT, Behvrv ) ZE2fEg Ly, £ LT, HZAER
P ~Da B P AERL L TVETNE NS Z & TT,

Z LT, SRIOMEIZBNTORERN2ZEZ T E LT

NIPTHREDERGEZ S v AR ) —= 7 L LTI ThRVnE NS Z LT
RRRY =G ELTITHIEL - S 3 9k on
,imﬂ%ﬁwﬁggmw% ﬁo;@m%<i?%\$m@§ﬂﬁEM%@§@mk
SEYIEIEAY Y VS R ERET B 73: ZDA?j‘ﬂ‘g% <l: ANS) Z <‘: VC‘\ :ﬂ@iﬁk*f‘% N /3\0) <‘: Z
DL el el e AZEIWIHNEMITTY, £ LT, M@O@ishy &
. ggfﬁfm&ﬁs%ﬁ\m:m\'C(D:utpﬂxéii ] /7{213%”;2%0&-?—5 Ly oL w@-j—o :j’bliﬁﬁ:\ fita
B RREREECBRESR—ITD R, Y TAR—EOREEDO T TRDL &V
- FEFEEROER DBRESTICEROBEENTES 9 = k k . % k *ﬁﬁ/x\ﬁl z %) 7 21— U 7. e k v 5 75)\ L’)
N TERNWEZALRLRNTIELWNWEWNWS Z %
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SURELTMMES G, | BE L WA, ShiT oRooRREN &
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REINDHHFHND, TOEKRTSH, 4, TXTORTOI T &Y > ZIRHE I LEZE TIX
VAQTAYR

< RAR &M ERUT T D H AT TS TN TN D, £ 9 RVTERA~DOFHE L X L—

N7, BURITEBAKRERE L TH D Z LI > TWVDER, TR TN EW D DI Tk
2N, JEBEED by T E T AL DEPSED ETAMETH D

HLASENGE A ICELEELHTEAT, 2oHhIc RERBBIY 8T —DO0nEMN] %
MRLTIELWY, FENR T ') U7 2EZ T H7-0I100%, MOEBFTEIL L 72 5 IERMIC
Mz T, BIEFERICELTEXIREBBA T BT —BLENG,

c RBEBBA DT —OREIE, KREFBEOERMANEFM L L TWD DR L, VW RBIZ S

TEHZLThHD, BEAETEMEY bREBEZIMAOND Z L BFIRTH D,

c BRAEROBENIEISL. 16 FI1F ERTOBYYER R ICEL TV D, £ D & X3 MRSA DA T

DHEEMBELE 220 A Z SIS, 8IS, RE O RFIRGEEYIE R FE PSR E S T,
AN D72 TH, 2 TUIR LW E DRI S . EHENLKRFPFRREESLD by T X7
THEINZHITH S,

© REENDOLEIZBWTE, B FEETMICED X S BRMECEEN S 5 hE . BEEHIIC

JEHEICHATE DA LT E,

s FORNEELTL, 1) BEFPEFEOERICH ) VI BUEATHLZ L, 2) EFY

FANCK L CEBOHEEDMNMLETHD Z 8 RIER Y —& v — D E B R ERIEH O5E
HERDBDOT) Il EbAELEEBRY XA FEER L TOLESA @ NTL LT
%

© RFRBENED B2 EHUTIREEE S 2 b 720, £ RFIREE) & B Is T EFRE M 2 5845 L T

HHWEWD (BFITHUGREBECE U B a T EFERMA 2 LD BTz, ROBE T IEEFEEICTT,
WO EY X —DW a5, TO LT, koo, REFRRICHIZEFL VWD
MECdh D, ZOREBRNDG ., AYIL, KPFERENSHITHRFEICIAD THHIFINBNEEZ T
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W5),
« VAT, BEOWD KB OWMESE ClEETRELZ R L2t 25, BEL N7 7V RA
L., Uk, ZoZEAClI—Y), BETREZITORL R, BfEICE-TWnD, L, D
KRG G RERAS T ERE I B > TR OERHIR HIUE, Z OBFHIEE TREZ{TH
RNE NI ADREREESLTITHEAT,
© REFEROEFEROBELREIT, BLOEME ANDRE, Z 9 TIUX, ZhdibA &7 D |
WHEE O H 2 HEIRES 2 ST HENHET L TH A D,
c BRI TEL L B TEFRSMOREZARPA TSN TLE S /it b H 5, HE
WCERETRETHA I,
© JERYYE R R PSRN L T2 B80S MRSA DA TH 72 b, B FIEFE 2 Z s Hik
VLG E HRRMEITA B O NIPD GHZ B HA AT OFSRETIX W, 2E LEh, 20T
WIBE BN DT ¥ U RAEZRNIRDREN, 4. REFEITKRD L5 0 TR,

