g 4L ERESERLIEETF N 5ES
FrizsE6 A1 8 S

B XIVR EmfaEBsges ZH

B2l B THBEOHFLVWER
— AR E OB D —

¥k 2 84 5 A

HAEMS AmmERRS


ONJRW
スタンプ





SRk 28 4 5 A

H A &l =
=k MAE £ R K

EBXIVIRAEMmMEIRRES
R EH A BB

MmPEARR AT, FRk 2T 1 A 7 HEMEDSE 1 ERREICB W T, &k
L0 EE2H - B rEEOT LUWER —AmGEoONIGNb —] & Ok

FEE%%V}i L/7Lio

H

Iz TRRETIE, 2HEMICO Y SERFEZENR, 2 2ICZ DR

ARV BEOELZOT, THWEH L LT ET,



HAEMSs HXIVR Ao mBEBRRS

JAE & S/ HAREZR2EK
EI R O Eo— FURR IR = Rl 2= =
% B i W B — HHERFEFR

4 P/ N AR I R EE AT 2 &
Z NN NG T R IRERT 2 &
" B AT R R RIS 2R

] N itk R e
I Rk i HEHRREMESS
Z mom oS B At B K 52 K 52 e 1 977 R I 22 B I R 8 A [ 52 5

HiZ LR R PR BR2 R
" W & kR R MIFE B
" O & Ot BINKRPZEZREBET - THIEFHEEZRE
18N R 21 “2F O 8 s Bt i s - 2 el =
Z 5w KB HIREMR2E
" Y L EERFEHRS
R RFA G B SE R R BT A
[ZRE 7 S VY TS
" Z N R BRR 52 R A e B R R AT T
8 R SBT3 D4 7 4 OFT G A A%
(ZB : L+&IH)

I

HEE B M E L - BAREMSS 5
I BOSE o = L - BAREMSSE
I %5 — B L - BAREMESSE

$

FTP—— fim A ER H =R WA 22 50 &

I KA W H E it R B
WERH E N 1, WRORFER ST R R Bis 1 - e
B 2 —R/eiREE R v X — - En T
TRIRBH T o B 2%
FRRUAT ST 55 U Bt PE i AN B
/4 WRKFET ) AER ISR

=

I

ST
m
o N
el

!/

r:F



I fﬁfﬁ% Lﬁ&é fé\ﬁ .................................................

1. ExymEorE 2
2. BEWwots 3
3. HAERMPZE 3

4

. BT R 4

I DODAREICEIT A NIPT OHLR oo

. NIPT G878 &kl EEM O 34 H 15
. NIPT., FARREOEBREDSE 15

1. NIPT &% 8

2. NIPT Efi DHE#KE 9

3. NIPT 58 & & &kl L E MG 60 14 11
4. NIPT @REBEHIEEHNO 24 H 13

5

6

I E=FREA & A fm B

(. DTC (Direct-to-Consumer) Efx FRA&] e
.o 17

ERIZB T 5 BEFHRA 18

D HEERICBITLERTFBRA 20

.l RE 23

s

I\ ﬂ?ﬁ‘])\ 13%15&@@@4’&1/\ Fﬁg'a—%)ﬁi O)@Jm ...................
1. EME AN HRREEOME 27
2. WIEME NG HRERF#EIL &R - [R5 29



V ﬁ{ﬁ%/vﬁfg&é f‘*ﬁ ................................................
BinipEOa 7 b 34

C ORI B AR IR & ARG I SR P B AR IR 34

AR TR OREL T oM 35

R REBICHTDERT 37

e R8s FiEREFERBRETHBR 38

S o kW N

B

N

7 AEREN O MR L AEFEM D RV E R IR O A EEME 38



T C Iz

AAREMSE XIVRAEMMEBREO T —~ %, B T2Z2H - 8
THEBOFLWER - EmmBEONENL -] ThHdH, TEICBITD
T LT EIROE L WESREZRBL T, Bix izl - Bz FIRED
ARG O®E b 2K L CWb, Bis 20 - 8 1 iR#EICH
fé?ﬁ%@@ﬂ%bfﬁ\%%@Eﬁ@%ﬁ%mﬁﬁxmmf ~
ELTIWMY b TEY, KBRS TIER LT —~ & A fm 2 o8l A
Mo, HMFO T2 b0 ZEREZFRVWREALER L., TOMRE E
i,

BRETHREICIE., TOLNEBEMICHA IR BEFZHRAE &K
MROBETZRETI2EBEFREOHWE N & 22, A fm B o8 S
WO DL, EELTHIZFOELBFHNRAETH 5,

BEFIREL, ZO/BREBIARAANLET TR, BE, FHRICHIES
BRI 22006, AN, DOIVEREFEORENLETHY, £O
OIIZBEID ) VT OERPBO CTEHERILEEZZDODEHRD
T H R LT,

Fo, BEFIMEIIHAEMBZE E DERICEEL THY ., £0O A
WAL THOARZHR TITIEERHEAO 1 5L LTHRY EiF,

SHIZ, A RRELELEOBESRBEORBELRDL LB+
FHEEN, ZOMECO W ThimM&k LT,

B FHBRICE L T, BUE, KMz 0808 AR TD
NTWLIR, ZOHEATbELLEMKEEZAMNELELDOTHD Z &N
5. EM MBI bW DOBE X ERT ., kK, T LAREED
B AL EINICx L TIiThbild ko2 2 &b TRI L.
ZORICEFIESEnEmmBEOMENRERINGELZ AR LT,

RKERN ABOERET2W -BETIREOHTERIEBICE W T,
FO—LhniZE{HETH D,



I B2 Wr & 4o

AARESS ERICBIT2EEFHMBE - Z28ICBEAT 204 K74

VIV ACE, BEEROEELE LT, ko THEREHILTWD,
EEEL LR WD &
Mix&EMT—HEFINLTND Z &,
iM% BIFRIC & 2 Bk OB LRGN A EME2MERTT
MTExnZ &,
FERFEMREE FRFRMICHIET 2 AEEIZIZEAERVWE, Eis
TERZALTEY, TOZERZRENRITEZDAREED H D
F) OZWIRTEL25608065Z L,
FIET HHICHROBIELZIFEREICTH I 2N TE 55

