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N AR T LT2DIE 20034F 4 HDOZ L Thote. ZoOEHRE B
LT, YRBEGTRE DY, BEFemE VY, £ SNPEYT, S o R
TSNP Y REANEZ AT D T 7 —~a ) Iy 7 AV BRERBELTEY, A
— A= A= REENPYFF SN TV D, F7-8I/E, [EHEE HapMap HEIAHED S
TW5 V. ZoFEE, B hORKOIITKT DSOS DB AR LT
LTSI H 702 P ThD. 2O XKD ICYOREE T IEERE
PRIBIBRICRNL T X 9 LT D HAMMTESR LT TWD . Elokkx o7 —F _—
APRELE SN TND 78D ol T PO RN — i 2, ERICH
WRBEENRDGIEOLND K)oz, FEMIRGREEFRETE &
TITOND Z NSNS0, Fll TR b8 bhtbd T g 1010,

L L, ERBGOBRITIE S 7249 0, Qe rRa b, BEF0OR
412 SNP M, I =i R U7 SNP M ¥ REFIRZ A HRD 77—~
a7 ) Iy A Y OXIRREEITIICE, BACHEBRLISLZLND, E
B2 HERICEAM T SN/ EREN 2R BN L ETH L. T & 2
(L, EARRAESMGTTZ UG L2720 TIERSTERNE N ORFEFTH
5. ZOFMSLTIE, EHEOHEBERR L RET > CEERAKREE L b
S, BEREE .

1. i%{z—: ?ﬁﬁ 12, 13,14)

BIEDOZLE IR 2 R ERLER T, L HLICHITOTTE LT, Mo,
FTAXVIVR—RL YV R—ZADWIELE Z AN TR L TCHAMEIZMBE 20 E
FRREFEEZELEZENS N Y. F, BESIESIMAAE 7 & OO0 Mm%
DRV AL EL, (o Ta Ry T VBOBREA A=V TEXRWEED
2. ZOX I RRUWIZENT, BRI ¥2 7 MTERATEZLOE TS
05, ROV O CEZERBIZAEHK T 5720 OEEMTOI TS (F 1).
BUR CHEMEBZFITEL, PakB R HREL, A%, AMFEELHAA, MK
¥, EFRG, ROARBRTRETORSE CTHAIZHZL TS, EfE s
TREFIDTEMFORRBIZL > THONI R TERHMRATHD. Lo T,
FPREEEAPOFICOT ST Y, AR EBEETORBTET THEERRE
LTEob ) LN TEMTEHZHRETHD.




2. LEARKEBERTREFHEFTOBRR LHER
Yt (RTB AR 1R 2 25 3 2 T ] 52 S i A A A o i [ 2 BRIt S T
%. BRI ERARMEZRRICBWV TR 200 B2 ~6fTHs 19 BEA
FrhE O HERAE 7 (TR A RE S TRAEZO S EHITIELS , FICE R MmIE
2 EERERICEBICHE ST\ D, EHILZ OKE, EERA AR
BRa BT DS 215 Y. Z oBERBR 0O HEFLH TR AR 5B O HRE AL Y
ICHEL TRV, PROEEREFREFOSIIIES, EF X [ELy) ICHET
LHZlERDOLND (F2). BIZIE PCR 72 & O - RA 7500 AW
PRHIER A I D EAMRIEZ HE L7z, 2 LIS OY R ok 1200w (K i
IR S R BRI Th - T, BZTIERY. ok oA
R TIIHR— L 7ZE20b LICHBETERVORERTH 5.