Bboviz

SHEOEFETIE, ENOERPHREEICEE FIERHMADSLS EF o TRYIIO S D ThH o7,
UL, ARU—7 v ay 72 LT, BEFERTSMPSLS B & T2EO KRR EE T
RO LI B IFHEFEANOER R [FM] & L TRESNZZE] LIFRELASTWDHZEEZRD
72 NFEAEORBFRTIEER TEHM) fbidShTninz &), #to T, Ikt —47r v
ORI AERTZ WIS T & 2 HEME LRERBT 7 o' 7 — OS]l ) fED 2385
TWRWZ b B, V=7 v a vy 7RIThhEREREROE TR &SN,

ARKU—rvay B U T, SMBEDELLDHYDORFHENICES FERPHO 1526 EiT)

%, ATRIC b DT o T TERZRHEEM ) & T _XRPERSCFHBEH LRI E T TE o, BE
IFEL, Bax L LTHEATH NI ERNDhoT2, ThEaSFEZLZ, ZTHETEMER TIT-o C&E 2
[ARRLT 7] HATIERL, TREFEREMOEE (BRI, B HARTZE - St
Re—F oY —EE - 77 —~al ) I 7R - BEFEITHEOT-ODBIEI Y 2D 7 - &
FHELEE) ZHIHMMANRRNE IO DORFFREEB TR b &) ZRil%
R LT, ERPFROBREZEN L, S OICEERPERESE., Wi, #2447 2
0T [Thy7 X o] FARTERHEZOSTZENEHTHY . ZORNE TRHAMHA
Az & > T ICERAERA 2RI TWDEE] ThY ., 1o T, [BEEEFERTFEES
BN D BAL T ERE SRR E O MBI OW T, REFRPREESREBICCETHL QR E 0
EOBHESIMERENIFE LT, RU—2 a3 v 3T Lz,
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UV—rvay/2) BIoEFHE

a—7 g x—g— B REE (BMKRT)
R A B (R

SNE 13 4

ZhER% @ 11 gk
JEJNERRS:, FRKT:, THERY, WRKT, FaKT, BINRY, KT, &
FEERRY, @ERY, EERY, R E T 7 A = X

ARKU—r v a vy 7T, LTONETEI TSN,

[V—2va vy PORE]

XU K BEORHE

. EREAENEGEFRETET AN X2 T 5 (R) OBRF  *EHOSM

L ARRT DAL U — RRFREOWME H O * BEHOSH

. BIEEFHE IOV COEERM ENERKRFBEE L ¥ — EHEAE)
KEFDZH

5. T (FEHEARL)

Bow N

b N7 L BB TR ORUERERIC L D, BEREZOEARN RSB FORED
WU 7N, BEEFROBUZRBHRNE, HOPLEROEMIZE > TRAIRRbD LR > TE
7.

BAEDLREOEFLLEFHBICOWTIE, EFEEET NV - a7 - W )FaTh (a7hV)]
WABRESNTEY, EPAENFEE CICRIKBEBH AT 2 RXREBEANRDI RSN TS, L)
L6, a7 b VB0 THY BT 5TV 2B REABEEERIE, FICE(LERNRERREIC
LEFESTEY, BEEREZETNCEH, BESCEEITH T 28072 EREORMEICS2RT 5 &
W, BERERSE RSN TRV, EREE O T8k 2 MEkZE) Tidel, KA
K ELTED LN, [IEF] & TR oxttbE WO HAICEHER” L TH S, a7 Vizon
T, ZRETICH AARANEBERFROAFTHEZEACAARBEBI U ) V7 EOHEM
HEBRSZ PO, SGETORRICEK B PRI E N &2 KB X D A3 6T b TE 723,
RN OBAEE TOBREITIE, 29 LEBIWPRET DITITE->TWRW. (BHO - H22 F
SEDETI « 2T « IV F 2 7 AKGTHFICN B FEEEWHETERPUFTES L TrEn L
b DF WM L S HFDEEE T 1t X, RS - 15IE L 7= )

