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Prenatal Diagnosis
— Non-Invasive Prenatal Genetic Testing
NIPT and Preimplantation Genetic Diagnosis PGD —

Yoichiro Fujiwara

Kyoto City Hospital, Department of Obstetrics and Gynecology

SRS S N2 IRHEE R A D IFRIEME I RTZ WA Td 2 NIPT (3, BRI OJRIRHIE cell-free
DNA % Sty — 7 = 24 — IS CREFERYIC RS - iR A 2 L2 & o TR GE BB =T 225
25DT, TOBWREIZBNT GRS, TERORBOMAE TS 2 BRI~ — 7 — %
MICEET S, L Ld ETHMEEIRETH L Z b, 728 ABEOBEAOVIGAETD, &
BRARAS Ch 5 FIRGOMRAEEDTEAT AW TH B, — IS IRAY N IR A 2 (01585 2 H 9 TH
FEENI2PGDIE, EIRTIAEIIOBIE TRIZFAMZIT 24T & DT, SR EFHEMIEREMN L L
SN, FMHENAETE  OMEEZIZ TV A, ZORITICBV TR L HEILIT, EIRATA
7)== 7L LTOPGD IZODETIIRED LT vy, s NIPT, PGD % &7z iR H
AR $ 2 mPRE b T 7B M &, BRI 0 2B EZAlRE, SRy k) v 7R R T
BIRGIE B ¥R B L, LELENTW .

F—7—NK : AERTRSH, NIPT, PGD.

Abstract

NIPT (non-invasive prenatal genetic testing), one of the prenatal diagnostic method recently
developed to diagnose fetal chromosomal aneuploidy by massively parallel genomic sequencing of cell-
free DNA in maternal plasma, surpasses the maternal blood screening test (quad screen test) previously
used as prenatal testing in its accuracy. However, definitive diagnosis needs to be relied on invasive
procedures, such as amniocentesis, even when the result is positive.

PGD (preimplantation genetic diagnosis), applied for the purpose of avoiding selective pregnancy
termination, is the genetic profiling of embryos prior to implantation. It thus requires assisted
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reproductive technology in advanced level and involves ethical problems simultaneously. Rigorous
judgment is needed in its operation and PGS (preimplantation genetic screening), denoting procedures
that do not look for specific disease but use techniques to identify embryos at risk, is not approved in

our country.

Guideline for these prenatal diagnostic procedures especially about its ethical problems and provision

for appropriate genetic counseling should be prepared.

Key Words: Prenatal diagnosis, NIPT, PGD.

&

TEORMA Y -7 2=~ 77 L
A %% EORGEN 2 BT FH O BEE Z T4 E
TIIARIEEL Z 2 SN TWIZFEZ e b OEE
TR R L e o 72, WhWB Y ) LESE
1, BT RTOSIICHRTIC R K
L, HEHROZETLHIITIIZR . 2013 4F 4
H 726 Bl S N7 AR 30 A BB R RS
non-invasive prenatal genetic testing (NIPT) #%°
FE EzIRD L, EROELEZIFATYS.
DERIEMETE I 2D AR R T b B A BT AS
(&, EE W GRRA DA BRI~ — 7 — 1R
BEHEIROB; THW H LT /27%, NIPT (&2
DFFEICBVWTINE RE R, fBEGE
ROPIEF T HAZ ) —= v FHAEE L
TRERWREMEZET S, — T CHRMI G
WORERLTFHREMD I LIZL T, MR
NIRRT 2 IR 2 FEH ), Ihk
Bli <72 OV HTARTT C & 2 25 R 1T O AEIN O B s
THERIZFWZW 21T ) BIRFTZ S 5 W ITEIR
il 18 fzf-72 W7 preimplantation genetic diagnosis

il

(PGD) DBR&AEN. STz, A ERED
778 & LColm & MMERY R TH 2 S Oifinm
BaEN, KRTOLEBENDIZEST2. 5
[, B BAERTZEiRA O T, FIZNIPT
& PGD IZDOWTHEH L THAA.

