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Trisomy 21 99.6% 99.97% 1.25% 97.5% 1/19527
Trisomy 18 99.2% 99.95% 0.60% 91.8% 1/19527
Trisomy 13 100% 99.91% 0.12% 58.0% 0/58580
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) | (mam) | DBt
Trisomy 21 99.6% 99.97% 1.25% 97.5% 1/19527
Trisomy 18 99.2% 99.95% 0.60% 91.8% 1/19527
Trisomy 13 100% 99.91% 0.12% 58.0% 0/58580
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Trisomy 21 97.0% 99.7% 3.33% 91% 1/1,054
Trisomy 18 93.0% 99.7% 1.50% 34% 1/ 930
Trisomy 13 95.0% 99.9% 0. 50% 31% 1/4,265
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EEBICH 1T 2 2 RFISIE—EDEBEFNHRHHEZ T > TEBARENE S RETH 5,

—FH 3 RABIERRZNICEGHEREREL TLDH OV IHEPRERELEHRER
DIFER Y, BEEBEOEMRTAWEELRAT UV IHE L WEFIC L TiThi
2LDTHDHI N 3IRNICHBERIGE ICIIRKRETEMEL EAMET 2 g o0&
CERICE T 2EBEZANBNT 200 EBENTH S,

RFBE< = 2 7L, TR
PEERICITOEBANES
FVAXT A ANRE Y TH,
1R, 2 R&IG%BYNITS 72
HOMFEHT LY VTR
FUNEBEBTHILEEHIEIC
ERENTWS, FE~Y=a7
ILWORNBDOERICIE, 2OV =
27N EWITLTIERINT
WBHHEY Z 2 7 ILICED W
TEHHER~DSMA R MR
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MTHbd, £7c. L OREIBRZETIEBARERCIAT A ANZIZ Yy 7D, DL %
MiEEZHEST 2 ENERAREERX Ry 7OBLRY T 75— DRALEDI-DICHLETH S,

(BIREAE)
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3. RPN EFERTBICHI-->TEITHM-THEEVLI L

TOFBET = 2 T7IVE, EREZEITI 2 TOBHR(1~3 XER)IcE\T, HAERER
FRREOMEHZZ 7RIS, BYAHIN 1T &2 BRICERE NI D TH %, Bin
HY oY VTR AT IVERAEETTRETERL, LML, COR=-a7ILEH
AL-AEMEEIHE (O—LT LS 48HT) 22T TEEAV U VTERERIEN
TED, /-, UTICEZLHBICETIEREZLEHT %,

HAEREGEFNRE :

FEARE, BERECFENRE. B FLol - REFD S b, IHRFICHKRBOERBCIERHE
BIREZ RS BN TITON2REZ W), EZH BRI E T5RE L. EICFK ME.
Mz AL 5 A AAEMRTEDRIE - FRERERMIEC DNAM L EZ2RAWE 2 L H 5,
IR ARREICIE, FEEREHEATRE LT NIPT(BHAMAR BLEHRE), BAMmE
T—h—RBREVCBEREREZH W NT  (nuchal translucency) DBIEREDY 7 k< —
h—1H25,

X1 FEHEENBREELTONIPTICBWIHLALWLNEA, E—BEFEELASIZENT
HEMRBICERAEINZELH S,

AT ZaT7INIIHBEITEREDEE
1 RXIS
BEOIRRZOZRIGH T, dEHh o HEFELCFNREICOVLWTHERINZIHZED
SHIGEIE T, ITREBZE1TO TR TCOEREEBETRE I NI MG T, BEIE P HRCEs 10
DIREF FRWTEEY 2, YLEFERARELIFICRS S, aXTAHLRZ Yy 7 %
TEEHTEELTWD, ZTOHEZR TERICIT> TWL 2 HEFERFHREAN OGRS
HZEBAL. BIRICEEA Y v v S ORBEE FNT 5. HERNEGFIRE % 5% ICRA
NI DHFIRE L. ERNGHENERFNREOEEH Y V) v I%&I1T5 2 RAKIC
DHRIFBZ IR,

X2 A= 2 TIIERMRY (EESBREMR [HEZHEREOBEH VY >~
SIREIDBEICET MR OFETIE, EFEZEL LTRYE->TWS 1 XERICH
WT, BREOIREZZ{To>TWAH T, YOREDCKEZ HERIZEOMEXRICHTH I L
ATEBNERAELIET A, 5~10 H9A 43.8%. 10~20 A 35.2% & WS HERTH -
720
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2 R3HiG

LEREEENRE L CTHEFEGFIREZER I 2GR EDEGRHTV VLY VT
ELTORIGZE WS, BEDITREL & ILR%M 5 30~45 HIEEOEMNRAZEL. BHE
FCMAER CREA R HAEREEENREICET 2EEHV Y VI ThNE, &
7o, R TERBIN TV TERBICREAZ1T2 2 LA HERERFZNBREIC DL
THRNT2ebEEND, BEHh Ty v FIREREICRIZEEH D,

3 RMIG
BEOBEGERBCEMERERREICT T 2 BRFNREZERT 2HA0ECH Y
YRV TEWS EHRETHT Y Y ODPRBERDBENS W, BREEE
EXREBEN Y vt T —HEET 2 ORRETOESEHESR THIET 2,

A ZaT7IICB I IEROESE
1 R :

—BOITRAZRL TWAHERE WD A, 2 KiEED L < IE 3 RBEEROERICERL AW
MR TH B,

2 R
—MROERARZELT>TH Y, HEMEGRFHNREICEVLWTO 2 XK e L TERE
HIve) T ZIT>TVWRERTH D, RREGEMIECREERGN Y &7 —HTEFHE
GEEE2HEL) LTWBRIENEE LW, £/, AEHOBRERICOWVWT—EDHHES.
T CRESC INERAREMECAEREMENEE T 28 2 Xk & L Tk
BEeR/I-TIENTES, L REEALAVHILFEZRITHTENEEIND,

3 sk :

ERARS N BRHOSMBEATRETHS L & b1, BRAESMHECRERREN Y >
5 — AL, SPIMMEEARE L ORED L HERER Y X —PRPRHET
BB, 1RIEES 2 RIERD DY b EBY TEPNAREDEETS .

K3 AXZaTNERAWEHMET DY T LG EDVEET S, (RBELTEHWIAELT 2D

EHER TRICHRET XA h 2T DB EDERLD Y. ERIFE TR FE)
(&N &)
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CQl: HAERIEZWICEHLIZEBEETHT YUY T EIFESWHI LN ?