ZOLERROPT, ERFEREFEERT, 4% b3 T AV BETCRT 720 A2 T
— 5T, DREOEFHFENFEE TIERT REBEEFONELIRLIZMBEON Y ¥ =
T LREENR L, REBRFERBMEESE L Ol4 TART D HEHE L.

AR =7 v avIZBWT, ERRPFEDU—F U 7 T —T A U =N EHENER L= U &
2T DRBIZOVWTIBIMORET L TEREZWEEE, LI RHHmERT, KKEEE
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LW EBEZ TS,
ZFoft, WHINERKFEE L 2 —OHEEICBEEFAE IOV TOFERIEL, BEH
BIZOWTOBIRIZOWTIERAZB D HFKNIX EE 2TV 5.

2. E¥BEIMEREZETETAN ) X255 (F) OBk
Y5, ZERETHETIIRFLTEZE (120926 %) &b LICHR M Z1To7
KIEH (1) 7 L8ETF], [(2) 7 2O ER] ZEBEE b TWS L
DT, MREITOaT7TH ) EZKBL TS, [(3) BRICET 2 EHEROEH ) 13BfT0oa7
AVITIFEVIAEN TRV 72D T, BRESHLZWETTHS. FHEOXE/NAR (%
—T—R) IZOWTITEREZ N E& 20,

® KIEH (1) BNEEIITb LD, (2) WERPEZ b0 ET 5L, YRR IX
EZICANTZS LWV ?
> REartv7 e LT —EEOTTOEMBIGE LTOY ) 2 ANT-ON (1),
HEIEEFENREREE LTEHEMEL VI F =T — RO TRZZLON (2), HFKEE
FHNEE (3) ILT0WD.

KEEH (1) 7/ LLEBETF
FIEH (120926 &) /NE B (F—U—F)
1) 7 LB s ORI T&S.
2) YEfROMIEL T TE5.
3) DNA O&k, B EEZHITE5.
4) DNA 5 RNA Zf8 CH B BRI E DB GE
WO HLEIR AP TED.
5) JmE—4—, BT, ya~vF UEEREICE
LInFRBLOFHIZ T TE5.
6) NI RUT S AORFHENFHHTED
7 TE V=2 T4 ZAOREEICHOWTCE] T 5.
8) EAn RN HAR OB E AT T&5.
[(1) 77 b EBET) TEREFRE Clbh s b0 (EfEoBfE) <, Ekohos 7 A
EWVNIHIB RIS TN D,
(G )
® B TENTHNIZS £ T PCR OATE S T-DON, Bia Bl iz bz v B #Fbh T
HZ 8, FRMMBZZTRY EFon/cZ SIFFERICRERZETELEES.
> BB TITENNY PCR AL LTHRY BT S Cunie. SRS T o o
D—DNPCR &9 Z & T, KV AFEINCEREITENZ 52 & &R
® fih#t L DNA OBRIZONWT, X HAEENNTHAN KT TV D, AR, THHEED
& T, IDNADHEE] L) SER KT TN,
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= [4) DNA DGR, BRLEBE BEEZHHACTES. | KEE

® ITIIAAF T O HE BT, %)% molecular D HIZIiT->TEY, YOAIKDIEEIZD
WU, FAPELX NSRS RoTETWA. [2) ko2l c& 5] O/NERIC
BRI E ) LTERENERZ D00, TOAD=ALREEZ AINLTIEE D ).
> ERFTEREFIONWTEIHE Y it T, fHFRE L THRbL TS, 22 5T

WDBLZRIZOWTITFELWD, EOVOFEHTEI s TWLONICHONWTET 7 v 7R
v J Ao TN A,

> RHIFRERAEENY U L TRV EHBERE TR UL Z ERH 5.
= 3) BEROBELHFTE2) O/NERBICRAZORER, BELE, FHRLSH, &
EEAND

® Genotype-phenotype correlation (3 & ZIZ AL 5D 2

> BATOo=aTAY IC EY—#K (2) AmoixgPBEA -l [Bisr e ER]) 2K
BUIEN TS, ETAHY X2 T 0350 01E, ATV FREV.

