HERIZERIC DT
FF>ooEMO>TVWETH?

~REZR(TIH(CEBFERDDIYR— NIV I~

AfFFIE. JSPS BIFFE 25893281 MBI ES T TIER L E L=,

HRAKE FHT=Z

HmrEsEE ANUAF (EEENKE BEFEH #R)
LR (EEEMKE ERAREEE #iR)
EHRE (EEEMKE ERARSEHEE iR
RiE—k (KRFHTRZE BEREEFLZPT HR)



ELok

COYR—MTyvyiE, HERIZHIZET 5 1EREIRME
TBH5IET, FIRIACKR—bF— CFk, SEFIRE
EZTWDHADALRORMEERT D EBHICHER
LZELLE,

HARZHEZ T 56, REICEENRONSZ LN
HYFET, TOBR THIRFIASKRELADHEINDMND =
Mho, DOEFNTETEMNE] & “SIFTEMD
EBRSAHIONE, THERPEREPADEEICDNT
MoFTITBS LEhotzl & “SIH2LEREB 3545
HEWVET,

HAERIZHIE. 2 TORENZITEIZLEERF DT
BNTWDRTIEHY EFEBA, TOEH, HERIZHZE
ZFEMEIMNTDOVNTIE, MEBTEEHETNN—FrF—P
CHRIELEFBLAEDESIATRET DI ENAKYTTT,
T, HERIZWEZ T2 EINETFTHRL, BRIZ
BEENR O GG, §HEZHEOAESINMEFIC
DWTHEHRNZEZTH L EARETY, ZOMFH.
HERIZWESITANESHARET HEDOYR—KIZ
BHRIEENTT,

Rie

)




B

I. HeETSWMoEARMEH - - - - - - - - - -
1. HAEFIZSHEOREDEE - - -+« - e
2. RHEABISUIOEEE Y - - - - - -

1) EREERIRE - e e e e e
@D BERBRE s e e
@ #HBHARMEE (NPT) - - oo e e e
@ BERIMEBEY—H—RE - - - - - e

2) BEERIRRE e e e e e e e
@ FEKBE e e e e e
@ MEKRET e e

3) BHHAERIZHOLE 0 - -

M. kgl (BE) [2DNT -+« - o« o oo oo oo
1. HERZHCROMNDEXRMEERRE (BEE) C e
2. RBEOHOEIZH D EXREEE - - - - - -

1) BBRE T e e e e e e e
2) MEIKIZTEAE LD FORER -« o oo e e

3) MRAKOKOEILIZES FEBEEE - - - - - - -
4) MREEOBOTLIHESERE - - - - - - - -

3. R2BEDOHOEUNERA L LEERERE

4. BlFoxfEEYnEL - - - -0

I. HEFZWHTROMNDIEXREEETEZ L OFOEME W
V. £X4&RE (BE) 21 2FOIFHE~ADHR—F

V. HErZHicEBy omBEnEE - - - - - - - - -
VI. BEAYYEYUH
HAERIZWICET EEKS - <BFAEKE - - - - - - -



1. HEMBROEANNS |

HAERIZE & &, BEIRPICBREOREBEZRANILIKREL
WWET, HERTZETIE. HERTICREORELEREZED
BEEFARTHLLIEICELDT, EFNTL DK boA
DREBICEDLEERBELGOBHEACEBTREZRITT S
CEEFBEMICTONET,

1. HERZHOREDNER
HAERTMIS, 2 BT SNET,

1) EREERNRE GEERBNRE)

(BAA~OBENRDE L KEDY R ) BB VRE)

2) HENRE (RBIRE)

L REOADLBEDAFEE TS S T=HITTIRE

CRBOADEEDEHEHETE SBBH-HIZIT5KRE
L (BEAODBEENKREL, REDURINELDBRE)

1) ERENRE | O BERKRE (T1—KRE)
@ BHEmMEY—H—KRE

(FYTFL—H—, 47 +OFRNK)
@ FHHAEFIRE (BEMmEREEEFKRE : NPT)

2) BENRE D FAKRE (FRREEARE)
@ BERE WERBHRE)




2. BHARNDWOEELFE

1) FFREERRE
@ BERRE (T2—RE))

BERRE L, BEDIEEEA S
EHTHLET, WEDEKRDERZ
HHL., PHIDIRETY, TOED,
MEDYR7EHY FH A,

a) EMESTOHEEERE (ENBERRE)

