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REDEEH Y £ T O

X Colc

BIRA T RV 71E 1947 4RI Sheldon Reed I &k > T
MM HERR LT8G Y — 2 v LT — 2 DX 555D |
EERINTLLR, RA& BT 28 LWL EZ T
e, ANMIOTTENC RS 2 B> R R BOR, W, hY
RV VTR EDESE LIS, ERICEISHEOR
EOEEMEORMMEL TV AL TRELTEEY. E
KRB DX (1966 ) 12 X ORI 7& HAERTIRE OB
AT ) TMEED, IHERNEFRK O THE
R R RDEIRZ1T S eIk § A PEFEIC B W CGEIB Y
TR ) U OHER SN IMREN A AR SR
(noninvasive prenatal testing: NIPT) AR SN2 H L
MOBFH KD, SEITEEAY ) VT IEKE TR
PUIZMZ TOBEVWRBEAS.

REREEAY >V E) T D

HAEMREDBLEA Y V)V TORE L TE T HIT
bN%C &id, OREORIKNH S THS. iz, R
NI D AN T, OFRIDEEH T RPHMNIC X 5 H0#E
DG, @RATV—Z2 T IHEEZRD OXR| (O
N2 HHME), ORSROMIMOML &, O DfffEE -
BBl (74 LY FEeEEhY kY VTS
ft, H2VEMENDS D) K EDE T E KI5 KL%
R EHENS, WERMEDEIZAY V) VT3 T
ns.

HAERTZHIC DOV TDBIZAY ) Y 7l &>T, 7
ALY MIAN T b DUHIRIC B 28BN Y X 712D
THEL, SCRTIHERNESHKDENT, HOD
DRI DN T ED K S Z#ERZ 1T > T <D ORRE
(informed decision making) 2175 C &M A[REE 75 5. T D
Tat BT, VI FOAREMIL D & E
PHENS. Xz, BIEANBREOMEE Z &) 2 oI
ERREDOHIOBEA Y V) VI EEEDREEH 5.
KEDEFEH PR 2 B EDOAE MM T H % NCH-
PEG (National Coalition for Health Professional Education in
Genetics) Ti&, MERZENICRT 28T Y VT

498-06076

DHOIFICDVWTURDXSICFHHL TS, [HIZERTR
BT X5 LB, TOERICKEL, BREDHS
THZRDOT &, FEDATRENE, MRAEOREFRICHL ED X
SITTEINT 27, FIGOMER, F0, EFHRKE LD
VT, TETRICAWVKRBEDTHS. Eishy )y
THYEEE, ZO XSGRO O S OB LD,
ING Y AD ENTEH O M 21T 5 NEJE LTS,
EHIC, BirAY ) YTIERIC, BARREZZT R
VeSS ERZRETE S EeNH B LB LTYL
%2,

BIZAO L)V TICROESNZHD

NG VADENTEEh Y ) V7, RUTHREIC
DWTDTRHEHAIZT TIIBOI LRV, F2iid, ©OF
5 LTHAERIREZRL LIz0h (HIXMH. KADE
Bicks80h), @774 FORKUICHT B U AT
I 22D, @K RE R BIFKICDONTED X S &
Hfig%# LCW05h, @FDONE>TORBERHT LD
FE, AVUw b TRAUY N, RENEERICKSTED
KHEBEIRNH O EDQXSRIEMETRD 550 (LEEME
KRB AR G EZ B D), BEIKDVTIRE ZD
N— b+ —DHBERZRARERE LGNS, Eirhv v
V) VTR RO ENS.

S

MERBEN TS HER

BERAYV)—ZVIBE

WRDOZA D) —=> TR, RITICRORERRED
AIREEED ENL SWVH B D OFERNFHEIZHIN E L7zE D
THotz (& [H83 D-8~14, pdl~47] BI). Lh L7k
WS, B2ER BERERE sICEL, RN LNC &
Mo, EHAL LI R ENZF NI A > Tl D
RELZZ 54780, nuchal translucensy (NT) OFFAf,
HES BEROEIMCE EAEND T b, TR
MENERENTVS. Fz, TNETICELZIREL
L TIThN T ETAERD RHAINTE Y — A — A& A T,
HENRHTINC hCG, PAPP-A DOHIiE LG NT FHifi 2 fH A &