> ETNAVEEERT, HEDOHOEEN GERIKE & O BEBEFHET SRR DD DI L
72U,

= [HiiaE#, MasH, BETEREAEORBFRERATE S| 2HEIICAND

BATOaT A VIZHLbDIT0ND X IICT AR A7 72 8% D15 T & L.

TEV =R T 47 ADO/PNEE E LT, DNA A F Uk, B A R AEMRIZINE 720,

TV AT 47 ADIRTIZI b3 KU T OBRN I,

de novo @ mutation WEEX T DA D =AALIL (1) ODEZITASTL D0

> (1) PEFRT, (2) PEREREEMETL L, (1) 3) Hl T 24PNz
—IZHTHEEDOZ LA LTS LA, HEROEIMR R SIXRFE I 25 A
O, Bk LA (1) IZEViATeL, (1) OMOEBIZHE(D Z & FTHEZ AT
RNEWTRNEAS L, IRDIEK & 72 58{b%E (2) ITEVIALORBIE, 1577 A
DEKRMED T OIEE T T2 HB LD TIEARW I ?

> 3) AR, TEMEREFRIZ L D DNA OEEEEIE, Mlaof THAEE TWnWS I D
STEV RV R BFOAEBBES L LT (1) TR EESsTWD. BE#RICE L T,
FxN ) TAVREDEEREE L TOREKFIFICR-7-2 & TIERLS, BRI A TSR
RO, HEITERE TWDR, ZAUTIER REEEE @ TR MOEES 5 2
BRNEN ST EREE THWDBRZ TS LN AU Z TV D.

> EEHE X TV ABLGD—E pathological (2725, EZCHREDE I A A =X L%EG
2002 (1) OEBENRLEZATHZDE, ZOREEIRDLO?2 L) BN
v, =979%¢& phenotype IZAVIAAT, (2) IZW-oTLEI.

> EWEEFIIRSIEHRRNERLTWIOTHEH LY., BOSHAZFTLEEES. #HxT
FELY, FATIELWEHETHSHDOT, —HHHHETEMTIERS, YU —Xlks
THATWHL LB, B To7 LX) T o —ORBEICRD LS.

RIER (2) 77 2OLERMEL KR
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FIEH (120926 %)

/NEEF—U—K)

1) 77 LDOSARMEZ IS MR D ZARNEIZ S W TR
TE.

2) BInEN BB ERNDREEICOWTHITES.

3) B FOEEIZOWTHIITES.

4)  AFEMIR R EARAINE, TN ENICRITHEIn T A
P QKB OMERZ B TES.

5) AT IVBARDIHSDERAAHATE, REW B
IRBEINIHETED.

AT NARDIERNZEL K R 2
], N7y e —h, BB, £5
&, ZHeiE

6) EHBERFORIEC OV TR TED.

Hardy-Weinberg’s law

7) YRR EICIDREDOPTERLOERT, B
TES.

8) ZRTFBIRICL DK E - IREEYIZEL, £ DREAE
Txs.

s T2, KB RIET

0) EOEBIERL ALY ) BOSREIELOBIFEM
BTED,

Ty—~al; )T A

10) fEIRDI LGB DIBAREE A & B B SR oD B
fRERER CTED.

11 ) FIEA T NVBEOERE LD TR EIZOWTED
WA &5,

SR RUT BRI LD R
PWS <2 BWS 72 &' Epigenetics & &
Triplet repeat J7%5

[EED SN & D ERAICHE A% 4 T, BRI COBMA R & LR 72 AR O REIE LIS 72 %
EHRay sy G 2 LA MELTAETHERL TR, HADLOHT, HxbM08s

A A—VEV 2T 50T, HADIARLEETHY, TEREWZEX0,

[Fhg ]
[3) BEFOERIZOVTHHATES. |

0 [HEETOLER] IZIZTELLTUTIWD, RBIERBHICIIERL LTCOMBESTDOa w7
THFEVEHIN TR0, BRIT, RAEREME ZFITE D D), variation D—#F & W

INLESITFITTHD0 2
® HinTrDEF =mutation & 75 &,

IZHOWT | AT E R ERIZ L TWAD Db 720,

LAVZRWDS, N TLE-LTVNA.
® Mutation O VIHEE LW,

=75 -

(1) 7 ) AOZEEVEIC S < EIE D ZEEMEIC DUV T
B CTX %] 123 L7\ ) ? Variation @ H11Z mutation H A5 & E S .