AR HTRE

£ 112, BUEREAT S T 2 AR et
Ry, BRI TR I e T h T e
RATTEEIIMEL ST B Y, AR MO
FMEE LTI, D 5EHEFEORERTHA
VEMEERRA 2 2 b6 &, 3 IE
HORRAL 2 JidT L C, £ ORERIZIED S ROERE
&L CTHEEMAT 2 2T 950, 2T S 5.

Z DRATIZ 8 72 o T HARERE AR FE D
MHAFTNZAT DN 2 BIRAIHRAE S X ORI
B9 % WY T, TEROEHO BRI, HR
MEEKEBL, FRICELZETH DA, FH
R R DR DI _ER, ) 2 E B & Sl
THZETLH D, AWML L CHAR
AT AL L UBINIZ D L) 2 HIZ
boTEMENG | LBRENTVD. SHIZ

#1  HERTS A

IRHEE A M A

L Wifgass GRS MEE, MRIZ &)

2. BRI~ — 7 — s

3. BHMAIH IS TEDNAMIAS noninvasive prenatal genetic testing (NIPT)

T e AR A

. 2FKZEH] amniocentesis

JiEs4 283 cordocentesis

W =

. AERHIIE {5 T2 Wipreimplantation genetic diagnosis (PGD)
BRI chorionic villus sampling (CVS)



A Bl - EEARELO AT 567

HARERED [ERICBIT DAt - 2
WHCBEd 274 K54 2 Cid THAERZH
ZId, IRFRIIEEK, BE, ZothofslEaE
7 & & VISR, SEnAfbaEhy,
fla - FEEER T, BIRRTRH, B & OHEEE
A7 &% GBI 7% E05d 5.
L Lad3h, WMARTZITICIE, EFEIZ D
ST HMHEAIZ DB ETRNEL C OREND
BT Emn, WA, BT a3 HARER
I NEHERSE O FUR A 85 L, SEERT Y v
) TR To ETEMT 5] LR Tw
5. BARI A 2 O AR ITIC oW T, H
RigEkhm NBHES, HARNEEESSRS, #n
PREFREE 1044312 & A [BInFHIMAIC B3 5
A RTA ] 5. [HARRE & AR
IZREENTHEDY, FBORITIZN-->TiE, Zh
SRR A NTA 2 EMFTHLEDND L.

JFEENRE

1. EfSBRE (BERERE MRIAE)
FERMEI ClIV —F VAT h L IR R U
DFHEW 3 2 BE R, ZORREOR
R R S, S 2 TEREEF OB 2
THLFERE S A & —H OFAE R OB WA BE
& o7z MR ESEHNEIE nuchal translucency
(NT) IcfRES L EWY 7 b~—7—Y (I
RGO ARSLE & OB SN TV ATE4 O
ERERG DORFR) 13, H 4 DEEROY CEXE
FIERICHON b %4 HY), Z0%
W, k) IIEERET B,

2. BHMEY—H—KRE

RHAIE ORI S 5 WIZEIEH RO &RV
v, ZFUNIEENELT, 21hY V31—, 18
MUY=, MRS RSHEEICRE L TV 51
RKEBWT LA TH L. HIE=HH (11
HEAHS 13 EDR) 12, NTHlE, AURE M
7 878 A (PAPP-A), & MEEMTF F b
oty (hWCG) o 3FHEAWETLbDE, I
R=2PHAFREE (15 855 17 o) 12, AFP,
hCG, JEREETIES, £ > v ¥ A 4 FlH %
ETLLONHY, KIFTIIHEE L LTHERA
55, 747 BICTOREREFRIZEDO L T 0 0H

HaEnfERz w7 ha5 A TMY 28
AT I N CTWw 5.
3. BHMAMmFEEIE DNA ##Z (NIPT)

Rk

EENKE
1. BFREDEEFEZH (PGD)

il
2. #4FEHFE chorionic villus sampling (CVS)

PRI TR IS D 1), WBIRA S
HORBIANZ LY, WTNDOTFH 2 ELR.
IR 11387 S 44 14 8 £ THEEHEFEREHI T,
AR 10 HLLET COREATIZRA 1~ 2% 212 EES
VUG IEAME U B fabtEds iy ST 01T
ANE TR VE ENTWEY, R
TAERDFO N DR DD 05, 1~ 2% 25440
KEFA 7DD LN, ZDITE A DGR
EENA 7 THDHILPEFRRECTHET S
VEH 5.
3. ¥KZFH amniocentesis