Answer

1. A7yt v SIEEEICET2RRICHLT, BOOEBTREL, 1T8T&5 &
DI, BIEY 2EREN D IEERBREEZTOERITATH S, 2OTAEXITIE, O
B - fHefXELEEND,

2. BEH 7Y v IIE—ANRERERORBTIIBVWI LICBBTRETHD, FE
FECRRICIE, FOEYZBL TRELONDBVWPRIEAZART 2RELXEANIC, TR
PR— b F—DBVICHET 2 ENEETH D,

3. HAERIRZWICEDLZEERA VLY VI TlE, REDRRE - Ak - BRAKEDOHRALFE
BICKIAT 20 TlE A<, HERZHOMENZMEICOVWTHANDIDELDH S,

fRER

1,22 BAREZ% [ERICE T 2ECFNWRE - SENCET2H4 F 74> (2011 ) |
ik, NEEH YUV IIE, REBEOBEZNESICOVWT, TOERZNTFE LESF
MEEBELURE~NOEEZANALADBREL, ZNICESL TW ZEZIT2 782X T
Hb, TOTALRICIK, 1) REOREBLUVUBROAUREMEEZ MY 27D OREES
LEEORIR, 2) BEER. BRE. vr—Y XY b, F. BRBELUHEICONT
DHE. 3) AV7+—LF - FaAR (+HEEREZE-LETCOBENEN., LY
AT RIRENDBISERET D7D h 7y vy, RENEGEND] EEERINLTWL
%,

Thbhb, BEHTV U YIS TRHRYEENMBERICEOVWTEHSRETES L5, @
APHy TIT L, BIRECPEZANHICOWTEREZ FOL/-HDICKEL, FoYEE
NELCERLI-ET, ZOBELCHHEBICTRL TV ZEATED LD ICENZITI, L
Teh>T, BEH7 >t I %2T5BICHHEIIERRICHTZELWAHEBEROA
FICEDDIRELH D,

3 HAFNEGEINREICEHLZEGAT YU V7 ICIE, BREFREL TLWAERAAD
BIAT ) 73R 2RENH S, NTIHRFIEZERT 54013, REDIFH
ICHIRA B Y BERT Y 1—ILOFRTEDREZITORITNIER ST, FFP/ =~ F
—DEFLINREENBAREEDYH D, <510, BEFEEFRIREN £ D RIRC
EEEERICHE DAL D I L HBERIZFICEE L. BEOEZIENNRRINAVEL
THEBROCIEZHM>THELRBEDNH B, HIRANICIIEALREZREAL TOARD > ZIZH D
Hod ., HRZZEIC. RABRTEHAERINDZIRANEL RS, HIRICHT 2RRE L

8
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TARRZH, BEMEEZET20OTIIHLD, BRICEENTLEDA. ELWIRRICE
&L, HERELFIREZERT 522 & TARLEEET 2558055, HETHELRFEH
BREICODDZELAV LU 7Tl EEPERL TWALEHNEE & Re % B
L. ZIEBLTWKZEHLEETH D,

(BTREINAT)
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CQ2: 1 RHE L THEREL TV 7—RA MRy FIEHED?

Answer

L FERIEARRICRYPT VI EPMONTE Y ARICAEE D ICIHEBERERICED (X
AERDODIAI 25— aryHETH5,

2. EAD 1 RS TIE ALz {HFEXE L7 A T ELWERZDDYXTL
RBEL. TN ZEEI’RITAN, RECRAICEWUTE L LI ErAVrEY >
IRAV R ZF>THILT B2 ENEETH D,

FRER

1,22 MBORIOHRIZA /37 b a5 0T BAEFTHEZAIC Z &AL NATL
5 (LDEBETIIVEMRE VD), T, FIZRIE, Fo7-BREFRVICETCL £ -74F
HEN—FF—IRDBEBREBTHLELWHIAEL <422, BICASHDEREDLNH -7
EZIFEDBAADIE, T THVWIGHICHITIBOER 2B L, £RT 2BEZF->TH
595 ETERENODIEREZITANCTCTHIENAREICKD, THhbL, KR
ZTOEBGHT YV TICBIF2ERICBEVWTH 77— R Ry FHAEBICEBEE X
LB,

—MICH T I A Y FEFERNICHFOEEZ LAY &RITiED, HFOR
FHoz AR BHAOECEBDIEZ WD, ZD L5 BEBZRRIC. HERERFHIR
BIZBWTIL, BRREHEZZ I -EENEGHT Y v 2B CERENEREZT 5
TOEINEEILL D, TOH, BEEEIFBERCEECEA [E5LnwTeh? ]
[ES5LFETH?2] EVWHSHBFORREZARUICT 2LENH D, & 6 I, EFITHERER
FHRBEEHFLET DD LAVDZHBT T ZUENC, BAE LIEBANDRLZZIWATWS Z
ENELRRITOND, HELWRREFEZEABCLVWERED P HEFELFNREEZ X
T TFZBATEA-WEBI NED DL AIORMBEERABITNIER S0, TXTOH
FOMBERDFTHRITNIERL <20, BEZEBNICLAZVWEWVWIEZITREAVWI EZE
BEIIRFAL TCHELZEMPDETH D, L b, TRBRAPIESERREMTA LIS Wzo,
BOREZHI M EZBONSERERBETIE, EDWRTH-THEEHTV VI VI T
AV REFSTRETETS ARk oND,

CHEEIE)

10
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CQ3: HARNEEFHIREDEIL RIS, BEBEEHT VL) Y IHRELDH ?

Answer

I REOIICKHELEHRE, BEOREBLIIRLGIUTOREEET 570 THS,

DAy 7BETHECRBRREDZIICEY. hy TILERROFIE - Tz h vy Tun
T L. < OB ARG IS B8 2 BRAOERICERE T 28D H 5,

QERREEDOHMCHRETLAL, Ay TUIWREZERET 2HDENERET 57-5.
REABCREERANORIGA EEZTHICEBEL- ETCRBAET 240ELH 5,

BIRBEDOERRETIE, EXRERZEMETEIZ2ELVW-H, REBRAOXG
ZIREBRDOAET D2LENDH D,

2. BAEORICHERERIT, BEORBLEIELIUTOREEZET 20 TH S,
(DERPEZ2 £ CICKEZET 2720, KEOFBOPTREFOEZNENT 52
EDBD D, FT HERVEDEFTOMICZRERLRERA ML RZEL D ZENZ WO,
MRS BERN IR LB ET 2HBED D D,

QFEENRE LHEENRETIE, BROBRT 2L REBDDT, BEDO LR
BeiT5, HICHEENRETRIEEDNH 5 EHBALIBEICIE. EXGERZEH
BTITHhI2%2EH0, Ay TLVOREEEXLBREZESS7-0121F. +241F
WiRthenEZ LT 2,

QFERVBRMEDHZETH, BEOEKRT 2RAEHy TILHBER#MT 2HELNH D,

e

Rk, BEABROBEEH Y V1) v JIIHETETEZNREDORMBEFIC 2 XMISE LT
EWEY 20, L RN ETIERES THICHRBL THEIRNEEARFIE S, 1 0046 Tleft
ENBERENBHEATVD, REFLEOH Y FLH, HERBGEFHNREDOR L ISERE
ATV ITHRBETHD I L aRH LT LT, BEZERT 2R EXZT DI LN
Zx L,

I: (DB TEAVWYRAAZLIE, MAOLIM TROZHCIEEZITI A BICED
HEOAZHZEAD I ELFIREAY . ZNIEMHOREEICHL L TWE T EAZ L,
—A T, HEFTRE - 2 TIE. Hy TV ERBOFIE - FRIEABIC—HRLTWD L
RSV, BREDAEFRICEOL2ERGERZ, hy TLHEE 2B LEVRETHS
ZEDTREDPRELR D,

