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s R BT D B IR AN BT R i 2 pa B & SMA & ~ i BaFn GRI e Einka
FT) ~ &A1 4HAD NIPT 8 > SRETAATEFRBEZWEREE -
R AR ERERET L TR ERBRER R £ T BB RO Z BT
RSB EtaBRrT - SUB R = RERFT Rl 4 T EMBIR B ECIAE TRFHR -
SEERAR - AT EI 4428 T o o 81T - SRR ST
BIZ -

(hwBERT) B i HR
I B et 4
2. ToEETE H BB EEUTEETRTE e 5
F—FHIERE « TRERERREES - IR E H-A (Pregnancy
Associated Plasma Protein-A,PAPP-A) .........ccooiiiiiiiiiiieeee e 5
55— R AR RS © e\ JBOAEB0%Z (Free beta human chorionic
gonadotropin,FreeB-hCG) ... 6
B—ZHA TR ATRE B G ¢ iRk 4 A 1-(Placental growth factor » PIGF)7
HBSAgZ (B FURF R ZR ML) oottt 8
HCV AD (C BT R ITHE) ettt 9
HIV Ag/Ab Combo (B2 R BT R/ TTEE) oo 10
CMV-G (EAHREIATE IZG HTAE) ooveeveeeeeeeieeeeeeeee e 11
HBCAD (B BT 3 AZTMTIEE) woveeeeee ettt 12
CMV-M(EAHREIETE IZM FTHB) ooveeveeeeeeeee ettt 13
rHTLV VII (\JERE T MR ERR 5556 — B K228 —HUHTHE) e 14
HTLV-I/IT Western BIot .....cooouviiiiiiiieeeeeee e 15
Syphilis FHEEE(RPR) ....ocviivieiieiiiieiteieeeet ettt ettt 16
ABO Group/ RH Type (I ...oovvieieieeeieieeeee e 17
BRI TEE vttt ee et ene e 17
2 HH(ERPeak)-F-E B HATEH ooveveeeeeeeeee e 18
3. BRBIETETETE T oottt ettt eaeene e 20
4, FEREAEUELIRERER & e 21
5. FREEAMATEEERHT e 23
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(SMA ¢H) H 8%

B S T oottt et e et e e e e e e raaaes
T T H R B i B T & o ooee ettt
R B TR & oottt ettt
T T B & oo

T BEHIRTEETET T oot
BB B AT & oottt ettt
B T & oottt
Bk /FREFEEEE ~ ULIHERE L EZERERT & oo,
Rl L e
B T e

BT & oottt ettt ettt
T T H R e U T T oo
T B EE T T oot
gt Sy < =TT
T BEHIRTEETET T oot
BB B AT & oottt ettt
BB B L e

G EREREEEE ~ UPHERE R EZERERT & oo,
R R L e
B T e

B S T oottt ettt
T T H R e U R T T oo
T T EE T T oot
gt Sy < =TT
PRI/ EEET T oo,
BB B AT & oottt
g AR
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1. RIS
sl B BnRrT R 2 Tt A e E YIRS (A PR 2 5] B E SRR N 3 i
Rl BIR A EIRTRS 2 Mgl > Bl & S Al e R E Y IR P i Z et an
fadll %—%ﬁﬁ}%&f“ » T RAETE R -
WMV EEBOR © B E SR e BRI -

FrENEME RIme s -

teA B IR AT -




2. FRBRTH HERRIENE -

felgia H

TRRe PREE

faRa e -
faRafRiT -

IR

R -

JRE

S

R -
HRREE

FZZHARERE ~ RETERE RS AEIRAHER A& H-A (Pregnancy

Associated Plasma Protein-A,PAPP-A)
0% 5 EAEEE A 11-137 8 > ERIEE RN 45~84mm > FEFEZEHE
BRI
I 2/ TmL
TGRSR 24 /NSNS TR AT AR ibe iR 2-8°C - BHIME
Hﬂmﬁ*”ﬂ?ﬁﬁ‘ S04 R EET-20C -

DA ERE L > (BB EAL MmER 7 fé‘ﬁ HEZJ:TJL;@IE/\H%%%EE*% » -20°C
T/?/%Lb C REE O YRS R 2 e A
Kryptor GOLD ~ Kryptor Compact plus

Kinetic Chemiluminescence

() AEREZBREACRES HEZYTEZ 0 11 BT 137 2 24 T
Teteo 4SS BAERG 7= 0 - BB AaT Ik 46147 (IR0 LS 2 EL
PREERATT

Gestational age N  |5th percentile(IU/L) | Median | 95th percentile(IU/L)
PAPPA-11 7623 1.217 3.435 8.096
PAPPA-12 25652 1.821 5.037 11.535
PAPPA-13 12872 2.637 7.150 16.769

() 2REEHERE 2B L - S S EtRstUA CH SR 2
JEfTA B> ¢ 270 > g — b e o iS e DA 28

(3) 34 R4 TRIATERES © <1 ¢ 200 -

(4) 37 R4 FRATERESR © <1 ¢ 150 -

(5) 37 Hpiha A REEE © <11 150 -

(6) 34 FHTHEA R © <1 : 50 -

10 {E TAER -

() FEE—FHE R - & hBEEERFES - 8 E NH S SHE AT
#% Nuchal Translucency sz PAPP-A F1 Free ,6’ hCG £EYEE R ZE/Y
e AR S%HIBIGTET - HARiRL Fy 82~87% - (Ref : ACOG
Practice Bulletin, Obstetrics &Gynecology,Vol. 109, NO. 1, Jan 2007)

(2) TERMERE  (REIFESURRGEE T £ 10% B9 RE5YE T » DL PAPP-A ~
PIGF ~ UTPI B BMERHE TRIRTIE » 4B Tk 20~34 BEAvkRH
#296% » £ L) PAPP-A Hi PIGF V5 {EHETE 2 2R B 74% -

() MEARAHBMATE S E-A (PAPP-A)Z—HH - Bl I Z & & P o idb
Ry FERE - EEER% 21 REVAIEAE] - R #ERE2
PAPP-A JRIE & lEE A S Re A AL RS S I PAPP-A
AR A R -




fhgat (1) =5 ZE FEtsEEE BT LR FEEAiRsE e ftha 7
HRz 2 CRL B NT g LRt & FRiRiE Eitebe it <2 fa g R
BiRG S E R 2 CRL Fe UTPL{E DA Efmat & B pr A e s
KR E\Uulﬁlgiiﬁf%lf?@%ﬁ@’é °
Q) ElsEeTE G FEH R L EEE L FMF(The Fetal Medicine
Foundation) 2 f# -~ 55 EBE%;%QV Eﬂié eI E T
T HT i ) e e G o {ir S i P B R K
() BE RGO ZERTE -
febpraH - S5 —Z A e PO B AL < Ol A SR %K E R 22 (Free beta human chorionic
gonadotropin,Freef-hCG)
TG REE 07 5 RAEEE A 11-137 8 > ERIEE RN 45~84mm > fEFE2EHE
AR
GECE I 2/ ImL
TG IR TREG TR R 24 /NP E TG AT - T RE G REE IS 2-8°C » BAIIE
Hﬁaz%*”?’i’]ﬁ S A HE{F-20C -
AR L ERE L o (EIMSEEELIMER 7 r%‘% Himl/aiﬁ/\%%%&%?ﬁ -20°C
T/?/%i_i_\ C RHE O YRS R 2 e A
oEREEes - Kryptor GOLD ~ Kryptor Compact plus
[ Kinetic Chemiluminescence
S () AEREZBEICRS REZEZL 0 11 BE] 13" B 2R e
Teteo 4SS BAEAG 7= 0 - BB &at 3k 23703 (i 40 s 2 E
REE AT
Gestational age N Sth percentile(IU/L) Median 95th percentile(IU/L)
HCG-11 2894 19.8 50.7 130.9
HCG-12 13718 18.2 44.1 116.5
HCG-13 7091 15.5 37.8 104.5
() 2IREEEDEFIE (2B HBIEELE - %ﬁ?ﬁ’ml/%gﬂ%ﬁi‘ﬁéifu*@ GRE
JEm A R>1 ¢ 270 > FaiifE— b iyt ie i S DIRERT 2
AR 10 {E TAER -
R E T () fE5—Z2HARE I EEs T - & HHBLIRERAFRS - A ESHE A

Nuchal Translucency 5z PAPP-A #{l Free 5hCG i%f EENESE S
E S%EVEGET » HigH R4 82~87% - (Ref : ACOG Practice
Bulletin, Obstetrics &Gynecology,Vol. 109, NO. 1, Jan 2007)

(2) ANFHT R eV (hRCG)E B R AR B 20 M U0 Y R AR
{8 FORBE AR W B E PO 0 H S VAR RS R E
TR KB = AT N - 73i51% > hCG &[] FH A HIY
TS HEPEERA R 24-36 /NI o WIS REA R GO o TR A
EEEERR M Z (free 8-hCG) LLIEF A S o (L0 BRI




hCG JRIE _EFHEAWERY - B4 - fE— A TH 45 B R AN B RS2
MR E REERY BT -

gt (1) ik EEhfa R R 2B 20 B EE e ss fe e i s
K22 CRL Bl NT {HDAEEBRETE © ke M iigs » Al
H R HFEHBE N R -
(2) [l {EE B A& B RGBS AL 5 & FMF(The Fetal Medicine
Foundation) i ~ #ikiS - FH S5 2 2 1% B il 8 55 o5 — 22 P R X E BP9
I A Bt B i S B 12 B e -
(3) fBpEFHREGEIEE R Z ERATE
TeipIEE 2P TR EE BB EE AL ¢ Aaf 4= R N-(Placental growth factor - PIGF)
TR R ¢ I BEEEE Y 111378 BEEIEE R/ 45~84mm > fiEFE 2248
ARSI
THSHETA MmEF%/L ImL
TS IRIF TR R 48 /NIF N & E TG M - AR RS GRS 2-8°C » BAINE
RS 7 B 2 R G 7-20C -
AR HARTERE L - (EMPREALMmER 7 #E - B R ERERE R » 20T
AR R OIS R /2 e A o
bR - Kryptor GOLD ~ Kryptor Compact plus
JEI - Kinetic Chemiluminescence
S () AER=E GRS BIEREZ > 11 B 13" H 2 22 T HRie
St L A2 e » WSS 3% 28475 (i Ain 4B SR MBAS
T -
Gestational age N | 5th percentile(pg/mL) | Median | 95th percentile(pg/mL)
PIGF-11 5401 12.150 29.450 58.820
PIGF-12 15532 14.986 36.000 73.979
PIGF-13 7542 18.584 45.135 96.555
(2) 34 A FRIAERS * <1 * 200 -
(3) 37 FpiEEAFRIATERS <1 * 150 -
(4) 37 HERFIRG A RBATER L <1 1 150 ¢
(5) 34 R4 PR 1 <150 -
e IR 10 & TAEK -
FEREER (1) ERaFFANERE - REIE SRS - £ 10% B9REET » DL

PAPP-A ~ PIGF ~ UTPI B BME RS TR ATEGE AR LR 20~34 )
AR 96% - & LI PAPP-A Ed PIGF MUA(EETE Z AR Ry 74% -
(2) EERRG T RERTE R R i AS S RS O SRS ~ SMIMER ~ 55
HNRIMURAREMAREMUE PIGF AGETTRVAS - £F 10% Eftebs iR
R TR 75% 37 FEHETFBIAE ©
(3) ArHrmHHaiE A RN T (PIGF) & — I & AR - B E N EE