FERE A\ 2R 16 S8 DU I 2EK &2 S0 | L
T, FKBLUFEKIZE TN LI RHEMEZ
ST B, TNLRTORCOZERNIZ, BRI
#, FAm, BRNEDOHED L b L
SIUHEAT S 7\,
4. BEHZER cordocentesis

FERE A\ R0 20 28 DA (26 Ve oo Bl R %
R0 LR R 2 BRI 5. il % A L CiE
BRI Z e R4, DNA 98T, B fn T2 Wihsa]
HETH D, MBI FIRZERN I U TR
MRS Z EDFETH 5.

N I1PT

19974F- Lo 57 12 & o C, BHAI#E 2 bl ik
DNA (circulating cell-free fetal DNA, ccff DNA)
WHEET H I EDD THE SNz, T D ccff
DNA (IR EASHE Lo 12D AL CREAR I A B
MBEAL, & HIT5M%IEH 1650 O TRE
RIMAFAPSHERT L EENTWDEY, 2D ccff
DNA & F\CT% < e 03 e s i o [k
IO 2 A, 2008 4F, ity —r 2o —%
HH L C, fEEEmICY — 27 0 A L7z cell-free



568 BEOE AR

DNA Zb b7/ MEHREBE LT, 21 F4Mm 4. EEITHIROH.
RSk ® DNA WiH O 2L 28T 5 2 5. MEOWTNHA I T/ N— § v i
& TYAAR O KN BE % P29 5 massively FHELTWT, BEA13 MYV I—F721321

parallel sequencing (MPS) #:23F %6 & 41722, MUY= LB B REEAVRIE S NS,
ZDHRDOEFERIZE 2 #5C, “KEl Sequenom 457 IS HEIE, KEFERE AR The
Kt v 7 — 2 &0 2B k- T, 2011 4F American College of Obstetricians and Gyne-
1002521 V)V I — (Down fiE) DIRADS, cologists (ACOG) D¥81F % ccff DNA #7E
201243 H2H 18 NV I—E 13 YV I— IS EIRZFR LD DTH 5.

DAL, KETRHG S 7z, AFTIE 2013 NIPT |2 513 5 MPS D EHL Y 2 LUT 125

R4 H P S BERIEZE & L CEIN 10 ik CRIME FHRIMAER 12138 4 O R S OFHMERF & 5 R H
M, 2014 4% 5 H 29 HBUE, HidT 5 #ktax (% 37 Ko cell-free DNAZSRIEL TH Y, b %[
WZEN L T A, LKA Y — 27 =12 X > T DAL

RIS N 0ER10 LI 3 & 24Tk 1598 % % e, EOGMRERTH 2 D0 %558 T
TOEIMEI, KE Sequenom #HIZZEL L T B JBEA21 PV I —Th oo, cell-
MaterniT™ PLUS" Tt S 5. KRl % free DNA @ 9 BERHERD 21 FHGaRH KD

PUFIZR7Y, DNA WiFr i, IEEREO 1.5 5128 T\w b
1. WBREEBEERAT, RIS GOARE ST ZEnS, BRMAE Do 21 Ttk ko
R AU REMAVRIE S 7. DNA Wik &AL, 3XTo DNA B 123 L
2. BHMAIME~ —» — AT, RIS mkik THHEIZ13%ThHDHEH (FYRIZHR
MSE 2 A3 ATREMEDVRIZ S 723, 3% DNA Wi OIS HEAED R E S 12K
3. JRBRE AT LR EEIRL 725 HT5), BEDS21 M)V I—ThrHald
0 sHH. 1.429%\2880$ 5 (X 1). & D7 DNA B
B i V2 H RDNAMT . .