Q)BEDOREIL. BEORR, OERENEEDHITOHETER SN DD FREIL
Hy TIWVBETERT 2H0EDEHIMT 20ELH S 75, p25 [CQLO:REAHIRE %48

11
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T LZHEMEGEZIBREICOVWTHEKINBOBRIRHIZ? ] ICERHINLTLDIR
BREZHAL. Wy 7LVEEPTDICER L ETERRETED LS ICKETI2HEN
5,

QVHETEIIRE & 72 2 FARE O R IXITHR 15~16 BEUETHY . HERHIFHS
FCH2BEEET D, ROKRENHIAL, HREROAISZYIY 2546, AR
i A BE AR AR (IR 22 BRI N H B 7=, LATITRE FETI2HhENE VS
BEALBERZEPETEI 223658 B D7H, BREER~OWICZzREBER MDY 7
IVTHAETHUNEND D,

DWIThoBRETH, BEINHZETICI~2BEA2ET 276, ZOBIZHY 7LD
BENENTEHILLHD, BREGLADIERICIE. EOLIEREZT LDHDHUDTH
EITDBIEERLAYTNICE>TRELENES LLERATE 2L ICXIET 5,
o, BERIOEGH Y VLU VT REORE, BREZ[FOMIC. ZRAAERLEXF
LRZHEL D720, BEWRETROEENMHBLZEGEIEZEDAA. BREIFBRETHE
RkE & A > 72356 TH. MENARBHNIIEZLEL T 2560 H 5, FICHEETH
REOERN O, 5 EMVTHENRELZERT 255101, WA THREZFOI LIS
mY ., REBICEZRRER ML RTINS AJBEMENH D 2 & H—EDREDRN & H
IChy TN ERBLTEBLMENDH S,

(2) FEEENREOBERIIEEZHI TIERL, BEIPBEOKIC, BENREZ Xt
FTICATHRFEZTo725mE. BERZTELTCLESAIREDOH S 2 & 2 BEHA
L. XTHEENRELZIT2 L5 ICRT, BB, MRE#ET 255101k, BENKRE
T2\ BHRMEILE,
HENBRAECTROEENURALIIBE, hy TILVOBATLBRTEAED >TmEWS
M9 a3y o DR T, BEARERAEHMTITIOI 2218420, BOKREP A TERS
M EICET 2 MABEREHZITVL. RESPRBEORLEICLZETHAT Y ¥
TIREDAIRETHNILERFLDEREAERT 2R E, Ay TNICe-T, BRELER
2EDELLVLWERATES LD ICKIET 5,
BERIBRETH-7HBETH, (VDL ICEZRBARRERX ML ZADOFRTHRZR
DHhYTUNEL BEBEEZTLILEZRIBLTVWEHYTLENEDT, ZOMDOLR
FbamR L THY RV, TOROIERALITR - BRICORIF27-0DXIEE L GER
oY IHRETH %,
FETHNREOERLREDZE, HEZH CIIAL DT, YFERBOFAEEELTE
ICBETETCWAEWI EZ A Y TN BRMT I2LENDH D, £/, BENBREDOHER
HERMEDZETH, TORBECTRERARLLEEREEN RO oED >7-721FTH S,

12
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RECTIHERTELAVWEEHRES (MELEEER. BEET YA /L) bbb L.
H—BLEFERECREEFREUNDERERZICOVWTIIREINTLWAWLWI LIZDONT
Hy TIWEHRBTIHENH S,

(BH )
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CQ4: HARIBEEFAIREICET 2K~ DHBICEVWTERGEREFEIEZZNED?

Answer:

1 R ~FHICER S N2 HEFERZRE L. BIROATEIRFEICOLA S A
DD Y, BARARICEWTERICHT-> TOREL IV Y IAEFEoNTL AL
7o, SEIEBRBRDLH D,

2. NIIHRFHEZRE L TOZEMFAREL 14 £ICIE, BRERBEREENTULEL, ZO
o8, EIROMGEDHEADREEEZELLET 2N EINICEDVWTERBEINDIANETH
%o

3. HAFECZENRECRENHEIL. ERNLPEIEDOPTRELZL OENGFET
BT EEBEL.HRT AL DBEERBRBICOLNZAIEENEE TCERWVWI LIZH B,

FRER
1: SHREA~FHICERE I N 2 HERNERFIRE L BIRHATIIRFIEIC DA S A
BEMDH Y, BEAERICEWTZOEBICOWTCORELA IR FA W, ZDORMEIC
LTI EIEZREBERYNHLILZEBEL TCERTHIEAROOND, ZDLHICEFE
TEBRBREM’HZHEBHIARESAHIT. D) EFNHE. 2) BB - 21 - ENEENH
%,1) EFHNHEEIL HEMERFIRBEOBECTREMN TN EIDEVIRATH Y,
INIFEZOESICL > THRROABEICAN > TWE, —A, 2) BEN - &K - EHOME
Eld. NIPT OBZTHONI A 27 £ 512, CLAEZDESICH > TRIELHF/ZICHIR
LY. —BZRZM L72Y § %, HEMBEGFHNREORAORENMEILHERTETFH
BEOKERE L ORIRSNDIAREMOH 2 A THIRTIEN. [HSICEEENFET LI L
BEL. R 2 LY BEBEBBICORN B Al H DL L, /ol —ATIHY T
OB DREEIIRIESNEINETHD | EVWIZFZANDHDIETHD, BEDEERITS
X, B EEERNVBEICKFI SN, TOHEBETIHHS W, BYUENIBEEEREAZC
FEZ Z &N BNEERE SND D, HEFEGFNREICEWTE, COBMELEE
EROBFRMPPEICKRIINT, LVERHRIC, 2, FLLZHINs2 8@ N S FE
FIRREICOEDN D, FIZIE, BHNERISTRLECFEENREIND BEEOET LI
WARWE I BEEORREGTFOEMPREIND, BREICL > TEZREORLH S
V. BAEICE > TEBIRHATIHIRFIEAEZ D 2L ICbRY 5 B,

2: HERNBECEFIRBORERICK > TATIHERPIEZ BIRT 2355 SHREEDORE IS
I35 BHROBEIIDHRA BENXISREFNERICL Y BHRORREZEL<ETS S
TNDHZHD]ICEETDEVWH>EHETEREIND, EENICIIRERENERTH S (S

14
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LN h LT COREZBEHAT S I LICOVTIE, RN OERERODERNIRREINT
W3, LAL. £ 17 AHREL Sn 2 ATiERSiED 5 6, HAEREGEEHNREOFER
&2 0lE, FARREOHH (F/H 2 BHFIHR) »o#EE L T, 1,000~2,000 HEET
HY. NFEAEDNTIHIRFIEL, [BAEOREZELCET D] ZLEICHRL CERES
NTWa, TOZ e LHEFERFNREDORERICL 2 ATERTED FHERELRICEK
5HDELTERT DI EIFERIIN L >TCbDEEZIOND,

30 EEMICIIRTREEOERICAZ L LTH, EEREMICIIANORAL H D, BT
BICLDANTHRFEIIFRIND D, HERMEGFHREORERICK 2 ATHIRPIEIL
FRLDTZV BREICXBITRELEVWSBRLH S, T0EAIE, HEMBEGFNREDS
BICIIEEEZET2REZEBRVICAIHEFEL WD EWVWIEZEZATH D, HEHE
D ANTIRFAEIZR BN E T 2EEICEGRA CATHIRFEAERIN D DI LT, H
ERERFNREOBRICL2HEICIE. BERTHNITEIREZ MG L. BEBEX/-IEE
DHBHRBTHNIIANTIHIRFIEZ ERE WD RICBVWTEBEBRICL2EDTHHET S
BRTHD, EEGBELO ZOMBEICOVWTIE, REMICIE, HROBENY»DBDREIS
LYK EEEY 5 LH, BRWATHRFIEORIFOMBEELBL 2LV HEEHEIND
ERBINTWVD, TOEIICAY TILCHZEBEOBECRERITEEINDIRELDT
FH2b00, —LEmEEE L CRENTER I ALHRYIEE BRTEEDOFN
AW, Z L TCAIHKRFEDAA TEHERNBDATIERAMEICHT L TE I EFIEHERD
FHETHIExBEL B DENDH D,

(EHHR)

15
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CQ5: HAFPELFAREICEIET 2EHANDIISICE WTEF T NEEE, BAE 58,
HALZ4>, RERF?

