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b
ol
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REDEEH Y £ T 0

U Point

M Ay TIVHHIRICE I BIBIE ) X7 ICDOWTER L, RN TIHERNEFTEIDEHL T, BREDOEIRICD
WTEDKSGEIRZTO TV A DERNGERREZZET 5.

M HERTREICHT 2BEBREE, FARTOBBRITIEREST, ZOAERYEAMBER BHhfHaH
Wi, BRER, B, BELGEHNTELEL, TETELEBRUOLELNTITONS I LZERT S,

NV BERICEITB9 ) — TR BET 5.

V BEFREDEGEH YY) v FICEWTIE, BEOSIKICEE LsiTniEES a0,

lZC&Ic

WA R 713 1947 40 Sheldon Reed 1< & % &
M2p PR U I8 — o v VT =7 D& 558D &
EFRENTLOR, Kk X559 28 LWEIE A2 B
DX, ARIOTENC N 2 BRSO N R E A BCR, HEE,
AR VTG ED#ERE L EIC, EEICHBITS A
CIREDEEEDORBIE L TV AL TRIELTE
720, KBREOBY (1966 4E) 1T & 07 HAE Rk
BOBIEAT ) Y ITDEE D, JHERNEFHK DR
HCHAMN RN 1T S i £ 3 EHEIC BV
TEIEAY ) 2 THEHENTRELNRREN D 5.

LI LAEDSENTIE, BHAME S —A—MEDEAIC
BH1D, 1999 FICEERARARICT TRHAME S — 71—
MBI % R N E Nz (8455, 1999). R
R cix, RHAME~—H—1&, OEEIREDNEDR R
KOV T TRl f i TITREMTb N B D H %
T &, QR TRINTMAERERICH Uikiah i Lz o
PERE LB T L, QIRROBEEORAZHNE LIz A
ATV =27t LTIThbha&ahdbT o
RSB D S & U, EEIDEEHC R LT, At
DNz R 58 2 083 0. Eiz, ERE AR
BREH BN TIEEL, PESFVAREZED % CHE
ExfERl s BT BT EIFEE LBV, LA LENS,
I S ARMREDOFIHDOEE N D O, AR 2T 55
BITIFAHD X S5 EABRIC OV T HRICEE T RETH
%, ERENT. ZORDREERAEH TIEEZICDES T,
fth S WL B - =D A HERTZ M ORIt iz
TN, B ERIEOEE A Y Y YT DM b
DTIEEL, WERASHSTHEND B HEICOHILEN
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TEREEDNS.

FDXI %D, WRIZIEL EDEWERZ RO TH
D, YRR MIC K DRI E NS T LiE, T F
TEEMEICEOMEINTVS. AKROHERTZKIE,
FORINICIE, RO LRIEUER - 73tz B & U Cly) s
FHEEEZITWED S, WoBREZFIcCEEi L, Kok
B Y S i OB, F MU BER RS2 2 T
WL T2DIITONEEDTHS. LMK ENS T & Tiild
YO E A RE L /2% T b, FRY AT OIEEERT
EZITV, ZUCKHT BA Y TH—LF « Fa A4 AHRKATL
T5CEICHB. UL LEMNSEIE, HAERTEZEIO B
ZRELTWS T &, NIPTICRES NS F LLHhoE
Bicky, SEIWIJAEHOBEEAY ) VT RER
AN Z TR E VWA BTEA 5.

RESEEA IV E) VT DR

HAEMMREDBILA Y V) VT OR MM E LTE T HIT
5N3C Lid, OREORKNHZLTHS. oMk
R DT, ORI DEBEHE S HNIC X 2 MO
&, @AZ V) == T IHEEZKNOXH] R OFETD
Z M), OMROMIMOHL S, O ANOMifER! - fmHe
BOXYL (754> F EEIEAY ) VTR M,
HEZNIMENS D) HEDT T RN L EEE
BRENS M ERTRE DRI Y ) V737N 5.