BERE SEDNAT H- 1.3% -1'42/“
I I
I I I I EEZE 21 trisomy
|
BEn
HEm EEE . -

- -

1 2 3 4 5 6 7 8 9 10111213 14 1516 17 1819 20 21 22 X Y

1 JRiRHk & REHsk D& ek DNA By OflE (MPS #:12)



A Bl - EEARELO AT 569

FHOENEIENT LT, RIEORGmfRy
ERAHEICTFINT 25D TH 5.

NIPT 72539 % ¥ CIEEMAEDFE T
& o T2 BRI~ — 7 — AT, AFBIZBIT
B REMRATR= A TcH 2 7 7 b
FAMTMIZBWT, 21 b))V I —BLU18 k
1)V 3 —TOIEE sensitivity (TREZED RN T
TR & 72 HEG, FalE—EER) 1X81~86%
& T7%, FRELE specificity JEREE DT
AN & 72 B EE) 1291~95% & 99% TdH
D, Bty ER positive predictive value (i H:
WD e i CHIBOREZ DO ED L EE) 13 2%
E12%THo729?, —JFNIPT Tl3, kKEZ%
G- 27 Hik TOR 1988 Bl A R L L7
IR — MFZEOFER, 21 )V I— 18 YV
I-BXUI3 N VI —DRRE LR, 7
NZ199.1% & 99.9%, 100% & 99.6%, 91.7%
£ 99.7% Th o7, —f~ATINTLS [
IR T &7 » AERZ I, AHEE 99% ' OB I,
D21 M)V I —ORKEE, FREREA TR L QW
LDOTH5.

EREOERROY;C, AR ROBROBIZE
TEE END D OIFEHERhE & B (R
TAE RSO 2 0 CEBOIERBEEZED K % H]
) THHEEZSNSL. MPS L A NIPT
T, Fln e V) FHERIOZLD S - 7236 T
b EEMER P RIZIZIT 100% 1 EVETH Y, 2
O TEEL R LA, 121321, 18, 13
R E AR N Rt <] =P A=A = VAN
AN A7 THENDZIZ, 5% TIEFRERNE
DRBEIRRAAFE T E N T2 b DH, T
HERE Do TSI ND L) KRELR A v
MEENS. — T Tl R =R O
TR E FBF L2 LN TG, B4R IC
1, 218 VI —IZRA &, BEEK1/100 (4F
i 38 ~ 39 I DILURFNINITHY) DOWGAIXHE
(IHERAT90% LA & 72 578, TR 1/300 (4F
5 34 ~ 35 WA AR IS A ) oA IEH
75%12, FEEFE 1/1000 (EIR4EHE 20 H) O
Y& 3 50% I T 9 5. TORB—Ev A
IIHETO [HEE 9% | & RETEHET S &
ZHTHDH., ORAIAERDGETH - 726 T

b, ZFOHORENHEA TOMEZMIWE &

k.
BARATIREOZ OMOAE L E L TILTFO

HE DTN 5.

1. BAEMITINTWS NIPT THETE 50
(3137, 1874, 21 H Ltk DB D A
T, B (FK - HERER L) 12do
THHT A EEEREOBLZ60%I127 X
vy (7272 LRSI S BT 2 T Relk
H).

2. 20 RSO T — ) A J HIE R0 2 fa iR 12
Xt LT, EORYHEOFHEAF 7215 Tld
W2 DIZHAL SN R E TId v,

3. BEMERHERIZ 100% Tld7R <, Dhvith
tnid 155,

4. BAKEROHE R not informative AY4R
D09WIZABILS.

HAIE, KETIZHED Sequenom #1202 T,
Verinata Health ft, Ariosa Diagnostics #1;, Nat-
erafLOFT4EASNIPT Z A7 L CH— A & di
fitL T\ %. Sequenom f1: MaterniT™ PLUS (&
13, 18, 21 HYEARITINR T, 20134FE 2 A5
PRI T B A&, 2013 4F 10 H 22516
Fgtah, 22 Fgtfko b v I —B LU,
RE%: (22q11, 5p, 15p, 1p) (x5 —E A
=Bl LT A, Verinata Health#l: VerifiTest™
X, MPS#:# VT, 13, 18, 21 Hthfkds
F OSBRI § 24 % 20124F 3 H 25
B4 LT\ 4. Ariosa Diagnostics ¥t Harmony™
Prenatal Test (X HY & L7z fkD 5 —7w k
IO A% PCR THEIE S &, Wity —27 >
=& TR, EeyITE L& e
L72NIPT®#%, 2012 4E5 2 HRGL TW 5.
Natera fI: PanoramaTM test |&, Multiplex-PCR
THIESE7-7%, HE L-gtkicsirs
DNA F % % 52 L, SNPs (Single Nucleotide
Polymorphism) fi##T3 % /517 C, 2013 4 3 H
NoHH—EAFRMEEZ G L T 5.