AT (VEGFH)ZEK R - R Z{EA—EMmETEER - [Pk
AERE R TN IR e EIAREY B - ME NRIIURIEERT > ip AR
- F B L)L B VEGF receptor-1(t77# 5 fms-like tyrosine kinase-1 5, Flt-1)
GEEHEREFE - BHEFOARE R - PIGF FEERZRE
TRAEREAT -

st (1) AN EEite RS S A BE 20 T prEatefe (2 iaam
BREAR SR = < CRL Je UTPL{E ARt & S B A el
KigR > AIDIRESERNERBIRE -
(2) EEHERG: JE b BT B (R 48 S B AR A BE B2 AL FMF(The Fetal
Medicine Foundation) % 7 $RAG » FH S 2 b7 SRl & & o — 2] i
FITE A e i G P 7 B B A B AR K
(3) hin: RAPEERREZE R - HNA R FMF B T8 EETHE &
o EEERAESS - HEERE S MR TR B a e -
(https://fetalmedicine.org/research/assess/preeclampsia/first-trimester) This software
is based on research carried out by The Fetal Medicine Foundation. Neither the FMF
nor any other party involved in the development of this software shall be held liable
for results produced using data from unconfirmed sources. Clinical risk assessment
requires that the ultrasound and biochemical measurements are taken and analyzed by
accredited practitioners and laboratories.
(4) tebad ARG IR Z EREFTE -
feBpHH - HBsAg (B BIAF RREHUR)
TleEREE © MUS(EFEWEERILE /o B E 2 I0F) B R RS N AL DUAe R 2 A EE
Lithium heparin ~ Dipotassium EDTA ~ Tripotassium EDTA -~ sodium citrate -
[M#% 457 8E%E (lithium heparin ) ~ Sodium heparin ~ CPD ~ CPDA-1 ~ ACD -
Potassium oxalate/sodium fluoride [f[#f - fEFEZZRG - BRI ©
TaAGAeTs | NN 2.5 mL
HRBIRE ¢ ARAS I A B ARAS SALIMIRAEAE T » AR 2-8CEE 6 K -
e RS - Architect i-1000 SR
JRE - CMIA(chemiluminescent microparticle immunoassay)
SEER T () <1.00S/CO ; (+) : =1.00 S/CO
WA - S{ETIEK -
EREZ T B BRI RE DU (HBsAg) ~ £ PiAe (anti-HBs) ~ e HiJA

(HBeAg) ~ e §iifS (anti-HBe) Bt $ife (anti-HBc) » HGMEKEZ
REFZWT

(1) FTHEPURGM: © ForREE B BIRF X » EPURFHE 6 (@ H » Bk B BT
(2) REPEEIGE - RTENEREEDUE -

() e PG - FHHEEA SRS -




(4) e yikafmlt  BAEEAE -
(5) LR - GEEEE B IR SRR E ZARE, -

B i) A SRS - WA SRS 9096 F R Fy e
‘Fii;ﬂ?J? F o S BRELTANEURA, - 49 25~50% SR e R 5 AR
FRUR R 1@ 58 Z Eba PECIAE 526 LLE -

7= B RURT 3 5 1 ELAE SRR z«<EH¥E WP ~ i RN ERK
TS » — ey R B SO HE LRI - S EE AL - 5 RAY R
éEFE‘ﬁ%:#H B BURF RIS AT A 5 é?f%ﬁ 40-509% H7 R 4L FH G

HISETL - EA e PURENT DNA FEF > HrEiinHERESEAS
Tﬂi%%jj TESR A LnE R SO Rt - AR S A B R 2 B S IR
TCEREEH BRI SRR EDUR S e DR RIE SR & I MERER I A R (F
Fela A5 - K EL  EFR ﬁﬂﬁml/&i%/&LL)iféjﬁﬁﬁﬁL/\rVSI
MR - Rt ~ SIS EEEOES e ~ $1352 - ZFEIME ~ &U8 ~ FE ~ 2
P RIECEIER T ~ M T Fo BB Al RE IRV -

it (1) fxae 2R e EE R -

(2)  [NP] not-performed Sy RF#EE(EIEIAM] -
(3) fpAGTEE/AGE AT R A asE R 2 -
4 BE RGO~ ZERTE -

TebarAE HCV Ab (C BIRT 3R HTAG)

T pa R e M5 (B FEUWE RIS 7B 2 M%) L. potassium EDTA - lithium
heparin ~ sodium heparin ~ sodium citrate ~ ACD ~ CPDA-1 - CPD ~ CP2D -~
potassium oxalate FyHiAERIUEE 2 MAE - MEFRZZHE - MERIAMD -

fEsRerE - MUB/AMAE 2.5 mL

HREORAT ¢ Iie IR B AEAS R ALIMBRTFAE 1 » 7Y 2-8 CHFFRE T

Tl Architect i-1000 SR

JREH - CMIA(chemiluminescent microparticle immunoassay)

SHEmM () 1 <1.00S/CO ; (+) 1 =1.00S/CO

Ay 8 I LAFEAK -

R E TR FREESELTRAT 10 SR —ENERERESEA S 1 86 2 fi - iRIBSEA

at - BHLIA 8 TASURAE - BB A FHER R A E E B BT %
HIHTER R C RIAT 3 - /it C BB RIW TR - 2/0F 60%LL Eagsnile
PERF R > Horp 20% /26 GEBATEL > AT LEERES 3-5% 8 %4
AR - 85 C BURT RIEMHEER - 3HREFE ERAT > HEERE - B
AYREERAE ~ BEL ~ B > AT G A © BRIE R A (A BB EIR
5 BB B AV EIRMERT X (B AEEAREE AR - RS
I Z TEIRECA B - B C TURFSREES RIS ML - Bler C BIAT k1% - %2
g EL C R PTAs(Anti-HCV) iS5 (TR A B BIRT R VR EDTARIEE S
& - AEACREIER - NS C BRI R 322 A i) - Eiliiiehzis




A=

it

{EF RS Ry - ForfeN iTRE A C BURT R FAE -

C BIRF R B EA C BRI RS MR AR - 48 B BORE A HE ARG A
RN » HAEAUATCERE © filn ~ $73 ~ RENT - $F5% ~ WIFE -~ §UE -
FEIE ~ SARIEEER )~ AL Z T R o T C B SR AE IR
FLELARZELL B BRI RAKIR S » S4B REFIE] 2 B (AR ALY S 5% -
(1) iefe=mta EE R - Biin HCV Ab [P EAIAIRE L HCV Ab -
(2)  [NP] not-performed Fy>RIF(EILIARM] -

(3) TmARTEEY RS AR R I (i aaE A 5 -

(4) talad KRG IR Z (ESFTE

WA
FRARIE

IoHERSTE -
HIRBURITE
Tl EEes
JFEE

SE&EM
HAEEHFRY
FEREE

A=

HIV Ag/Ab Combo (B 2R PiR/TiAe)

M5 (B FEUE RS 77 B 2 M%) 2L potassium EDTA -~
citrate ~ sodium heparin ~ ACD ~ CPDA-1 ~
oxalate Sy PLAERIL S 2 I - MEFRZZHE -
MMyE/mA# 2.5 mL

Tode AT E A B ARAS S ALIMBKFAE | 12 2-8ClfFEE 14 K -

Architect 1-1000 SR

CMIA(chemiluminescent microparticle immunoassay)

(-) : <1.00S/CO ; (+) : =1.00 S/CO

8 I TAFEAK -

HIV (Human Immunodeficiency Virus ) B[l/& A\ FERIEHE = Res » (DHE %
e o HATA o BrAd » HIV-1 Al HIV-2 « HIV-1 B2 RZEEHFR TR EHE
G PR LIRIIRIA © WIS B 20 A AHIE] - B HIV-1 1% 58 90%
G 10-12 NSRS BN o B HIV-2 AR A THREE
TIE o

B LR RARAVEIRIAA A - (DISREHRYY 2-6 2 HIEEE
BRAVIR S MERAIEIR © (2)F8 R 20w 5 (8 B R ER ARV AR - —f%
& 5-10 F(H At AP HIECRERR ) - B2 - 22 e IHsE RIT > 572
BELHIEIN > BB ESERMET R - NI AE W ENT S
AR - 222981 (Window period ) * B 25 5 R4 % - 754K — BT ]
MR A G A 2w ie - IR R R YRR - T RE DS M A2
A4 iitebn E P MERIE - RN ZEE ] - —fRi S - ZEIIEE LIRS
Rtz 6-12 BN > A AT ENHREHHEEEIRE 12{EH - BERk
S =(HyiED - 2R g T nf ARk E 1-2 B - FEpEHIR] - BERNIE
RN E R 0 A58 o ZEEHHET S BRI ATEIR » BUEIEIRA
Rk Gt BBl — AR EE -

EHRER S REAORRE M T RSt - R R B R AR
e ~ HLFT ~ B2 i s A s B SCHAR » $5A 2 R Rl BE
IR« (1) SR Al #2550 5 A RVITUR ~ R B - (2) Bk

sodium

CPD -~ lithtum heparin ~ potassium

HEGRIAIL ©

10




it

B FHREERE L ADER ST - #1 - Q)R BN BRCE Z4

BYAE - T EEE - BRUGHECES RS EERY - L&

S~ BN AL IS B = 2LW 5

(D) tie2RtE g EER - 5 S EHOIE R > AFTgZH
Az R bi- b e T e R (TAF SE84RST  1561)
ik - SICTHEEEE 108 AT 100 57 10 42 falbis
BEaEE 1 02-2370-3739

(2)  [NP] not-performed Ry RIR(EELIARM] -

(3) TmAGTE/ RS AT e R I (i aGE A 5 -

(4) talad RGN Z (ESPTE

feBpH e

fRRe PREE

RS -
MEBURTT °
BRI °
g -

SHEH
AL
BREH -

=0

CMV-G (B4R 1eG iks)

75 CELRE WL BRI L o Bl 2 0% ) 2 PAIM A 73 8 (lithium  heparin)
potassium EDTA -~ sodium citrate ~ Lithium heparin * sodium heparin ~ ACD -~
CPDA-1 ~ CPD - potassium oxalate/ sodium fluoride - J&REFTSER| ELFHFERY
B TEEE B Eiaie < IREIE(K - fRFRZZHE o #EpA -

/1A 2.5 mL

Terde PIE A B ARAS S ALIMBKIFAE T 12 2-8ClyfFEE 14 K -

Architect i-1000 SR

CMIA(chemiluminescent microparticle immunoassay)

(-) : <6.0AU/mL ; (+) : =6.0 AU/mL

8 I TAFEK -

B B4R 5 (CMV)E SR E 7, HoamE {RE HO2 AR © 280
HIRPIR L A R RIEDIRE A B AZE] CMV Bl - RITARES [#ERE
HHERERE -

TEANRE R B EREA —AVREE - B OB - ARSI
H5 3 (chorioretinitis) ~ F& /7 HE 5 R ARAE T EIY MR - HH T B RS 4
K CMV 5 [ERE ARG & b M EAE 9 RIS R & ARG - RHEY] 2
Bt CMV #) R R A i B

CMV-G Higlg H 02 A At iR S R A fit CMV-G - DIHENE &
2 CMV E » B ATTEES MR 90% » KBS fEE R, - 7~ A
LIPHYERS - CMV 1gG B2 BERAY & -

CMV IgG CMVIgM  |CMV IgGi&TTEE

— N/A F NS

+ — Behm BEYES  TENERAERIEE

L &R GIRIEE © TEREREktks

i i DA SRR | T R

Ehe—EREAT R Z BERA  CMV 1gG fJileRERET & HFA CMV
IgM HiReFAE > WA RITEE 2 MUFEEER -
Wy (i e T Y R R R R s - (DR © 36%~56%H738 52

11




» BRI A e R AE AR M e RS - & EZ R VIR, > e
!?LUZT R i TP LA BE e A - AR SRR B BER A E R B S
fEimmite » AHEEAR - R N ERR ) R E AR R 78 TRz et -
F5 RESCAME E AR 8 2R » QVERGHH » LHF & R B R MR 2
AT Ry BES—EEAA S - SRV - 23EAE - dzm’%tma

it (1) EHEZIRESREHEE /T 6.0 AU/mL £ 15.0 AU/mL 7 [l » 2
M CMV-1gM BREEHrEkfR

(2)  [NP] not-performed Sy R (F ELIEM] -
(3) TeHGTEIE/AGRR Al 5 R i AS E 2B -
4) BE RGO ZERTE -

TebarA e HBcAb (B BIFF R0 PTHES)

TG PR IE (AR R 05 7 B E 2 05 B UM AL 73S Sodium  heparin ~
Potassium oxalate * Lithium heparin(PST) -~ CPD ~ Dipotassium-EDTA -~
CPDA-1 ~ Sodium citrate ~ ACD - JRREHLAER| BN - 1 &2 E HH
Bhele R - MFRZENE - BRIAM -

GECEL /A% 2.5 mL

FAEAORTT ¢ WS A B ERAS AL MERTFAE T R 2-8CHFE 14 K -

Tk Architect i-1000 SR

JREH - CMIA(chemiluminescent microparticle immunoassay)