Answer
1. B—ICBTFIREHNARTA R
(DEEICH T2 EEFRE - PWICET2H1 74> (BAEFS, 2011 £2 B)
QHERICITON 2 BEFHRES LURZWICET 2 B (BRERBARIFE R, 2013
£6 822 ARE)
2. EE1EHICEBTFINEHNART A B LGS
(DFEmZEAWZH L LWHAEREGEFNREICRET 2158 (BAERMEARIF S, 2013
£3A9H)
QERARZEHA K74 V-FERR 2017 (BAERBARFES - BAERARES,
20174 B3 H)
Q)EMDB MRS % 3 (HERERS, 2016 £10 81 H)
3. 1RE:
(DHEFEERA T U 7ICET 2125 (BREEAV Y /%R 2016 4 A
4 H)
4. g
(DAE (1907 FR2EE 45 5. RIKUE 2017 EEXEFET25) F29E HBRSE
(Q)—HAREE (1948 F 7 A 13 HIEEE 156 5. HHIEBUE 2000 FEEE 80 5)

frEn
1. B—ICBTFIREHANNTA L ERER
HEMECFNREZECECOELENREIIBERAEFZ 2D [EERICE T2 ELFEN
BRE-ZWICBETE2HA N4V IROBENH D, COBGFHREL FHEILFAE
ZATHEAN B ETEMERINICB T2 EERTH LIIRERICETI2RE L ZN S ICHEET
ZMEBZEMRL TV, GREBIELRTFHD L IIREAROEITEER (T T, MixERM
T—HEBIND LV EGBROFHEZRF > THEY, O L ZPEICRE L TOF
BERELTWS, INIZHY, EERFNREICET 2404 F74 > (BEEEE 10 ¥
2003 8 A)| OWETIRZ BIEL - D TH-72h. BEANEEEFSE B0, BAER
horvEUrrFEe BRERTFEZERETR. BARESEESF 2. BAERIEARIF S, H
FNRELFER BAEREFTF S BAXRRBEETFER BEAY AR Y —Z v 7ER,
HABRABREEZ . BAERRTFR. BAMRER, BARERF R, BAEERERZF
2. BRABR#ZR, BAODAF R, BAEREFZED 17T ZRHPSE L THIICHA 74

oujl

16
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YRR LTce 2DHA K Z A > TIRHARNBLEFNREICEL TIE, BAERBARZR
O THERICITHON 2 EGHRES LULHICET 288 28F 9245 ICRELTL
b0 AAARZAVICIEZORN, BR, BERZIIL S, B, ERRR, #E-IFETE
D5, BIE, FROBERHV LIV TEORRERRL TB Y HEFREICEDLSE
BEREEITTDERL THEDENH B,

2: LEE1EHITETFIRENANTA VB LB -

(DB Z AL L WHARRERFNREICEEY 21881 | BRAERBARFESNAEK
L. BREM=, BAEFS, BRERBARZE R, BRERARESR, BAABEELER
AHERFREEH L T 0EFEROIIEHTHY . BEEFHBELZ OETERHTWND, B
EHhHEOERENHETNEEZRIKRE (Non Invasive Prenatal genetic Testing: NIPT)
EREGIE. 2T IOEHICHh-> TERAINTWS, k24 £8 AXKIC NIPT A*BAER
THIBIND EOREN B INHRMBENML, FRE L TEHEZRT I EHERBOREL
ot fc, [BEmEAWH L LWHEATECFHNREICHT 2RFEER] PRE I .
RIBRIREIDMITONERESI Nz, TORETH T VY ITORENAIETHIEE—TFED
ZrafmA. BEICEYRE -BHREZ-HBETITHOND,

QERARZENA B 74 »-FERMRE 2017:2008 FLIE 3 F I LICHEAERONTL
DERAIOZENA N T4 Thd, CQRA AR TERANOEZEEZENEIN TV
A HAERNBEFHOREICOWVWTH CQL06-1~5 1T5E W ER ARIE IS B AR CIB®R.
FERLEDTEFLEHLNTL S,

QR)EMDBEMEES £ 3 [HEEE] & [BrFeHC2RE] oRETEINT
NEHINTWD, FIEICIETHERICITON 2 EEFNRES L OB 0B A&, EiE
DM, IR, BE. BES, BT INZRBCEHZEEFNICRL TV,

3 1R
(DHEREEH T 12U V7 ICET 2R  BREGEAT VU v IFRPE Lo 1
RIEEH > BRMEHRE T, AEMERICEHZHERME, ERE, BEN, E#60. RE
BEHAV L7 —F RBEVERREEZNRICEFEDONTREETH S, HERKRE -
DB VWTIERE - P —DH L O THRIBZEDT: 3 HEOIUHERABICEZ 2LE
NHHIEeRE TORES EOBA, BBBTREZ LA D, TEARBEICOVTEEMIC
HELTHD, ERICETHT LV V72T BOEFRNLGEREF 2L HAIETH
%,

i

4: HE:

17

- 113-



© 0 3 O Ot b~ W N =

N DN H M e e
= O © 0 3 O Ot =~ W N = O

HEFECFIREICOVWT, EENICRET 252 THAEICIIFEL T, EEE - R
TRETBHEEED B AL - BEEALG IS > TiIThN %, —F. HERNETRFHIREDRER, =
RENZARMEDH 5 AN TIIRFHEICO W TIEUTOERICHE S,

(DAL (BBRATR) : B 212 & CHHFEBE SN ER L7-HE (B . B 213 £ THhENTRE
DOEECRABO FICERZT> 7256, F/-Z2NICK YV IEEHIEE L 7-5E (REERED
FEEOEE). % 214 L TERD, BHERD, XD, EERRFTEENTBOBIECRBSZIET
BRRL7-mE. £72. TNICKYVIEBA G L7-5E GEBLEREUVRESLE). £ 215
X CIHIBOBECRBELICER L 72HE. FLINICLVIEEIRE L -HE (RREHE
FREGES) . TN ENTRBERZHEL TWL 5,

Q) BHREEL 1B BEREE] CELZEREL T, BlEOESD - BROREZEN
121996 FHIE - AT SN ATIHIRFHE DRI E 4 552 TH S, BRREEBEEZHR
FELTWS, RAEEURICEIVBEFEEMRICES [BEE] 3. HIREECD G 5
HHD LCIIRANEBRICE Y BROERZZE LLCEI2BNDOH DKL, BEICL2HE
ROBE, AANEEBEORBZB TCALERFIEEZITR %, RAIEICK 2 ATHRFIEDE
FR A ERBEIE. 1990 F 3 BOEAEBREBMICH VLT, @ik 22 BRI E SN,
—7. BEEICIE BROGRMELE R CREAIOER TATIHRPEOAI S 2 imd 2185
HORTEIZHR WA, BRBRERBICHE T2 ATHIRTIEIE. [ Z OEIROMKGE X IZ DA B KR
XIFREFNEBICL Y EBRORERZELLET S E0HIT] ICX>TiIThbh T3,
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CQ6: BRFEZANDBNEIZED LS ITIELEES 0D ?