ENDHDH L,
HAERZHICR A TCE2HBAER"H D Z &,
RO HE I, T B X OgRE O mzE IS

AR R b7 SN REERD DT &,

AETE, BEBEREZHOLNICTI2EBEFZHBRE - ZHICB VW TAE
ﬂﬂfﬁﬁ@@ﬁﬁlﬁﬁ‘%%ﬁﬁ—&%$m DV TIH XTI,

1. BEHBREOCRE

BRERERDICHEO LW ANICH LT, BEEFHBREICONT
+ o ATV FlRE Y A7 PT@+\ETm%ﬁT#%ﬁ
HFEVNH T LT, WMEIIREAMETECRY, LrL, homEE
DOFNZIE D=0, BEERRERADICHELZHET LA DEBIRFHRE %
EHLELS ET LA . MENRELZZRETOILENS D, £70,
FRANIZ 72 o T D RIET DGRBS SN TV WE— #1575 &
IZBWT, BIEVAZ70H5FEL LG E LIERIERZEIZONT
T, MBBRO LD TIEHRLS, FELDBMEAELZ T LH0E S 0 ER
NCTEDLEENEZER/THIET.BELEDLIRETHILIEEZLNT VD



IHhiE, FELORRODBEREMEZRSRVEIIZE WD B2
S, TOEINE, WERERICBT 2R AN WG AITIE, @,
INRHNCREZIT ) RXRETIEARWES, RN AFTERL LG AR L,
INRHNZHREZITOMER D256 0BEFHBREICOVNTIE, +4
BRBEA TR T EATO L EFRIMRIC, BEFHRE O FE & B
B N T,

2. BofEHoiLH

MmME&EITEEHERELEALTVWLIDOT, BB FREOES, @
BEDOILO— NOBBHERPFA LIS NTZSA., thomixE o %
JEV A7 PHONZRDIGEND D, BimE (FBIEE) 2. MmixEH
THREET L L E2EL, MERERETOHEREZMD Z LITHOVWTH
BELTVWDOHAIE., FFICHBEITAE LRV, BE N M&EE ~ O #
RBEZHEDLGSG. EREZFILEOI > ITHIET AT DO THAS H 2
HAREZETA T4 ICFKRO LIRS LTS,

(R OZ MRS RS M fxE ORFEEBRICKLDL, TOF®HRR LI
FXED R THRHRBICHERDT DI ENTERNEEZSZILNDIGAIC
F, R EFCHRT 22 0EZEIND, TOBR, EARADR
BEB-obicmBESZICHRT 2 ZENFATH D, BIFHIC, #
BMEORBENEOLNRVKRW T Th o TH MEEORFRE LT 5
BANPOMBEE~ORRRZTEZET L2561 52, ZO5EA
DML fxHE FE~DBRRIZ DWW T, #8242 EATO B ol Tixe <,
UHREREBEAOMMEEZESICHE LR EOFIENLETH D, |

3. HAMZH
HARZHOMBAREICONT, BARER W AR TiX, A&
AICITON 2 BREFHHREL L OZWICE T 2 A (2013) O H T,
THAEMICITOL 2 BEFHRERS LOZEICE. BEOAGIZHD
DOHEMBLIUOMANICHET RS ZLOREREENTEY | &
BTFOEICESSHER - FWESCEBEZ AOZHEMEE UTHGEL,



ZTOLRMELMEMAZBEHETLILATHODILPNERE)] THLZ L x
w . Ebi, ERmMAERAVWEHFLCEAEARE RN RAE

(Non-Invasive Prenatal genetic Testing ; NIPT) 2>\ Tix, K
i Z W78 LW H AT B R ER B AICE I 2 E# (2013) o H T,
THAERTZWZ1T 5 2 LIk MERXTHIADEEO M A % PR
L.OWICIEHEELZATLHIEOEZ LN EMOBELLEET DI LI
N DEDOREND D, FOMME S ISR & V728 L AR
BEFIBRENIRS E LT 5L REERBERFTRIEOHADH R, =56
TR B AT 2B T H5EOEMOBESEDRMBY Ry &3
WLTWD,

Afn OB A FTEE & T 5 AT WA E T D B o ME— o fi BEAY AR
WX, Y FEHFOHCREMOBEERETH D, 4 FH N0 R M
MO DEIORVIREET, BOWREEIT ) 2DIZiE, R BEED
Dot U TR EBINRITNIER S RN,

EEMRRE & LT, HAEMBZWIZEL ) —2MELWIHERD 5,
ERNEELRERERBICBBEL VWD LEOBEREGELNEZSHE. A
THESAMEZIT ) ZENBEINFTLIN, BETH LN E D0 EiENR
EOLXOWCHBLEL I WO TTHD, BHEEOHWITEET
FWVWonr, 250V EHLIBE, 22K TOAEENLELRON, BE
WAL ) DT B O BRIV, BIROEHRNPESICTA
FCELIMRAEZEZCTEBY  HAERZEOMEBAFREIZONWT, 5%,
FEmAED TV BER D 5,

4. BT R

BTy — AR, BT ) L= A, A 70T LA Y
B ARENT 72 EOMERMAT FIERILSAHNWLONLREREZI X TV D,
RO OMEE, BUOBEMEZTRZ2D T 7 AMERPHAL NS
HTENRDHY, —ITEFREBIFT R (incidental findings ; IFs) & M (X
NTWo, BERNFTREZED X SITWI MITHO VT, mMDHER & m
HBRVWTWDHER., BLOMAYEEHIZ L > TOREDNR L fmBLAYHR