SHEmM () 1 <1.00 S/CO ; (+) : =1.00 S/CO

Ay 8 {E TAEK -

RS B RIRF R FEEC B AR R E P (HBsAg) ~ RE e (anti-HBs) ~ e HiJi
(HBeAg) ~ e $ii#iG (anti-HBe) B0 PiAS (anti-HBc) » HF5 1S 2 X
KERWOD
(1) FREDUFRRME © ForEE: B 2R - HPURR4E 6 #H - RIS B &Y

FFR AR -

(2) FHEDUEERME - FREENA REMEDUS -
(3) e BUFERM - RS -
(4) ediaakatt © BCNBEZ: -
(5) FOL GBS | WA B EIFT S R E AR -
ZRAE TN MRS EER RS #r A FRREY 9090 G A8
MERFIRE - S BREL T4 5LEE » 49 25~50% & ik Ry leMERT IR + B
FRIRE R 1 M R 2 e tEEIAE S% AR -

T B BT 355 T EL B RS HHASR ER - S8 H AR ~ i ~ TR AR
TS » — ey R e EfEA SO HE IR - S EESL - 5 RAY R

A FER IR B BURT R E A - B8R 40-50%01YiF R E4C L
BICESE - B e JUFEGRT DNA (F1Ek > BN RESEA S
AT R B R R Rt - A S P RS B RS

12




THIEH B BIFF R R R K e DU M il & P M REE Y L EE AR
FE R 5 o KOPHESL - SRR A RUE 48 R Bk ARG
MRS - Nt ~ HASTEHECESES - #1350 - FHE ~ &UF - #1IF - 3
FIAFRECE SR 7] ~ T R El AT RE R ©

st (1) [NP] not-performed Sy A8 ERLIRRM] -
(2) fpAGTEE/AGR AT e R (s E R 5 -
(3) febaE RGN Z EREFTE
fabardH CMV-M(E4iiftfs 2 1gM Biks)
TR EE I35 (BLFE AR A 107 73 BE S 2 1075 B LA A 73 B (lithium - heparin) »
potassium EDTA ~ Sodium citrate ~ Lithium heparin ~ Sodium heparin - JiZHE
PUAEE] EMREACR B2 5 e e < R (K - TR 208 - #is
i e
TaAGAeTs - AN 2.5 mL
HABOREE ¢ KRS IR B ERA R ALIMEBRFEAE T » 2 2-8 CHIFE 14 K -
Tl Architect 1-1000 SR
R : CMIA(chemiluminescent microparticle immunoassay)
SR (-) + <0.85 Index
(+/-) : 0.85-0.99 Index
(+) © =1.00 Index
R IRy 8 il TAEK -
R ER B B4R 5 (CMV)E SPE IR E 7, s g {RE HO AR © 280
H R A R R TRE A Y N2 E] CMV R, - AlATEES [REE
HEHREFEhE -
TEANRE R B EREA —AVREE - B OB - ARSI
H# 3% (chorioretinitis) ~ ¥ )& R AL TT AV © HHS 5= R s EH L
Fe CMV 5 [EHa FAREGRIGE B MEAE W) RS HARE & ARG - NIEtHEY]2
BTt CMV RIS Zdm e R o B -
CMVIgG | CMVIgM CMV IgG $& 1 B35
- N/A NERAS
+ - WEhm BERYREE  FEANEMYERTER
" n 1.%%’5\7'115& PIES,  FEAEEErERt
2 &S JEOIREE § B N E A ERR PR
Eie—ERRFT IR Z R A - CMV 1gG iR RES S A CMV
IgM JiliGFAE - WARARIT R Z MUFEEE -
A WA JE AR o R R =

FEM § 36%~S6% AL R - LI AL R FAA T e R R
ST SIS » S AL R R SR - AU
AR R BT (LR » SURIE - 25 RO
SURASUA TR IR R - RIS SR M B AR R -
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fhEE

PERGER > LR R SR BRIV 2 METT Ry - BB — (AT S -
BRI ~ SSERAE - BUS R -

(1) FRBREER Ry (+-)7& R 0.85-0.99 Index » =y 2R HfE L HET THE AR -

(2)  [NP] not-performed Ry RIF(EELIARM] -

(3) TmAGTE/ RS AR R I (i G E A 3l -

(4) tulad R G IR Z (ESPTE

feBRH e

TRRe PREE

RS AGIA -
HEIRBRLT
Telgiees -
JREE
S
R -
HRRER

A=

it

tHTLV VIT (NJERE T SREER 5 55— A 5 258 A TiAS)

75 (CELFE WL R A L0 o Bl 2 If10% ) 2 PAIM A 73 88 (lithium: heparin)

potassium EDTA ~sodium citrate~ ~ Sodium heparin~ lithtum heparin - potassium

oxalate ~ CPDA-1 ~ ACD ~ CPD - g REHLAERI SRR - M sE H¥s

Etgie 2 R - fEFRZERE - RIS -

AN 2.5 mL

Torde AT E A B ARSE S ALIMBKIFAE T 12 2-8ClfFE 14 K -

Architect i-1000 SR

CMIA(chemiluminescent microparticle immunoassay)

() : <1.00 S/CO ; (+) : =1.00 S/CO

8 I TAFEAK -

HTLV & a8 B FR @GR - HTLV B9SIR 3 » 95%4& B R Erasm -

A %R EGEARA (REEOLH RS DEEE R ALT 5 TSP

g R HARRRER ) -

HRIESEE HTLV-1 G5 TNYI50H © A T 4HREME B s (RTE ATL)EL

— T B8 1 658 7 T 1Y R - B R SR MR B /HTLY Bk &5 25 B89 (TSP /

HAM) » {HEHRZRAARIK > 737 Fs 2%-4%51 1%LLT - N T A E M

/ MEEYEE (adult T-cell leukemia / lymphoma ; ATLL)ZEVET 5% B E T BCEE

(tropical spastic paraparesis ; TSP) Kz HTLV-I FHE] 2 & 585K % (HTLV-1

associated myelopathy ; HAM) o

HTLV-1T Ji#58 5 [ HTLV-1 HUASHIERFHYAC A JE - HTLV-IT gl

£& hairy cell HIM (hairy cell leukemia) F R - {HEAERER T HEIAY A G H

AilTE AL - AR HTLV-1 HUeE &5 51 Ry bl - A g2 HTLV-1 5

TR > W ATEEE HTLV-IT 5[REAYAC S FE -

HTLV Jiase& Aapaiiid®s  (DERERYL  WIRAVERR R e A&

FLEH AR5 o (2)VERE © B HTLV W5 R &3 R VRS AR, © (3)=5t

Ry + A HTLV R R B MURAYSTER ~ 5 ~ i - #1352 - &UES

e PRI RS © (I © E A HTLV R MR SRR sy » SRR, -

() NFEME T AVE SRS v] sE Bl sl T e B 1 S - 52 B iiéds
5 - Patient 45 Fx 82/ RE M BV SRENIIMIE AV ZE i T RE S G 1B -

(2)  [NP] not-performed Sy RF#EE{EEIHM] -

(3) AT/ AGRE n)aE R (A asE 7 2 -

> 7/
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(4) talae RGN Z (ESPTE

faBpH e

TRRe REE

faRa et -

HEIRBRAT

FelgiRes -
JFEE

S
R -
HRREE

A=

HTLV-I/II Western Blot
A (BRI A IE 70 #E 8 2 M0 B LA A 77 @& (lithium - heparin)
potassium EDTA - sodium citrate » Sodium heparin ~ lithtum heparin ~ potassium
oxalate ~ CPDA-1 ~ ACD ~ CPD - DUEE ~ FEA MRS i - AR ~ =
B2 S ARG (TR EYARES - Al elBRriie L - fERRZERE - WA Z M5
HotRBRAl - AN AT EE SRR -

AN 2.5 mL
b IRAGHT - ZHRER TR BER B BR AR A B 0o 7 =00 B - U
2 T RAHETEER > T REFER 2°C~8°C » ik 7 KRS HAIE-20C AT »
MP Diagnostics HTLV Blot 2.4
75 77 22512 (Western Blot) » MP Diagnostics HTLV Blot 2.4
et e
10 B TAEX -
HTLV-T A1 HTLV-1I 82 A8 C BY s s LA % UIRVAHRAME - HTLV-1 2
IR RER YRR RIS S 25 R N B A M (A e - B FER N T 4R B s ~ B
&8N 4 ] (tropical spastic paraparesis, TSP) 5z HTLV-I FHEE 2 25 g 8
(HAM)HJIRAARE - fiT HTLV-T S as 125 28 MR8 ~ BRER SR R R
MERZ RS R A RH © HTLV-I1 1 5 s AV SR i B 4 e R T 5 H2
A — s B R A — L HAM/TSP ISR A R At
IR AR MR A e - HTLV-1 B3 H AR 77 ~ HuEntts ~ FEM
FREEH I ~ TR S - [F]RF L N ERAE SEHLE PE ae CROMN SR ALED) KB Rg D -
i HTLV-IT RIS 17— Se SN EN 22 - JpeRE « HTLV-1 F1 HTLV-II #&ffi
PR SRR - GIUEFIOE R SRR E - TR E SRS
F > HTLV-1 F¢ HTLV-IT #2488 PR R ~ 46 dhi 7% 25 51152 Ry ARG
IR % A B FH AR AT 1 5 S 50 HH A il 12 &% FH IR & REFLFT (S < HE ST
HTLV-1 K HTLV-II {8 o] 2 B HTLV Ey 2 2287 K ORag iR L e
e
MP Diagnostics HTLV Blot 2.4 w] FHEZSHy HTLV-I/I1 $iggamfe L » B8R
TP M S FERE bV HE— U R AR, - B LAl aA 20 E MY HTLV-I
RENE ' EMNEHAER TR EDE © sREMEBRAVME ~ M
HIIE IS —[E S E > fsEch A P HTLV-VII AR E RS > gREE L
HTLV-VII & {HE 45 & - H4E5H S MiE - HTLV Higsla & - HTLV-1
DUAGIS IR - HTLV-I1 HRGE M E - HTLV HiaGiatEr e ~ sk
[_%ﬁ o
(1) HTLV JEESEE R EUMR F5Y
(2) ERELH - R A ELLE A -
(3) EREME ¢ B HTLV 5 A MR IS R -
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(4) atilEr - A HTLV RS MURHYS B ~ JESTE ~ Fl7 - $15%
SUEF T Rl -

(5) Wi * B HTLV R RYIMIRERIMIR R T > SRR, -

st (1) el Ryt et -
(2) fpASTEE/AGRE AT e R AasE R 5 -
(3) tabEE RGN Z EREFTE -

IS Syphilis f#5(RPR)

TR EE /A

TaAGAeTs 7% /fA% 2.5 mL

HABORAE ¢ EMBEEAT M ERAY AR FIAE 2-8 CIRfFE S K -

TERRAGERARTR S RINLL 4C & T =UE X 28 = - HfEE S K i

RS R ARHILE o #EH R > PA-20°C 2 T S PR{F L -
& EDTA Z mAZ A A4E 2-8°CIR{F 2 K
EDTA [AZGaa 1 Sz 2 RNLL 4°C i =VEA R T » i 2
K wBe R IE/ A B R o LL-20°C /4R U R EE -

JREH - Rapid Plasma Reagin (RPR) ; Agglutination [

SZ&M] Non-Reactive

IR 8 I CAFEAK -

ERRER te55 2 IR IERS IR R TS [ 2 — HHER RN E A ~ BRI TE M
PEEAYR - BRER AR A\ BGHE 1E BRI E R - 3% P E B
e RS - B A A BHERREGE RS - AU P2
52 a8 B AR o B S Z BEPRTEAR -
{BfgEt i LASE R AEIR - R eESetg s IS inse 8 HAr - B
DOIRRERIFr SR it - fes R MMy - t T8 el R, » 2l
ey o iR ia R o SRS e R e -