P G D

 MZBIF 5 PGD OfEFIE, 1990 4F Handy-
side b M VEBIEIE DT EIRK R



570 R BE—RR

IFICRT LT, BRI > TEONED Y
Gefofh L ORRIAERLY CTd % DYZ1 DA
FAND Z LI L o THILE % B ATREMEA
JEDOA %R L72OZ LT S FOER
X, WHIIROBZFNERE B, RELP
W SN/ ZkEINZ BESET 5 2 LI L » TRED
BRI ECH D, ZOREN TR
iz MR 2 2 E DS ORE E o7 2
NOFMOTERIIE, FNFE TOHEEFDOILE
e k& CEBRL TR, iy > 08I
B D HERAGT OFATAITITTER S 2RI,
E MAOEFRISHNE SR L Tho 7z, RIFT
13 1998 4F 10 12 H A ERHm AR #2728 [75 IR
RIRZWNZBE3 % R 2 5835 L, 2004 412 Duc-
henne BUfH Y A b0 7 4 —|Zxf L CTHIO T HefT
SN, R, SICE- 7

BUE, RFBIZBU 5 PGD &, HAMERHR AR
ot ©oE) [ERuZw ] B3 2 g
WS, THICHERL TEBIN TS

FUECIX PGD ZEEIRIFZE L LTI, &%
I, BAICED F TISHRVATERIRZ 9 1
HEELBEMERBIZRONTWS, LaL,
AR, AETERRB AR AR OMES, TR O AEIZ
£ % BAREY - KT o [k 4 5k < Rtk
M7 ZEEOMIUAE, HEZFEROR, 2006
I, ENE TOR—BEZTIRICIR THt
IREEHE L LR § 2 BB EDSBEEON R E 72>
7z, DUFICHAEARFR T PGD KR ENTn 5
YT

1. Duchenne Bl A b a7 1 —
MimE Y 2 a7 4 —
FEHEY A O T 1 —
RILRSE R A b a7 4 —
YL ¥ U BRBK R R ARE
FNWV=F2 - NTUAHINWINI T

S U1 W N

—BRIE
JiE

7. I bI YN THEETIHD Leigh FiE

8. Ifl R G th AR 1 S E | K 5 % BB

F— 7 EH R AR RS MEEE Lo ZERICL S
B2 SRR CRAR OSRRGR @ S AISHIE  ILMEE  @OIRARR



A Bl - EEARELO AT 571

i - RS

EREICEELCIE, FURBZTHOREETL
\ZREIRDBEJEEN R 5 2 05, FRADR
BEOREIIEDCTHH T L IIHFAET L L
2o T\0Ah, FRIL 22BN, %5
Miklc B A MHEEESTHEHESN, KBSN
7o) & H AR ERHG AR AR\ g S &
1TV, ZOFEFUDOWT DR T % THh
SNb.

—7, #IMI BT S PGD T, Yetafhiw:
DR TR B &, AR RE O TR % 1]
FEEBRDLENSBREN DL EOEZ TS,
AT D ZDE 3 Gefff A7) —= v 7' H
HITHIAT STV A 2, ZIUIAF CHfE 5
BOLRRE IR L TITbIL T 5530 PGD
WAL, FIIIRIC S < B8R L T B R
BB FEIH L TAZ ) —= v PRk #479H H
B CHEMBENDLERRAZ ) —= 7 preim-
plantation genetic screening (PGS) & FilL, X
ENTWAE, bOETIE EE) [HRZ
Wil \2BE5 2 FUE Y oSCE [ 2 EnEik
1, FEROREICED L BET - Jetafhoiis
FHIERICERSN, A7) —=2 7% HRYE L7
W]IZEHADH L 912, PGSIFRED 5N TV,