BATO a7 J1 Y ORI Pathological & non-pathological & #FiE& 2O Z L DOT »F7
—ETbHD. [3) BIRTOERIIONT) OEFRA LoD 2RV, REOMELRON

[3) B DL



=1) 7 LOEREDHGFBRECOVWTHHATE S (BRPLLERMEE T EEBHND
SNP £ T} £TEDD), 2) 77 hOZRMEICES HEOEFMICOVWTHRHATE S
_(genotype-phenotype) & L, EEFERICOVWTHHATE S| OEHBAZHIERT 5.

M4) AFEAMIRIILAHMNE, ZNECCBIT ORI FAR REKREOHERZHITES. |

ATEHIR RS & AR O & 2 LA D O L., B L RB LAYV IAENT
WHDT, bID LY TN LETRLWERS ., B AR - YRR 2 EONEIT

NEEIZASTH LD TIHRW D 2 AR RS, ML & w9, AR RIIZR, K
IR & L7 & A NRELT 5.

= AFEHRIIER L EHREROHESEHHATE . | TEE

F5)%V%»ﬁﬁ®30®%ﬁﬁﬁ%f%,ﬁ%%&ﬁﬁ%%%ﬂ%v%64

MREFEWNRBEEDOFIZE] X, BATOETALaTIZbdHY, ESTICIWEDIIREKZD
FEIZLTWLHDT, ;@E% LThd. AVTNVBEOEADEZADRS, NARNRE
7o THY, BEMBTIIAETL LTHETTODRET, WL 2.

[6) EFBELFEOERIOVTHHRTES. |

ATNERE L TCOEMBEFZEOHENRK LNST-OT, AT IVBEORICERBEES
OEHZANZD, NEENRL-< D 2720,
AVTADIOOKK, I AV RVT, TEV2RT 4 7 AORIEFBEFOIRTHL
TV, EFHEEFEIEA VT VBEBOEE Z ANEZ, EHABERFEZRZICLTULE I 2 ?
AVTNVBIROWIZIEA T NVEBE L e, TR 1< .

BEE LT 11) FEA T i@ nd/NEH I Triplet repeat /5 & ANV TV 528, &FAICEV TV
LD, TEV2RT A4V A, I b RITOZILETHD.

SAVTNVEIER, FEAVTNVBEDOIEE L, RBRICEMBREELTS.

[2) BREREEREEROBEICOWTHATES] &, [10) EEBEREICBITHE
RHER & BREEHERORRATRIATE 5] OFENL?
> 2) FZRFHEE, 10) BERY (ERHK) NEBHICENMNTEY, 10) TE7
nary (4. HRERE (1) BB ERE - BAEREZERY) 220FFEEL TN
5. BEER, BEERNEZF—U—NILT, BESKBICBT 2 &EEA & BREER
LFEEOHHILEHTES.
> ERONETIE, 2) FZRFEE EEEERSCHEE, RERLE) 2L TV,
1 0) /% DOHaD i (I R AR AR AR T H MR T 2 X 5 Z2pl )
DI, ZRFELRIZT TIEHABODR2NE I RO LED THESNTNDDT
IT7enn EEMIE L7, EAMIIZIE, 2) £ 10) T TnThinEEHS N, BEX
EOFLUHTILERS D LS. KBETIE2) 10) bERTEET, 7<17<
i*’rJ{ STV E-H R, ERICBIT 2R8I E, HMREZRTEZ 22/ T8
, BB CIXFAOHMO - DITHEEMIZ T TENTHLIWE RS, 4%, EiE
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RZDHAET L DGV A BN TS EEIDT, 2) £10) &L LTy
FTTENTHE T RNWEES.