A PEAS R HAt AT Ry 2 S 1l o (2 & E RS ~ (5 B Rl 21 i B
R 730 ~ Bel R Bt o) (e ~ AR ~ IR ~ B ookl
V) > E BAEAE: -
B L HRSE R MM 2 S B RAY SR BN G 159 -
Ml JCHEE A SR AR -
R R R T E R f e K e
B N BfEfed soaRom A > SR E R A B BEEIERH: ) ~ (R
Bl g5 B (AIREERRE) -

st (1) EATHHVIERSR S Trace B¢ Reactive RIJZe A ZeM & B A lg i

WEsUstEs TPPA (Treponema Pallidum Particle Agglutination) - :
10665 G ILm KL & EHEpEEE B 151 & 33 §f o &EE
02-27049977 -

(2)  [NP] not-performed Ry A4 (E M IEARH] -
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(3) FmAStEA/ A AR R I (i aaE A 5 -
(4) Talae RGN Z (ESPTE

ERTEH - ABO Group/ RH Type ([fi7))

TR EE gl

GECE 200ul

HKBRGE ¢ 3 EDTA ZighG il fE 2-8'CIRfF 7 K * EDTA Zighaifétarg 7 KALL 4
Cr T UEx 2T = -
& oxalate T, heparin 7 figg 0] {F 2-8°C f1F 2 K : oxalate 5, heparin 7 f&5g
ERgt% 2 RNLL 4C o iU A R B = -
EDTA : ethylene diamine tetraacetic acid

JREE aVEA-IMEBR T AY(Cell typing) - FIARFIMMAYAY M BRAT 2 AP (el -

SEEM ABO Group: A~B-~0-ABZ%!
RH Type © RH(+) © RH(-)

Ay 8 I TAFEAK -

i N=E IMASR IR RN 5% B R FE4LmBRAY A - BRI 2L ERR
B EENTURYE - FURYE R DUEESE - B - BEES
SCETERE - 18 — LUK B A — AR Y S A A R B U g 26 I AL N
HIERIBEEY) > B U — [ MA 24 - £ M - HRTE ARG 5y
[ PR L 7 & AR PRI A 24 30 18 - H i S Ry " ABO (Y
Z88 1T Rh IMBYZERE ) CROTTIRAF) - A R4 imim B A EEE S -
DI tE Sy i 2 nT s E OB M MERY 4 » iSO MM &m ~ BE
V& ~ RTEAFESE T © B A M AT A DA R -

fhat (1) FEATEH M RH {E# 1+~ Trace 5 Anti-A ~ Anti-B {E# 2+ ~ Trace

HIEE SR & 2o R 220 & B St B P fHfEsT - stk © 10665 S ALHTRZ
EE{EE RS B 151 % 33 9% o BEEh ¢ 02-27049977 -

(2)  [NP] not-performed Sy RH#E{EIEIEM] -
(3) fpAGTEE/AGRE AT e R aGE R 5 -
4) BE RGO ZERTE -

TebarAE BRI TgE

TGRS ¢ PR

TaAGAes - 2.5 mL

HREORAT ¢ 2-8°C A fRIF 48 /NIF - 20°C KHAfRSF -
e BRI {g 2 RALL4C AR UEEET RS - Gl#E 2 X i
LA B2 PA-20°C /% R 7 SR 2%

JREE FEIA(Fluorescence Enzyme Immunoassay)

SH @R <0.9 TU/mL

IRy 8 Ml TAFEAK -

EERESE SO BN I 1gE IVRIZRIR S » 3l s - Hp A SN R BUS SRS E V4
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fiefRe o (H Al g s AT I IgE AUME @ S s BRI 1gE TRV R A

Z— o

(1) BEERZE  BEERRER EEBEREENEZERNE - iR
My IgE [HELE A~ +—Zvahie EERAEUIMER - INE5Tis
HH B RO R S B B R Y TR = 2 61.1 %R RELME B
83.6 Y%HYE—E » TLHAEHRAVEE S B S i IgE H - Fea e
HITERAYE - [RIAATRE 2R fl B AT /KR I545HY IgE ~ 1gG KAy
YE > SR RSB EEEATUE - RIEE SRR TEL -

(2) MER - MERTE R BT I IgE fYME - /NBRBRAVEEE S8 I
FATKEESLEE (cut-off point ) FFLHHBHER - [HA A gEEAMEALEEHE B
EIHYELR RS » 78E v RE A Carter ¥/ ( Carter effect ) o Carter 3 /&
BII2 28 B A B Y R & LL B B 1Y AU B i 2 Y B RI&E T
— 0 MR T —HAEFEE - AlFgth 285 F LMk il A2 S
H o JRRZE BRI EESK (threshold) Z#Y7 -

(3) HAAEFEE  RE IR FEER R I 1gE (BB A= AR S AH BRI M - Jan
Kimpen ¥ $5 75 HH A RO 34 LA E - i =5 R 1gE &
EaL HH AR B AR B

(4) BRIEINE i IgE (B R  RE Y SR B2 A AHR - BN R
FEER N EHRE - REINVELN g o BRI 1gE By SR - H A piER]
REBAEEEIERY P MR RSO EIEGYE R - B9 - AR PRI ER
RRRAE KBRS TR ER I 1gE (EY_EFHATRE -
BT AU © BT AU ERREE 22 - iR IgE [EIRFEAK » FrlA
ROfE & 5 3B E SERAV I - BTN K228 - [ER ST+
' e LR T HE R R AR (T AR TgE PARTT 1E754% © 25 [FIRg RIS RE A (T
o IgA {Hig s » IMUERIB M E 2 2B 54% T -

it (1) AEEHZHRKZEGE ST #ik 0 10665 &1L K LEE
BHEGRE —EY 151 4% 33 9% o EE3E 1 02-27049977 -

(2) [NP] not-performed Sy R35(F HIE M -

fabgIEH - 2P B HH(ERPeak)-— = 25 BATEUN]

foReERREE ¢ FEABEHES

TaRGHeTE {{<i& CooperGenomics [ FrER g £V ZORHUEE » GEMECREEHELY 10 /N
(Lem®)HJ4HEE -

ELEURSE © HUERAGIACED 4 /N g s0f (15-25°C) ik -

JFEE ERPeak*™ J&: CooperGenomics [5f &% i g |l 7 5 o [t A A F RT-gPCR

flif > Sy Aot T E AR EE A48T mRNA - BRI Al ST 0 BERCIE
Fode b A [ AR - P B Ry ME B SR AV BRI RIR > TR O S iEHER iR
B AEIR * 52 N2 1 e R AR E ABCIH RN Z — - 38 - E




SH M

R -
HRREER -

st -

B2 M it A T RE I IR AR AR - (H P BB PN B A2 PRV LR
% [t At PkisE o B AR AR AR i ET e - 8a HAN R (B &
(EA PRI AT 2SR A BE PR sl e i B IR (N R 5 ) il BE & 52 2EE ARV

N7
2N o

DIES

(1) Pre-Receptive(F= N FEZ~Z BAAT) © PRERHIFHIBL S FRTARTE AHY
e (EFHE > IR IR AGTE ABYRFRY -

(2) Receptive(F = AREAZHH) © PREEAVIG IR IR AGE A BV CERFHE -

(3) Post-Receptive(= NIEZAZIH%) © BREEAYIFHEIRECASHE [ IRRBTE A
HY I (R  ERtE RUACAETE A RYIFRY -

(4) Non-ReceptiveFEAZIH) * 4G S B RERER AYIF EIRE A E T = NS
M~ ] > R EE PR DAY B -

(5) No-Result(fE455) © 387 38 4 A Mgde /8 5 RNA SR (K » EEE
EEGEER - EEEREPRDUERIE HY -

Cooper Genomics Wz {E-14 {H TAEX -

= N RRERY A= PR b 2 ZERR REHE A RIS - = N RBRE A H &K

R — R R B AR 2 IRRGE PRIVEE ST > PEIFTR R " IREGHE |

(window of implantation, WOI) - [H-Z5HA M AT e fa 2 15 8518 1Y 5 K » Bl E

HZAEEARY LH+7 B¢ hCG+7 K - fRIBIHTTIE Y » {E R IR

Bl RETH 40%H9 N ZIRE A mIZAVRE - v e 2 fERTsiErz - hEfifn

T DAE AR Yteo Bl » = B FEDRI2C M i 2 I R Rt A B e8> 28

e = IEAEtE A iR B R Er -

\W

1. Ohara et al, Clinical relevance of a newly developed endometrial receptivity test for patients with recurrent implantation failure in

Japan. Reprod Med Biol, 2022, Yee s
-
IRIREE SR A B RO
FENMB IR

BRI

ARESHE

ARBE RIS

123 456 7 8 910111213 14151617 18 19 20 21 22 23 24 25 26 27 28

AR ST RN FRIRE I R (- A 2 B TGRSR, © AR sRHARGTE A
R - (A2 S B Bl sl (A SR s Sl - R e SR U
B E I B RS AR T

(1) A&TEHZEH CooperGenomics f ks ; #hil : CooperGenomics 3 Regent St,
Suite 301, Livingston, NJ, 07039 ZEzE  +44 800 060 8395 -

() BVERATFEHRIIE Zi5E WL AT RE G B R R HIsE R - 2GR
T ISR Fir -
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3.

ERFEEIHR
F 2R ERAE ~ T ATE E RS

3.1

32

3.3

3.1.1

P EEEH

(1) tBAefE = RS 8 /N » BRI ERIR-20C il R IR F

(2) TG LI RS - HE e AN EAVEREE SR - B ieke
BB B S -

(3) DAn[EES s by XA S - faia fs DU e > K
FEARASTRAL-20°C o IRAYBRIEZ T -

[FEE LR EGFER - SHERALEN R EES

HHERET L - EESERS -

(1). EABREREEEE -

(2). BRlilHERED AR

Q). LAEENEERA & -

(4). AtpSRAT IR e AGIE U ~ 3BT - ke ~ IO~ ENELS 2T -

BertErn (HarEeftn Sdi e R EY IR AT Z i) -

3.2.1

322

323

TR TR R

fede EHEE A A a0 2 Eell (2%~ PSR DIFIHE -
ViERE, ETRESEER

(). FRERSFER5EE -

(2). TBpTHEH B AL EE -

Q). EHEAMEERE NS OHEEE

(4). LTS e BRI E R 2Ry BATGEEHT -
(5). R T - BB AVNENEZEGESR - BT EeienHE -
(6). AtmERATIREARAGIENL ~ 3BT - ke ~ O~ ENELS 2T -

g HA(ER Peak)-—F = B HATEVA] -
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4.

3.3.1 FEMFEEIE

(1)

2

3)

4)

)

(6)

(o AR 2 A B N B AU BG B s CooperSurgical /Y H]HY
SelectCells Mini® 7= PYREEVARHEE - fEORITimEREEA -4
& > A ZRERF B -

AR E CEER T NREEUEACE - SETEIRER(HELY 10
INFERAHES -

R[] SelectCells Mini® - FERECRFTEVAYAH SRIEZ R EE
TS, BEECR -

PRI © A TREIH(GEAG 2R 1E4%) P+5 day (120hrs) = E Z87E1Y]
LH+7 or hCG+7 day (168hrs) -

R BN SR Al e sl E  eE = N
ENEAE RO A ERVEEIURY) - REETE)UE > (£ 37
C TIn#eE 15 sriliias - RyEIIRY) > sFEFaE
AT B —(E R A St et & -

st R Ete R AN R PR SVE T - i B R EVE

8- 10 K - EHKHIE SEREGSVE THINEY) - EHEARFIRSE

BOSTHWAFRN 4°C 2/0 4 /WN\8F -

RRARTE IR (55T -
4.1 feaerE U/ R RIFEAL |
4.1.1 - ZPIRERIE ~ FRIAE RS

(1)
2)
3)
4)
)
(6)

PELENATT -

TR AR -

T EAm (2 ML) -
PR e B A AT
e E A e -
Tede 2 RREE -

21



(7
®)
)

FEECRE 1138 5 DL CRL $RE:CRL K 45mm -
AR 13709 5 DL CRL #E:CRL #f 84 mm -
ELAth © T H 4 ) BB A BEAE -

4.1.2 Fetmmtail

(1)
)
3)
4)
)
(6)
(7

PEAENATT -

FRRe AR -

feAe R A (48D

PRim A B AR AT -

s EANE -

TR 2 IS -

oA ¢ iebarE H B AR

4.1.3 HAZSME H K st A S B R N BT B (B IR N F] Zest i ts
SarEH  RIGZS MR AL AT E KR A Fe SO E -

(1)

2 I(ER Peak)- = EGIFHONI-TE AR PR FR AR & ¢ SEHRHR
[F R PRt @ B R T H A - Wit HEEE - Fratefed]
S A ORI IE A 8 - UCRIH i A VE A0 R AR i
EHER > REEIEUY o

42 FERRiROFRAR - ARBE A TIRUE > AteBgPTRHRFTHIE Z BRI ETR

7 - Etekatkia HEEEBREWIFHER 14 RULER > i
B AR IR AR E T S AR S AT S e
B -

4.2.1 B 2PHRERIE ~ FRIATE P (S ~ FAhZyE H R bR R

sl BB B (IR S st iabara H -

(1.

