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TICBE T 3 En FHMNEA TWa T Ehbh -
oo SV RUTORIMRANTORE KERE
ZWEATP, bbb X NVF—Z2EHLTH
%o TTTATPOEZHELZET A, ALSD
HIfA Tl ATP OEDEH-> THEH, RRAF=ZT %
K532 EAET ST NN EICEKD,
ALS BF DM TIEA—F T 7 V=D 1EE 5T
ATP Wik > TV B M, RAF =T iFZ Nz
THERANH B Ehbholz, S haY KU
AT FBUE, ALS DMl TIX TE %721 ATP
FEAZEIEL XS & LT, ZOREZED LRIE
LESELTWVARESE TRV EEZ Tz, ALS
DIRBEEPR B S TE—DDHERIX, ALS
MEGINCEHTH S T ENFTENS, BIET
HEOHHII IS EADH D, HEOEHRE LT
GBI EIC DT WS T e b FERE
(38 S MEE 2 2RV EICERL T A T
ENOho TS, TT T, HxbBa s
FD B OMINE A S #HB) iR 2 8 LTI
THizo Bl Z X, SOD1, TDP-43, C9orf72 &
LT ZROBHEN S iPS Hifdz E8 U S B e
TS BB, SHICRRF =T ZNZ, &
DA TOMIATERZAF =7 THkEMAaN L
AFa—ENBT EBbholz, LLE, ALS &
M SAERK L7z iPS MIfa D 5 1F o 7SS HE o
B2 RAF T MEEER S LW TEST
EMDMD, 2019 FE KD ALS DRFIRIFZE %2 [k
LT3 (ihZEfalE s e (ALS) [R5 7205
ELIEARAF 7% 1 #HElBR (iPSC-based Drug
Repurposing for ALS Medicine: iDReAM study))

3. ALS OZ2nc B9 5 Wk%

ALS I3FEE L T SIEERTIDRZ S22, 2l &
NBZETICHARTIZEG 131 A S EED
NTW3, BIfE, SEIERWHFICKD ALS D
HETZMA 2 FENRMENTE TV A, ALS
FFED S BHAM CEOHITEIRDET TS 2R T
HO . IBPRHEOENT DTz E AT « BWi 3
MCATH T LIFHEETH S, LI >T, ALSD
B Wiz R— 9577 /0 =g
LT, ZZICiPSHIfEAFETEZ 5L LA

EEZ, MR ZEDT, ROmhE LT, £9
i & N O ALS R E D 28 5 iPS filfE, Hiw
CEEFREMIZER Uz, ENZENOMIALIE—
R 3 EEmEEDN, ADOHTIEDMNSENEND
oMt LNng, NTHEE (AD TRER#HTE2
NELNIRNWEEZ T, TOXIICHFEDENZ
Wik T E D NTHIEEN DL, HEE D ALS
bhbiEVWEENS PSHIEZERL, 51
HEE AR A ER U ALICK D BIRT %L, b
BWERTEZWICEHE S TEH5DTR TV EEZ
Teo WHETCIRMERE S, MFEMALS BED 154
T OO HEE R ZER L, BEEZiRD
Gz ALICRA STz, Sl AIOFEEOHTYE
Deep Learning (ZRJEZ2H) 27z, AlDOHIC
l& Machine Learning (F¢#k*2#) ZHn5 &
LdHBd, THIMEHITNERWD, HEML
D E NIRRT %5, Deep Learning Tl
ZNE AIHGMT9. SHEEBBICEA DD >
TV % EB I O 5 5 2 -V T AL T2l L
Too FERIIEWKEETALS Z Pl TE /2, JEH
ICEWV AUC, EEXICIE 0.974 DR THIITZ
Too TNETHED OO 2RO RS, i
OB MR EICOWTHEEAEZHOTAIT
HIWT LTz 813, 0.599 OBWIRTH - 1z,
BT, AW 2 L HEZRED 05 ThH-
Teo T ALIGMREHIIED EDER7 2 T3
DM EDEERIMINTL %, FRRITIE, phfizeit &
HifADZbZ ATV B Db otzh, ADOH
TRTHLZZOMERTV2DNEbMSEN 5
Tzo S EIDWIZET ALS O IR & Hifd DT D
BEDMRRERE OFEICOWTHGHTT S L. T
RS LIRAIC7R2 > T B iPS HIfdZE5 £ TD
WMz 7oy FUTHS &, 15 AOHBITIE ALD
BEXCHE2ITZE0E L TEERTRNEN
NEERFIFRTNT bt Thid, &
ANEZETHoT, PSHIREIZE & B EBED
AV —ZHEL TS EEZLN, WRICD
WTDAEY —FHNE TR EEo>TWIED, 5
610D 7515 TR Z A B — & UTHBRAA
TV AATREMEDME AN IR E Nz, S RlID
W7t #£%39 % &, Deep Learning 7 W 725
DFfEIE, O Black box : BEREAE TILE DRI

647



T34 9 H

H T IR

fil

Dl

xd

# 51933 2

RB2HohCHIUTIIV IR, BmHho
Tt A PERATREFZAY, Deep Learning & H #)
ICKERZE L T T 5728, EDXSHIC
KA E N T2 O OERDHEETH .,
@ Overfitting : AT — X Ixf LTI PAETE
TWV2H, KHIOT =2 L T#EGTE TV
IRUVIRREICK B B 5 LU, ABFZEIEHT L
WETIVOFGERETH D, 5% Kb Z LD
WELFE LTeFE R E B 2 5B,

Bboic

Alal, BRI iPS ML O/ Z 7 D <
CBIEELEIN, Hmh o e SHbhn s ALS I
B % iPS Milfaz W2 SO BRIIZE, & 5l
iPS fifid & Al &2 Wz ALS Z2NC & 59 % 728
DF B ONT TN SN, LT
DF <, F 7z ALS BAE DR IK AN FHA S A
SN BENATH- T,

<BEREE >

B AR NRIEE @ BIfE, R THUWSNTWS YUV
V=), TRFRNTDWVT ALS BEHROD iPS
HIfaZ VT 227 ) — = 7 Tl EE) s o
FFEEESITHo =D ?