Answer
1L 3XWz T &l [2EERFERRFIRE] T—LX—YAD [EFEEEERT
EEAFIRR - B X T L] HOIRRAETH 2,
(http://www.idenshiiryoubumon.org/search/)
2. 2RMISOAIREL MR T [ HAERMZKHERKOETA Y Y v 7RG OBEICET 3
HR] Hm—L~_—YAD (http://gc-png.jp/old/doctor/leaflet.html), [ERIEZERER Y
A mEEBRT B,

FEER

1. EREEZETIEREOBENERFIREICEELZZERICHIEL (1 RIS, 4

HEN—FF—DECREDTZODEERH T L) IHRE LM LIZHEIE 2

ZITO MR, Tl 3 RWEZIT O RREGERER CRERL > X -4 SICBNT
EEERTERSIFIERSRIE. ERTEERMMZHA28EEREKBEOAKRE(ICL

BRSNS D RERMA 3 RWIGEIT I Eexld. EEEEFERMBIIERRER—LR—

PO [EFEEELRTEREHIRER - IRHOXT L] NoRETE S,

[EFMEECTEEAFIRE - RH X T L | DFEROEFIZLLTOBY TH 5,

1) by TIR=Un5 TOTYT7), TOMERRI. T3 TQOXDE BEH) 2HEE
TZ %,
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2) Y7 Z&SRE, TUTHD MEFR] DRETE S,

-

3) Mwkzl ZH_EL. KDED TAEH 2:8IRI L. OHARIRY ) —=VT, @F
KEBHFBRE, OBTEREICLIBEBEEZEDBAORE. OBKESE - KEBOEHRKRE
HRETES,

SHICEBRERZEAFIELT. @ EH] Exhvrt) s @ [FP] FMEIC
L BERRZE O [ER] ECFMNREICILIHETLZH O [EE] EREEOMTOFE
[SDOVWTERERTE S,

2 2 R TH MR, [HENZHEEROETA YV vt v 7 HEHEOBEICET %
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MR] F—LR=20 [QEMZERR) X M BENLRRTE D,

ZOfER Y R b Tl EEECFERBFIERRZICSIL T o T ERZEMMIN A
WIERTHDHH. —EDBEGEFNLEHEEZZIFERAREICL 5T 2 RNSEEBR 5
REBNTEFECTH S,

O
s OO

BRERISB ERE/S— FF =BT VIEEED 2 R - 3 RIISHER L EEE &)
[HAERZKHERKBOBGAT LU Y IV HREOBRICEBTZMR] K—L—Y
(http://gc-png.jp/old/doctor/leaflet.html) WIZIENSN/zU =T L v b [@QFFRAHH

12 HIR S AN~RIBEZ TITONAEVELRADFEL S ADKREICDOVWT~] X7 >0
—FL. EAT2 GFEL<IECQL0 25H),

(RAZ EF)
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CQ7: BRIER~NDBMIRICEH T HZ & 1E?

Answer

1. HERNERFNRBEZLECEARZRLEHT 2,

2. INETOHRHER, BHEECESHEL EICOVWTOERZELEHT D,

3. RIEEZOLNDEETRLREHT 2,

4, SEIOEIROFBICOVWTRET 2 (MEBREDEERLE DD, 2B TFER. RRIBE
ERDORTR%E),

5. MHIRVMHOMABARENTEITAA THNIL, BREZIE—LTRAHT %,

R

I 7741y FHAHEREGCENREZGLT 2BEZ EITUOICHRET %, £ DEHIC
Lo TIEERBET. BN 7y VTR OB ERHI VB L R ZAEEMELH D, 1272
L. hy 7O TCHERNBRFNRELZHFLTIESNERDLIILLHY . ZTORLERE
L7-RBHIDETH D,

2: INEFTOHEMKREICOWT, BYVRTRERE (ERFEETORED. LI ISHER
ENTWENEI D) BEVHEDIDEEHT 2, HEFEICOWTIE, HELRICHEITR
WED D, RERRILEWAESIDDIBFRVEETH %, £/o. HIREBICKEEZH LITT
BHHE (BIME. #ERB. FREBEERE. WE. BRK. WRE, BHEE. SARKSE
BmE) WD ERET D, HIROBBICHEEEES5Z 50D LNAVBHEREICOWTHHER
T 5, BICREBEORIOEEC, Z0ROTBEROEROEE, BEREEDRTD
BELEDLEETH S,

3 REEIBFOZLETIIFMICHAZINTWAEWRIERELH 5 A, RERE - JLEFED
BEC, FRMEREDH 2 MFEHL VDD E D D BEEREDOMBEDL WD H7a £ DIFR
ZRHT D,

4: SRRV TEERGEON E DD EZREHT 2HELH 5, FICHEAZERDIFIR
Tl BB OHEANZBICL 2 O BEHIRBICL 20D, T DBISHEEDBHERF TH
0. HEEBIERDEROZE, T DRIPFFIRIZWOTH >7cDh, B EDBFERNIVET
B, RINHAL B ELIER L, MINKHMOSKFRD O, R2EHEEREDRZEIRY 5 Al6E
MEHET DI LIADIDOTH S, B TFERIR. HEFECFNREZEIRT 255(C
I EIRERIC L - TERHMBG D Z & & REICK > TEERMPED T e nlFlRe L

22

- 118-



© 0 3 O Ot b=~ W N =

THBTHD, £1-. BREOBZEMREZIT> TULNIE, CRL BERE) K EDIEHR %= 2H
5, bLbAAMBEOHHMEATDHI-HED. ZTDIERELHT 5,

5. MIRVIEADO MEREOERZ IE— L CRNT %, FAREICHELTEME RWD BT
HNITRERDOTD £ B/ n7 U vRE5ZZRT 248N H Y, MBREORERERIE
BETHD, 7o, HBE. BAFFA. CRMFX. HIV A EDORREICET 2RERBRGLED
FRREBREDEICHEICHED I &N H B,

(&R 18)
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CQ8: HARBEEFHREICOVWTERIIBICIEADNEN?