Q).

3).

AT NBBHIL T iaBIRRR R m A - WL ERYTT
IR AIRRE B A A H B Pl IR B
iR R UE] N H U@ el i BB REZE IR
BB FE R ARG s A > DINHREIEHE - [
B EEER T ERE AR AR i -

i % PHERR AR W A IRAR 2 F A _E[H AR
S T3\ o FHEERRERAT AR Era

TR E F-20°C /KAE - RRULE e B AL [R17 1% PR B
BRI B AL EORRE -
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S.

6.

4.2.2 FUALPERBER |
(1). LIS kg
a~ 7E LIS hBGEET R siliEm R RR R M -
b~ EHRIEMEEAL - DAREEAL T LIS T EZEME K
BIOHEA -
¢~ IREFEITE 2~8CUKAE - FPURE A BELAL O] B P U
O BRA R B ZORRE -
(2). F LAk
a~ HAFTABES " RS RREEE B -
b~ BIRGEERAL AR BTN R A EER T RZE
Tehe FOR IR A -
¢~ FREFETTE 2~8CUKAE - FPURE A BELAL O] B 1% FEHEUR
H S B BT ZORRE -

HR RIS
S S ZEHIRER - TRIATRIESETG: | DR s 10

P ETEHIRREATE ] - (3 ¢ SRR B R B T B AR - )
52 EEAERR LR SIS 10 K0 IR ERIE E -
MBRAE T

6.1 SB—ZHAREICAE ~ FRATE RS
6.1.1 2R IOSE ~ R AR E el S herRl4s R T Bk &8
Bz @K AR AN B e TiEE
(1 S iR (o B B » Zde B B EE (U
o s F R B> 1 270 - s e e A
DAHERRE2 BT -
(2) 34 AR AFHIHNERE
(3) 37 RIS A TR
(4) 37 BG4 REREE 1 =1 150 -

W

=1:200-

- =1:150-
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8.

(5) 34 RTHETAEMR : =150 -
6.2 EL MR ¢ & HBs Ag ~ HTLV ~ HCV Ab ~ HIV Ag/Ab ~ Syphilis i@
0% S Ry SR (DA LIS » AR B L P I SR » 1T B B e
PRI - SN SR C I B S PR 2538 E-mail MBHUAMRER(L - 4

REERMET & F 2788 E-mail AUAMRERAL -

RRAEGRTF -

7.1 B ZPERE ~ TEETE R ¢ SepinbRig o iehe L HERE-20
CAMEA + AMEA R R T el B IEER ) i -

7.2 MR ¢ sERtebRR o ieieREI-20C —(E H > —(E B RA R
S " e B EEERR ) RS 5 OHITH B 45 F s R P
Al BG Orf? 8 F 1% DU M REEE Y BR B SR Y -

IR RS ~ W R ARl ~ (B ANERHRE
8.1 i —ZREERNE TR BiiE e s ~ 22 H(ER Peak) -5 B SUIFHM] -

8.1.1  Fpa& 7= £ (02) 27955617 /fHE : (02) 2795-5627

8.1.2  Ug{/fEZERFRT © S H 9:00~18:00 ; f2H 9:00~17:30

8.2 RIS -
8.2.1 &&= 1 (02) 2795-1777#1380,/f#E : (02) 2795-5627
8.2.2  UT{H/MEZERSRY © SEH 9:00~18:00 ; i H 9:00~17:30

8.3 (AANEBRRE @ {8 | B ERREIEERT - KA NEES
wEPER/ EANERRE ZE - DHERE PR (B EEHRE
G T BITE » B8 S ARER T E(OE S HUE B 42 B HRE A
SRR A R 2 R -
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9. TERRELHTEE -
9.1 FHEBFTEIY (02) 27955617 » HEHIBA S5 AR -

10. [fffE -
10.1 MR iAtn e
10.2 EUEL i e de i - 25
10.3 SE—ZEHAREICE - PR b e A - he e 7 i (B 8L e 570
10.4 EIRESIEEE T(QF) | ik -

10.5 it © FEEYR S LR 0800-666-118 ZHY -
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it 10.1 ERAPEPRIR P i B

PERE (CQF0505-01-03)

ISR HEaAy (R (.5"!,." ‘:T\" " an, OV A Syl HTLY

=
F
E

Tl
L]

TEErm
LT )

Tl
LT )

Tl
LT )

TEEr il
LT

TEErm
LT

TEErm
LT

TEErm
LT

T @
LT ]

T @
LT ]

T @
LT ]

BB - i A s
EREAS:
HEREEU

Effective Date: 2022/02/25
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it 10.2 Bt raptnbc il 5 s

freE A

T RS e & fs [ A% 21f1(& EDTA)
UG EGEL
%) 2.5mL 2.5mL 200 L

Pt 10.3 55— ZHAREERAE ~ i Aipfue o s - o A V2 1 (B BB ] = 2

Bs
,".

&L 0+ 1+ 2+ 3+

fft2E 10.4 FlE B SIREE T (QF) | FRI -
IR 10.5 D4R ¢ RSB IR 0800-666-118 ZREY -
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1. Fig:
st N BT B (A TR SR T 8 e SMA 4H > &5 3 T AN N BT s
I AIRAE DU AN FRTEE Ztaiaa H - ia5eTH H Ry B I A Z2 d e i A A
T~ X A EBGHETE T R Bt ~ SR (U ~ B MEEERAL Al ~ 453
PERSTER A ~ Je K PR MR SRA e fE (AR R AR -
WM EECR © 78 EwWE ~ SERS - B2 A
FefMry S e E A -
() #EENETZINEBE R -
() ZEEERREH  EHIR TR E R R R BE SRS -
3) F/DBAT 1 RNEBFERX BUE HE 5 A DU i o' Za it 2 4

1
i

2a)|
+H

fE -

(4) HERZEPE GBS H 2R EE KPLEDK -

(5) HMBREZ M 2L KPT 20K -

(6) Hhp=UEsE A R E R 2 R 2 M T
ZSRUE -

(7) NEEFESHNINIEE I SR8 Sy
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2. heBTH H BT

(1) HEMEANZELSEMLPA)
TaEEIE H SMNI1 k2 SMN2 B[R 73#7 » Aol SMN1 ESRl & &tk
o e e AR . N S,
e {13 : AR EDTA SUsEMAL SR e LA RIEES -
T RGHEIR 4201 2~3 mL R A[/DA 1 mL
ToRE R T Ra R 2-87C -
AR 2-8°C N AiE % -
e RS ABI 3500 Genetic Analyzer i1 ABI 3500XLGenetic Analyzer
MLPA /2 Multiplex Ligation-dependent Probe Amplification AYf&HFE » FI|FH5%
FHEEVE PR N — REE A AT [R5 25 50 (B FeV H G T
HIFHE H B o PRETEH LS S E (hybridization) 35 & 2 HEEFY »
[ TG AEBEREZE (ligase) & KF R PR ETE 12 - FIFH DU AR = 28
- 5[+-4H (universal primers)#£1T PCR UK FE » #5 HARFF iR B E A28
& IR AERERY) SN A MNIEEY) @ WiREY S B
Rt RBME KR i R B INETRHES - FOPeI4H BRET bR
RnaER - AR R IV ERHEEE -
SEEME | SMN1 AR EMELL -
R | 10 E TAEX -
— MR ANHIRIREE 5 9R4vERs B & A W EDR MR e ry S B d oS
FLR(SMN gene) : B[] SMN 1 FL R (FRFEHT F4 (78 Rl ) Bl SMN2 FL A (ST
L fgrhEl) o 495-9 % YIEF AR SMN1 EA - [fife SMN2 FA - 72
R (E R R AR 3 IS B S (% R 2= 52 - SMN A R34 9 {[# Exon(l,
BGPEREY% | 2a, 2b, 3-8) » SMN1 F SMN2 AR @ ETRIS - SMINT SEpURISHHGELE
HKHY Fefa e H B EREIIRE 2 2 HE S [T SMN2 B[R gk H 2K A mRNA K
g/l exon 7 0 BUEEEE KAV By AR E Z EEH'E o SMN B g &Y
1.7 kb =2 RNA » SRR KAV FE & H 294 (B ERRAAR » 7T B R
38 kDa - #Effii> AR & Ees E 40T -
fhet PR ENT EEiREEE -
*aSn g R G4~ 2 (EISFTE °
(2) FREMEALAZYHE (Real-time PCR)
T EaTE H T fll SMN1 AL R E ok o
T AE T %+ FE{FEAE EDTA Hrgtinf 2 SR B fse &R 2 o
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/R

EGEL s 421ff 2~3 mL AR A[ZDHA 1 mL

TR IR AT TaRG ORIEIN 2-87C ©

ARG 2-8°C MESRATRH L -

InbnEes LightCycler 480 Real time PCR Instrument

FIJF Multiplex PCR 41 SMN1 EL[R f2 CFTR £:[A F B CFTR R RE(E A
B SMN NERFIRIS i - R SE S JE (Real-time PCR)

. \f
R (e S B 2O C ARG AT IS HY Cp (HEERCIEAH(ERT SMNT B SMN2 AL (A
HYEEBIHY Cp [EHEITEEEE > 55 SMNT BV ENER -
S5 | SMNI B A EMEGRL -
R | 10 {E TAEK -
— I ANRIMRES 5 S tue B S AWl ERMER S A E S TS
FEN(SMN gene) © BI SMN T LA (BFEAT AL (G R i) B2 SMN2 FL I (EL5EHT
ARG TED) - €9 5-9 % AVIEH AR SMNIEK - (fifE SMN2 B[ - 45
W RN AE 3 ImAY R A S (e EF IR 2= 52 - SMN L[N 375 9 ([ Exon(l,
ERPREZR | 2a, 2b, 3-8) > SMNI1 K SMN2 BN Er AEf T - SMN1 BL NSRS
RE FofeiE H RS2 REIRE 2 EEHE 3 ifl SMIN2 AL A#E Rk 2K mRNA AHD
Fyih/b exon 7 - R HHARIVE R A REZEEHE - SMN BNk HLY
1.7kb f£Z RNA - BEEZHIZHVEA'E 2 H 294 (ERERRHEL > T8 5
38 kDa - M@ > \AGEHl e B a4k -
st DARIS AN AR EIEE -
e KSR Z EREATE -
Q) FEMAASRERREREZEI S ERR)
felipiE H Tl SMNT R A A% B 22 I RS | 38 B AH R (I RE o A7
o i g X
P {1 AR & EDTA FUSEM 2 SR 8 EL AR -
feAeAatn %11 2~3 mL A H]/DfL 1 mL
TRAs TR TR REFHY 2-8°C -
AL 2-8°C MBS R % -
IR LightCycler 480 Real time PCR Instrument -
RIS ABI 3500 Genetic Analyzer 1 ABI 3500XLGenetic Analyzer
SMNT LRI it -
[ F]A Multiplex PCR #4iE SMN1 EE[A iz CFTR F A F ES > CFTR FERE B

HiEpd SMN FLNFEROAFI26 i o I FH B S 7 ffE (Real-time PCR)
(A G F IR S CER IR PTG Y Cp {EEAFCEAH (LK1 SMNT B2 SMN2 LA
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HIELEINEY Cp {EHETTELEL » FF{fifmAS 5+ SMN1 FLRHVELRES] -

SMN ZE [T HES [ & Bt -

FIHE MG [F31¥ SMN1/2 R F BT AT E (PCR) @ K%
DNA 75l 1% » A MY AURHEECHY dANTP #E{TH#EEY (- 5E 7k (chain
termination) 1T Sanger 7 » fyi{l HZE H BT 50474 (ABI Genetic
Analyzer) #E{TEE KB PH o34 ©