L LIES OYRBIE T REFOESREE 2D L, ZOBRIEIA+H5TH
D, RIFVHE—-LEZENTKRERE LTOHENIFSNS. E-AKESY
IR EMEE DT DI, EFHBREEZ RECEBRILIII ) ¥ 27 22EHT 2
Hrndby, BT ERAERBEFRETEZRAT2HEANH S, TYAEEET
MRAEIIMLE 20 [ZOREH OB IIIEMOBER 2 EOT-DIZERNR 101D |
[Z DR BN O TIXEZRBRERE & WA &G R OF AT
BREOFENMD. BEEOZATEFBENTH DL LB L i<, AEHIE
DBV ND, ESNKFAEASLCANRFEANGFFIFRLTHA D, Ltk <
HCWHIROREEE> > 13, BANECREDICARKE TIH T TRy, %
D 1= DY YL O BB I HREORRI ST RE A GE P 28T
IV ALY LTk E Ak EICEW TV 5.

FEE, RAREGEFRERITEEDMICRE L TV AIERE A S - £
W AR TEZEABRIZB T 2R B RPE R TIHMES oo T D (K1, £ 3).
CNEMRRT HT-DI21E TRERBETRAES] EWHMS L HERE, &
KTCHLREHZHIT THEL T ZEEERETH. £H4UL, #HiL, =0
HEEEICAIL7E D U % 2 T DEBBBNFEMTE 2O TIERNEAS D )
LlED X 5z, BAEOEZRR TR LM - fiffo BIE L, BGRRD 5
PEARBLETREDO LXK ENDD EFZZDND.

[EFHABRTIX PCR L, ¥ —F—JEGERE, 774 07 o V¥ —JEGERE, 21 Y
VI— (XU EWERE), 13 U Y X — (Patau JEWRE), 18 U Y I — (Edwards
FEWERE), 4p JEWERE (Wolf-Hirschhorn JEMERE), Sp iEMERE (Cat-cry JEMEEE) , &



N N UTREREE, AR S EREE 2 P, BN AEGT S AMEE T B A
EMETHD. $1-I Far RUTERK, N FUrhom, MYy A a7 4
—, EEEERPY REThD.

EOITRERSC 7 7 2 VT e EORRYHE, BNAMEL, HSV UA LR 2 fp
DHFER 7E D PCR #:5° FISH 15 > ' Thh A 5 . RERMARRM AT HE Y@t J,
BAEE R OB DOU D L—Y—F A 7 TU Y LMk, S~ D v
[EE L7225 o DNA il o THIE, EZFRBRICTHESI RV, Ko TH
K OEFKTHIRE, FELLRAVEWIEFBRICRY, BEFEKEZIEGLTH
BUG CRIEEIZ 22 0 5720 &0 ) I > TV 5. BRI O F1Izi,
(EERS U CHARR A % BAZOTF TITIF IR R W EWIB R FHE2THH503%0.
BUE, BRRRAERMIIANF AR CEFEKIUGE, TSR TSI TR
B2V ONRBRTH 5.

3. LEKRBEBETREFZFOSHE
3.1 ERERBMERAT

FREREORIT, BIE, REAKBER LU FISHRES S £ I EREIIET
BRAEICDHHI (RBRE) Y RO bR K ilkok. ARV Z—D
P, EREZMEORE> " bIER T TV LA DD. ERERY
LA OB A (HEERITEE FHRAE (Direct-To-Consumer genetic tests ;
DTC BinF#d)) 284 Z—x v b2 LTFRIZZT bND. EYORRL
BIVEA, REBEZMETHIRESETSIETHD .

FEAfr o & 2 TH 5. PCR 7217 TH Real time PCR (TagMan 71— 7%,
A B—=T1v—va ik NTIVEAE—varTa—T7k) ~LiELT
231219 " FISH % % Multi-Color Chromosome Painting % THAE & 72> 7=. SNP fi#
Bk B0, #9 400~3,200 HEEGEGEES NS, 47 5T A FEEAHT (Genome wide
association study (GWAS)) DL 2o TUW5S Y,

3.2 kB LR~ DFE)S

DTC BIETHRAEDHEIDO B Y J7, MAEDFHE, AR ENE5%OMBET
o, Ty—~35 ) v 7 ALBERMDIERD GAD T\ 1Y Zhi
Bx D HDHEMEG E FENPLETHS.