PGD OFERE D&, HEINGESS, MR %
GLxthh ks, MRS S D4R, AR5
DFBIET - Yetofkglr, WA S 7% 5 (K 2).
IRBAZICE S T, BIF2 AT 126 L
THARISAE 2 HAT L, SABBOLRIC BRI 22 IR%
BEWMEON, ZObThRE—HMgxE) B L
BIREWMA TS5 2 EAWE L 5T A S
D, BEELREMN L BORENEREIN .
AR E LTI, Sk 2 H Ho 4 MfiE<e3 1
Ho 8 MIFHIEA T ICHRI SN A2, /221
DAtz, mR® R, fAETIdRE 5 H H O
N SEEIMEZED 705 X 1) %  OIRHINGE % 4
T5ZELTbR TS, ERE—HIEA S &
ETFIEHRA L) 3 3ERBIWA & LC, #fn
FIRIZRF L Tl 2 Bl PCR % 9ZJiti 3 4 nested
PCR |2 & % R FHMR 24TV, GetafRFH 1 0f
LCid, MfgEMZozhmilicabe s 2 &h
N7 = & 7 6 BRI 26 L C FISH #: %

WT &7z FISH EEIZHBEEANEZETH 1),

TP VBT S L ETH o 72

A, RS TR ORSIC & Y Bl

SEEMIEY /) AR R E 2 ), #ilz7e

Fifif & L C array comparative genomic hybrid-

ization (aCGH) |2 & 2T ASITREL 72 572,

aCGH 13 &Ytk DR S IR & 5 00 7o 5y

fENT A TTREE L, SO % HEETE HF05T

BHb, LorLiERE L THRENRTH LHE

REUNOGERIEHREHL bR &

D, BROFRICIETREET S EPREL

INb.

PGD OFHAUTIZTF L D5 &,

1. MR OEET, JRIBIEMHOMRED L
CUIPRA T 5 BRI D N T & DSHEE L
TWAHDT, WEBUIAZL % IR % fkfi T &
5.

2. BETEE O Gt kI i T 2 RE IR K
DY, RSB OFEERO T AT
&5.

3. BEERRIED D IZ GRS R R o
TEAR H A O IR AR D) I IS & B Bk
Y, R 2 S s,

BETONE, —HT, BITICELTORE

1. ZHEIRD HARERNY 7 7 CEIBR 2 $RIT %
ZEIZLDIRR D E D TRETE RN L
b, MAERDEOREIZOWTT + 0=
L

2. B (BREETEMHK) LBRrsnhis
FEINASBERE S, Z DATAAHHE & JEBLL 72
THBTHLETDLEZNHLZ L.

3. PGD P EEDFANIZREENI AT 5
Z LS RINTEDS, BRI A T A BRI
(X, ZOREZFOBIZIEMDFROEI %
CWEMPAELTL AT L.

4. Wil 54l L7- DNA % EE4 124
7 AR LAER, 294 NOAETS
R B O AN O et (KB L 155 2 &
12720, SNSEROBRICIZEED N &
5.

5. EEIEPEINALE S EFERBGRIC & 0



572 i3

F

m

FOEHRREANEEEZ T2 L.

CNSBESIIMAT, BAEDLIETIThI
T\ % PGD Tld, ¥ffiil et s rh S8 O ff
WH L FOBMENTVLEESTY, THERER
W WHBNIRILE LT 5. GEHED
S B b oTnAIZL b oS, #
BIIZIE PGD I T TE RV 2D X9 2 f
LEWDT, HAERME ABHASHED 2 HIGHE
TNATKGRE o 7200, & 2\ VIIAKFEIZ % B
ThH»d9H) EBbNLHED, PGD xMiaTET,
ZOMREMEZ HIMNIKD L L VR hnE
ENA. PGDOBELLEDT, ThH 7 I4 T
Y NER= NS X RER (B DI
RSN b SBROSHBETHS).