HAERTZWNC DWW T DEEA Y Y Y T &>T, 7
FA LY MEIAR T B OIRIC T 285 A 71D
THRL, SR TIHERINZZSFIRKD AN T, BNl
DUIARIE DN T ED K 5 HHRZETT> T D DOFREPGE
(informed decision making) 2175 C EWA[REL 75 5. £ D



] ot

T RACBNTE, 75972 FOAAMEMITX D £ H
EHENS. e, BIEANREDOIEE 2 &) % 29I
WBREDORTIOBIEA Y V) Y IHEEEDHEEH 5.
KEDEFRE PRI 5 B 2O AE M-I T H % NCH-
PEG (National Coalition for Health Professional Education in
Genetics)? Tl&, HVERTZWNCRG 2 8EHY &) v
DIED JTICDW T DX S ICFHIAL T 5. THIZERR
B2 T &5 LB mE, TOFRICKEL, BEDOH S
FEE=FDOT L, FEDARENE, MEDKIRISHL ED
KOITEIRT 27, FIROMERL, F00, EiERE LI
DNTITEIXICHRNMBEDTHS. Hinhr o) v
THYER, 2O FitmOMERI 0N Rz iEd s &
IC88, INT VAD ENTEFHOMERIEM 275 NE] &
LTWa. EHICHEIEAY ) TR, AR
ZRITNEVSERKZRMETEE DB 5, LEiE
fiiL T35 (http://www.nchpeg.org/).

BIEAV 2V TICRHENZEHD

NG VADENTBEAY ) VT, REIKDONT
DT IEFHIAIZT TIRKAZ LAWY, Z2icid, @ES LT
HARTMEZRE Leh (HIEAD. AANORRICK
28500.), @V T4 FORKICHT BV X7 5 -
24, @RWHG L G BIRKUCDNT ED K S A ifiR 7z
LTWah, @FDANCE > TORREHT T & DEK,
AVUw k- FTAUw b, FREARERICE->TEDX S &
BERDHD DX S I E TR D12 (LI EARRE
AR EEY), MR IOV Tk e Z
D8— b F—OHHERZ RAREERE LANS, By
) VFs T LR NG,

REXREENT LS HERZR

BRBRIVV—ZVIBRE

PERDODA 7 ) —= > TktlE, RIICRERIRERED
AIREMEM ENL BV 2 DOMERFHTZ BN E L&D
THote. LALGENS, AR, BEEREEICH
Y, RRAWNETH BT &5, YIRS IS
B2 BN Ls i g, HZ - THERORLZ B E
7m0, NT OFHiiE, HET 2 EROFEMcE AT NS
Zenn, TERIERMELEMINTVS. £z, Th
F TIAERZME & L TITO N T E RO EMA MY
S —A—RREICINA T, RGNS hCG, PAPP-A OllE
EHAWE NT i 2 A S DR/ a2 N1 RRE G BR S
NTW5%. NIPT &, RO cfDNA Z iz, BICHHGd

T ETHERD AT ) —= 2 TREICLEN, AREEE, 4
FEMERNKRIEICIEL o 7T e EHEED . L Lk
N5, HREOREAFEEOFETE & U CHEBNICFHE X 1
LMD H B EKETIHRMEN TS EB0, EEBHiT
BFRWC LICHET 2080 D 5.

NIPT

NIPT TRl & W 2 #ERZ 18T & T, FEBRICRENA
U TR E OROAIRE T H S ATHENEZHERR R L0 S
7%, Palomaki 5 hV{T-5 7z NIPT ORGIKRIFZZIC T S N1V
A7 EENCHTT 2 X0 IED R ERIE 99% DL 1 & &
WEDTHH7Y. L LD SRR, & -
LR L RO (FREER - FiiER) K> TEILd 3
T, B - FEELEDWRSD T VA T REROENG
BREEZ NG E L TREZTTS L ZOMHRITE TS
%. ZDY, TNTNOROIKEREICIT 2 BN R
PR, XY EOHR, 35 TR 80%, 40 K T
90% &7 2M, FBEROEN 18 MUY I—"TIF 35K TH
20%, 40 % TR 40% THB. L Liahs, EAICEY
% NIPT 2>V — 7 DT 5 TR ZE D FZ R ORI 72
HBE, HERINTHEER D & EOERDHERIN TN S.