> FBERFLWITEIISISELNTWEZDT, B Thsd. Hx 285 TF2FT
B L TWAD AR ENTETNDTEA I 0?2

MFREZREZT, 10) iF2) KARTLEHLT, ¥—V—FIRARE, ZRTERS

T5.

[9) MOARMERLL MY ) LADOSIEMEEDBREZHN TX5. |
® T LADEKRMIEICIE, A~T =T R ERMRERICED T ) AERBAD ?
> ZeMEE WD Germline OE &, A2 E VYD somatic D% 1 55 ATV 50
L. ZOEIRT, LM, ALV FELZEZEL TV,

RIEH (3) BRICBITZ2EREROER

HIE A (120926 %) /NEEF—T—F)
ERH R TED.

Bayes D EEE, UAZZH

1) FRHEERTES.

2) BiRT-BIERA D HIEEE TS,

3) BEHERORELBOBANCOWTHIITES.
4) BT RV T OEFRETIEEHATES.
5) BIAREFEIEFHRA~DT 7 AN TED. NCBI, GeneTest 72&
AR DR = %2 TiEZe <, BRBSG CREEHFHRZ EO L I ITH I 222 LWV ) RN 7REE T, Bl
TOFETNALATIFRWVE D THD. V—F 7 TRY EF-Z bid, EHAEFRKBPERT
X5 L, BETHERED HEZEFICHIATE S 2 L, BEERIIMOEREHRE & 2233
HTEIZPREZET LI LORONEEbLALRHTETNDLZ L, Binhvrt) VI DOER
LHEEDTE D 2 L, BBEFHEEDCRHIEHR~T 7 EATE 52 L0 5 HA ZHKIKREOT
v AL LT,

[Fhisg]
o (1) 8) #BRTMITEMOMELBATES] & 1(3) 2) B -HEREDFIEZHT
MTED) OFENCONWT. HIFOPBHANTEZ 2L, ZhEBEHICHATEL LD Z
L
> (1) 8) IXPCR #HIcT DL, PCRIZE I WHFETENNTWDDN, REZNT
BIRFRITAHRD D E D 2T, (3) 2) I fix DFEEE WS Z LTI, 2
INIFRRTHST=H T I NIRE L W) L ICHKRIE CRAELRENE RS LD
W) ZETI|ATWEEITIRERS.

> [HEEHETE D) LT DL, REOHINNAR AT v T ORI L2002

> BMEGROMREZLEITLHNENI ZEHLEHDT, REODHMEEREZHPITELH L L
T E D0
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> (3) 2) IFFEARREERAE R SRR TIThL TV AMELZHATE 52 LT, (1)
8) IXPCRX°FISH, Yo W —iEREDOKRELZHMIITELZ LN EMNTNTES

> FABREIBATOET AT OEROHERBIZHLHDT, (3) 2) IREaLRELZLTEH
UYI—=LWIHIRRTHSTGE, EOMRT 202 E5BTE D02 LAl
MEIM?

> (1) 8) oI, Fik VARZ, E, MK, B vrtvl o7
FTNS EWVIIRWFEIFAZFE L TV D O TIEAe 0 ?

> BEFEEBRAEL VD LFIZONT, (1) X (2) I£ DNA OFFCTh-o720lz, (3)
THERFREEREE &V ) BRI PRAE DB YIRE LY, HiEE LT
ISR

= [2) BEFAOBREOCEMEERZBH CE 5. | TEE

[3) BIREROFHEL TN OWTHIATE S, | &) Z L, mEESE LS L

AR L TR 20BN EVD L0, MEEL WO SEZGDbELTNRLND LT

PO PNOFERTR>TLEY, =HEHEZHZ L0V IRUTITR B RV D T

TR

> A FTT I AEFSTGAIE, JRRICHERTUUITA R4 TEbhTns 2
LB AL TL 2 ?BWERN DL EBIBTHEROFE L Y PNEAEE L TVDHH, A
4ﬁi7y7kaﬁéﬁfaﬁfééﬂ°

> JEBEOEE T, ZROEARNFET, DRICBIT LT —AEREBHTX 5. M4
Ty I RAEMETE S, ZRIHE WL ZATES>TWVD., ZHUFXENTT DLV OR
Wk A,

> BEEROFHEELZRICHLBE 50130 FE LW E/RS . —H TRIKBOEERZ
BALDHZEHLRRWNWERS

> EmfmEOREEZEECX S, L LTE?