JFEBFZ - SR USRIV OBE TR AR TR
o leh, THATRUNCDODVTES EEICTN
WEERDN A SN,

TRERRNBLE © RAF = T DIFIRIIZEDEE > T
WBEDT LN, BRI DL TERIRET
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LW lEWieh, BERFHICDOWTOa XY b
ARV Y (AN
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AFRC I BRI K B AR A2
THED., 2018 £ TlE 16.1 NI 1 ADMESZHS
THEENTVS, KT, 40 Bl EDO D UEE
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WMCIEOWBIEE LI D, EHICHEERE 40 157%
WEBEL 10% 7Y, 43 5%IE 25%FEE LR D,
BFIIIEFICE LV T9 LIRIEEDHEERD
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translucency 7 &) 1< &k 2 LA EDOATHEMED
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A (NT +RHAIME < — A —#d) . () RHA
MArY S E AR (NIPT @ non invasive prenatal
genetic testing) A% O, NIPT DB i T b
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5 E N (Lo et al, Lancet), Z DG DNA ©
KEEIEMERIUCHIKR S 2 T DS MNICTE S
2o T ONRY DNA IZHENR 4 3l SR E . H
FE 2 RERBRICIE RHMAR I D S Uy Al [ 3R
DEBRZ T, FD%. TOMRY DNA Z
WCRMADFF 272V A F72 PCRIETHIRL. Y
etk ZFE L7z0, RhD (—) #hgifnrho RhD
(H) DI W72 O AR D2 S8 R (
—BL TR OBENCHWSNID LI, £0D
JCHIEBREMN IR E D TH>Tes & T AN, 2008
TR — 7 =2 —7Z2 O CRHAIMAE O
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THHENMESND &, T OMEIFZIEICHLR
Uzo BIE NIPT & UTRMAILZ F W T ir e g
ARSI EEORIENEICTRESN TV D,
Y whole genome DfffEtft & AIREIC R > TE TV
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(2) BUEDOMA AR & BUR

O LRI Mic, BHAREREARZE2E
2013 fFIC NIPT ICBEd 2 2 2tE8t 2R LTz, T
Tbb. HERARHEDNERHE I ARE R R
PMEFEL. W L TRERIRO A Y ) V7%
L2 ENTE, HRDPBAEDHRTED X
5 IREIRE L2 Ac B0 T H ka5 R — k
MATRE T B 5 filink 2 388 L. MBS 72 S D
MRR EDONA Y A7 s (—RERZMSE L
TWiVwy) &Lk, ZULTNIPTaY Y —2 7 L
EWVS DD BB, hniiieR (93 fidk
MIEEIRFFEZ A U 7zo 6 4 (2013 4 4 H~
20194E 3 H) OMAEIE 72,526 {F, NIPT

A RO HEEREEDY 2.5%, B IME TR
ZIRWE NI AN 1.9%, RHAME~ — 77— TH
HWOFREED EW EHERI S NI AN 0.5% TH >
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FatERIG SR~ — 1 — CERE R SN TR
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BlcHoize TOMNRIFHY Y I—21, 18,
13 DJIEIC 943 i, 470 i, 141 fITH o7z T
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iS5 RV I =213, UV I—18
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bNTHEL., EENRREDABZHEZIT
TV INEL, 2y M ETHN5E
DT TEBITE 138 sk d 5, EREE N
RCRERITS CLORMERE LT, OB
BHIO D ) VT RA+, @#
FEFRIC DN T DIEMER GO T E %%
V. @F DBOMEEMNMR R E OHRICIN
ABNBEVWENRT SN S, #EY) &R,
Z DHBOEI L DI 7 e AT
Z BRI CHIES % T ENVEET, MHEH
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ISR EARRIORREDNETH 5, BIE, H
M54 2 HAERTR A DIRFIC DV T D
MMMTHONTED, ZORRPMAFES NS,

Tl

HHETONIPTOREFEHNEREDREEE

NIPTa» V=7 ATOHRESI,864{FDRE

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

B fesg  59,8644F (FFREERR - ERBEFIEER )

1

NA YR 7EFICHTZNIPTORBFRBIRLIEE

NIPTa>»V — 7L (MERH59,864¢F) vs Systematic Review(2016)

AHE fatimhE
(s fll) (3 R E
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

$£HFT— 2 Systematic Review : NIPTORERE CMT 22680 £8H L THIF
HmE Fiteypm

nA Y RSN ()

(3 HME)

Trisomy 21 97.0% 99.7% 3.33% 91% 1/1,054
Trisomy 18 93.0% 99.7% 1.50% 84% 1/ 930
Trisomy 13 95.0% 99.9% 0. 50% 87% 1/4,265
Tayloe-Phillips S, o2 al. BMI Open 2016
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