Tz, ERDPBEMEOLGAICIE, NIPT HVEE, R e
LICENTEHD, RBUENPREZY ERR, 18 FUY
S—, BRUYISICHLUTZENEN99.9% & IERITE W
T EIHENTH M, BENZNT &2 100%FRFET 2 E
DTRENC LICHEEIRBETHS. £z, AR
EoTF05~T% THEMRAICR D DD 5. HIERM
DERE LT, RHAMHOMRY DNA OREORE, N=
VA Y, WERIGRHAOKMBEY 17, laigrte
Y1 U, RMADRES;, RHAD A RSSO B NRiE X
ncTnz+o,

FEMERE RO TRITE K ZORBHEEIREVWE S 2 50,
ZNTH 100% Tldirna &, EHEOEEICIEiEEZH &
37559, ME -« FRMRETOMRIHRETHZ L, —
J& NIPT TRt & HlE S NG AR, SRS R
X CRIKTEESIC 2 HMREOHBZE L, BRI
NTEMRIE O LIic X2 0HINEHIEIN RO KkELRS
EEZBNS.

FK - HERE

REMARES, KRNORIEDBEEHEEZNRE LT
DOWEERZKE U THMENTOSFKRE EMERETH
LM, BENEFRTHZ L, IRk, EYEs L
DEPHESD, FHESLIKRIBECREDY AT NH 5 T=dIc,
HAERTIR A 2% 2 2 IR I3 75 D DAL % B0R T % it
TH5. WEEMIEZEFIN U ke - a3 ak
DOEDZEEDZBWIT DOV TIE 100% DMEREE L EZ 5N
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A BEBOELTNY V') VT DR ]

TWVBAD, W7 HGERE 7k & OMIGERE 2 5 D T2k
JEIZHEME T 97.5% ~99.6%, “FIKMAEIE 99.4% ~
99.8% L ENTWNE™Y. XHIC, MEMAR, NIPT L[
BRI, ML E TR CZEINNERELTZE D
T, FCEZNERZIET 5 LV iR TITONTV5S
W, BRICIRR U7z &Y 1 & (confined placental mosaicism:
CPM) 7ML T2 ATREFEDH) 1 %D 5 Z LIcb
BELZINER57%0.

AR 2 B & LT VAR T, 9 LB RRFEIC
T DM EWHEREUATE DEBE DOEY A 775 EMGE
BN XDBIEAY Y YT RBIFRICNEZE O LR
D1E5.

/e, MRICEEZERMREDOHIEZ MR 5721
TONS BB TFRETHSD, BETIE, TITHEY
FIkDSEENTREOMIZRIH L TirbNTws. L
MUEDND, SERNTERIGFERMFEE N TOERVWE S
i, RIS R OB FREZ 1T, M2 5
CELRWHETHS.

RERICEIFET1)—7

=7 (grief) &id, HMELRENSEFET, KUK
ANDIRR DT HWNFEEHZ ETREGBLAICHIED
N IRIAND LI IEZ RS H, JHESICBNTE, 7
V=T ZZBELEFNEESRWVIRID S 5. FIAE, fF
BEARTELD, HWIRACPRHEZ2H7D &b o ol
ICE->TR, "HABOREBETILRETEL” LI H5
DK, KTEARRPEDORELLLE VWA SRNERDTES
5. iz, WAERZEKNCHE > 72 N TARPHEIc X 2 7)) —
70, fEICHR LIS K ERMEzERoic{na eh
5, 7V —T7OEENMEMILT SRR EH I ATy
%. JV=TDEBENMCHENZEDKSITLATZS XKW
MCDNWTIE, HEEEZADNDZ2DI TR AN, LALk
W5, 7= EHEERZREEDTHD, TORE
IKIE— DR 28T 2 L2 X THRT 5 2 LB L
%%, HFZHRLES L, HEINEIIIRALES L
TELEANRDOENDDTHAS.
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HbhYic