MEED 5% EBAREBLEOSE T, %1 ACMG KUY —AF— kAL b

KELMBEIZ/Ro> T B 8END 15 M I 35 1 A%
Az VEFL N A BN B R E 5 B

B Li-Fraumeni JiE & #
Peutz-Jeghers JiE {5 i
K EH B KB AE - 4 ) LS Lynch 1 :
FHEERBARY R—3v &
( American College of Medical T O DRARPER Y K — 2
von Hippel-Lindau JE f& &
: : . % 3N oy W E 5 E 1 B
Genetics and Genomics ; ACMG) % M 2 D A 2
- . S 8 e S O R R AR S A
DU —F% 7 7 )—T71%, 2013 4E 3 STEN i 08 B i 2
- . . 8 RS 23 A e i
HiZ, RO TERSNDZ =7 Y 1 18, £ L B
. . _ i 1 4 AL L
— LENTICB T, ENBNERERET WT1 i Wilms [E 15
) o 6 A W 9 2 )
RThoThH, REBICZOMREZ
B o 7 92 B 47
Fﬂlﬁﬂ_\‘ﬁ"\v% 24 %;‘%\ 56 Jié%'fz\‘% ff/.l} Ehlers-Danlos 4 & ¥ 2 Y
Marfan JE i€ 5
£ L2, D5 IR KR - i 3 00
O =B VR B A E
EAKEHE LTI, BEELRA 8 R 5 5 5
QT I & A 5 B
PR HL A IE B (HBOC) 72 & 0 i f5 RIHEF = L 57 0 — i

MEREYE (16 2 H) . Marfan JEERE AR R

5= MR B S D) 4 PR Ba KE KBS - & £%E (ACMG) *C‘{j\
CRASPE R & ORWBRETRE S nncrr b7 A,

(7 ) 35 & OB BUE 20 2 % %ﬁi:i’ﬁ%ilmfﬁiﬁﬁiﬁ?i
nTWng (£1) ERERBAREIT) RETH D E LT,
INLORE - BETEZ. ZERPIHALNCREHEICIE., BER
W<, FEHBREVWES ZORBICHEET 2L, BLUZHaIk
e, BRIE - PHERDHY, &I > THEEORXY v |
MWD eEhb, ZRO—REL TIToNTET Y Y — ABFTIZHEWT
., ThoDFHREEBREICHRET RETHLELTWD,
—H, BETRERLELT, FTaRA/AETFOA TS > Y,
il % DBARTERNFEROFIEILE O X O IR T 50 % U ik
CHBT D 2 L IRNEETH D,
— AN ERNRBLE LA ) =T HRAEAELE L TITo 2B A I,
BHREZ, ERMEOE, ME-TLZLREODAOMENAEL S
ARETEDN B D,
B DOHEBHEI R SN TR,



AN FIE DR B OMAEZ /N EIICIT > HE ORIEDN + 45 T
R, BRMBEEOY ATZBBELY, FEDLO/KO A CIREME
NEEINDLIRETH D,
BA~DELLBICANILVATT VAT A~OEEE ([EHE %2R
NERODITDHZ &, AELRERE, ERMESHE) bERET D
VEND B,

MBI R OB P IZE LT, FZE LR TIIRES R D, b
HORKDOBEBWIER TR EREZEBERTH2HOTHY, HWd HIEIZ
LFOVRRCHMIRDBICERTRINRDIZENETHY ., BREFIESNE
B RT 22 EZAifBICL TR, —F T, BRIKRTIX, ML L)
ETRBOMM BTN ZEEZHMICLTEBY ., BREEMHRHEICH
R A EEREICLTND, LR - T, LK ZIE U XIRT
B> ZEFEANICIRETHS, LrL, DREIIBWTIX, &
BFHIREDO —HITMEL LTITORATWDS WS EERH DL, LI
WoT, MEEERARZAMICKI L TENENOX KR EPMIZ LT L
LTH, BEMFTROBMOVFLVOMENELD ZEEEEICANTE
SHERD D,

‘e 7 A Bin FMATAFRICE T o mBLfRE ) (CUE R EA -
JEA G - RRIEPFEER) TIX R 256 4 2 A IR W IE SN2 ERIC,
Mo T BB DI EiFoh, BREROBRROEA OH O
AMATE LT, 20 L) ICii#fics TV,

&2 MWEOPFTAORTRICET S EITE T 5 MH]

MEBEEEIT, e b7/ o BETFHBTEOBRIZCEO THAITHAEL T
WhhoBEFROMLEEOAMICERLEEL 5 2 5B FE A
(incidental findings) NHE A INTHAICB T 2 BEHEHROMRICET 24
oW Tb Mt 2T, #HEXINEEELOA T+ —L F a3y
FEZTHEICIE., ZoH#EBP L, B2z HE2XL08052 LT 5,




ACMG OKRY v —AF— A2 h& & o FIC, EEEAIICEI 0 PT
RIZOWTOFEBPBREEZI - TS, bAEIICBW T, WK &
WM T L EPRNERGEbHLZ LD, SHICMER
BHIZLTWD, PHRETERER -7/ 2EREZERIE TV
DX, BRERMUFTROBMYFLNIZHONT, TAHATITETTIERL,
ITBHESS BT REZEZD T, SEIERBALOMRHFF L, #E K
FEEHEIT> TS BERD D,

[ SCik]

D) AAREYRERICBT DBEFNRAE - SWICET 204 F7 422011 4 2 1.
http://jams.med.or.jp/guideline/genetics-diagnosis.html

2) Green RC et al: ACMG Recommendations for Reporting of Incidental
Findings in Clinical Exome and Genome Sequencing. Genet Med. 2013;
15(7):565-574.

3) Burke W, et al' Recommendations for returning genomic incidental find
ings? We need to talk! Genet Med. 2013; 15(11):854-9.

4) Megan Allyse and Marsha Michie: Not-so-incidental findings: the ACMG
recommendations on the reporting of incidental findings in clinical whole
genome and whole exome sequencing. Trends Biotechnol, 2013;31(8):439

-41.