I*ﬁ



] ot

bEIzaVNA Y FRE S —HOMER CHRIG SN TV3.
NIPT

NIPT &, R}JED cDNA Z iz, mINCFHIiS 5 & T
PERD AT ) — =V TREICIEN, BIFER, BIErERS
KB o e EMERZED . LM LEND, Ik
IROREARIREBOFHE TR & U TORENC GG S N2 [Eimh
HBELKETHEHMINTVS EB0, EEZH TRV
CICLHEETAZRENDB. iz, NIPTICIE, cfDNA O
B2 b7 719 % massively parallel sequence (MPS) i
DN SNPiEE EH D, TN 5 DBWIKEEZIXE—TldAany
D THEIHETH % (8-F ML A gl 5 2
p.70 ).

NIPT TRt & WS R 2137z & i, EBRICHID 21
MUY =72 EORGAKIRE TH % nIHEMEZ I R &
W9 A, Palomaki 5HY T 7z NIPT OEFRIFFRIC T %N
A Y ATEFCHT S 21 U Y I —OGFHERHREHEIT 99%
DEEEWEDTHo . L LENSBEENFRRIE, &K
JE - KRR LRSS (R - FAiiER) K-> TE
bd 270, &« FEEEDMD TEOIRE TE REED
RV E 7132 M5 & UTREZITS & Z Ok
BIKTS 2. ZD/z8, TNETNOREKEERICHT 58
AR BRI, 21 PU Y 2 — D85, 35K TH
80%, 40 % THI90% L7x%h, HELDEN 18 bV
S—TIE 35K THI20%, 40K THIA40%TH 5.

E7z, WERDBEMEOEEICE, NIPT XERE, FrEE e
LICENTWS Y, RBENFRREE21 FYYI—, 18 F
UV I—, 13 MUY I LTZENEN99.9% & IEHIC
. L L, BENRNT LR 100% RS 5 E DT
BN EICHEENRETHD. £z, BEStcEk-TiE
0.5~7% CHEMEIC R Z T hdH 5. HEMERIE, FIic
JAVE D DNAEREMMENC LICERT 2 EEZS5NTV 5.

FEMERE RO PRIEE < ZOEFEEEXEVEVZ S,
ZNTH 100% TlIiEWT &, OGS ORI I b
DEMDBEBICEGENE T &, FODITHE « Fkik
B TOMHRNRETHDH T &, —JENIPT THMEEHIEE
NIHAIIE, RANEEZHHRERE CTRIKTE T HIC 2
RO HEZE L, BWRRN F RO LIcK
2B EFRIE N R D KE LK% T Lk EMARTICHIHT
HRENH B .

FK - HERE

PR RSP FRNORFE DBIRIEERZ M5 e LTO
eI & U THME N TV FKRd L MERETH S
N, RENEFHTHZ T L, MK, BEYERED
BOHESDTE « FRYBECREDY R I ND S Tz0ic, HE
IR 2 HE 2 BRI R DB ZEER T 2MATH 5.

RN 2 R U 7e ki - EEME I Rk D E D%
{EDOZWIC BN TIE 100% DREREELEEZOENTVS
Y, PR HEE ELH 2 B D T o WikG B IS MM AL T 97.5~
99.6%, FIMEE 99.4~99.8% L ITNTWVE™. &5
I, MEME NIPT ERBIC, MELRILEEE LIEH
UK SFRE LI DT, HUERNEHRZHET 2
EVIFHRETITDNTWVED, RBICKRR LEEY A
(confined placental mosaicism: CPM) 7 KL T\ % Al fg
M1 %FEEDH 2 C LICEEELETNE RS HW (T I
BHEEY AT, p56 SH).