F H W I

FHAIL A IRV ERRMIIE A AR 5 2 & 13 LT
SIS T W28, NIPT 12 b Ik

X

1) HARERm NS, AR T OIS BB
MAEB L OB T 2 W% HiEmRE 2014; 66:
46-51.

2) HAREFS FEHFICBIT BRI - SIS
B 254 FJ 4>, 20114 2 A http;/jams. med.
or/or. jp/guideline /genetics-diagnosis. html

3) MREFRE 10 5 BEFNHRAICET 2
HART A >~ 200348 H www. congre. co. jp/gene/
11guideline. pdf

4) Breathnach FM, Fleming A, Malome FD. The
second trimester genetic sonogram. Am ] Genet
SeminMedGnet 2007; 145C: 62-72.

5) I Ra—7 Ty X UARSH BARNE~ —
B —Hedss 7 baT A S TMAEAERL 1994 4E1 A
5200448 HEFTON) TNV —T— - A7) —=
Y7, RO T FaT AN EZTIHEIIOWTO
JBERFAAT. 2011

6) Monni G, Ibba RM, Zoppi MA. Prenatal genetic
diagnosis through chorionic villus sampling, In Ge-
netic diorders and the fetus, diagnosis, prevention
and treatment (6 th edn), Milunsky ] (ed.), Wiley-
Blackwell, West Sussex, UK, 2010; pp161-193.

7) LoYM, CorbettaN, ChamberlainPF, RaiV, Sar-

i

— A

D 72 2T cell free DNA Z# R4 5 Z & 12
Lo TYMMERE 2 2Wrd 2776 T, MEELS
Wid  ECTIFEEMMA TH S, T L
T, BRI o iR VR R A R AR 1L 1 whole
genome * A L, T &4HE- BN CZ Dz
T BIRIGH L &9 &35 a00hF > C
Wh, EWCIERIEREENE T, 2O R AR
GRS SN DT REMEN S D, F 72
PGD FifT# DOITIRER L 20~25% TH 575, 4
FHABIEE R - AR T NTHA OB S & - T,
W7 2 RFE O ESfFE S T 5. PGD
b Ero AR, 45D bAETEHIC
LR LT THAH I A, I 5 mEE
8 B Rl O &, AT O R
W, B re) YT OLEEITE T E T
KLTWLTHA).

B3~ & EERO R BRI 2 v,
(73

gent IL, Redman CW, Wainscoat JS. Presence of
fetal DNA in maternal plasma and serum. Lancet
1997; 350 (9076): 485-487.

8) Lo YM, Zhang J, Leung TN, Lau TK, Chang
AM, Hjelm NM: Rapid clearance of fetal DNA from
maternal plasma. Am J Hum Genet 1999; 64: 218-
224.

9) Chiu RWK, Chan KCA, Gao Y, Lau VYM, Zheng W,
Leung TY, Foo CHE Xie B, Tsui NBY, Lun FME Zee
BCY, Lau TK, Cantor CR, Lo YMD: Noninvasive
prenatal diagnosis of fetal chromosomal aneuploidy by
massively parallel genomic sequencing of DNA in
maternal plasma. Proceeding of the National Academy
of Sciences of the United States of America 2008; 105:
20458-20463.

10) MaterniT™ PLUS Better results born of beter sci-
ence. http://laboratories.sequenom.com/maternit21plus/
maternit21-plus-better-results-born-better-science

11) ACOG Committee Opinion No. 545. Noninvasive
prenatal testing for fetal aneuploidy. ObstetGynecol
2012; 120: 1532-1534.

12) Nussbaum RL, Mclnnes RR, Willard HE £5 15
HARTRZHT b > 7Y v & b2 7Y VBB Tth ed



A Bl - EEARELO AT 573

EERFEIES X T4 AN - A DA - A v F—F
T aIVHEE 2011; 469-488.

13) Palomaki GE, Deciu C, Kloza EM, Lambert-
Messerlian GM, Haddow JE, Neveux LM, van
den Boom D, Bombard AT, Grody WW, Nelson
SF, Canick JA: DNA sequencing ofmaternal plasma
reliably identifies trisomy 18 and trisomy 13 as well as
Down syndrome: an international collaborative stud-
y. Genet Med 2012; 14: 296-305.