I HAEICKIT ANIPTOBH R

Rk 244 8 A 29 HOF MO 1 IS MEimE X v o iEdl] &
WO RERABLE, THE 99% ] LW T -7, NIPT & &
NDZoZMiEZ, TERE THM], TRELZzHnWe] RESFES
FREMBOOVWIZHARBEBTHRINDGA, HiX, BEOREMZZIT & W
IREORLVWET, WRBECTHEORE ZERP IR T 2, [
MJﬁ%ﬁ%T%éo:@E%RZ\M$WQWEW5@%%ﬁEE
DHEEHEHEDLZ L LT,

Bz, BARERMARFSZIZICD, BHET 5 %513 NIPT %
WMANT DI ZTOEHZE LD NIPT % EHi 3 5 f
ik B E BT H L L, AAEFSHATSEE LRSS TE @%
BERE - ) M ZEB SO T, Fl 254 4 A L0 EM LKL,

ARETIL, £3 NIPT 243 2 158K & ORI fiii, Fpk 25 4
BROWR 26 4FE 2 FM OEMRBAZ O TR, S HITA5 %O HAE
AizlrodH o FizonwTik%,

1. NIPT ¢&ix
EFOESITHEWV, HAERNIC TFERNORIEOIREZZ W3 25 AT
”m&m#ﬁibf%fw —EOEBIZOWTIX., HARTZ WA

b EICHARIICTFERNOREICXH LT, FixmAEBEHoFmAER]
SLTHETDLZZELAHRELER > TS, LM LAERL, IREOXS
ERBLIRWERPZEFIZONTIE, HAEMZEZITS Z LI2LD .
fEERXTFH SR EOHELHERL, D VWIZIEEELZAT LIEHEDOE
XDOMHERMEMOBELZIBET DI LIZORDBDEDBREND D,

NIPT %, R M AE I HFTES 5 85 W H 2k D cell-free DNA % - {K H
KD DNA Wrh & &bl —27 2 2T 52 LIk KYa
BIZHKT 5 DNAMAOEDOEZRZRO TENLLOHENLS, KR
DYEAEDOBEHEEOZMICHERDIT 2D TH DL, BIEDFREDYR
BRICHOEE RN 256, TOREGIKICHKT 2 DNA BMrho&D



BHREORWVGEAREEOERIITLS T M TH LN, T+ 5 DNA
Wrh o&Z2 KRBT DT LI, BRRTE OFEIZ XD EW
METARERD, BIELVRETEARBIN TV D ENIZ., KD
LOREOREHER (13F., 18F. 21 %) IHTIHI2HDTH D,

L2Lenb, 2ab 3 00RGEDOKEEF I, HAERMICZHZ
ITol-E LThH, FNBBEIZORDLDITTIIR VW, ZOMfMHEI %
HHIC NIPT DA< T L+ 25 &, QR EBn R nIE ot Ao dkk,
SOOI ERBENRE LR T 2EDOEMOBTESE DB Y A
[

ZOXOREROT, LT LS Zdim e R RKIZ, NIPT (Zhon
EHicEBEANI T,

2. NIPT EEDHE &K E »

NIPT XM b OBRIMOAIZE > TiITbN DR RETH D 2
ENS . EES NIPT 2% 752 L OERSL, REAKREOMKIZ O
THohB#Bzfl-r20wEERENMTONDIBETNRND D, R, B
BERENEEN RO TR, MEOEEIZIZTEAREREDOREL
PEOMEPVELRDZE~ODHBERIR+ 7 E £, HMmA NIPT O
MRAMENR O EBRML TITEIT 52 &0, BE#SRIThiE2
b7y, F72 NIPT 28, £ DOfifE I 1T, NEFESE DM I % %t 5
ELTY AR Y == 7L TiThbNbdZ b, GFE L 20,

— 7, NIPT i ZZDORMEMAHFERBD TEHWVWI &b, BEEED
MEMNREZEBHT L2 EE2AEETIATHERETHD Z L HHE
Thod, k., FAREFORBLZMAEIMELZZIT CVIERIZE -
T, FANC NIPT 2% 175 2 L1, REZEOSBEAELZ T2 0ENE
B+ 2720 OEBELME L 225,

INLDOEEEETHE. ERICKH L, BIKERFOMEM AT
HHEN SR EREE ST AL, MAEORKZICIT > 2 LA, NIPT
AETDHOZXTHEATHD, £ T, NIPT % FEhi4 5 s D E A
RO IICED bR,



@

EHICHKBEREFZOMME EERDIERRE AT 2 Em AR
fE e /NP EMENZOHFICHE#HES L THEBEL B, 2
DIl b =K BREBRHEMEOCER L ET 5, EAl
UNDOBEBIZCET 2HME (REEBI Y 2T —RBEREEH
M) BEELTVWLIZEREEND,
ARZRIZBNWT,BRICHETH2HEMZEIROZERIFRITH
nTwnb,

A EAT AT & MATZIS ., T 2 W &2 i TR I b 9~ 5 B s
vtV ETORKEINEZ N TV D,

RARAT % QIR IRF MBI E 2 Bl ICB W THIT D 2 & 0N Al e
ThO., OBV PNHARETH D,
REELMEIREPEERREZEYICIT ZENHAETH D,
RARATHR S X OEEMNRERITEZED RIS T 28T Y
vV U7 REEATORHEEZ TS,

HAZORB LXOERBICH T HEERESTF T 2 ETE 50, £
XM FTRE Ao fE i & B I E T S RH 2 X TV D,

ERi R E R DT, RKOFHEHOWTNUNICHEATIELEED D

iz,

O REBEERET, BRI EAEERT 263 25 /RS R

ISNhi=F&,

@ BRME~—F—M&ET, MESREOEREWERY 2463 5 /et

DREINTH,

@ REAKRHENBEZzETLIRZERLIEZBEEDH S H,
@ mFE TR O H,
® MBHOWNWT LR HHEH o N—FY Vi EZ AL TWT, KREHR

13 U YI—F721F21 M)V YI—CRBAEMERNRBINDE,

Z DX Ay, NIPT FE il o i~ DO B, & L OV i % o f Al R
WZOWTOIEE~DHRFICONTH, AT XREARNERFEHITBNT,
AEANCBE S iz,

F 72, NIPT ZEHMEfaR 2625 b7z Mk ik iR 2 v THERERICHRAE 2

10



TOMESHIZH LTI, MEOKEFRORRSLEMT — &% 0 FE i
EFEG ~OM R, MAOERESCINY E XL FEoRR, @ ANE
WARE DMK R D B LT,

PEI@ AN BHE R 2%k L CiX, NIPT (22T, i b (28 18 1 1 0
SHDMEE RN, b LLEEAS NIPT BT 20H 2RO =54
(2%, FREZRHIPH CRLAI L7 5 2 C, REBREMZX CREZZ T DN
LEWOEREEMET L L AESTH L L, FAFIC, NIPT % 42
LSO D DILHEY) TRNWE LT D,