ERREE, BEOEREZ TLETOEIRICTLA., REOBECES
RREHERTIEHICTbAEST, COBREL, LOVEKRTIIHARN S &
SRTWET,

T, BEOHGERZ COBTRRETH>TH. KROEORADES
(NT) CBRREOEBFRAENIS, BROKEBOAIREM EHREINIZIZEEHY
F9, FDEH. BREDKEEBEDRIGEMEN R DM oGRS, EMEZ T LD
ESMICTODVWTEAINCKREH LTHE L Z ENRYTY,

b) BRMERTRRE

BRIROWE (DERE) ODFECHEEDEILEFARDIZHIZITSHREROBESR
BEBEEREZBRERBIRREL VVET, CORBEEZHFEIENTES
EEEEIELSNTRY., 2 TORENZITIDEEIHY FHA,

BRROZEEBEOEAFIZDODNTIEAIREEE LAD M LA N =H, B OREEI(S
FREEHNBREETS CLEMNBRETY, (BB, BREOHNBORELHEIENEL
[ZDNTIE, BEZMATEEZEEHYET,)




@ SHHENRE (BHHIBRAGHRTE : NPT) |

BAROBEMBEIZLE>T, BROZEHED
EERANDKRETT, BRI E LT 2013
ENDRBEINEO, FRHEFKREELSD
NETH, ERXELFE. BAMBREEEKRKRE
CIEREBWHERERFENBREL VWET,

BAHROmBEHRIZIE, BREMGRAETLS
BRIR D DNA B LBE>THE Y. 20 DNA 2FARZ Z L THREODZEED
ZTIEOBERERANET, CORBETHARNLGNDIDE, 13 ) VYET— 18 bV
VEI—= 21 M)V — (B VEEH O3BEOEEBEOENEILDATT,
ZD 3 EBORBELELEL ORBOANEFTNIERT, L2EKEEESE
D 2/3BETHDIDEINTVET, TZOMDEEBECERTFOELERARD
_EFTEEHA,

R ARTRE (BAMBRRABKRE NPT) 220350 5HE H#E
TEE®BLTAHCHBINATOE LS 2022 F£&Y NPT OREFHERTE
FROZUENBBESNSGZLIZRYELE,

B HEFEHOFEHA Db FULDAE

m 13 rUYEI— 18 IUYEI— 21 RYVYI—DWLWTHhHhEELED
FEER - DB LERBROHD A

B RBREMISMNIYET— 18FYYEI— 21 FYYZI—DWLTHhL
ZHORREM ZIER I NIGE (BERRECRENEY—Hh—1&
BEOPMERZEEZITT)

B HEHEONTIANICEEBERD—FBIZEL wesnon—trvoEks DNHDH

REFR (REEROECORIEEN) (. Bl MBE] TRShFES, T0
=6, BEMBEY —HW—RELY IREBROBRLIBTSHTY, LHAL. 2D
REGBAROFHEICE > TREBROBENTR (RET IBE) LHTE
ENEADS B, RYIZEBEIZEELHoEADEER) NELETDHEND
REDH D, BENE (RIYEREERICEEABVDIZ, RETE MHHE]
CHESND L) DRAIEEELHY ET., ZDLH. DM OHEEICSHEER
BREEFTOICENAMRETT,




| ® B%nik7—N—RE (FI2L2—h—, 77FDTRH)

BAEORMKREICE>T, BROEEBHEDELOERNERET
HE2_NDBHOEXREELHIHIRETYT, BAROEMNOATH D
=6, REOBRMEEHY FEA, LML, BEZETIEE W6,
W OEECIIEENBRENNETTE,

T RABRIERTRINDI =D, HREOBIRIAE L E WS
RENDHYET,

2) EEMNRE

e

BAEOERICHZEZR L T.FERNDFKFRIZESE
NHBROMIZEHFEL L. BRROLEMEX DNA @
ElEFARDBRETY,

FKREIHEEHRETH DO BREOEEHR
DEILDZME-EEST D ENTEET, LoL,
HREOLBKED) RN 03%HY £,

| o WERE |

MEL (X BRBEEAT 25I0REREOMIZE NWET, FKRE LR
2. BAOEIRIZSHZR L THEZHRIL.
BRIRDZAESDNA OELEFARDIBRETT,
(BBEOAEBIZE->TIE., BASHMELZFI
TEH5EEHYET,)