14) T LR C 57 VIESITEIN 5 JE i E 99%, £
An6. FiocHi. W) 2012. 8. 29

15) Bianchi DW, Platt LD, Goldberg JD, Abuhamad
AZ, Sehnert AJ, Rava RP; MatErnal Blood IS Source to
Accurately diagnose fetal aneuploidy (MELISSA)
Study Group. genomewide fetal aneuploidy detection
by maternal plasma DNA screening. ObstetGynecol
2012; 119: 890-901.

16) Norton ME, Brar H, Weiss J, Karimi A, Laurent LC,
CaugheyAb, Rodriquez MH, Williams J, Mitchell ME,
Adair CD, Lee H, Jacobsson B, Tomlinsonb MW,
Oepkes D, Hollemon D, Sparks AB, Oliphant A, Song
K: Non-invasive Chromosomal Evalutaion (NICE)
Study: result of a multicenter prospective cohort
study for detection of fetal trisomy 21 and trisomy 18.
Am J ObstetGynecol 2012; 207: 137. el-8.

17) Nicolaides KH, Syngelaki A, Gil M, Atanasova V,
Markova D: Validation of targeted sequencing of sin-
gle-nucleotide polymorphism for non-invasive prenatal

detection of aneuploidy of chromosomes 13, 18, 21, X,
and Y. PrenatDiagn 2013; 33: 575-579.

18) Handyside AH, Kontogianni EH, Winston RM.
Pregnancies from biopsied human preimplantaion
embryos sexed by Y-specific DNA amplification.
Nature 1990; 344: 768-770.

19) HAFERMG AFHF. AIRATZRICE S 2 fLi%
H AR m AR et (B0E). 201046 H httpy//
WWW. jsog. or. jp/ethic/chakushouzen_20110226. html

20) Moutou C, Goosen V, Coonen E, De Rycke M,
Kokkali G, Renwick P, SenGupta SB, Vesela K,
Traeger-Synodios J. ESHRE PGD consortium data
collection XII : Cycles from January to December 2009
with pregnancy follow-up to October 2010. Hum
Reprod 2014; 29: 880-903.

21) K, A S AR O Jik L EEEE IR
HIFSHT. WL 2012; 66; 1126-1133.

22) McArthur SJ, Leigh D, Marshall JT de Boer KA,
Jansen RP. Pregnancies and live births after trophect-
derm biopsy and preimplantation genetic testing of
human blastocytes. FertilSteril2005; 84: 1628-1636.

23) Fiorentino E Spizzichino L, Bono S, Biricik A,
Kokkali G, Rienzi L, Ubaldi FM Iammarrone E,
Gordon A, Pantos K. PGD for reciprocal and
Robertsonian translocations using array comparative
genomic hybridization. Hum Reprod 2011; 26: 1925-
1935.



574 BEOE AR

— EZE&E7O0714—)
JEJEZE—HE  Yoichiro Fujiwara
FilE - W o M AT AT EGE N T S Be bt - i tm AR R
& JE 1984 4FE3 H RUABIFF LRI RS A,
1984 4F- 4 H  FUHOHE L ERV RS eI AR HEWHMEEE
1988 4F 4 H  BUHBIF VR RN RS it NEFF 2 E SRR
1992 4F 4 EZBEEIRITE e i AFHE
1994 74 F - FUHOHESEEERV RS eI AR -3 E= D T+
1997 44 H - GUHOHE 3L 5-# R b ia NRHE &
2000 4F 4 H BB —AR T Iombe i i ANRHE
2006 4F- 4 H ~Hik
2008 4 5 H ~ HUHS R R S B R#d%
BLFOET © Elm NEHEGE, e AEhEm
T 1. BEEE—L. 7 7 I U TIRAYEDBM L IGHE. EE L IF. 2014;81:435-440
2. BEIEIE—RR. USRI BIT A~ A 375 AV IBPHEDRIRIZ NG oME  H YR GERE
2013; 24: 110-115.
3. BEEIEER. PERRAOVARAL AR, R EE. KRR RIEY v — Uk, 2012; 128-
143




