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Consultant Physician : Nakamichi Sarto
Shin-Koga Clinic, Department of Gynecology
Present Status and Future Perspective of Prenatal Diagnosis in Japan
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DFFIZBITLEFMREDL SIZHET-OTH L. DHPEOHERZINI, Mo L) 2RI
fao7zoh. 77—V b MARTZ IO EREEEZIRD R, DOEOBIR & FE R 2 5B L
THRREZ D [ DOAEOMARIZW - BREZE T2 28N ] LET 2852 HARRE A Y 1))
YRV ANBRL 20T, BEILTWEE

Z b2 b O EOH S LEEO R M 2 & — Mk 2 dit GEEIRHHE) ([JIEBWICER 722, FEERE
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HOLEEDLENEGOEELRTGET LI LIORNDL EDBEN D L. BHEME~ — A MEDFERIZDOW
T, BRBEOMTHMEOEBOIGIZOVTOFFMAKE L HHNTVDZ Ehs, EAIZHREIZT L
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4 H D NIPT DS b KA M AOFEW TH 5. 1993 4E, &% Chinese K5 ® Denis Lo 5413, 478
SNTBHRIMEE R I E O 2 I RAL L 726 R HIR O DNA 2 10% FREFET 5 2 &2 Rl L 7-.
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5. Massively Parallel Sequencing Method (MPS %)

Chiu RWK 5¥ O3C#kA 55 H L THMAT 2 (K2). NIPT itk F7 ) AE#ESEIC L CTE-OK
L L 7z BHRIMAEH 0> DNA % WEHNIE, BOFAT Y Ho Y — )b & e TRl etk Lo LB
(G AREEDEE SN T W5 36 Hidk) % HAIS L O T Massively Parallel Sequencing Method (MPS
%) EMENA. 177 Y RTHET~TREEMDE - DNA 25503 5 2 £ 23T & 5. B4 shot gun 7
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LT A OWH %A I, FOEERGIS e b AERERE L TZEORA A H T 5 Gt
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H7v  L7zW R 2B Ve R R R 2 X T & 2 AR IR B S5 VIEDYE, IR H
R 21 FHOAROW R TS, 1.5/I2HMT 2133 ThH 5. FOMIFRNZ DNA B =0&E % Bt
LTI 5 D Z score EMFIEN DAL CTHZ (M 3). WISV I RZEMHEORD I T, e D
T = & D E D SR ZEME S IR N T A 255l T 5 HETH S, TNTNOGmRII~Yy T &
NHRER LB OB > M a3, £ L TREHIR L TR ON7ZREA NI LT % Chr N & LT
FENL, Bz 20 FROMKOLEITIE, 21 FHAOMAEEEOHEE (% Chr2l DNA) 1, # chr2l DNA
fragments + # total DNA TEENS. H5H 7 A O 21 FYgeta ko Z-score I&, Z-score=(A)-(M)
/(D) TRDEND. T T(A)IE, 21 FREMFIFFRNZ DNA Th O%lE = %Chr2l, (M)iF, 2> b
0= VOEZEDOIEFT > TV TO 21 FHMOAEOEEOTHME, SD L, EERETH L. BIEICREME
DYAARD 7 score 1%, FetrfRIEHEIEIE euploid fetus (HMBTRIER A-D) OFIR X H & BEMRKIE
aneuploid fetus (EFI E-H) OHARTI N &L 42 5.

6. EFEMERTT—2DERE (Validation Data)

Palomaki 594321, 18, 13 HYtafhd Bi 12 oW Tk S 7 T v — % F TN 2 47 o 722 i
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1 EH OB TR 2 2o 72EBA 110 Bl V), FREE O T 93 BIOFENT I L7z, 2 O
2B L7217 Bl 2 EATASEE . L CHRE RIS 2 Do 728512 0.9%, 35 L7z, 2F 0D 99.1% 0~
TNV RE CH - 72 EBEDOH S EEFAL T 5.

7. HIROHCREZEB T 2EMEHY I TOEEN
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FEULIKEE (98.6%), HFEEE (99.8%) #»5H U THRakmh=E, "M )AL u—1) AL TR
RAEDTHL. Plek1BLOR2IIBETTHHT .
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DNA fragments in
maternal plasma

Sequence
counting
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2 Massively Parallel Sequencing Method (MPS i)

TR P ICFFAET 2 868 DNA WP % BBk b7 AT
MEBELT, TOWMAPHERTL2HREELZHEEL TREFIL
\Z DNA i #xH o~ b1 5.