MEREL. FRBRELY SR OEHIZER
TEDZEVSHEAHY FTITH, REEZTS
NEEERENELDVBEVDOHNIRIRTT,

MERBLIZDWERET D ENTEET
AN, REVCHKEDYZIAH1 %bY T,




3. BHARZKOLE

EREENRE EENKRE
BE oE BAmE
BERE | HE2HE | <—h— | FARBRE | HERE
BRE (NIPT) BRE
B | 11-3038 | 9-1038~ | 15-1838 | 158k | 11-148
FEEMN
H3ET =] 1-2 BR8 2 JER 2-4 FE 2-3 FHE
O HAME
zﬁf SO 8BRS
pab *g;mé eS| (HMERETIZ. BHD
ol FMT2BALHY)
HI I
REH =& =& TEDY XY HY
HEO | AEERO 13.18,21 | 270 270
kXM | BREE, | 18 18 21 21
" Fyys— P22 R7.N1)) FEED
b ¥BRKES )Y =E— — by =1k 1k
(E=) NEE -
% i i i 15-20 15-20
(Ray | 357A [15-257/ | 2-37R i i

(2025 F 1 AR




I. %XtES (B8 Ko0T |

EFNOERELANEODTVIRBPLETEERELRR (EBES) L0
F9., ERMERE EF) 23 2Rboald. 2HEHRD 3~5%EFNT
(HESNTVET,

1. HEFIZW CTRONDEXMERE (BEE)

EXIERE (RR) O SERIEE (BE) OFE
T, HARIZHI TR D A g

FTohdieXEErRE (B (5%)
B)FXFEEDLGL 2D
4501 EBETT,

s RNV R
(25%)

| — 3y S T HEE:
BREIAERNTED RO BETO

REIF, FEHFYRL zirmer e (A
DABKTY, LaL. (50%6) 1 OBETO RN
HARICEE (BE) A e

ﬁb\ 6 = t —G\ 'ﬁ‘ﬂﬁﬂ#)@ Nussbaum, R., et al. Thompson & Thompsin Genetics in medicine.
HERDERFIZOGMNY 7% ed. Saunders; 2007. P.421 &Y—&Fe %
£9,

ZO—AT, HRFFIEREEEOEEMOTITB Lizhorz] &
HARTZMZER T L E2RBID2HIVET,

FDH, HEFIZEMEZITBREIIZ. HEFEICESDTZTEARRLDL,
ZIFREOVALNBRVDNICDONWTHRITEAZS AT RET D ENKRYITT,



2. RBEOEOEIZHS ERXUEES

1) ZFAEEKEE

A 60K EDMIETTET
BY. 250 L0EBIZHRE L
REAEELTNET, Rk
LlE. BEBHBOSEE - DNA A
KLY EREERESDE OO
4. BEEREE. BhHDTFI
BHMANDEHRTT, 2EY. REHE=DNANAC DNA=REFORIH
RIS R D F -2 AR FURRERRRE  REORET
5% DREERAEE>TLEDTT,

ADRBKRITRE, 22 B (44 X) OERBEKRLE 2 KOMEEEDOAE
46 KTHERENTUVET, BRANKE,

B M (4 i svtomcms: s~2sxc
S i = BEASDN, BUSHTVET,
AU a3 G M MU mpekicr X RAKE Y REKS
0@ M e n HY. BEE XX L, XY £
B R BHEARYET,

i3 sk 6 ’7Ka i )

P [

ZERKRET REENLETAND 1~22 BETOEREERE 1 KT D, MR

BE 1 ERIORTMY. gous 23@%@%@.#‘(%%@,{?%&%&#3#‘
WES DT~ &EEER ‘% " - - el
NZIT#EANET, ZD

R MBTALETLD N = FOREH
BEAE RSN DO - Y
. LOREH " y



2) R2EEKICEENAELSTOEX

BEHEDREEDSS IBEOREEH MEBEND FIZHEEIR
BMo2E, X5 1EGLGBRIE. irb2E) & e <
FIEBHENN. FORBHraRns,| 2 TR CER. KEMND

BOREK
i -
zonen | AIPHHIEFTO
, - ” FEKE2EXKELORY,
ROZt R ) BERERNRARICEL
, - , LEYTBEZENDY
FY., TORR. £BHK
[CEEAELEFT,
RKEMND 1 AFTOE55FTOREEE 2 KE 0 5HRIE, FIRFEN
ERBEFELEFLFET, LaL, FIcBERE C2EROD 3~5%ICEXRME
KE (B pA#oNFET, 2TOEREERE (BE) OFT. 2EEADEL
ERERETHAERMER (BE) X 4 20 1 THIH., aFEFROA4%
BECODESIDEIHY EHA,

3) BRBUROHOEIIZH D EMRE

ELBEROHICEENELEHE. KFEOREBPLAIEIRELES, LHL.,
21 FUYE—, 18 PYYZI—, 13 FUYSI—DHRBELADHANHETE
F9, THIEL 21, 18, 13 BEEANE DELEIBERLD RN =H, LBKIC
EiNH-oTH 21 fJUYZT—, 18 PJYZI—, 13 PUYZI—DOFREPA
EIMNBATHREL, £ENDELNHELZIDTT,