3. NIPT REXRGH EERBRBIO D 14

WE SN NIPT (BT 24580 T Ak 25 4F 4 H D 38 78 & S 1l
EoOEMANB ST,

HilEE B AR M W) 1T, 15 MERR N EMMERR & LRI N, D 15 fE
RO E R AT, R, BRI RIRIES T2 2 Mk
eviEiE, AFR. BWRE, ARNE, RHBR, R, B®EE. @i
B, RIGERN™ZN TN 1 Thoiz, FRk 25 FEH (FAk 25 4 4
H~TFpi 2644 3 ) b#EROES ik D ORGENREE, #ED
D OFE RGBS NEELENIT 6 BB LT, Rk 25 £ ORI IZEE
BT RE S NIRRT 14, FEE OB ITRIE & 2 B S T i ek
X 12 TH O FEE RO TR 26 4 3 A KA T, BEkEak O AT 41
Ehpotn, BEMEROSAIX, B0 12 #EMFIROIE NS, HER,
TR, REER, RER, MR, EBR, FIR, BRER, Kok
D9 BB o T,

Rk 25 FE 1 FEMOREOBGEHE» O BRE S NTEERLEER 3.4
2R,

1 M NIPT icmif 7z 8ia v ot 7 s ic ikl 8,631
AT, 2095, 8,016 ANBNEEIZ NIPT #%1) 7=, NIPT % i 1F O
WL, 95.9% D EmFEM Ch oz, Bl v v ) 7 22T -%kIC,
FRRIZ NIPT #5202l O 1T 92.9% TH 5 . & F i % ik &
T 500w T 93.3% TH D DITxt L, RHKRIIIE~ — U — A OR R %

H

11



£ 3 550 NIPT i i Bl iZ & 7= NIPT % fii i 5 (SFERk 25 45 %)
; . @ ifn. i . @EFER | ®o N — N
e ) 7 N

NIPT i bt OBEWE | S, | OB g N & it
Wheh vt U v s K 133 26 228 8,239 5 8,631
NIPT 5 fi f4 % 109 16 199 7,688 4 8016
(3 I Bl b =) (1.4%) (0.2%) (2.5%) (95.9%) (0.05%) ’
iﬁ'fﬁﬁ '7 :/‘E U :/ 7\‘1:'3 0, 0, 0, 0, 0, 0,
NIPT 2 i s 82.0% 61.5% 87.3% 93.3% 80.0% 92.9%
bR e iy A ) BN/ A |
NIPT 35 % b & % 24 10 29 551 1 615
[ A A I AR
o b 15 ] 5 16 8 22 409 1 456
P N 17 > »
;iig%;é/t R 12.0% 30.8% 9.6% 5.0% 20.0% 5.3%
B Pk E K 20 1 4 125 0 150
Y 89 15 195 7,559 4 7,862
B M % (NIPT 5% 4T i ) 18.3% 6.3% 2.0% 1.6% 0% 1.9%
5 ODMISIZKRD ERBY THDH, OBREBERRET, BESEOQEMMET 2 AT 5 JREMEN R
washz®H., ORKMmE~— T —KRET, BRI REAKREMWETEF T2 RENRBINTZH.

QKRB RFE 26T IREZTRLEEEDOD 28, @EER
Bpflo N— F Y UEREAE A L TV T,

EhDHE, (
G

(AAEY2 T8 T -#E-ta

OB v N

MITHR O F . @MW H O WT B
B2 13 Y /“*iﬁiZl MUY I—L25H
I B ZEES TR 2 H vz ARG

2 fEpk) (http://jams.med.or.jp/rinshobukai_ghs/implementation-report_h25.pdf)

e P 28 7R
M % R

x4 NIPT#HMELCEBEI Y v U7 2% 070D I B
FOK G AR A % 2 72 a o fEFE LR (CF Rk 25 4R )
NIPT i omrw | MW oy | PETH | O0 &t
2K Yo 0K B A S i 5K 25 3 11 256 0 295
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B 1k R 76.0% 0% 36.4% 39.1% 0% 41.7%
I W5 Ak foe 3 0 0 0 5 0 5
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By RN N 6 3 7 156 0 172
5 ODOHMISIEIRDELEY ThHD, OBEBEERBRECT, BMENEEAKKNWEST 2/ T 2 /EMENR
BEnNZHE, OBAKME~— T —BECT, FEASAROKRKOREZ2AHT oA EERRBINTZE.
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IhodE, (BAREYSR
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RGO AR A 2 2 R IE 295 Bl Y, TDH b o 131 Fili
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FRTWVWD, FERPEEEREOEMERIT 41.7% Th o723, BE KK
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M, FETCILFEREOEBRETHEONTEBEOREESREZ b & I2, IR
hitz RN L2 &IcR D,

4. NIPTRERGEGEERD 248

24 H Ok 26 - Rk 26 4 4 A ~ Rk 274 3 H) 121, 4 [
WEBRSH DI, I 9 EEVREEZIT,. FERO R
FFREL 50 LR o o B I B I N MRIITW A ROEER R & |
Bokfiak 2 A4 2 ENFRITEET 22 Lo T,

Wk 26 1TEM O R E OB &R O ME SN AL KRS T
5 ﬂ?ﬁizsﬁlﬂiﬁfﬁf 50 Mgk 1 49 fEFk 2 DA NEH I T W
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K5 5250 NIPT @@ Bz A 7= NIPT i 5 5 (SFRk 26 4F B 8 e #5)

. ; @ i 1% s @EFh | ®r N — .