EAEIER 2 PR & U7e (R RTZ I Cld, 9 L B REEIC
FEO DM EWHEREOUA T E D EBEOEY A 775 EZ2RD
T XOBIEAY Y VT RIERICNBEZE DL RS,

Xz, MROEEZERMREDOHIZHRET 5721
TN 3SR &R, TICHEDFKRLSELNT
frlilofilazfH L Tirbhad. LM LEDS, KRANT
BETERDFE SN TRV, R I
HOBIEFHREZITY, #RZ1G5 T LIFRERHICE# LWy
N,

BbbYic

HIERTRAR IR 2 BEVERE, TRUTARANZT DER
TIERELZD. ZTONZIHELS NEREG, &bl
RIPIRIL, BHGE R, BRI, BELENTEL, ST
TRRMED AN TITONS. HARGENS, RS T
AT A =LK« FIaAADBLBHEEE NZ K S, il
DOEFRNELCDWTHIRZ LE D L8z Liahb, #
BAY Y TRITI TEDRETHS.
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7/ L

7/ I (genome) &l [gene GEIEZT) & [HEEEDH
559 -ome| ZHAGDOEIZFET, & bD—HOHMN
532Uk EIRFIRO 2IAZ NS .

FOARITHIRLNIC B B HEERD 1 DT, DNAZ Ak
ANVIREDRZVISTICEZN ERD L MG E RS R
(sister chromatid) W ZNZFNT O FzlcENZEDTH 5.
GetafRid 1 A0 " HEHH DNA DMERFSIC BT 0 77 h,
#11/10,000 DEXTICED, Fetatkdio 1 732 Fid DNA ©
#16 Mb (600 /735D ICHMT 5. b M OBARRIICIE,
9 32 (EHEAS BB 23 MORBIRICHINTEE
NTHH, 1 ROPREKITIEFEIH 1,000 HOBETFHIFE
EL, NV R 1ARICEH S0 EOBIEFIFEET 5. B |
AR T ORI 25,000 flHl & HEE SN TV S, 24 FEFD
RAEBIUTIXRTORBIKRICE TN 5B T - DNA/
RNA, 22775 EOBIEERTNTH (%) 7/ Lo
T, WREF NI bay RU 7T/ LOERZENZ
72 DZRT J LIEHE LTS (& [Tk A-1, p2] ).

DNA X, X7 LAF ReXidNBnTHAIS, A (TF
=), T(FIV), CEryy), GTT7=y) Oif
FEDEE U CEIRICHEZ > TV T, ZOEEORS (5
B3 IS K > TEIR FZIRET 5. DNA DS HHE - Flik &
WO B ERRT, EARZRVISNTERDL BINRES.
HREIC 7R RNA ORI, TIcfb-o>TU (UFU)0)
THRKENS.

BIGF

2NN B2 DL BIEMEHS T B DONEIETFTH
D, ZNTEHORHKE Y (T7V ) &, ThHDXR
YNTEOEHRZEM - HEHT 550 (fhay) 5
I N5, s0#ANE, B, SofilaT, »
D, ENFEFORUINTEEDL BZNCET BREIBXT
BROTOT S LNEZAENTVS. Bis AR
A2 VBRI TORH QIR 2@ L TN
ERFMBNTNL . B2 IEEIC FRICEET 5 DIC
RORIFEERRE ZHS.

42 DNA D5 BB FICBIRT 2 HMIE < —5TH D
B0 3B E AT, BETIE RV DNA Ot & ITAFE
5. BETFHO2 NV EOFRFFNKTH 2TV VI,
2277/ IN\DNA D 2%, ZDIE i 17x & O & 25D
KD 3% L ADETE SBICT ERV. B FOEEIC
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Bb2DEINETTHS. Sixbb, 2N 7HER (T
V) B 2%, REBEHEEEE 3%, NTusuxFy
7%, KRAGHEH]45%, FEREM T FEE T N TV W HEEK
43% THREN TV,

THuE—2—RBEETORBZHET 2HHTH 5.
DNA & RNA ICHZE &N, AT TA4 207 GRIGHEHZH:
DR TEFDEND, BInERz2 R Wiind s <&
%) ZRETAY O YDRBRINTIZ Y VTN DES
mRNA DL 54, X 2787 OFHERAN & HETS.

IOVUN, TIVY AV M UEREK (12 b
VEEY), Tut—2 % E D DNA OZ G EEF
DFRAEFICDEN D T ENDH D FIREE T ROPREEE
AL L 72> TWa. AT Y VUBEZEFIC LTED
MR NG > THICE > TED, AIKKHLTT, GIC
HWLUTCERESTAHATDETHIENS. 8T/ L
34 32 B OB ARISIEER DN 575578, 2003 FFICZ D5E
HRIECA RN T LTe.
etk

t b ORI D AR R B 46 A L RifEE L7z,
19565 ED T & TH o Tz, JeRFEH DN & U THREAD R
AR D 2 T EAVHIIRL T 51X, R E R
PRI L UCHIRIGH S i (= [958 A-3, pd4] ZR).