SEE G T ERSEA S D BN L TV Dl b %<, B2 Brilss
RIToNTWD. BTV D T OERHENMED TS, SH%ITYE



FEEFEROR Y NI R LETHA ).

HARBREBRE BB L ZEE GO T 0T 43 v 7 AEES 2 T, BE
s TREEM R Yy N —7 OBENRKALALNLTWD., FHERFERERO |
TT— I R=ZENLETHAH. FHEHBEFA v T7+—L Karktr holk
WIZH T Ly MRRINEA SR TS 2 Z D 7291213 ICT(Information and
Communication Technology) VU 7 7 3 — ) § SEEL S5,

PR BLR T REDORBITERITENDOT —F X—ZA0mI 665, &
S THEFENIFVNETH 5. AR AT PR IR IR E TR O FE~DT
r— M EUE, TREEZGIBENRW] EEAXTRENEIRD 58.5% (A%h
BIZH, 53 ) Thove. FHEZGIKEBENOHFLLRITNERLRVOBER
ThH5 ™. &LITAKMRTGERZZSERIZAR VO T, EFHEGEY 2h0ics
ITETW5.

EAG TR RIL 1SO15189 ) ML DX & 72> TWDEN, BAN»ND Z &
MOBTEIFIRE 2B LB L TV RN ) ThD. I OICRAKRERR TR
BEORBIZOWTIE, B THEEREORKMLEEE (1SO/TC212) *Y LHA
R AR HE S (JSCCLS) »7 Ol fs Bl Em LM EE SO NEx
TRERERKGEEH~ =271 ™ 22BICTR&ETHAH . £ SNP ##
Hr i 72 & O R HEZRIT GMP/QMS (JIS Q 13485)) 2 RofBE~ 3 —T AV h v
AT LN LN THEET D2 E UM T ARERH L5,

== lEENRAETH L. RIAR—F o —2 Affymetrix £,
[llumina #1:, Roche Diagnosistics 1, Life Technologies #1725 %52 ST % Y,
SNP XA BT T VAMBEREINTALY. TLADITRARNBELKLI 25T
BY, " ANVL—T > hThHDHZH GWAS THERHEL T 5.

EHIC 1 TODNAZEFLE LT —7 2 A%4TH 2 EDTEDE 3D
—r Y3 L DNA A E i, DNA BT Tk, AF U bof
RELRBFCRHETEDH 4 RO~ o —bIGES N TWD P K
RAEFM O FE S 7O i H & EREIENEEICR ST D725 9.

4. BF
LLEDNBLLTD S SERET 5,
1. 578 & iz &0 572 DY AREE T REREO AL
VX2 T ARMETHD. BURO L 5 ICEIEER A =,



RILHEZFE D HTEBNCEAZ 2 DIFHD H~E THS.

2. RELERMOBANLEZDIZODORBZRIT L. FERBRTHRAICIX
BRANPNDDOT, BERICECZ MBS ELLENDS.

. FEBRETORHE OoMER L, EFREREORGE A A -V SED.

4. AENOEFEOLMEHOEBELZ ST 5. S EIERREAKELTHRAE
OERITFEETREES N TN D 75 5% & HICEFRGEOLENED
TKHLEZXLNS.

5. BREKBELETRENEEZPLOEEZGT, ERICBELSNDLTDHD
FRA IR DREEE.

5. ¥&®
DRI R A I L > Tl & Z S5 ) & David von Hausemann, Theodor
Bover A B ZX L THI | AL ANEBE 72 B39 F7-) SESEREANTZHEDENIC
Lo THEEFENIBEL X2,
Stk ROAKBRFRETZFSFEOEFIZBWTL,
1. REFHEEZSLVFIMTLHZEDREEND.
2. tolEdhEHERE FICOT BT OYRERBR T REHEFTO A LT
) FXaT EARUETHD.
FEHREPLETHD.
4, Kz IeiEs Al O TN %N 2 £y, ICT (Information and Communication
Technology)V 7 7 v — WM ETH 5.