L 7 AE

NIPT i i OF =21 —— @ BETE e Ny & &t
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NIPT 3£ i %k 210 17 219 11,208 6 11.660
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NIPT CTHEtEDORE R G 7o, NIPT BEMEORE LB, F 721X K
JERBRETHONTHGEOMERM R Z2 b &1, MIRP#EZERL -
Z LT %, NIPT BGE 2D 3 K e 6 I b A i R 23 B0 Mk C Ok R % Ak e
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WHLBEELE R, LU, BEE ToO NIPT o EH KK
WS 5 L. NIPT #FEfi+ 2ERERZILRTHICITEEE LD
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Wik 25 I, BAEGEE FRMEEED FIT, BELE~ —
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M EEXLONRLE LV,

[ SCiik]

5) AARALHIIEAN B AKRER Im AR 2 0 BRI 2 v 728 L AR Al AR 2 A A
(B 2482013 4F 3 .
http://www.jsog.or.jp/news/pdf/guidelineForNIPT_20130309.pdf
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I BEEFRBRE S &
(&. DTC (Direct-to-Consumer) &= F+HR7)
1. B&

A, ER - FEFICELDLT S EIE RS THE h%%ﬁﬁ@ﬂ
EHPEAIZRR> TS, 2003 FI12 13 FRZ T Tk F— A%
BiE®., $¥7bbHs 7 5 DNA O WﬁMﬂ@%ﬁ%l%AHﬁnm
BCTHELZE M7 AFTHEATE T LR, TOIR b Ay
2000 FEAHFITITIE, RS b2 HoEe M7 Affra Ty, £ ZICED

WRAEOBMAZE, T7bb5 7 5 DNA ZROGHEEZHLNIZT D
b, TNHERRR L FORBER OB/ EZMHAL, oM

D NHOEROFER, HEMEICHFS T~ HASETHZE
WHEINAICED, SMEFE T+ TREO -HELZLA (Single
Nucleotide Polymorphism ; SNP) ZdD ZAlfigir 2 H LI AE I L D
O LAOBEmMAER LT SR EDST 7 AT A R EEMEH
(Genome-Wide Association Study ; GWAS) N i#E D 531 T & 723,

T Tl s+ 0 A T4 2 & DNA o @M EFR S 2 fH L., fimb &
HREED TN D E NI AT 4 BNATT 7 A=k — MFERHER
PTEDERIZRYDDOHDLH, ZHiF, YESBHIZBITLHA ) X—
gy ORAFELERZLDEEHETY /) LRI 2Rt T 54L&, kAR
vz Y —HBEFEMRL, ELTERICZEL EZADBKREN,

g, BmAROmMMFENARICEL T, bR T Y ML TL
DHHMB A F =T =24 ZM, THRbLERCERAE CTHEMNT
D THRIZE LT 28T b ELERILL TS,

L2 LA, EMELOR CiEaloFmE bMrnbo Tnd, £
O —20%, FEINMIZIIR LT 27 2 a vy —Tbhbd 7 /7 NENTHN 2 H v
B FHBRETHLIICHLEDLLS, FIEH SN2, ThbbIE
BRIFEROSF T LIZEO a2 E, BMEOERTZICELE SN
TWLbDICREREROOLZ AN ETOND, BEMIZIX, B
TV IR, VT =LK arr FPREGEZEILDELERE
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RIOXEOHF T, ZHMLUTHERENEGELNLTHLDL OMR, FHHME L %Y
P, AHMESICHONT, ERIICOPVRLT LS BBV 7
2 RZEB W T, E R TR R E S 5 A kTR & T 4y 7R
MBAEZITHIERE A TETCWD, L, REROSFIZEBWTIE.,
k?ézﬁﬁ@a@§<ﬂ%%A%T%MéhTmé%@:wai
EHRBEBEECTHY, HESHEEME, T L THREOH CTLL TERH
HARO LN EDONRLZVOIZHEDLL T, HKEROEMIEE O Xt
mCHRMZNTmEBEI Y ) v 7 oRME RS Tnwn, Iz
T, BERERENICTERRD DX, MAELZZT D05 T 2000
TROLBENBEHCREZITOCEL, MmazlkRed 22 & THMZ
BoHrbrzHMETHIREETHINITIZZ, fAMT-5 BB THRA)
EZITTHH I HM~OXT MARE< TEFH) X TER] BMMrbh
5EVIRICHD, METNIT, MEZZT XD 0BT OEBEEZ
WLIFBEIC 20 LR WEMEICE > TlE, BEMBCRED
THRERIIANAT APRPNPLRWNEN) FTREHLE WS Z L2250
Th D,
RERREICOVWTY, RABROEBEBRI VB VTIXERS

B CiImAEmAEKICm AN TR Z0N T, SOl RLOED
fEFICOWVWTHEBRENELLHEHBETELXLI 400 TEILD
DELLIBADEVI H, SHICETOERICESH THEBRE D BEN
ICZEDHEDELWVWHLDREZT> TV ZODOXENITbILTWVD
HLTEYRADHIZENTIE, Xy PERASKS— XD RRE
THEETEIN, Lrb O ANTHTfE ] 72 & &) Bl iR
WMEDLLOIZ, MEDOA T+ BBOBGAIC X > TILBME2 £ R
AR SR SR AN A
UbhomRbEEx, BENTREIN TV DI EEFHRAEICONT
PRFRR L C A7z 0,

2. ERIZBITD>ELBEIRE
BIEFHRELEDIRFIC, TOFME®EL L TACCEET L E WD
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WMandn, bbb, BRFHNBREZIMT 252 TONRNT A =X
LT, MEZDOLDITONWTOSHTRIZ Y (“A” nalytic Validity)
1R IR % 4 M (“C” linical Validity) *2, FEIR A A (“C” linical
Utility) *3 ORRFEDR KD B D & & H 1T, B9 EMN LS 890 i o &
& (“E”thical, Legal and Social Implications ; ELSI) #&f s 0F& C
THERENDIBERDHDLEVI LD THL, ACCE LT, Thb D
HXFER>TORITEbDOTHDL, ERICBIT2ERFIORAT.
BRI ZD 4 ODONTA=FZR2THRMEINTWD ORI, E
fish TWdEERD, ThaEEOBEBFZWHmE2IcYTIEH THE
ZHELTOXEHITRD,

EFT. SR YMWEN, BARATEENZFFMMTEL2 AV P F LD
EANHERFEEL R, 20D ERNOD RS kA e # I,
[S015189*4, CAP EHEREIK AR M 7 v 7 F & (CAP ¥ —~ 1)
*5 CLIA*6 % DS O N GRRERI EIC L 2R 2= 175 2 & T, BHD
MERML TWOLIMEDOEKRIMDOHFELHEAEAT L L& BT, MHWICTH