HZERTRALICRT S 2 BIEPUEIE, AANZT ORI T
BIRESHV. TDOANZID B AR, Ehnictts
PRI, IEH L, 180, BETENFELAY, TXE
XEHRIEOEDNTITONS EDTH . HRENE, 1§
HIRMZZTTA T A —LF - FaA ADHOLT 5T &N
WL WA XS, FHIOEFPNECOWTHEZL XS
L9238 Ne LEhs, Biehvrt) 7275 el
WNETH%.
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7/ L

7/ Is (genome) &1 [gene GEIZT)! & [HEZH
507 —ome] ZMHAGDORIZFET,  bHA—TTOHN
532Uk CIEIZNEHMO A Z NS .

RORISMIENIC D % HE1AD 1 DT, DNAZ AL
AL VIERED R ISTICBEET EED D Wik G Ak
(sister chromatid) W ZNZFNIT O FzlcENT2EDTH 5.
Ptk 1 A0 " HEH DNA DMERFSIC BT 727 N,
#11/10,000 DEXICR D, Retafkdiod 1 732 Rk DNA O
#16 Mb (600 J7HEED) ICHMT 5. b M OBAMIZICE,
#) 32 R OB TERADY 23 HOROKIC N TEE
NTHEO, 1 ROPAARITIE TR 1,000 HOB L DT
L, NV R 1A S0 OB T HFEET S, B b
AR T OB 25,000 fl & HEE SN TV S, 24 FEFIOD
BB LTI R TOREARICETFN 585 T - DNA/
RNA, X237 75 EOBURIEH T NTH (B 7/ LOIE
T, MBI hCI Fay R T7H )/ LOERENA
b Dzey )/ LEHRE LTI (o {38 A1, p.l] 2.

DNA X, X7 LAF REXIENZ0FHNS, A (7T
=), T (FIV), CEhvy), GIFT7=Y) Diff
DS UTHIRICHE R > TV, ZoMEROES] (R
BdF) IC K > TEIRFZIRET 5. DNA MO - BliR &
WOBRERRT, EARRYINIEEDL BHMMRES.
BRGNS AER RNA DR, TICRD->TU (TF9)
THENS.

BILF

2R E DL BEHEHS TW2DONEIEFTH
D, ZNTEOHEKE Y (V) &, ThHDXR
VRTBEOEHRZER - fIHT 55y (1 hay) b
K EN5., s0#ANE, Bxrclk, EofifaT, »
D, ENEIDORVIINTEEDL BZMCET BREIBXT
BROTTOT T LNEZAENT NS, M AR
HH 2 VE PRI TORH G Z@E L TR
EZIFMBN TN, B2 B FRICEET 5 DI
Pk EEAREEZHS .

2 DNA O 5 BB FICBIRT 2 HBIE < —ETH D
PO BB IS T, B FIE RV DNA OFF 2 ITIFAE
T5. BEFHO2 NNV HEOHRFNKTHZT Y VS,
277/ IN\DNA D 2%, ZDIEH K 17x & O & 25D
D 3% L OB TE SRICTERL. BIEETFOMEIC

Bb2DIEINEFTHS. Sixbb, XN 7HER (T
TV V) 2%, FEEMARE 3%, NTHr/uvFy
7%, RIGEH]45%, BEREM T 0RE TN TOLRWEEE
3% THRENTWVWS (= [{JE&A-2, p2] ZR).