BEMEE T CHAREERICE 1 HOBEA (B AT
(centromere)) A%, WEEIUNE L TEDLEND. HER
b b3 ek 58% (International System for Human Cytoge-
netic Nomenclature: ISCN) &, RtfhZz 1~22 ZDHRE
RE X &Y ORGSR, SREREEEZHOIC
WG zER (p), BEWhzER (@ TXJ.

G PRLE, RUNCHREIR SR NI B3R %1281
MU TV R, FOBRFLYROZITS . BRE
A, WRENZNY FEEREINENY RO HICE
NBRHENIR N2 — 2 TRD I ENS. TOREIZ—
3, HEOMR (GC & L LI AT ROz ZnoH]
&) *° DNA OGRS D53 A75 L, Z 0D DNA Bd| DR
CIZIFHEL TWA. TORRDINY FISZ—12DNT
e 72N R24682 (landmark) & LT, WL DO DGE
15 (region) ICIX 779 %. BEAD S i DR /7 IS A1 -
Tl, 2, LHEKOFES, Z L TRy FOFRS
MDIFENTVS.

Rk, TORS LHFIRONER EZEAEICLT,
REt7s 7 ekt (A~GBH ICIXHIT 5.

o ABE CRBIK1~3): KD 3 HOREATE O AT



N SO
ot

CRERD Ei & BN 72T B0 DHIREICSH %
A, 2B ER X O &0,

*BE (Rfafk4~5): KD 2 RoP@kT, £ ha X
TIEASHELICH D, 4F/E S FIIEFICIIMUTED
XATEiRWiesd, 4 RK2—FELTBREE LTIS.
C8 (Bfaik6~12, X): HEIOGHEIAT 7 M DHE R AIA
EXROAN SR, BYETIE IS A, T 16 A
%. Y FAATIERNKNEE D T, BEIREMUT
W3 2D REH LN TIN—TTH%.

D B (Fafk 13~15): PRIDOPEA I N 55D, Kl
Hicty huaXATHEEL, BB 754 (Mb D
LAVTHEET %52 DIK L DNA BAID T &) HEET
%.

EB (B 16~18): /D 3 [ORMIAT, >
b A7 R RA~EGEE D ICE T 5.

F 8 (1K 19~20): > bO X7 MNEEFIBICH B
2 W OFNREIAT, WiHEEXATER VD —FHELT
FBERtafk e LTS .

GE (BfiK21~22, Y): /hD 2 HOBREAE Y S
AR50, BEHETIESA, LTI 4ARBREIND
LY PR ATIEAIBICH O, Y REARLINI R Y
T4 MRS D BigRake LTRAENALNS. &
K21 B/ 22 FXDE/NENT ENHAHL 72,

B FORE LKRE

BAGTEDOREIZR 1-1 DT L KNENS. HBIHED
1 {H OB DR —Ea 5 TiEC 5 & Thid,
ZOiEE T (EEEET) OREZFHRNEFRT 20 E
IMbd. AVTIVEILET ZHEEOEE L FDORED
7 LOENEHRNS C LICKY, FEEOEEEEFHH
EMICENTET.

H—#a rABEZ0 Tlda<, 2L 0BE TR EIEA
HZ-> TRRICEZHAEEZ V. HIRKEFRIEL TS
B (BRI EVEZEROES) LEETEEVE D
BT 2 (7 LU A REGEfiT e o) <
Lickb, 2OXS RERFEEEREERICEET 28 5T
LEHEAL CE . BIETODEWVWAD->TE, D BN
RNA R X VRV ENRLRERL T THE I NMTbh SR,
Z 2T, EBROMIBTREEIMNS RNA X /87 Bz i
NBEHBEEI N, TSI VAT Y T =L
(RNA ZiRN%), Tart—L (BN BZiRN%) i
HiTdhs.