@

20 BORBEABELY 1 XL 3XHDB LIS ERBEEVVET,
21 )Y —DOHBFBbPAIF600~700 NIZ1T AEFEFNA BAKRIZIZ5~6 A
ADADBEFSATNET,

21 PUVI—DOHDITRboAIE. BROBERNE. BENPOCYT
HEIZENFHTY, T, VWREBEZEEEHI DI EEHYET, L L,
BN EE (EENRRICED(HECETOXE) 2952 LT, AIMIC
Lt EEMICHRENA A LETEZZENDD>TVWET, TDEH. BEELRL
KOITHEEREINTVDIALE  KFEEZORESIA TSI AEVET,
Fll EMICHFTTTVDIFEEL EERPEERE L TERESINATWE A S
WET,

10



18 BOEBHEMN 3 XKHDZLITHIERFELZVNNEDT, 18 FJYZI—0D
HBHmbBYAIE 4000~10000 A2 1 AEFNFT, 18 FUVZI—DHD
KEVAFELDREBEZEHLTVNDIENZ L
., BRTELC ARSI NS, HAEBEAED
FENRBTHDIZENZWVTT, Lo, ERE
A CREFEIFEERETEDAHVET,

13 BOEBEMN 3 AHDZEICHSERESE
WWET, 13 )Y —DHDHKRBE AL 5000
ANZTAEFNRET I3 MNIVZI—DHDIREPA
FEDEBEEHLTVEZZEDNZVES BERLAERFELATRTHD
ZENEL. EHEGIEI~A4rBEEbATNETS,

4) EREEOBOEICH S ERE

ERAEERET TR, BRRERIZIHOEAELEZZEADHY FT,
2EEODEAEDLEIZE>TIE, RETDIVRINELL BRI EEHYET,
TR, A HEEHOZ NI SA VT TIIL A —EEREICOWNTHBELET,

XEEEMNE O XXY OXXXY FIZHRDZEITHESIERBEVVET, HE
FR®D 500~1000 Nz1 AEFIEFS, BEHCERERILEVOREZD
BENADEIZRDZENZNTIN, £EMFRIEEL. BEDHAICELL
SEALTICHASNTVNEAFHEVET,

11



3. 2BEDHOELUNERRA L LR EERR (BE)

SRMER (BEE) ORRIICIE, £2EAROHOELLIIZ, 2EEDEED
Ei. BRFOELE. BELEFICLIBREANDOEEE, RALBERENH Y
F9., Sho0EL I, HERZEH TIXRE DTS2 LIFTEE A, T
KENLGEECHIRERESTLHENZH CTIER DT ENTEEEA,

4. BIEFOEELEYDEL

BEFOELIZOVWT, EXMEE (BEE) OREDO 1 DTHD LARLE
L. LA L, REEBEGEFOELRIFE LW ETEAEL, BEFOELENDELT
NEXRMERE (BE) #RBITRTEHDY T A,

ZLDOANE, TRAEERELEZEEFEE>TULAL] EB->TWEHE
LhFEBA, L, EREHAPOHEELNECL-EERFE6~TEEST
WET, REPEFTZEDERPRENTOGEVARLWVETFROTY,

BEEFOZEIIZEFE, | DEGFTEGFOEIEAH D ETTERNEND ED
HEHNIL, BHOBTEFOELRIZE > TERNEND LD, MEXNHH DT
MCELEFICRACEEINELRD EERNBEND LDOHRE HLEBAOEEN
HBEDTY, TD=H, HEPELFOELLEZLIODTVWEIDTIA, FER
BENMNTNTOVEVWALEWDIDTY, COLSIZ. BEFOLELIFR LWL &
TlEHY £H A,

CDESBELEFOEENRIDZEIZE>T HRLALEBERFE EOELHAE
BHELIODEARNEENET, T5T D LT FEAREBOEENAREI ST
H, BEICESTEZ2RBEL DARINEZTRY ., £EYIEELLTEEED
NTWED, 2FY, BERFOELIE. EYHELEERIT HITERFLIZAET
£EHDBNDTY,

12



(I HAEMBEHTRONZERMEEE H OFOHORAL

21 PUYEI— (B VEER) ERORKRVGEBAEDOHK
DEACIZHESEERBETT, 0RO, 21 NIVYI—0HD
3I~6 METHEFIAZETCTCLD I ZDOLEIZ, HwEE
EHEnTHLONLEBIZDODWTA 2 Ea—Z& LELE,
FOHE, HBOLMETOERAABELMNIZAY ., FRHIC
ILLELNBRICHIMELK[FELICAD ZENTETVEL,