THE—Z—RFEET ORI ZAETT 5K TH 5.
DNA [Z RNA ICHEEN, AT T4 GRIZERZ R
DT TEF DN, BIEERZ R 2037 < 7
%) ZRERTA Y R YR TZIY VETNERS
mRNA DL 5, 22787 OFIIRA & LS.

IOVUN, TV AV b VERER (12 b
B, TuE—X L ED DNA OZITEETF
DFEBIEENC DN 2 T WD D TR FAROBRET
IR & 7> TV 5. RN Y VR Z 5 EIC LIchbdE o
NENCADWE > THICZAR > TED, AIKHLTT, GIC
HUTCERESTAHABDETHKIENS. T/ L
(E# 32 EIA DRI RN 5755 HY, 2003 FEICZ DT
IR RN E T LT,
ek

b M ARKI A D EEAR G AR LD 46 A L e LTz DI,
1956 FD T L THo Tz, FeREFDFEK & U THREARD R
AR D 5 2 EFIIH L TH B, REkmEITER
FHRREE & U CTHERISH S Nz (= [{38R A-3, p3]Z=KD.

VMR T CHEREERICE 1 HOBEAE (L Xy
(centromere)) %, BAFEXIUNE LTHEHBND. HEE
b b Htafk$ 7% (International System for Human Cytoge-
netic Nomenclature: ISCN) &, Rtifh7Zz 1~22 FHDH R
hE X &Y OPERAMAICSERA], o ki3 Az ol
HWhzRER (p), BWhzER (@) THJ.

G 9B, RN Z IR E R RT 2T DI
MU TV UEZIT, FOBRFLYREZITS . B
O, WRENZNY FERERENSNY FOREICH
NBFHENZ 2=V TRD DT NS, ORI —
Vi, HFEOMRK (GC & L <& AT HiHEOZnZn 0|
) *° DNA ORIGRHID 1475 £, Z D DNA FF DR
CIFITHBLTWS. TORKDINY F/SZ—=I2DNT
Fiiz N> R 24618 (landmark) & LT, WS DOHDHE
1 (region) ICIX 779 % . BEAD S i DR /5 IS A1 >
T1, 2, = LB OFE S, U THHEHICNNY FOFS
MOFENTVS (& [{FER A1, pl]l 2.

Rtufki, TORES EHFEAONIER EZFAECLT,
FE 75 7 etk fE (A~GHE ICXHI9 5.

o A B (RBaIK 1~3): KD 3 HDOREkTEY AT
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B. £BEKEELRFICDOWVWT

CRENAD Ei & BN 72T B0 DHITICH %
N, 2 FIEHEHERIX D & .

* BB (Rfafk4~5): KD 2 ROYPRMAT, £ ha X
TIEARELICH D, 4FKEL SFEIFIFFICKILTED
XAT &Nz, 4 RKe—FELTBRE LTIS.
CB (R 6~12, X): HERIOGHEAT 7 (D H Rk
EX Rk 5x 0, BYETIE IS A, ZETIE 16 AH
5. Y FOXATIER0REEET D T, EEPEMUT
W5 TeDHEANREHLNTIV—TTHS.

D B (F+1K 13~15): PRIORLA I WD 5750, Kl
Hicty b X7 WNFEEL, FECY T o4~ (Mb D
LAVTHEET 5D K L DNA B30 &) HMEET
5.

E& (RBIK16~18): /D 3 HORMIAT,
b A7 FIFE R~ D IChE T 5.