77 7 LT DESS I DOINT S/ L DNA O RESIC &
BANZENDH B EVHEND XS ICE> Tz, E IR T

E3EN EntoREsE

e BB nFRE B ELTORBICERT K8 AV

TIVEBLRKRED WD, AVTIVELEEE, BHREHK
(autosome) FTzld, MEREBIK (sex chromosome) TdH 2
X Efeld Y REBELEOEMICE > CRESNTLDS. BEX
BE AV TIVRRADINZ—VNERD 5 DTH 5.

BREEEE (AD)

BREALE (AR)

X EHMEEE (XLD)

X EHE AL (XLR)

Y 8 (YD)

 ZRFEGH SHOBLTEREERDHEEIERICEK S
THREYTDEER EEEEREL.

o REBREEE EME T CEREMBELRRBEDOHNSL 2
ISEENREE. EEMiEs ESMiRNEET 2T V8
BELHB.

o MR A - BIEMEREE (V7 / LJR): BHEET CRERES
LIV OWHERBAEDRE - EETHY, BHET HEH
DETCFDENRIEEE LS CoEL TEETDELL
1z DNA REEBIC K > TERENZEDES / LfRE K
).

o 7/ LRIV A BERE: EnT DNAREES|DE(bITK
STAFIULE EDEMICE > CELFORENELZH
RET/ LRIVIAHFBRE NS, ELEFOREABARDEWNIC
KO THBOEENELD. AV TIVOEGHIICHEDE

e PAVKRYTEERE = IR 7 DNARBITER
ShOVRUZREI SO RU 7 DNARBERS T
BABRBLTREICED2EDEHS.

EHEMEHEOR Z ITEWDH 2 T &R, BIlNIRD
ZNERDZNADNDBDIE, T IV aA—)VieinfRd 2 k%
OBIETIC 1V EZT D e - & ¥z 285 s 2 55D
ANDPWB7HTH%. TH% SNP (single nucleotide poly-
morphism; A=» 7) XU, ALN)VDT /) LDiEN
R TR E K5

RRADEBELZDIFRE

S ALV AL LI DNA BB X 7 LA F R 1 DOH
EEbsIIcKD, TI/BEHET 5 3ERENS K
R YNZELT, B FEYHROT X /i 1 DWHID
TIBICEERDZ T ENDHD. TIVoRERIE, IE
WERRLT I/ BEZIHEET ST LIck> THEls
TFOI—REDOE®RELEZ BT h 5, S ALV AERE
Xidns. FrerAZEREIE, RERDS S, DNA )
DIEWT7 I /WEI—RI2aRVE, 3D &0

498-06076



C. RKEDEEEITE ]

RYOWIFNNICEBRTZEDZVSH. RNA Tty v
JEREVWDNG, AV YRARTTA AN, Frw
TENL, KU T T ZIUEENIOBEE, 55 WIRIBERT S
A AENLDRIHE N D 5.

RREFEA

DROEIEDIENMND 5 WIZRKICEA ST 2 HHED 3 O
OB TR NEFHAMO N T S, TH0oT%
BETVL—LY 7 MEREXENS. AL L BRED
BT ST T, EWEIEREZ IRV ORYIEED,
2L OB’ S MATHIIEa R cks. 5%

RIKEORE %

I C&IT

JEPERI DB Y 2V TIC B O TRIRREIG A E 515
HeH5 . —RIEEERRZ B H & Uz HAERTRE Lk
Jigze P & U 7o R iR R E O MR O 72 H
e LifaTld, TOBNNALERRGRE> TS
. RIGEHED S FHEE NS B IDB LB DO HEREY AU
&, BEAY Y IR R CEE A2
RizU, RIEREEZENT 2 LT, 7941 FEDEHE
BIFROMSRE MR S NS, BRI Rt 2175 72
DITIE, FIFEFEDOBEHUCIBNT, IFOK S aEEAICHE
HIB0ENH 5.

XIEEEEEN Z i8S Hi|C

FKIEREOBERUCH 2> T, FTI7/IA4 TV M LZ
DOHMICDWTEHIAL, ZERDZTENLIHrDE. K
RO, 754 T2 hDOSHDBRIDIERICDNT
OBNEFHIND LB b, FREKITET B IHERIE
bNBT &, FHICH L TORSRERIEDTREL 755
&, ZTLTUBDOBEICBWTERTESCEREIKD
WCHAT 3. 25952 LT, FEBEOEREZEL, H
SRICEEIEE L BEOMIC T R—)L (BHEBER) HEIND
TEMHARENS.