LLED DR B A Y O RB I TR A Z B THAT 9 2 LICHMHRICT S
DT HIVFTEEEIIFEIER TR, 72 R R A B, W FEAE
WEHTOT DT LEDOHRD RAENEE LNIES .

A

BIETRT RNA R & TIRME 2 N 720 T R DR Al A B P A A B R A A 7
DA HFE—ER L BRAE AR RIE#T 5. £, I E THRICRARER
TREFDOHERITHEED > T E S o ERARFERFEREE 2O TER DRk FE e



A BRSO DD S WFZEBR R AER O 2 — e, BLER R KB A5
B> FA-) 1 E LS4, BRSPS M RRAT 72 AT b a8 Bhi SE B it 5% o> F R 32 A\ 4 A=
WCEGHT 5. 7o, ZOBRESE 1 A2 LT2RITEIT 5.
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R AR, EREE - BE WS & AR ORER A BANE SRR R 0 1

fER DN, (BEICHR 14 OWAE)

® L ME

1 BRI R A FL T 28 AR C O Y RE LR A R O AL R D E 4.
(BE iR 14, 24 OWE) * RHATE 115 B2, 53ERR4A 3,435 Bt o)

AN
.

ZDRDOT — T BRI ARG AR FR O L DO TH DN, HRRAE
R AL & L CREATHEDIREEZZIT TWD. 1o T, BEATEEINEE
95 MR R AR XD DO E T H N Z DAL TEE ST\ 5.
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BE | WA | RelE | BRI | e b | 2B
L5 TR
AT 2 1 10 10 2 115
(152 361 ) (90 FRF (45 ) (330 I (315 W¢f)) | (48 Wf | (3435 K
ib) fi) ib) i)
*EEALE T O | 1.7 (2.6) | 0.9 (1.3) 8.7 8.7 (9.2) 1.7 100 (100)
#RB LRE (9.6) (1. 4)
IRFH D%
2
G
FH H22 H21 H20 H19 H18 H17 H16 &3
Ak 2 1 1 1 2 1 1 9
R IR A= 2 2 1 1 0 1 1 8
Fifh R I 2 1 1 0 1 0 2 3 8
I S 0 0 0 0 2 1 0 3
B IR 5027 0 0 0 0 0 1 0 1
L 5 4 2 3 4 6 5 29




Rl YRR TR A - R [ [EHik 21k
AR I 353 353 ARL JEAE TG FEF
AR PR (MR | PR (MR | P [BER | PR MR PR | kR | RE AR | B k| Sk |k
H21 71.9 32 47.8 5 75.8 6] 703 4 66| 78.7 67.8| 4,060 2,753 200
H20 71.3 32 69. 5 2 70.7 7] 69.5 4] 68.6] 91.8 71.8]  3,701| 2,657 200)
H19 65. 1 31 64.7 3 68. 2 19] 487 3| 652 81.6 73.7| 3,997 2,947 200)
H18 67.5 32 73.0 6 77.0 8] 650 4] 65.3] 80.5 74.7|  4,023| 3,004 200)
H17 79.9 32 59. 5 6 87.3 1] 773 3| 70.8] 94.9 72.9| 4,071 2,968 200)
H16 69. 1 32 51.8 4 68 15 70.8 4] 67.5| 85.5 75.2| 4,025 3,164 200)
S5 70. 8 31.8 60. 0 4.3 74.5|  15.0] 66.9] 3.7 67.2| 8.5 73| 3,980 2,916 200)
TR 4.1 4.1 3.0 4.0 1.0
N 6 191 6 26, 6 105 6 22 6 6 6| 23,877|17,493| 1,200