S

SMN1 E#

SMNI1=0 SMNI=1 SMN1>2

¢.*3+80T>G

¢*211_*212del

ZE PR IFEER SMA

S B T R =
5 SMA 5 | SMA 5% ?H‘.%I—JJ_WER
(Silent Carrier)

IS B SMA 77 [N (s

10 X

— R IEE ANRIIRES 5 v els B 2A W E EDR MR o iy B g TS
F&[R (Survival of Motor Neuron) : SMN1 F[R (BRSEITLLEEE Kif) B
SMN2 EL[K (EFEiT L ihE) - £ 5-9%MY1EH A A SMN1 Z[A - i
SMN2 EX o j2 Wi{EERIELE 3 Imi @A 5 [EXH =52 - SMN AR
45 9 {[H Exon (1, 2a, 2b, 3-8) > SMN1 K7 SMN2 L[N er i/ 7E5% - SMNI
R ok Fofe e H ELSeBEThRE 2 2R 18 5 T SMIN2 ESRIEE g
AT mRNA K 53fk/D exon 7 - #iEek kA2 B A IS E 2 FEH'E - SMN
RN 4 1.7 kb £ 2 RNA BEEEH AR E HE & 294 (R AL AH R
S84 R 38 kDa > i NS S {EZREHET -

ZEHHEY ISR E A SMA TR - B E AW ELL EIEEIEFE Y SMN1 EH (B
TE—fREHR AP BEAEE ERA) - B2EE o miEE —rkEDR L8
o TSR RSN B SMNT ELR o HAREER R T2 Pp e E | -
LS SMN1 £ A H I ¢.*3+80T>G fil ¢.*211_*212del {758 (Luo
M. Genet Med. 2014 Feb;16(2):149-56.)  #& Ffg Il b /i 58 52 DR T EL 2 [T g
B

it

ARG AN EERRE R

Rt IR G AR ZEREFTE -

4) X ZOREAEHTE (Fragile X Syndrome, FXS)

felpiE H

il FMR1 ZLAh CGG B -

T Ae s

IR 5 FF (A& EDTA St 2 S 1E H SR 52 -
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/R

T HGHE IR 2l 2~3 mL A HA[/DJR 1 mL

A ES TR PRFS 2-8TC -

AR 2-8°C MBS e A#H 2%

e RS ABI 3500 Genetic Analyzer i1 ABI 3500XLGenetic Analyzer

AmplideX™ FMR1 PCR Reagents (RUO) (Asuragen)z{ 7540 85 CGG repeat
51T PCR ik CGG EHHE 7 B » W BB B k3 H FMR1 EHH
CGG EHEXE - PCR AR SR RMAY5 1 & CGG 5[+ {ELLR4HS |

gl \ L . \
G TR FMR1 B[R CGG E#E & 17 2L ROX1000 Size Ladder 1F & F4H
BEEEKIVEM PCR F BEA/N » 1 PCR EY 7 FEFH K/ NS BN T
HHE CGG HR %= > HIT15H1 CGG EHEKE -
22 & | FXS [EAEER > CGG EHERE <45 K -
AR | 10 {ELIEX -
X et gBREHTRE (Fragile X Syndrome) F 222 CGG expansion #fY » f&
- FH1> FMRI1 (Fragile X mental retardation 1)E:[RZe8% =% Hit CGG =&
TETE (trinucleotide repeat) S B BT » A £ FMR 2B (5 (FMRP) » [RTi#/2
IEH S s o B RElERE -
st AN e EEE -

Rt IR G AR ZEREFTE -

(5) FRAHERREA

TebaTHH R ACHAEARH] (MTHER)
T A5 T I NS e e D e e
e Mg 5 FF(EA & EDTA Hugtinf >~ $RiinE B iseERs -
G 411 2~3 mL R A/ 1 mL
Tehs TR Tehs TR 2-87C -
AR 2-8°C TEE A R % -
IbnEas Biometra Thermocycler (4% 00 N FI B2 =B AR ERFT)
[ PCR
MTHFR £:[A] 677(c.665) 2 F 511 73 HTéi 5 Ry
SR C/C: _{%@ﬁﬁ%ﬁfﬂﬁ@@kﬁﬁ

C/T » SERE Q2 (R
T/T © BERR U R = R

N

4

+
<d
iy
g
N
e

10 X

)
0
Cll
S

SN R IR E RS AR A B 52 %+ BB BT BRI
it (MCV> 105) » 28 5 LB s ~ R0 ~ PPIRSRIEIN - 2= @il
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T E BRI SR SRR R 2 ARG LI B PRm A S AR -
MTHFR % 28 /& 0L (U B RAV BRI 22— JRE MTHFR HURAES 344
iRl > ARSI RS RIE - R ERR (G EER 2 - S22 te%
TE S SRR S E IR RIRER G 3 ~5 704 - #E FR ST HERY AL A A
s g H B et HIERRGH R T SR - St E CHRB R T M
EAVEERE o ARBEEHT A S S TR Y 3 AR R BB I Y O3 E -

it

ARG AN _EERRE R

b RGN ZERSATE -

(6) EVEMIRIEENBH

e AR 6 (7 BE AR - GJB2 ¢.109G>A ~ GJB2 ¢.235delC ~ SLC26A4 ¢.2168A>G -

heBHE SLC26A4 c.919-2A>G ~ OTOF ¢.5098G>C ~ mtDNA 12s rRNA m.1555A>G
T 8 f8 | U7 5 Perkin Elmer 226 RU5% T 5 501 A & EDTA Hstinf] 2 BRME H w4t
S PREE EpEZE
i ¢ BY5% Perkin Elmer 226 » £Rfi /) 3 {Ein%s » 1 RN IS 5) 20 H iR
eHeHEE | TR -
Mg * 200 2~3 mL A A/ /DjA 1 mL -
e, Perkin Elmer 226 i&%}ﬁﬁu}i IRAFIY R i > M2 H ZAEERZ - JBEZ& IRIFTS 2-87C -
RIMmEMRIEREN 2-8C -
AR g 2-8°C MEIR /2 2% -
InbmEes LightCycler 480 Real time PCR Instrument
B BE 2 REME(SNP) B ZAAAE T N ARIZH » A Tagman EREHEE
s SNP 73 BUFE I F i Y7752 — « FIFH Tagman £REHEMEST SNP 738
TAELIT ~ BAEZE(FAM or VIC)  $E#f i Template » 124553 PCR AYfiX
R JENG A Real-time {24 Endpoint F AR o #E1T SNP 5341
GJB2 ¢.109G>A ~ GJB2 ¢.235delC ~ SLC26A4 ¢2168A>G ~ SLC26A44 ¢.919-2A>G -
SE&E | OTOF ¢.5098G>C~mtDNA 12s rRNA m.1555A>G DA_| 6 {Efg R B B o R 5588
FL > SNP -
WERER [ 10K

)
A
ollg
e

GEN AR R EEREENREROB T Z 2T 2= - A
SRAE M PR IR MR - e BB E RKHVRE S A E -
FIERIER SAE % o ZRIMIRL T H AR E VRS yEmia 6 DAk LR ~ sk
SCHTERIEE T JERE > BRI RAEIE NI - HAlgEEFOER
SRR ZE G HIRTET IR0 MRV - thhelle T 508 N H S8 A 0 E
AVIEEIMETEERN GJB2 ~ SLC2644 ~ OTOF Kfir&pis DNA HEfTHM - 3
SCEERE T AAET B IR A MR R s - DLoesb i et -
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it

ARG AN EERREEE

Rt IR G AR Z EREFTE -

(7) BEEMIEIEENRBH

TelmIE H mtDNA 12s rRNA m.1555A>G

T B fil JE . NN

am % ; FRfEFIE EDTA Hrbbfnfil ~ $Ri e B s g -

i<

T B i 4211l 2~3 mL R A[/DA 1 mL -

A ea I EMRE R 2-8C -

JEIARIE T 2-8°C RS Ak -

IbnE s LightCycler 480 Real time PCR Instrument
BN G S REME(SNP) B 27 T NJEALRI4E o > i E o Taqman FEE1AE

[ SNP 3 RIEF thi & Y 75742 — « FIIFH Taqman FEEHE#EST SNP 438 »

- EHIlF ~ BAREFAM or VIC) Z #5181 Template » %4577 45 PCR HYJIL
K2 FENFI A Real-time {5 Endpoint #2557 # BRI E] 47T SNP 435 o

SZER] | mtDNA 12s rRNA m.1555A>G H (7 BE ES S HI75- 5% 5 > SNP -

AR 110 K
#4128 rRNA 2 m.1555A>G B FLRIE » (/S 12S rRNA 5 5 Hil

TR AL HTEES »  (aminoglycoside) FERVAYHTAZ4E S » MINEE-FHMEE
e HEES [EAVEE[E o MtE BB LB - FIHETA m1555A>G E5H]
n ‘El Fr ==:3 7 N Lo e 2 A2

Bzt T2 it 4R s S e A - NG ARTEEE > EEERE
e A e st W EEKEM A E R AN R EFELAE R
(Aminoglycoside), 5% - FHEEEMEHER -

HiaE LRI AN FERimEEE -

b RGN ZERATE

(8) FRPREMHAEA RAEFEHERRA

T lmTE H SR AHBIER A R EERAHRIAER PHOX2B 2 GCN 1
fex 88 T 5 | U7 » Perkin Elmer 226 ZUS% N 2R & EDTA Higtin > Briin e H ke
/EREE [EFR G -

[mf : #45% Perkin Elmer 226 » A% 2D 3 {EinEs > 1ER WY 427 H it
feRgRers | TR -

3% 42 2~3 mL R A[/DjfA 1 mL -
e, Perkin Elmer 226 ﬂ%};’%ﬁn}i ORIFIA R - 2 H 2AEEZ » BEZ & R 2-8°C -

RIMERISIRIF 2-8TC -

AR e 2-8°C MER SR E LS -
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TR Ras

ABI 3500 Genetic Analyzer £ ABI 3500XLGenetic Analyzer

FIFIS—1E5 | T4 PHOX2B JSRF BUlEf TR ATHMSEITIE (PCR) - 1%
DNA FE314li{ L FAVO 0 eI dANTP ME(THSE 7% (chain

Jk .

e termination)#£{T Sanger JEFF » Gy & X IE E #7501 (ABI Genetic
Analyzer) 1T B K ELFFFI 5347 ©

SEEM] | GON EERE <20 HIEFER -

WERER [ 10K

)
o
¢l
o

SR REMEHA A A [ JiE (Congenital central hypoventilation syndrome, CCHS)
Bl PHOX2B (paired-like homeobox 2B)E:AZE = 4MNgET- GCN KP4l EE
:@ﬂa [5#) °
44 90-92%) CCHS > PHOX2B 55 =4 MNET- GCN EE[ 41 5 5 f b
ZEEEEM 20 TP L - — R AR GCN EERER 20 1 - M EE
EHY GCN E R EH Rt i 24 X > & GCON EHEES 21-23 IF » HATERIKE
F AN - R — D e N BT TG - AT CCHS &
H T Ry 25 TN B I B 1 9 I 88 B2 (polyalanine repeat expansion mutation,
PARM) ; [l H &R %Y 8-10%0 8% » AT HIE L A EE E R R0 & R
(non-polyalanine repeat expansion mutation, NPARM) - %1 EEBLZeE G5 H IR
ZE8E » MR N I I & 2 A RIS R -

it

AR AN EERREEE

b IR SRR ZERSATE

3. ERUEEEIE:
3.1 MBI

(1)
2)

3)

TR E 20 A S8 8 /NEF - 3FHY 2-8 CRIR 2Rl PR AF
KRR B NEAVEREER - B iel e B A
B EPEIRIRES TR (T 2-8°C MR A e % -

i LR e e B R S 2 s - RAGHEAE T -

32 EEFIEEH

(1
)

EABREREE
BERTERESEE R -

3.3 fade EMEEA IR EEN (Reieatn e ) - LIRS -
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3.4 ARER (LA REHEL - B0E - I - I - EMEE ) -

4. tREER/ERAE
4.1 feRefE B EEAL -

(1
)

3)

4)
)
(6)
(7
®)

e PN T N i

g EARE - (IUEeHEEZ/D 1| mL; (17 MaRSHE 2 /DR 3 {ET
B [ERWIHIE A 25N HISHTH)