RARDERE

BIEAT ) VI BT BRAR O ITIEICDOWVT
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HEMN 3 O TH UL, FAMDHEIEIET, BERE
NI TFEYRIC, ZThBICHNST ST 2 /BOMAL
L BREDRT 5. KO KEFEHOBIZT-ORE, M
fii, whey, #HE (DNA BHND %3 DNA EH[H D DNA O
FEPEDMS TS 23858 DORIREMEND 5.

SRR D — GG 2 RN T I 5 0 FUR IR AEIC B
WTE, B S FADBRIEROMA LIRS DT E,
ik D B WVIFREARRIC A U 2GR IC K 508k
E, M MR A OREKIEAEATH 5. Gtk
WEELLTEREEBIT /LERELTEHABNS K
IO TETVS.

AR &

&, 1995 FRICKEINBEIZ P RENC BV TEE(L S NG
WIEDENTEN, TOHK 2008 FEOREEFZETESHICES
TW3Y. JHFESEEA Y 1Y VT TCORBEROTR D,
C OEBNRFEE TR Tl SN B T EHEEN

FARBE O RAMN 250 50— NS DV TR > T RE
THs (H1-1). EEbI N FECHE > CEYNCRIR S
NIERKRKIE, EREZRICED 2 EEEB OB 7R ER
V—)bkizh 5 %.

FRENE, £IT7TA4 TV M e, KRADFIE % KH]
TRY. 7IALY bW 3 FEIEIE £ TOSMKIFE
ZEENT 5 T EMNEE LWV (E1-2). ZNZTNOEEIRR
IZDWT, WS N L BIEOER, £, T k-
Tt 2 XA U CHER G % . RS iR SO s Bl R i O RE
DV TDOIERE I TH 5. PRV ED HINIC
Xo T, BT Z2NRIGIEZ>TL 528, HEENKRET
b5, EHIBOMRL SN TR SRV, Rfkic, BERL
Te HAT E BEEE ORI 21TV T L7520, SKRIFEIE SN
ThHo, FAZRTELHEZRIEENS 70, &1k
L258DL LTHRMELIRS REND 2. JEEHDBEIEA
) 7T, FHICEFFIROEE A Y ) VT
T UTIE, FEERZERLURWEADD 2D, KROEH
IR RO JE R IR, Z DOOBRTEEE D FEN
TVWERWHTEEL HERT 2REND 5. FIREOREHIC
BOTET ARG LR, KRRND A N—ICHL, THE
WAz T8I D) TEDEKS I ZRFEICEE,
RSB RME & 2 IR LD S EEZ D 5 T L Th
2.
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FinE 5 /i p /‘ [Ij] [ ]

[ ] F&EFZERT

“BEHADHNETS
RZHICAWN5EE5—E
(Bennett RL, et al. Am J Hum Genet. 1995; 56: 745-52 % &, & | &) 2
Targeted question
i RIGIEZIEECT 2I1CH T2 > T, SRR IS Ui 7%
BlZi7o C EHAEETHS. BARMNEEZ LI NICHENTT
5.
/ SETIREEIER & Ul e RTRE

O, HENRAE, WEAREE, JREERE, TUEE (PR 0D
FHRERT RN EWV S ERA DD DHERR) « AULIHHRE

> #1 BT (first-degree relatives): (FEMPTHRE DY B O YL R OIS HHEML R &), &
. TLOEL, ft 5 N o
M. E& S, T Yt (Bl b3 75 X RGO, L7 E
@ =258 (second-degree relatives): DRI Y, RANOFTERE, EEIes, Rtk
FEVLDZT LDV, BIE BU, HRAE. HL), BLY . .
= PR, RERIRSEE I P IOV X, BRI RS
‘ £ 3 IR (third-degree relatives): BRI VD ERERT .

W&, XU, XBIE, 888
P 8 QUERAHHE GRIERE, FUE, Lk, MRS MEERR,

5 3 EAEE F CHIT BT & R FEPTEREARS &)
QFREDHEEIC BV T, ZWiREO&ERS, FEL U Iz4Eis,
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