ANSWER:

1. ERAISHENBEGENREICOVWTAYZVEWSHLEASNIE, Ax =271
ISR > B AT RETH S,

2. H@EHOHAETEGEEZHNREICOVWTAYZWE WS B LEARWES, BSH,AMK
RBEEPVRIOLEENBWHEY (F, HEFEGEFHNRED Z L ZERDEBITA
Lo LA L. BEANGVWELTHMLMIS LAV ENERBINEDITTIER L, BHE
AEEFREICOVWTOBRICT /R TES L REEBAKRD b5,

R

11 EEAHEFERENREICOVWTHY 20 e W) BANH 2 DR o X BUIC6d
DRENDH D, EREZOBTLHEAONE I EHNEZ VDT, BEXRTEZETONIEET S
MRE, HODUHIFAREICL THEE A= 27N> TEUICHIGT 5, EiEHh HOH
LEDEETHICZROD I EICHEDID, £ ZHEBHA D & D GHERZETOMFED
BWERIE BLESZEHLTELAVDT, AYZaTITA>TOEDDEEL T, #&
WD 15 E RIERITOY —7 Ly b ZIERICEHTEIEHVEDDHETH D, £
THIET, HERBEICOWT, RIS L D175 2 &< BENAMEEZETHL D
ZENARETH D,

2. RO OHENERFRIREICOVWTHY W E WS B LEARWEE Ao A% RRIE
RECIRIDOERDPBVHEY FHERNERFIRED Z L 2R 2 FFIETA L, L
L. BEBEGVD, AL LAV EAHRIND DI TG £ DHETORELIE
RESTUVRL, @FFRVZEFREBIFIRECEEL TWE ZEIFEETH 5D FHK
ERAOHNIGYR T EFERZ DM, R, B4 ICL>TEAD, BRICL>TIEZL S L
MG < MDD ST e OICHARBRFENREZ R T 5z R Lo BAICHAL
HTLBZEebHYED, —AT, £5 LIEHEFERZREICOWVWT, RICHA L4
NIEZ DX FHIRME TET- DD, Mo 77D ICTREABIEL, LB EFERXZ WAL ST
BREEZRITHIEICHEZARELH D, [>T BENAWICE LTI, AARIETTER L
o MHRERERITY—7Ly b BRIETRICRT) DL, bbb ERTERLT
W WS PHAEREGEFNREZAFEZL TV AVWERICALZE2HEH 24, Lrd
BMaNEITL A, TNEDDHHIHFICIIHKOBRZRHETELZ Y —T Ly b2EHRT 5.
ELRFICMD ZENTEDLLDIHRICEKET 5T LR ENERSND,

HFYU—7 Ly MIT26~28 FEEEHBRPHR (REERERBRERXMABEAER
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1 MIREE) HENZSWICHIT2EEH Yt U v S OREEE R OTIERH OBH ) 51
2 9 2W%] http://gc-png.jp/old/doctor/leaflethtml (Wigeftsk /NFEHER4E) T, ERDE
3 OBICHNT, HR (FMEHREEZ TV XM HHEMBEEOREICET 5 il
4 1BHREBDIZ LT RERBICIGEGCHT YV TIIT O A TE DR EEET D12
5 WICHERE NG, BHBICHE LT, U—7 Ly FEN L TERERBR L EENY V£
6 IEMIERERT S EERL T EBORRAOHGA S 1L, EBH RO L IR
7T MEBITIENTEDIELEZBESLTVWS, U—7 Ly NI, EFHFAEITIC, BERRERE
8 BMBREL EEHNTVVEULIIIOVNTEINTS ) HROHAEFNEEFOREICE Y
9 ZBVALED L RHBICANEIEATE S,

10

11 MEfm e Rk —7 Ly & Ml ] http://gc-png.jp/old/doctor/leaflet.html

12

13

14 [t e REAIF Y —7 Ly b Al | http://gc-png.jp/old/doctor/leaflet.html
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D=7 Ly bDERAEICOVWTIE, [ERADFEI&] 25F(1C9 %, http://ge-
png.jp/old/doctor/leaflet.html

U—7L v b OB, EEEE2ICKE L 72 EEA F ICEY S WIBATICECE T 2 5 iE
IR DRBIEE - BFRERFRMNOEAF L —HEICET L E BERH VU > 7P
BeBEETHEEBICESESICRET S, U—7 Ly bEFGATHRBAZRD 51Em(C
NLTWHEGEH TV ) I A v Faeb>THRREICEEBL TS %, Blnh7 >
T YT eRDDEEICIE. 2R - 3RWISIERERBNT D, U—7 Ly bOEEIC, i
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CEHZER, PRAETETF)
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CQ9: RRIEZM D IBIE CRRMEDIERCEEL LN/ HEDERE, BEEEEFICONT
EREE AV 125 S I E

Answer

1. BIFORBIBEREEY A FCHEREZSE ICRMORIKEHRONEICEH RY 0D
RWEENLEABR TEREDA X —IMMEh 5 L5 ICERAT 5,

2. BRAE. BB, HE. BUHICEOFMLBREVEL T Ay 7T HEK
BOEE - RESPRUEREREY ORESNDERY A FZBNT 5,

3. HHRBICET 2. L YEFNLEKESR - £FBHREROTOALY . LHEEAKRE L
71y TNiZid. 2EER FERBPFIERSFEHEE O 3 RIER~DRBNZIRETT 2,

R

1 BREBEERERE. AME~Y—H—BEC NIPT & EOFREMNRE. B L OFENKE
B EOBEMNRELR EOHERREICK > TRINEERZ L OMEPHIE. b L IFE
DEBDREONDHZED H D, TDEIBREED O, hy TNICIETEREERIEROREE
PBEELD, EECT 7Y A FEDPLEIE. FH. BAEEICODVWTAHY 7LEEN
IVEE L7-1BRICIE, EEMNAZEICET 2BECHETBEZET 2HE5HE L, LHERY
BEOSWERETIE, RBOEREBEHA RN 7400, 72794 M EOBET —ZR=ZH
L BABECRREBEEICEBT 2RFBENIBOoNDI 2D, Thozd & IEENLERER
HHy TINNMER D, REBREZRMET 2L 3. MBAFEHAZZRITr0TIEAL, Z2E
MBEABRTEBDAX=IDNT U RELEDHS LD ABEZ LTS, FIC. A—E&ESE
THEAECELEEDBIEEINDZLICERTILELHD, [E-2200TL &
S TOOTARELLBVWET ] [RAAELO0LBWET ] BEE. By TADEPT
LB ZLIIOWT, AEVWEWLWS [FL T 2RI H 2720, FHENE /I
BRNAHRBICEO WL ITET %, —A. BEANZVERBPHEENSCAWERERT
E. XET — 2= AL TR—EMDORER, ERINENLEE LD, BRONIREGIEK
ICEDWIERIRHE 4 2HE (3. BARAECEHEICET 2BROTERRY . E4MIC
[z RBIIEDH LI HE, BRIC—TEDODRANDH DI L hy TIVEHERT 5, it
BRICIEHy TVICERMOERE 52, ZORIRTOBWEEEERT 2, hy 7TLhs
FHEND [3EBY ] H. BEPRBRERDOTWE0N, LEEEHNTEEAROTVLED
MK TEHEOAANIEELZ 72D, MEORVWEZRBOLYA VY FHMELLD
(1 /2 RIS o

(B HERBIFEREEY A H]

® GeneReviews(http://www.geneclinics.org/) FEzEhR
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® GeneReviews Japan(http://grj.umin.jp/) HZAZEERER
RARETERLICET 2HREE®HRY 1k GeneTest ICEF N BEEMEERICET S
A BBRONELHINT WD