LTRSS X REEIELL TCBYBEBEOEWERERIELOND IR L,
BEEHENBEOICITON TWDLZEEERLTEBY, BEND DO MR,
BEERNRWEFEORER, MWEEHE 0 7 7 5A0FE, MEBREO FIEE O ®
WCESW TR S 5,

2 IR Z YL T RMERBROBER ST+ TVnWDL I &2 ERL
TRy, KE (REXPDLLIFOBGMER), FEE (REXROVWROREMER), K
BOBEBER, BGEAF R, BEAF R, B ERBEMOEBKREOHFRICES
WTRHi s %,

BUHRKMNAERAE LI . REOXN R Lo TV AEBOZA ST oD Z EIC
KO0, A%ORBLIZOWVWTOFHRNBHGONTY, WU R THHESIHREIEICH
RDOTFHZENTELIREBREOAY v PR HHZ LEZERLTEY, A
FERDPERFICG 22 BN RO x5t FIEOA R EOFHIZ ISV TEE
s,

4 [EH BRI (LR (International Organization for Standardization ; ISO)
DEFEBAE LKA ZWBRE L AT & (TC-212) N EE SO F ORI ZKRE
VAT AT OHMKAEERT S 1 FEHRs (WG-1) Y LEEHKRRE
EOME~YA T A N AT AL VER SN EHEBRE,

*5 KIEHE TS (College of American Pathologists ; CAP) (2 L 0 S &
LZEBEHNBERREREEHE Y0 7 J A,

*6 K [E i PR R AL it 5% ¢ # 75 (Clinical Laboratory Improvement Amendments ;
CLIA) 2o x, @MMMEBENEE CHIAT AT AT 404 R —E R
4 — (Centers for Medicare & Medicaid Services ; CMS) M FT& ¥ % K%
A F% D FRRE - B ERH
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fEgx o EEAERHLTWS, LaL, RAMAMERX, b2 LM

DOERFEILEFE OB EEORBICEADLIMETH Y | & OFRAEH
AR ESOEMRRHAEICE - TEHESA TV ARANE NS Z L HIKK
DIRZ72HEE S 25, BNORAERBZ2S A OO IELMHEZFER T 5 /-
DTN ORBFERI I D Lo/ — 5 T, Tz il 4700 R i i
WZOWTIE, BB RERIAEOEMIZZVWEFIZR->TLES L0 D
BLEICRARSIENRD BN D,

AR Z Y PETZ 8 . S0l ~4uid, YR AEICLY —EU Ik
DEEEZ LS TZEHNTEDLLEWVIZELICHYT S, TDORDEEIRK
FAERAEZ, REICL S THLNAEFBRSLSZHICE SO THRIEEST
Bil7e &, ML MORIGKRBIBETE DL 0 ZEICHET 5, KA
e, EESFICBEVWTIE IO ™Mz In-RESREI LD, —
TR AL DAEIE L 722 W i e (IR MR B AR ME D % 58 PR AR R W 70 &1
FIERTZW 2 Rl L CEB TFERAFEESIN TS, EFEMSAOHN
WO T, BIKMARMEIIZWE NS Z &b, FREK E, “at risk
person” TH D Z ENHMEIC/> TWWDAMORIERTZW 21T H 2 &
X, EOEBEANAHAERRVVBRETHIICHLEDLL T, KADHRN
HETITO ZEICHY T 22250 T, ZAMICOHEB BRI
W, B2l o 78 8EEITV, BRIk TIEmEZEESD
MELbZT RPN OMNEIT) 2 &5,

3. RERIZB T EBELFRE
EEEPNEREE 2N ST, —RITRICAE TEFIBEA 2 &2t
T5, Wbwd “DTC Bz FHECIRAT*TPRHHE L T/, T 0D
ERITERERSCHZEORETII RS MERE ORI TR Hbh b “FE”
LT, REEENERFEERME “E” T8RNV ITE
T~Y—r vy b RLODDOH D,

*7 DTC 1% Direct to Consumer OB T, ER 2N ST HEHEHEEE ICRTRES
NN ENK, BhFHhEoETIL., FLLITERFABRETHLID, BV
FADYE, ZOBHRR—BRICER LTV DO ARFETIT _EIIAF () &
HAWTi#H L TWs,
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BAE, BN TRBEXLL TV DI2EHRERERTFHIREE Y XA, Wb
5 “REEETRAET ONREMRELIC “BHERETRE BHDH, 3
~4TEEOEML O 1 EHEREDO SNP 2, T0@EMEH %= - T
R AR T R ATV BN O T S RH KD
HMALBI OO >&E HFEMEELTWD LRV, S HICKERIZEDLDETT
BFELEH R AFREOXELZMRARMBR L L BICEEICHELEZY
BTV ARV MV NRERREZEBNMKRZELEZY, FIZIEX, AR—
Y7 I 7T B rMIcabYl) CRIFA Ty TR T T LR,
TRATT 4w Y TRIFEOT AT a—X2 T LD ELE, & FX
FRAEY—EAERETIEELND

Zomo “REERRTFHRAE” & LT, f“f“%l BT~ D “Eis
THRAE” EmAH D, FERFE., SME, DFFE, MEE, NA, B
HERIE, TAYNA~—F, TLAXx— BEFRLEE~DLRENEE
HARXDBENILDTHD, IlZ. TNOHEBALDODWVWTIEREIZOWT
I, EROHIETHY | EMIR EEMOLPITWELIETHE L TOD
W ICOBRBV/DLENIERNE, BENREOEEHKE (=
i) 2N L CRIETHEETLHDIN, —F T, EER-BKTRZXE
ET L THRIMRAEITSH S £ THRMEME - BMEAMNOBRETHY | EFE L
DREZITEZOR2WE0ECHRO TICEERTZL TWLHEEDL L
L, BEORE LT, RETIHITHEHEOE RBENZ OSBFIZED H
L. Z2Ho#ELBET% “Fxv27” L “BROBIEY AT KRG %2 HE”
Ty MREAZERT2L2ICRVEFEEHLE > TWnD, EERLIC
bEZOMERK (H—n), FHEH, BOo&, K. 7L a— LREF DK
BIZOWTHRZBEND L O TWVD,

oL “BEFHRAE Xy MI, MEBETEHOANMAE Z T o720
WER 2 BT T2 ) (N ZB o7 ) (BE KL R E L TRHICRET D,
IhbickBEBLTERDZ &, %m&k@rﬁ%ﬁo1%%@ﬁ%
AW, BEP - ATLZEPOERBRS AL ICHRERRITE 2 Fikx
BFHALTWDEVI HTHD,