P A S5 N RF(MLR % £y EDTA & 5 [l [ £y Perkin Elmer 226 5%
) -

TR TS -

TS IR EOS R ERIS B 1 2 Biig i TIRIMEZ0 T -
MR RS BEEI S -

[EEE R —

st H R E = H 25 14 RPLE -

4.2 R iRIFRAR - AR A TRUE - ARBEALRHERATHIE Z AR T Rk
REELH A FOR T -

() R ASEE T af RS E AR | -
E

(2) HE " RERERE AR
5

3)

o MBS A UE -
AEFE T eiINEREEAE ) b TR e ) EhlE o H
HEIA B A AR S B

5. RRREIHI/EMR
5.1 BRatELAZE4EE R ERH H (MLPA& Real-time PCR& S ZE [EHESIEE EJE
by~ X A ORGHEITERERTE H (FXS) -~ SRR CHENRRN - B IERR
FA ~ SEFVEREIRE RN ~ So R P HE PSSR A R E R R AR A
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AREAU &I REF MURY 117 Aedie =48 > AR EHARE SOl TE -

6. MRERGEIRIBR -
6.1 HEEMENAZEETERETE H (MLPA & Real-time PCR& & 25 fHHEY 65 B JE|
b)
(1) EfIEE R N RSB 2 f5oK - AR N B & T
a. SMA THRE
b. SMA £
c. ZE[ESE BRI Ky
d. BEBeRFIREK
6.2 X FetiehEimiEtaiara H(FXS) -
(1) EfIEE R N RSB 2 f5oK - AR N B e T
a. FXS AEZEERY/ 2ol
b, BRI K
6.3 FEREHEANH(MTHFR) -
(1) EfgIEE R N e B 2 f5oK > AREr N B e T
a. BEREAHISRE SE R
b, BB K
6.4 R METEEA IR -
(1) EfIEE R N RSB 2 oK - AR N B e T
a. GJB2c.109G>A ~ GJB2 c.235delC ~ SLC26A44 ¢.919-2A>G ~ SLC26A44
c.2168A>G ~ OTOF ¢.5098G>C [&| R/ FHA &1 FHE R A
b. 12s IRNA m.1555A>G i ELRAY
c. BEBERIIRREK

6.5 ZEEVETEIRE N g
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6.6

() EfMGERN T YRS ZFER - AR A S GETHE
a. 12s TRNAm.1555A>G FEHE KRR
b, BEEERFAT K
R A PSR e E R B A A
(1) EfMHGERN MRS ZFEK - AR AN S GHETHE
a. GCN EHEEHRFEEY
b, BEBURIATR K

7. REEORTF
7.0 ZSBEVER AZEGEEERE H (MLPA & Real-time PCR& 722 BHESII$E E

JEf) ~ X S RaHEdTE R H (FXS) ~ ZER(CHE N MI(MTHER) »
S MEREIR AL I e ~ BEFEVEREIRE A ~ Se R P PSR e %
BERL DI IS (& s DR IR I 7 et 4°C =R BHE

8. WR&/EHHETEES ~ W] R AE SRR -

8.1

R LA Z SR E e baTH H (MLPA & Real-time PCR& S ZEHIFEAIEE
JE\fe) ~ X A EEahETE R H (FXS) « SRR MG E A HI(MTHFR) »
BV MR AL RN ~ SEEMEREIR AL RN ~ Se R @ MR AR B E
BEESRIROH] -

(1) Tr4&/FREFEESE - (02) 27951777 8 1680,/ {HEL : (02) 2795-5627
(2) UgHFRERS - H—Z 7K 9:00~18:00

(3) fEZERFHE @ B—FHEHAH 9:00~18:00

9. BELH :

9.1

N {UeSiN e Il S
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9.2 WHEIEANF A G-FE R RA R
9.3 SMA HAERERREIESEAL — ESCHF:

10. 4

101 EEHSERE QP FHIK -

\)

39



L. HIS:

sVl BE BT B (5 PR N ST 5% i &t 1 4H > 52 51 TR N B B Oy A BR &
D R HAME F R Z tebarE H - iebaiE H R ARG E R G Eite - L ORe& A (750K

SNP Array)fa i fe e g i 5 (HD SNP Array)fg il -

HMRIEBOR - 5 EwE - &8RS - ED A

BFRymE BT
() HEEENE I ZINBE SRR T -
(2) EREREM R TRRN Z EbRR  S R B A RS -
Q) BEEVEIT | RNETE B E A & DU i a8 S8 2 EAE -
(4) HER=ENE GBI H 2R EE KPLEDK -
(5) HMNEREAE RS E 2R KPL 0K -
(6) BhpaiEatEsgib R e e 2 Ie K 2 e S R DLE -
(7) NEEFESHERINBAE KT ST = -

W}
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2. WRETHEERBURERE

(1) MEHEEIRATH CReEE

TbarE H T AR AR A (O AG 2 A by Bk A B -
*ﬁ%fiﬁ Embryonic biopsy samples (Blastomeres/Trophectoderm)
/R
fAeRaia 2~5ul
fietrir | MG lREFR-20T -
HIRRIE | -20°C N R RS -
IR es Thermo Ion S5
" RRRE KRR RS B | 5 EE 8 SR VAR T TR > TR
A~ =N - SRR RV IR R e S RS B H B - R EERER - T IRAR
JR S IR RS ER ) A SR RS I UE FP(NGS)RLflr DNA | BRI HETT R
REE R - LR A L Pk Ao LB EA L - #ELEH B G A
GBI A5
SO WS T - PR EES CNV BUE A 1.7~2.3 7 I Ry B
SEEM | Bo M BENAS A0S CNV BE Y 1.7~2.3 2R H XF0Y ML EES CNV
BUE ST 0.7~1.3 7 [ HIE Ry BEfn g -
Y | 3~10 (TR

NIHAHRE R 23 HELERSEHAC » HP—F 2k CH - —F KRB BB - i 22
RS ARIMRPERTE & 1 2 22 SEAVAG AL EHG (autosomes ) » 25 23
HATEHAREMERIHIMESEHRS (sex chromosomes ) » FyEgGE S a] /) Fy
HHEGEEHBAREYE - MAACRRERER T ER T L EERDFEATE R,
FEH R AR LA Thermo Ton S5 it » &R ZAEAE P (NGS) BT iR
HeFT A AL RS T 2 H M IR EE % RS (Aneuploidy ) IR YR AL » mI AR HIZ
RS H RE Bl R BHEN/TREREFY - BN EE e P
(balanced translocation) ~ {Z[##(inversion) s B ¥H 4 — % #& (uniparental
disomy) ~ =&l EZ & #G(polyploidy)... & » DUKRERBEHZE IR S » AR
= HRRETE AR » Complex Abnormal &8 fy HAYEHG NGS 4553
HURAUAED FRva e EIR R R -

it

iR T LBt [E S F A worksheet

b HIRGIRR ZEATE
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2) FEFEER (750K SNP Array)fgHl

TebaTE H RISt EG 2 A Hahy Bk 7 B -
FoK 15 mL fEEREE OB BE C18HE
TG | MUK © FFEEAE EDTA HUstinA < BRIME H HEAEE 5 -
SHRE | S EEEENVERSST > ATRIMAE SRS EEK -
DNA 1.5 mL fiE B (e & i OV T DA R R R 5L
FK 2 210 mL > EERELEANEERAS/DR 8 mL
g+ 2&/0 1 mL
AH4H
UGEGEL (1) ff7 © REARR Tem e
(2) BB (BB 50 mg S EME) © BEFEA 1 cm’ -
(3) Az e B AR AL B (R S MR B A AH AR RS -
DNA : £/120 uL - EEZEZE] 50 ng/uLl > 260/280 ratio /5 1.6-2.0
TG tRF | A TR(FNS 2-8°C »
HIRRIE | 2-8°C N REE LE -
TonEes GeneChip® System 3000
"RLEBS R R REEE YIS R R AR ER AT RRRIRL il o AR AT
PEALERER ~ S AT B AT T RV JL RS B 0 A - R EERER - T AvEie i
JR Jr B R S S RESE Y RS T R DA 7 e AR
15 HUAD TSR HBUE AL T oM o #RELEHRRER G B ARG ]
AR EORSEIR I 25 -
Sy IE”:%T Ft- é%%ﬁﬁikﬁ%ﬂfﬁ% 1-22 %ﬁ%@%ﬁ%ﬁbﬂﬁé X~ Y%@’%%?‘%—E ?
IEE M S TERES HIESS 1-22 GREL X Juttfg Ry )9 Y LS -
e | MURAISE/KREG ¢ 10 (B TIER 5 dH&RRAS © 20 (E TIFK

&
vt
CIl
S

NIFAHRE R 23 L EREAHAC » HP— 2K E CH - —F KRB BB - i 22
HEF AV ERERTE T By 1 2 22 GRAVAGYE RS (autosomes ) © 25 23 ¥HI|
A EMERRIESERS (sex chromosomes ) o FLta g Fm] 73 BB H
EASESLE » MEAYORE R TR ER T FHEERYRERT LB
I > ffHE Ll Thermo Fisher Scientific 750K SNP array &iifs » BFRILEEEHY
IEESR I DAFF 2 PRET SO B Al B S HERD T 15« AEfifR
HY H IVAER B it ag Y A g T IR B S (Aneuploidy ) R K BLHE
—_H&FE(UPD, Uniparental disomy) ~ A 5 ERRY L g8 it &1 K&t AOH
(absence of heterozygosity)HEF{E  ZA1M » A am e e BRI i St Rt
[N EY R Bt Mgy e BIRE/NR B AR B A -

it

ARG AN EERRE R -

Rt IR G AR ZEREFTE -
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3) ZERESE R (HD SNP Array)fgHl

T EgIE H Iz RS & A IR BEhR 7 B -
FK 0 15 mL fEEFEOE ECE I8 E
RSt | MR © FR(EA & EDTA fustinf] 2 $RiinE B i seER s -
SPREE | MR IEAEHENEES ST 0 AEINASEREEEEEK -
DNA : 1.5 mL fiE R g8 OB UA AR ET 5 -
FK 2D 10 mL - KEEELEANER NGO 8 mL
& - 2/ 1 mL
ZHE -
T HGHE R (1) 77+ BREARF Tem e
(2) R (R LA 50 mg GKEM) © BB lom’ -
(3) A2 SE R AR SO & 8 R PR R B Y AH S S -
DNA © Z5/1> 20 uL » JEREEERES] 50 ng/ul » 260/280 ratio % 1.6-2.0
WHEIRE | RS IREFR 2-8TC -
AR | 2-8°C N SE -
TonEes GeneChip® System 3000
THLOES S A BT RSSO AR R R BRI RE T o AT
FRALPRR - o AR S AT FE Y L BB IR B 0 A - R BRI - T v ie
[ F i RS S SE AT AR i R DA R B I R R R R R
1% FFLAHTHREG R BB LA T AT o RELLH R A AG BEAE AR A BE T
HiEAL O RaR SN 257 -
P IEE B é%ﬁ*ﬁiﬁ(ﬁf%ﬂfﬁ% 1-22 SRALEORS B E » XY emio i —F |
IEH 20 & HTHREg HIE SR 1-22 958 X vt fig RE - )9 H Y JLifg -
sl | MUEAIE7KAeks 10 TAER 5 4HERRES & 20 (B TIFK
NIFAHRE R 23 HHLERESaEAC » HP—F 2K E O - —F KRB BB - B 22
HEFAV BRI By 1 2 22 SRAVEG YRS (autosomes ) © 25 23 ¥HI|
e A REMERIHIMESEHRS (sex chromosomes ) © L EEGE SR 0] 73 S8 H
EASHESLE » MEAYORE KT ER T F A EERYREHT AR
T ZH1 > kg8 DL Thermo Fisher Scientific HD SNP array Efif » FHRGLEHERY 57
R Mréa S ARF 2 8REt - SHEHECRIA B (& s I B S HERI AT - ANEifaHY
HHEE R B e ie A RS TI R f5HE (Aneuploidy ) jR70 e B —
BEYE(UPD, Uniparental disomy) ~ & 5 B L i & &1 K AOH (absence
of heterozygosity) FVa¥di © ZRMMM » A Eme i VXA M e bR AT I T Y &
F Eitel i A G R B3R/ NR BV AR SR -
et PEAREE AN LR EEE -

bRt IR G AR ZEREFTE -
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3. ERFESEH:
3.1 PRRGEPRA tAGfife - AL RS, 7 (750K SNP Array)fgoll kA4 (G & 5 (HD SNP
Array)f@ Ml -