Z-score 2score

Zscorek IX. BROT SN FHB I SEEREFES
ENTLOLEFIRY Dhik.
B CRIRF—F 1 —yhk Standard Units J&HLV5,

Z-score = (BENVUM—EETY)/(ESEERE)

v e N & oo = BB

BV ITNAD21B R BUDZ-scoreF RIS,
YT LAIZE T 5218 REERICHEE LDNAKTH ORI (A
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AVFE—LOZHOEEY LTI TOUNEEEEROD SO FHEM)TEER
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YT IWADZ-score = (A)-(M)/(SD)
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sHLELE (Z score)

. RKEZEEFCHET HERO27MERTRMO T 50K~ MNAR.
)’ ClinicalTrials.gov NCT00877292

. EREETOEZSELCEELTREO2OFORE LI —~EfT.
P a66atikEIRR,
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HIZE198slE R R ELT
. 213, 187 . BHELEAOWMEFEDITDVTRIER S —H T H—%F RV THRH.
. DHREREFKEBARBEDORERZBEL. SHBELRE.

Subjects BREDOXR N RIITR
212 Down syndrome OB EIIR
62 Trisomy 18 QFBHEREHEDRERE - RIEE
286 { 12 Trisomy 13 QBEEBRATIRILR
1702 Euploid @mFI—h—BECIRILR

1988 TOTAL
Palomaki et al. Genet Med, 2012
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7, BRI L) IS8 AR R ERIRIZ L 724) 2B B kR
Yo URE YT VRE it o E FEYT VI it
oA R 1k 197 8 205 A 986 1,998 2,984
I 3 3,792 3,795 TR Ra s 14 997,002 997,016
200 3.800 4,000 1,000 999,000 1,000,000
A s 197/205 = 96% Rt 986/2,984 = 33%

ERGR MG~ — HE, BHEWAT R & OER %, T74bH 20 Nic—ADS, BETLE V-9
I A 7 BETIE, Btryher (MR itkns & Ve L4 55R) 1%, 96% 1275 (81). —J DS
HAERAS 1,000 A4720 1 Ao —1) 27 BT, ZOmHhEiE, 33% &< &2 (¥2). NIPT TiZ,
INA ) A7 BRI IUSBETER R 80% FEEE 7278, — MR 2 3t RIC UL E o BRI, 30%
BELKL RS,

— I REDNE T IUSEERAEIX S Y VIETE VRSB WE S AL, BUHENERNICEL kb L
EF SN OTEIRE L ZT A RERIMET 5 & FHEEINS. L LboETIE, HERKREEEE
2T BUEIE S CNE TG IZ A o 7272 O F KA & 2T 58 E T LAMMT 5, £EXbN5.

4alo NIPT 1%, 21, 18, 13 FHMfk%r ¥ —7 v MILMETH 5. ZoOMoOGmREE M TE
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T CREREIZ 72 > T\ 5 Cell and Genetic Laboratory fhid, % 41 77 L0077 4 ~NEfL S &, B
WOBRERBER TRML, 72 7 OBETHRESH THRELXIT O —CAZHB L. 4% 29 L7cHE
EEFD, KA AOERGTIHBICPEST 57259, 29 LBEEERID R L S HEEE R Tt
I TCEDLBERITIFOHCHIES D THEIZR S, Sequenom #1125 & &, 4EWIZDH Natera fL%°
Ariosa #tAYNIPT 229 2 2 L1274 5. SR LWIBHEFFGE L2 L1242, BEOHMIX
(¥210,000) &&FLZH, WFIUMEHBHEDSE ) LU TIC L LORGTOH 5.
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ThROBER 2600 HOLRIA 2 ) ==V T o Zf Tnb I Lk b, ZONFUIEMR 3 112
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£33 KETITDONTWAHAER A7) — =2 Z7OKEE (Courtesy of Prof. Diana
Bianchi Mother Infant Research Institute Tufts Medical Center)
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Lo THETL2DOTIEL VD, LWV ol ARNERELRBHTH S,
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MEHEDOERFE LTCHREIEEZ R L Twa (X8). Tollifiix, T SI2bAED DS HiA s & FHi L
TW5b,

11. DSERRREDiaHE

BAERZWIIEEAEE 5> TV 5 —F T DS BROEEDOIFE D #d 5N T 5. Bianchi 5”13, DS
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X G R EOBRFPHEEIC2HERICZOZ2WVWEIIIEHC 2L TIEFOMBIEEZRL TV 2HEEF%
T MAEBEHO O E OFMIIGICIEA L7722 25 21 HFROAKROR G I -2 BRI L2 0T, M
JZ BT LRGN —V OREEBIETAEHEDRH LT 2R L TWD, ¥ VEERICHTT LMkt
BEWTFEDMER, &7 VIEBERICH T2 HOFERICHHIZOZ ENPFEN TV DS,

DL RO RRDS, RN S N RETE OWRFICEN SN S L) IX 2 T RIS
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