EHITBEICH L HESTSLE LR HIZHLALNT, Bl -
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27, - CHOORENTEWBRERZTOND] &) AV Yy
F%WEZWLMLTTVE%ﬁ% HMEREDODAT 4704 52—
F v PETIREZIT>TWDLH, —HTRFEE G ORI
G EIEBETHLIRE L TWVWD, FRETIEH., —WM2EIN L& OER
BB (R, X85 R, B2 L) AL CRESIND LI o
TW5,

FNOUMNICH AROFENDND “BEaTFBRE” 22500 % M0
ELTIRETHEFBHBEL TS, MEBACEDR ., FROGHE
DXRERELETDENI LD THDL, LIZFE TR OBEY—F
v MZHREERIS 2 BB L T\ D,

UL k% ACCE OB LREL CH D, 9. O ZEHETH S
N, ETB Tl N7 ERICE W T ERER. DA EICFEM - BIEO L — v
MFELZVTEDICEBICERIAELN RSN TV DI EEMICIET S
firid. BEd oMt OFEFEHE 2% 1T TV D56 2 R TR o T
EWVND T LITR D, WIT, BEIRAIZEAMWEREDN MEORBEN KR
HDMIZEFEZDLOTIEARAVAE, Lt “REEETRE” 0%£< 3%

THEETHY, RESSREAMZEDZ ORI OBEBENY R &
LTE.7 2HRICHFET DR SNP ZIZ LD ET52MOMk
MIZEVEREINL WL EEXLNLTWDS, Zabad —EL EOEHE
KEOKETHRLZBESHELETNIE., ZNEAT BV ATT )
LAafR— MFEOKREEZFZRIERbRVWESbA TS, BTE,
WD “DTC BfxFa&” BRENEMEL TV OIHRAERMIZ. GWAS XLV
BONTERENS, REMTLITAEEDRKREZ 57 SNP ##E L
ZTOMTRRE S > THREHEZIT>TWVLHORE W, KETIEIR
fh = H G (Food and Drug Administration ; FDA) 28, Z O FIET
FEH LI BICEBIRT 52RO @, @R, FEHAT B
E0, AUERRMICHLBELLFTELB I D THFFMAERICIED DX
DREVRICEMZRZE L2, TOXIREHEOCK WY O ERE
EVXXAEHRLTRETIICEELLT, B vkt 72 ED
face to face T L -7V BK D &M IR EL IS RS T & 2 24t AR | 2 %

mlll
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ATCWVWDLEZFFTFIEALEVREPoLHEEER LI LT, ¥H5ORK
BRMHKE, BETIEZIOoHOBRAERMZRET 2EFITERICR -
oo BT DICHAROZYEOER CTHE DLW ZETHD,
IRBOE IOV TIE, 262 6% 9 W o IR % 2% oM T 8
PR IT DHERICESOCHEBEBEEICADE IR, T, fHEHE
AT 2L EbNATH, RACHMERH 5 DIZEEO BT 25 ISE
FRETEZ 20N E VI IENE DL, Mx T, EBEEIZAEDLDETEDSL
NizEWwosH 7V XA bRV MLV MRS, EBH T/ 748 BFE TR
T 5, TATEHELRIEINTVDDLIN, TUHONREERE L OMICE
FoMET TR ER THONRAEERRB O b & W) HEITR
WV SKRETIEBEIZ 10 E DL ERTICSFHR AR IC & 2 . @ GAO #
HT, B ADOGREEEZFTAND &) “DTC #EHix HRAE” M % i
D B CHRAEEEM, BRAOICHREMSE R CERRAEREE LT
TWEHEEZHOLNIZLZ ) Z T, BEEFIUMREZITHLRSTHLRLT
ARG o TWEREMMOES LML, BEREYXAT
oL EERIED LT, KESBKIN TR Z Y, RN A R
OETHERIREVWE W) Z TSN R>TWD “DTC Bix
THAE” B, BARTIEMOBH G RIIMEINLTND &N EFENH
a3

4. RELEZE

A E CHERTELLLIIC.EREFEROB TERBIINRY O,
BIXOBHMOENESHD, ZNETOMERNH > TH, DBETIE
‘DICEBMIETFHEAE” EVXADO~—F v FPIERZRKIT TWDOE%R
2 —FOFRKIZ, HRATLHE—-FINLE 220N EOENFE
D, WHTIE, BEATEHR RN REE TBEE®H - BE - =
WoOBWIEEMN OO OERIE~E T ZEEERBGENE] @EE
(2015) IC&hiT, ETOETEEBFZHRAE O - %@%%
R - HEEZNETLIEITNRHEYE L TD, DRETE ZXEA S H
ENRZENICHETZD, L2rLOBRETIE, BEFHRE LS > THER
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SBHICAD L DITEAFWE. EORASHICADL L DOITRFEFEES
PDHEYT D0y HRTHEME—FIN R SEETE Lo T D, E
EFBEIEROBELSFL LWV MmN s . LARMICHBIEITE L
TOMERNIR, RFEEEIITHERE, EXIREWN, REXELHIE
TIEEEBELTWDEZANDL, Bl X0 IR & WO K
MV, ZOXRIICHEROBRSERDIEFETN, HIFWITITH—-DER
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D) A human germ line
Heritable human genetic modifications pose serious risks, and the therapeutic
,fﬁ % {é ‘fﬁh %lf }\ < % Z’_rflﬁ benefits are tenuous, warn Edward Lanphier, Fyodor Urnov and colleagues.
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