21 R == (A7 EfRBE) o5 » ARBTSBRILE20RR

. Jog-#2o
BB BYISHEEE | FROSS & PEILE

- =P, P E— .
Sl fiag—A | *vrco gt
=y ) S Wi 21M)VE—%
AR THRARD g HOFDEE

smn P T o %%%ﬁ > iﬁ?“g

WETES, H2ETIE. 0 R
RRAR I 2iryvs— | 2 ;‘%’g‘ TEHLEL.
TELLY TlEAE B RICHIAE

EEL

A e %

[T HTEN
TED

FHFE5 (2016) &b (file:///C:/Users/Chihiro%20Katada/Downloads/4(1)1-8.pdf)

| V. &XMEE (BE) £ 2T RE~OYHR—b |

EREEER (BE) 24 ODFOHOIPLLUFEENRBE, BRLBYR—H
HELr2EICZHHY FTT, BHOERT (ERNEARICED(HFCLETD
XE) ET5EOOMELEHHY FT,

Tl KECEEORERE, SEVOHMBICI > TELY FIH, BEREIN
PRAT—EXERTOoND D, FRERE (BE) 24 28FSADEE
CBIL T, BENBELIKREL BRI LEHEYHY FHA,

— EEGHIE —  RAUHIE
FRREBERAH BERGBIFY, B ERA
T ERBRREE BRI RERET Y BEETIE
DEEEREREYR BB, BEERTE
N B R E R R AFRIE. REFEHHRE
BRI & HRBETAF— R E

*HEHICKoOTRED =S, FLLEBELOHABARKICESBRESL,

13



V. HERTRETI<BY 5 MERIE |

HARZHO T2 BN, THERICERROREBOERBEEFAND LT,
REGDHEAECEBTREEZRT TS L] AR LELE, LML, EEE
REOCAEHET DANEINRDDEDIZRITDEIADEVDAEERTY,

BADEETH, REDERERE (BE) €EHE L ATHEIRSEIE
ROLNTHELT, EENER] * (BEORE~ADF] ZHAICATER
FIENMITONTVET, T0EH, HEMBSHER T &, ATHEREZ
FELTERLBRVEERKBEtZ2CHYFES, TORR. ERBZEZTT
WEEEHE S (EESHBETAIHEERFHEEZTV, ZOROLEDYR— A
ZHFONEN2=AHBLEVET, LEAST, HARBZHIEE. RE. £<0
FEZEATNDEDTY,

V. EHYVEUVY

HARZWEZ TN E S XS, BRIR
IZHEXMEERE (BE) NEoh 2B L,
ERADOEMY AT vt 5 — (BRKETEME-
REBTCHIVVET—) DA )V T%E
ST ENTETET, FHEBENKRE
(NPT) =HZET 258I1C&, Echv ot
DT EZTHENERINTNET,

BERAVVEV VT EZTHET REOHECHHOER 2122 &
ZHFRENCEDA Yy bOTAY Y O, FROBFHCMFIZDOGEAY
9, TOEH, HAEFRBZWICOWT 1T ATROREEFRSHY £FH A,

LML, BEFOEMCAY VS —OHEFETELBOOAERTT,
HERZMEZ T EANE SN KL ESTITF BRAT V) VTR EDHD
YR—bART 50D NPT OFREMRICZZT S ENKRYITY,

HEHAERMRE (NPT) 2 5h 2 50500ER (ERER - EHEER)
. ©ET 562 fEH% (2024 4 10 BBA) e

FLLIE, HAETRERINES EEFTESD

RErERMEE (ERER - EEER) B 2R ES 0

-

14



@

HARTRZEIE, AUy b - TAYY bE+DICIERFL
MmELE=> AT,
RIFTIANZTFRONERET 22 EAKRTITY,

o)

HEoERIZIE., TEEDKR—LAR—DFFHREY
Bhorvv) U TEFRL.
IN—=RFFT—OCFHEEHEK L TLEILY, )

/—[ N ]—\

FROK—LR—SETBRES L,

& HBEHERRE 21 FYYE—IC & e HET®R
BdBHR— kot EH(zDOWT

@'ﬁ% @-‘ @P ol @
S L
T @= ® 4
HARMREREIFIES BARIIAERR IHRPORE(CRIT B1EHR YA -
k EEZER (CEEZRBET)

<143 F> Kazuko Katada
RIQHRE 1 2025 F 1 B (WETRERE : 2016 F£ 3 B #IhR)

15