® Online Mendelian Inheritance in
Man(OMIM) (http://www.ncbi.nlm.nih.gov/omim)
A TIVERRE (B—EBETFER) ORTELTFCHRAR. BLVRELEICE
THERLEHINTLD

® Management of Genetic Syndrome (3 ed.,Wiley-Blackwell,2010)
RENGEREERED BAE L SFENEREBOFMENZH I N TV D EE,

o REEREFEEHA DTS (http://www.cytogen.jp/index/index.html)
FERRBEOERISNT 2BRE RS 2 OERMAIITICEEHINTWNS,

o BRIEMETERFEHRLE Y 2— (https://www.shouman.jp/)
EERBROIEINEBREBREZZITH I ENHELINREED—E, NNEESETE
HIEICBET 21| BHEINT L D,

2 BECNHZNEL T IEREDRREZEALLEE Mo HERICBESIND REDE
EEAA =TS BB, hy TILh o BBEEECREMAGIEICED 2 BEANLIERE KD
LNDTED DD, Ny 7D EETZIERICIE. BEAECRRERICEAT 5 1BHRUSN
I BEBEILE. TEREE. BEECENGREEOLENE, EREEOGE, RUBRYY—E
A EICETAERABEND, TN old, EEICEK - TRk, 2k, HER DR
BEAHEOEDLATIBRE LY ES, AFEECPRBOTFE U OV, BF - RER
ICEBBEHRYA A SEEL D, hy TILOLHNBIEORECERICNT 5 R Z &
L. Kz A CEEIFT|Y A L ZBNT 5, £7-. RERBUGIEOHRECY —EXD—F
EFFMBICOWTIE, BUERBEL R T 21E®RY M b2E2 5 (1R/2 XI5,

(B 482%E  Nikad L CRUEERRY A H]

® XUUEEEE HAKX 7 VERE  http://www.jdss.or.jp

18 YUY I—1:18 FUY I—mD%E  http://18trisomy.com

13 FU Y I—113 FPUYI-—0FHETIXETLZIHS
http://www.13trisomy.com

2—F—JEEEE : OFEbHY DE  http://www.osaka-himawari.com/
FEEAL £ 5PN LEDIHDE Four Leaf Clover  http://www.eve.ne.jp/FLC
MALAILE  BEIADTZODIERY A+ http://www.kanshin-hiroba.jp
WAM NET (Welfare And Medical service NETwork system) : i@t EEEEHIE S

29
- 125-



0 3 & Ot~ W N

T 5B RE. BEEOKREERY A b http://www.wam.go.jp

30 BUWRBEORTEIC, & EFENGHERERD S 1y 70 0NEENMERT 2H
TAZIE ERGEEZHDRICHIG L TWAETRZERFINH S 3 Rk (2EER
FERMPIERSBBAIER) ~DRBNEERT 5, hy TIUH BWENT VR LRE
BEL, BENICERRETES L (0, BREEEZEA LB ZRTTS A R/2XK
XG0

(HEE®R)
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CQ10: REBEHREZRTE L /A HATNERFIREICO LW THKE N KO ERIEMIE ?

Answer

IS, RBEZFLETHEHZHERL. BHEIMTZLOEL VWS DD RETRETES
GEER DD, DEEEBETEDHEIEHLDODZRHEICT 5, TD ETUTIZOVWT, +9
RIFRZE - TH Y 7IVICIBRIRHT %,

1. HAEFERFAIRE DB

2. Wy 7NHDOET DEEBOMEMERESR - BAE W& - BEYFR— MERA L) - -

BREFOBECTEEIC, FH - RERKH - DETORS - BRIEG L) - - - E¥4~13

HARBERRIREICOWVWTHRESINAEICIE L RERTHAY YUY I AV R E
FoTRT 52 ENEETH D,
HEFPBEZHBRENBEORE L EL D DId, BERSEE OHBTCHE IR, hy
TUDBENICREOREZRET DI ENPBERRTHD, 2DT=H. BRIICIES LT
BMEZZEZTCWDHOTIN? LB THLET 2ERZHRL. HAEILEL TWLWEDIE
fAIBEDO) RETHETZ S 0EDN, DEEZBETCE2HEITH DN EZREICT
LIENEEERD, Thbb, 2HAERD 3~5%ICAOSHDEREENEFEET 55T,
Z0H) 1/4 1TBELWEEREERIZITZEWM T2 L THY TLORLERMY BRI &N
TEDDONERERT D, OB LELTWBEDIFHERDD, WFHR. K. hy TN B
Y TNDEEE) ICOWTHHERT 2, Ay FILELTESIFELRLTWShIFTIRAEWL
PHOCEABREDOREZED ONTHEREHEZ L REWICIZBDZEDOAERICED
CBEBT.HY TN RELEZIDERETDIENVEETHDH I L 2R BRELTHL
DWMEBEND D,

<BREHZFDHEHD OLIRTELE >

HAEFBEGETFNRE L L TCORBERELZ T 20EHLOHIEEIAZNENTH D
HDUUTICHIMEEDH Z BT 2,

— MR FEKE W LIRERETHON 2 DIEBRBORBHRELITTH D, INODHEE
RREICIEZFNICE Y A LB SH 1/300~500 OFEY X7 (@EIR - KERIZICEHLS I
ELTLESARE)ZHY. TOLTHEREBREEDOEEZHER L A ITNISIHRRECE
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BORRBEON L, BREZZT2DEDPOHMEED—D LA Z (ZOREBELOREY X7
ZIERY 2 BN THREINT-OLVFEENRETHY . RFERKBOAREEORWHEIC
BEMREZEZ DL HARHETH D), HERICHRBORBHEE AW T 5 & THIB
BENZITE XYy MIRRATIZIZFEA LR WO, BRICEBHREEND T2 LT
LIRSS ThNIE, MEZITIBRIFBDHTZLL,

10 A RTEE SR E OB
BEGLHREICET 254 K54 v (BEESEESR) T, UTO&f£5o8y
T SOELLDHY . REOVERICOVTESLERFELNEBEIHTS LT

%o

(a) Hhy ZTLonwFnhh, FEEEBEORRETH H55

b) REMEBICEELZBATR. 2B L-BEE2ET 254

c) BEFIRNSG

M)Efﬁﬁim%%b<ﬁm CHICRAET 2 EE L X EHBRBOANT OESROS

AN
=

(
(

() hy 7TILDUVTFNH A, %i%%%L<mmE%K%ETéﬁam%%@%“@E
TRDOAT OEEHRDE

ﬁ)ﬁv7w®u¢n##-“im%%L<umE%t%ﬁ¢6§%&%%@%EE@m
WDNT AESEDS

@)%@ﬁzHﬁ%#i%@f‘J:Fﬁﬁaﬁmﬂiw%éﬁﬁ\

ITREZICBVTRHZ VL ONCO)BEMIRTH Y. 1 RIEZ TIEEIC () BETIRDITIR
IS LTIRMIGZE LTS A T 2R95&E L TGEEA7 Y v o270, BENARR
R L7 A CHARBELFNREZERRT 22 &ICh 5,

—MIZ 35 MU L& INDEFERNAEIEIRON 30% % G 2R TIE, Hi-h 2T
BHAHAERBETFIREEZZ T A TNIERSAVWAD LS IITRAR Y —Z v bank
WESIDFERT 2MENH D, @ FERIFRET 200 YREVSTEX TR BREDE
RICODWTEDICEBR LAYy TILDHFLICEL DD TR L TER L HEL,