F B (1K 19~20): > ba X7 NZIEPRIICDH B
2 W DFNREAT, MEZRATE RNz —HEL T
F B tafk e LTS,

GE (1K 21~22, Y): 5/hD 2 HOFEREAL Y G
RN SR, BT SA, LHETIE4ARBREINS
TP AT EAIHBICH O, Y RERDIMHREC Y
T4 M D BERERE LTRAENADNS. 14
W21 BN 22 FEXD E/NENT ENHAHL 72,

BILFORE LKRE

EEMEOFEIZR 1-1 DT LS RAIENS. HERED
1 fHOBR T O (L —BEFRE) TR % & dhid,
ZOiEET (EEEIET) OREZHRNEFHRT 20 E
IMbhB. AVTIVBELET ZIREBOEH & ZOKHED
) LODENEHNSG C LICK D, REOEEEEFHH
EMCENTE.

i r®BERZI T AL, 2L OBIETRENER
x> TRRUICEZHEEZ V. HARKERIEL TS
BE (MBRBRICRVWEHOEE) EBEETEERVE O
BT T 2 (7 LU A REEfTE 0 o) <
LIc& v, ZOXK S BEZRTEEEREICHEET 28 5T
LEHEAL CE Tz, Bl TOEWVWAH->TE, D BNK
RNA X VST ENRGZRRT TN E I NI SR,
ZT T, EBOMIETHEINS RNA X /8Bl
NZEMEBEFEINTZ. TP NI VAT ) T =L
(RNA ZJiN%), Ta7t—L (RN EZHHAND) iR
MThs.

77 7 LT DSETS IS DN T/ L DNA OHEIEESIC &
BAZEND B EDMHEND XD ICEoTz. FHUIHENA
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E3EN &EH0RENE

e BB FRE B EBLTOEBICERT HEKEE AV

TIVEBRKEEE WD, AVTIVERLRHER, BEREHR
(autosome) F7zld, HEZREHK (sex chromosome) TH B
X Eleld Y REEEOEMICK > TRESNTWVS. BEX
BE A TIVRERDINZ—VIERD 5 DTH 3.

BREHEE (AD)

BREESE (AR)

X EHMEEE (XLD)

XML (XLR)

Y 8 (YD)

s ZERFEEK SHDEMLTEREZRDOEEIERICK
TRIEY 2EE. £EEERELE.

o RAIKEFEE: BEHEE N CHERABEZREBERDEMND S
SEENREE. ERMiRE ESMRENEET 2TV V8
BEHH5.

o ARk - BIEAEIREY (7 / LJR): TEWEE T CIaHREE
LNV OWHIGREBEDRK - EETH Y, BHET 58
DEGFDENIIEEZE LS oL TEET 2\LIL
1z DNA REEEAIC K > TEREINZDEDET / LRE K
).

o 7/ LRIV IAFBEERE: E{nTF DNABERS|DEIIC K
S5 AF IR EDERIC K > CEGEFDOERRNEL SR
RET/ LRIVIAHFBREWVND. EEFORARDEWNIC
KO THBOEENELRD. AV TIVOBEGHERICHEDE
L.

eI FIVFYUTEMEK = FO U7 DNARREITERT
I RAVRUTZRIEI SV RU7DNARERIF T4

BREFELTFERICLD2EDLHS.

NN

TEHUEMEESEROME FTEDNDH S T &0, B
BHBNERDITNADPNDDIE, 7IVA—)V DT % HE
OB IS LRIt - & ¥k 285 78 72 FF
DANDPINWBTzTH%. T SNP (single nucleotide
polymorphism; A= 7) & XU, AL N)LDT /) LD
EOEZBEEFENE L5,

READBE LT DR

S AL AL IE DNA FSIHICX 7 LA F R 1 DOH
EEbasTIic kD, VI MEHET S 3ERNS
2RV LT, BIEFEMHROY X /8 1 DHRID
TI/BICEEMDZTENHB. THOV oA, E
WEIERRLT I /T IHEET 3 C LIk > THElE
TFOI—REOE®RELEZ BT h 5, S ALV AEHRL
XidNnz. FUreyAEREE, HERDS B, DNA
DIEWT 2 /BEa—RI 3RV %, 3D &0