= [BRERZBIANN,M AT v 7 RAZOWVWTHHATES L, NERHIREZESHA R

FAY, BEEHETS.

Fk LAl DR B FE 2, [E PR ENE FHE T T A ) F =2 F7 4 () 2121028 ver (24
7l (BF2).

3. FREOHESH  (*EHOZ/E) |

NSGC ZAKFROETEHFEAE L 35 Z SITmBENEE S . MW ERITE > T\ D &%

SO EWVWH T LT, BEBRTIVOTIIARAWNEEZ TS, FoETEAZ LA —RELT
AT D02

EHRIR T, WE, ANTHRTHEOL S b LETH D2, FEISH LT, 40 ahltbn
LOFETRNEEHMEIZRY, BLWh e
QORISR 2 22 5 DO THIUE, RINHE & BRFUEE T3ROS BEPH 5.
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<FEXRROWHEFTUHAOEE (FEIZM> TBWTUILWEE) >

O AR ET— FRE, BEE, EROFRE, T LEERE, HkE, B,
FECHL, IR, HARDREE

fER L EEROREDS (RoBI&J) — IFWH, BE, BEF0E T, 2k

BEFERRHE, BMAEEEOLR— RIS, RIBES

© ©

4. BEEZEB OV COFEERE (BIERKEEE L ¥— BHES) XEHD |

5. 20t (BERY) |
ERFEOTZEN AT IRV T NARERR Yy NT—7 2@ LT, F£RFEMTIEBRLS
TEHEEN. —TELTRDIZENTEDLIAT TV —D L ) RKERERH D & L

® [y L o
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HEO

AARNEIETYS HEHELZES 2010.10.08

EEBBEET N a7 AV X2 T b—HBRNETA RFA —
R 19 SEEETAR & D ok

B EF—K
1 {EERORERR & BRE

(6) Bl BInF
—ix B

BARF DX R EA~DFRNICS & DWW TAMBLZFO, BIRFTROFELICHRE 7 O,
VARNOE 3: A NE ORGP 4 i R ik S R
Bl AR

1) BIETF L YRS E A TE 5,

2) 7 L ERIBTORBRAHIITE 2,

3) DNA DGRk, HMEBEEEZHATE S,

4) DNA 7% RNA &8 T4 287 BARRICE 2 B O AL 2 A T 5,

5) YmE—¥— WERT, /a~vF EEREICEDBEFRAOFH 2P TE 5,
6) TEV=RT 4 7 ADBEIZOVWTIHHTE %,

7) PCR DJFH L Z D SiEAEHATE 5,

8) 7 ADEEENEICIES MERD S ARNE « SNP(HEHEER) L ZOFBIC OV THHATE 5,
9) #HHLx DNA HTOMEAZFHATE 5,

10) BEFEHRVICET 228N L IOV THATE 5,

2 fEED RIS

(4) EKEEY
—ix B

Wy - B OERASOIERIZONT, B - [l - 07O L-VLICBIT A1ERRF L. ERE I YT & OM
HAEM 2B U, BEEAMEAIIS U R IEMIRIEZAT O Te O DIAR0 B 2 5 255,

[(EHmnEiE]

BiEAR

1) 3 - BOWIL, S, (R PR BT B,

2) HHOERBEBIC ST DR T 2RI TE 5.

3) HOHMERE IO 52 5 TR O b5 BIH (el MR (KF7 & o8 RS R
SHEtE, AOHE) EFETX D,
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4) FEYEkEHFEZFIEFEL, Oy EREZ T 5,
3 EEREREE

(1) BEFEE - FEHEELKE

— B
BMEFER - PaRRE LR ORAE L OBEA IR 5,
BFEBE .

1) BEFOERICOVTHBTE 5,

2) AFEAING & KN, TN ERICET BB TAR - Pk RENE &R - TREBOMENEZHI TE 5.
3) AVTNBED 3 ODOFEREBI L, REMRE B THEFIHETE D,
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