Flos HARZA>vTWS TREBEOFEEM] ICOWTOFHAIEEICHLL, FH0bH D
EIATHD, BAERBARZERIIERZHICEAT 2REEEZERICBVWTIEERL
R EIE RAICET 2URNIICHBEEFZBBAIERIPRBALILY  £EFEHLIBIEND
BEE] £ LTWB(004 F)H. ZHHEINLZLETH, EDLIBEBZERLT DD
FIEBICEL VWHITTH D, 7. BIRDEREEZFH2HAICIEH Yy TUAEBREICH OE
EEICBIZ2RFREIICHTDICHETRETHLEDERVH S, WITNICEL DL
D IRIRETIE, BEEOATIEAL, BREGEMEZ EUCEROEMCREZE S TOER
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NEFLL, ZORMENEESTZELHT U v IIE 3 RERICBN T 2008ELTH
2

2: Wy TUHOET 2EEOHMEMRELEE - B8 - BAE - BEYHR— MERA L)
—MRES DI S N2 HEE D E L Down SEEE O ERIRH 2 RO L n7imE. &R 1~2(2
RS ER ) 2SR L TERBEMRZIT O, 1 RIBR TOMAN R LRBICEIL TIE, 2

R+ 3 RIEFRNENT Do

3. BREEOHE(FR - EERH - REORERR - BREL )

BARME~Y —h—RE, BFRREZALRE (NT SHRCHEAEbERER &), NIPT
BEIIFEENRETHY ., HLETRENLGEENREZXEET 21E02HIKT 25 H
MTIThNnd, [>T, INODREFRZ T TAIIERFR T2 A H-TE Lo A
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What You Might Want to Know Before
Embarking on Your Parenting Journey

Our heartiest wishes to you, mom to be! During this
special phase of your life, you must be so excited and
look forward to meeting the youngest member of your
family. But at the same time, many of you might have
concerns about what is happening with you and your
baby.

Today, medical advances offer new options for
obtaining information about baby's health even before
the birth. While more information sounds helpful, the
truth is that it often leads to an information overload
and causes confusion among patients. There are many
optional tests that aren’t included in regular checkups,
which makes it even harder for parents to decide on
their own.

Our professional mission is to assist you in order to
make the best-informed choice. This leaflet includes
an overview of your prenatal options, as well as a few
resource suggestions to better meet your needs. Feel
free to contact any of them if needed.

Following is a handy list of questions and answers that
will help you in your learning of the basic concept of
your prenatal options.

ol
. <

" Q 5
@

Search for accessible institutions. All the centers
listed are the members of The Japan National
Liaison Council for Clinical Sections of Medical
Genetics.
http://www.Idenshiiryoubumon.org/search/

Available only in Japanese

Access by QR code

M Clinical Affiliates in your area

All rights reserved. For non-commercial use only.
No part of this publication may be reproduced,
stored, transmitted or disseminated in any form or
by any means without prior written permission.
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Q1. What are prenatal genetic tests?

A. They are medical tests used to obtain genetic
information about unborn babies. Certain tests done on
prenatal check-ups are routine and almost all pregnant
women are to get them, while prenatal testing we discuss
here is completely optional. In this leaflet, we focus on the
evaluation of the fetus to find out specific chromosomal
abnormalities. You can have a safe delivery without
these tests and it's up to you to choose whether or not to
have them.

It is becoming increasingly complicated to make a
decision, with there being more options for you to
consider. Genetic counseling offers support in order for
you to be comfortable with your pregnancy whether or
not you decide to undergo the testing.

Q2. What are the common types of prenatal tests?
A. There are two types of prenatal tests: screening and
diagnostic. The former includes NIPT, maternal serum
tests, or special ultrasounds such as NT scans, none of
which are definitive. When the screening test result
shows a possible problem, you might consider diagnostic
tests, including amino or CVS, which can carry a small
chance of miscarriage.

In genetic counseling, specialists will outline all the
options available for you and help you decide how to
proceed.

Q3. What is genetic counseling? Should every
expectant mom get it?

A. Genetic counseling is the process of helping people
understand and adapt to the medical, psychological, and
familial implications of genetic contributions to disease,
and it involves specialists who identify families at risk,
investigate the problem, interpret medical information,
and review available options with the family. Anyone
with unanswered questions about her baby should seek
genetic counseling. It provides helpful information,
education, support, and very often, a peace of mind.

Q4. Is a birth defect common? How much can a test
find out?

A. One in every 20~33 babies are born with a birth
defect and about 25% of them are affected by

chromosomal abnormality. It's impossible to detect
everything about a fetus, but proper prenatal care does
help ensure things go right, as it enables your doctor
monitor your/your babys health and identify any
problems before they become serious.

Q5. What is a “high risk” pregnancy?

A high-risk pregnancy is any pregnancy that can
result in health problems for the mother/baby. The term
sounds scary, but it simply means that extra special
attention must be paid. In the framework of prenatal
testing, however, “high risk” means “higher chance” of
the baby having a genetic condition. Both cases require
special management, and again, regular prenatal visits
are very important.

Q6 Is getting tested a common option?

Currently, about 10% of expectant mothers over 35
years old get prenatal testing in Japan. The decision to
pursue the tests is yours. People choose to have or not to
have them for different reasons. The decision must be
made after a thorough discussion between you and your
partner, along with genetic professionals.

Q7. What are my choices if the test result shows a
problem?

There are always some options for you, and it is a
hard choice to make, especially in such an anxious time.
However, you don’t have to go through it all alone. Your
practitioner, as well as genetic specialists, will help you
decide what to do and what life will be like for your child
if he/she has a disorder.

Q8. Does a health problem in the family affect the
baby?

Only very few types of diseases can be passed on,
while it is possible to inherit some types of genetic
disorders. Estimating the chance of inheriting the
condition can be complex. You'll be provided a detailed
explanation based on your profile during your genetic
counseling.

Q9.Does a disorder found on a test mean another
risk factor among family members?
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A vast majority of the family are not affected at all,
but there are a few exceptions. When a genetic disorder
is diagnosed, family members often want to know the
likelihood that they or their children will develop the
condition. The answers vary and additional genetic
counseling may prove useful.

Q10. When should I see a genetic professional?

A. Genetic counseling is helpful any time during —or
even before— your pregnancy. You can get the support
you need when you intend to start a family, youre
expecting, or after the baby is born.

Q11. What can I discuss with my geneticist/genetic
counselor?

A. You can talk about absolutely anything you need to be
clarified: the consequences and nature of a disorder, the
options and supports open to you, family planning and
parenting. Make the most of the counseling for your own
best interest. It serves as a continued resource for you.

Q12. Where do I start for genetic counseling?

A. To find the right institution for you, visit the website
on the back cover.

You can talk to your practitioner about where to seek
genetic services. Specially-trained professionals, such as
board-certified geneticists/genetic counselors will be of
your help.

*Patients with limited Japanese proficiency are expected
to bring an interpreter.

Q13. How can I make an appointment?

A. You can always ask a referral from your health care
provider, or locate a service and make an appointment
yourself. Bring your partner with you to the session if
possible. Your geneticist/counselor will always be happy
to assist you.
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