3.1.1 PHaEIRAIA G Efiteix i T BB

(1) FERy 2 RORAT Sk -

(2) HEPEERT - BMEADENEZNER - B RiereGe B HmE -
R ETRARES T (E-20°C MEOR /2 BE LA -

3) FHFEMmiEfEEERE/N 0 FEIE 0.2 mL PCR tube HE A 96 well plate 7% &f
B 0 A SERE SRR B d T PA-20°C /2 T FUE T -

3.1.2 HetOiGah A (750K SNP Array)fig il ~ e t0iGah 5 (HD SNP Array) gl 4+
EEHE

(1) fAetEE e ERin s es
FoK T B OI$HE G 15 mL fEEEEE
I EHUsES| EDTA FUER &
AHE - N E /KRR 25
DNA : 1.5 mL it B el & Bfe B I DA SRR T B

(2) tRASAE = R 8 /NEF > FFL 2-8 CAROR /2 PR ©

() HEEBERT - MEADNENEZNER - B RiereGe B HmE - E
RETRARES RS (E 2-8°C MR 2 e 1% -

(4) FETERASEE e B R E B AR R

3.1.3 FEE LFEHNFER

(1) EAEFREEREEZE -

(2) BEFrEkREEEE R -

(3) Biopsy samples fREG4R5TE HHEE SEEL -

3.1.4 fede EMEEA A 2 &l (iefeanIas ) - DUFIHEE -

3.1.5 REA PR fATEUR ~ B0~ Eiw ~ IOH] ~ ENEA L ZHETT -
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b. IREEEWR/RG
4.1 g BB AR A -
4.1.1 PR IRATI EggEme - Fvfgas A (750K SNP Array) gl sz Lt fd & H

(1)
)
3)
4)

)
(6)
(7
®)
)

(HD SNP Array)fg:H :

E R PN 7 T N ol

TRASTE AT -

TS A e R B2 REURRE &2 -

TR AR LUIERE R & i 7 B A (R E RAT A RS it © fR{EDRS)
ES A 7 (750K SNP Array)fgol se 24 (085 & 1 (HD SNP Array)fifl @ 75 2-8
TSR -

FrK A R T2 -

FrK ke e 10 mL -

IfgtgAs A e 1 mL

DNA fg#eA g 20 pL -

DNA fgeREA e 50 ng/uL -

(10) DNA f#8% 260/280 ratio R4E 1.6-2.0 [ -
(11) 52%&ha 5 -
(12) &LEtE SRR ER Y SH Ak AG -
(13) [FIEFHEEH AR -
4.2 I BRRRE © ARG A FFRUE > ARELRHKRATHIE 2 iR TInAIRRE R E
S B FORM -
4.2. 1 IRREERATA C G hife ~ A¥Efadt /i (750K SNP Array) g HI K AL (RS & A

(1)
2)
3)

(HD SNP Array)fgHl :
HAEN N BIHE " e KRR H m A | -
1 T ARBSIRRE R E A B | B B R g TR ERS -
[EIRAN A T iR IRRR R AN | B DI R R B -
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c. TREEIIHI/EN :
5.1 BRRRE PRAI e Ag ity - BRI ORE WGA DNA —& > B] i HE A S
felpH e -
5.2 tfa it A (750K SNP Array) gl ~ el i 7 (HD SNP Array)fgdfll] : B A (f:

Rk R B AL 2 /KA ~ MR R HAR =3 - AT IR EE sl H

d. HREREESRIEE -
6.1 fERRE IRAR RSl -
6.1.1 ERIsERAN iR S B e 2 750K - A N S gEfTimey |
(1) B&BeRefkaioK
6.2 ZLEOSH, A (750K SNP Array) gl ~ S E@fa s (HD SNP Array) il -
6.2.1 ERIERAN RSB Be 2 7oK - AR N S gfEf Ty |
(1) FHESCEIRE TE R
(2) MR EAERRER

(3) BRIk K

e. RRAELRTT
7.1 IRRGE R AR ARtS - IR RS WGA DNA —4 - —ERIRAEAL | fads
BT ) ek -
7.2 FeEufa it R (750K SNP Array) gl s e tog it /1 (HD SNP Array) gl - U115
IR R 2 E/KARE ~ R S 4RSS = - = BRI B T ieiG R Bl B IF
Erefy ) rmEitage -

f. BRGE/ERSTEREE - Wil R SRR ] -
8.1 FRRAE PRATA CLBARM - SRS (750K SNP Array) Rl B4 285 (HD

SNP Array)fgfl
46



(1).Je4&/ B FEEEE © (02) 27951777 £ 1680, {HE : (02) 2795-5627
(2). U RIRERE ¢ H— 27X 9:00~18:00

() MEZERERT - H—FHE A 9:00~18:00

g. ZEEHR:
9.1 BB AR, — TR
9.2 WA N ZE e -2 R —
9.3 & 4H PURT S (ESE AR — PR ST I

h. B

101 EEHSEEL Q) FHK -
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1 D2Za N

Al -

sl AR N BT B (n H [RON SRl a2 e NIPT 4H > S5 T AU AN BT (A R
ANFEIPURHAME PR 2R EE - felaiE H BIER ARG A ERE R HI(NIPT) -
HMHIEBOR - R EwE - &8RS - ED A
By B HAEE
() HEEENEIZINBE SRR -
(2) FEREEE > EHH TR JE b AT B A R -
() BEEVYIT | RNERE I E R DUt anE 40 2 & AE -
(4) HER=EPE GBS H 2R EE KPLEDR -
(5) HMNESEHE R 2R KPL 0K -
(6) HEEp=EUCETT TN R b B 2 fR 2K RO R 5 (L
o
(7) ANBEFESHPNIMNEEE I SR8 Sy
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2. WRETHEERBURERE

(1) BRER PR (NPT-=8—
oy || SRRSO (B (T21) - B (T18).
\ ERIE (T13)) MZERTERR -
ooy L LK
b 5% © AR E-BCT™ % -
ke 2111 10 mL
g | PRLPRIER 2-8C - FRRLTECSR e 96 /157 - EHRTRE L ST
A TREHE (200 ) -
AR | 2-8C F AR
TonEes [1lumina NextSeq 500
TRISTTFCIR IR APARILE T T AEIRA 510 DNA 2R - ELEHRHIR
e R DA 256495 35158 DNA 19 5-30% - Bk » R AR
o |FESEREIRN (NIPT) SAEB R - PR
(5 DNA Z53R » FIRHT— (O P R T R NE JA T H7
TR R = A SRR B R o (RFECEE (T21) - B
2 (TI8) - RIS (T13)) 2R -
ST |7 (343 2 -
mEIE | 10 ETIER -
TR A 23 81 e 46 RS - e EAIRE SR T
B TTAE 2 T~ T R - DA ) » B AT S
S 21 B TR - LA FLAOHS S RN - MR
SERCIE (S8 18 Y PRSI IE (S 13 et
T RIS  RUBRSTY - R NBIAS B e
S | TSR - NIPT R NGS (next generation sequencing ) (25t
YA TR A AR SR » P AL 2 S 3
WL PRI  REHIIAL > BRI - Rl A
FE0 - FILLEIARE A5t » IR E S EAAORA) DNA A LTS
WG TR FIA RSB E R (ARG DNA 512 - et -
L 20 PR O L ©
Wi | N LA RS -

RS KGR Z EFEFTE -
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(2) NIPT FER A MG R Aol Q B (NIPT-H&—)

felpH H

SRR R EREE W (FRE (T21)  ZEFERE (T18) ~ Efy
FIE (T13)) DURMERERGRE (BWIRIE « = X ZAEHSEREE  MIAIE
FREVIE ~ 47, XYY SEBERE ) HYERTEIRE -

T Ae S

/TRE

MR ; FEEAHERME-BCT™E -

e iaia

21 10 mL

faRe R

TG ORIENR 2-8°C  MRASAEUNERTR 96 /NN - FERF IR ASHE (02 7 BE M AE
REMHE (20C ) -

IR

2-8°C |2 Rk o

R Ras

[1lumina NextSeq 500

J B

RIEWsEIE T - Ze AR o T ig I 2IRG 520T DNA &3l 0 B8 AEk
ImAFHRG 5L HEE DNA 2452 H05HEE DNA (1Y 5-30% © [HIt - IR A
AR SRRSO (NIPT) Fffrd mEZeamnyasinm - S HEmAFhpas
HIAE 5 DNA &3 > R — U PR A Y& sl m I A8 T T
A EifgRE LA SRR E R RS R E R (FIE (T21) ~ B{EFERX
iE (T18) ~ EEFEEIE (T13)) DU ERET CBE - = X a8
TEEEE ~ FIMRIERAIGE ~ 47, XYY fEBERE) 2 Ep -

S5

Z {EAE-3~+3 Z[H] -

R

10 {5 TAEX -

EH NSRS 23 $ o 46 fRAVEOEE - JHEOiEHVE H SR A B

(RS T RE S £ BT ~ WP RN o UERIE RG] - SHEIN B AS4HAEZ
H—10REE 21 SRALEHCATEL - 1 B RAVRG H ARG R s - B
FEE (ZH—FRE 18 53 ElS ) MERIE (2 H—REE 13 5R3vEEe)
e R T ElERE - A RIEFESR - BEERTE - FIRINEIZ EHas B
WERAREE - O REE REURFERES — R — R e - 5
BRI/ GRS FEER o AL S - AR RAVAEIBIVE ~ = X FYERGiE (R

B~ MIMIERFIURE ~ 47,XYY JEEEE -

NIPT fgfl{s#E F NGS (next generation sequencing ) f# L 48 TTHYRE

KA P 5 &R » A ARFENA T E e 7 2T TR - ARFH o PR
ZETIAE - SRR EPSE - A RIS ARy IR H B - FLUE
FREEET T TR E AL EEARAY DNA | BEE SRR © &g FIH

iERGER IR R ARSI AR DNA &8 » E&H Rtk EZymE

IFREB RSV -

it

ARG AN _EERE R

RS RS AIRE R Z EFEFTE -
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(€))

feaH H

RO R EREE W (FRE (T21) » ZfEFERE (T18) ~ Efy
FIE (T13)) ~ MEREEGRE (BWRE ~ = X ROREEEE - MMIER:
BE ~ 47.XYY JEMERE ) LARGIUING Beifok(1p36 BRIIEMEEE ~ 233.1 #R5
TEREF ~ 22q11 BRSCAEMEEE » LGS MEMREF ~ SHOSAEMEEFAIR(E// N E
{BEEF)HYEE AT Bl ©

T AG S
/TRE

MR ; FEE A HERME-BCT™E -

e iain

21 10 mL

faRa fRiT

fRRg RIFIN 2-8°C - RBaAEUN SRR 96 /N - JERHm ARl L 12 7 Be i AT
REMHE (20 ) e

SRR

2-8°C T 4R

TR Ras

[llumina NextSeq 500

JR B

$F*<Péﬁﬂjﬁauﬂ ZAmAr AR AT T T EIRG 52T DNA &ER - HEHGRFR
SErpia fliiFEE DNA S84 5 2E0FEE DNA #Y 5-30% - [NIL - JERAME
H‘*EE*’@%E“?FEE/EJ (NIPT) FtrE b AmavaR ik - WHMmAE T EA
YRR 5d DNA H&R > FI R —(UE Frisefio Rl AL VT & SRER A T 7R HET T o0 AT
AlEfteia A= ﬁ*@‘ﬁ‘“’%%‘{ﬁ‘é’ﬂﬂ%f F (REFERAE (T21) ~ BfEEK
iE (T18) ~ ERFERAE (T13)) ~ MEstEfia R (BWRIE « = X A+ OHsE
B8 ~ MIMRIERFERIE ~ 47.XYY JEMERE) - Ll)i’z 3MB DL BN Bt o 2
i?-? (1p36 GRICHEMERF ~ 2933.1 BRICIEMEES ~ 22q11 BASEMEEE - LGS fE(E
* FOEBEEFAIA G N EAVERERE ) 2 -

S

ZA{EAE-3~+3 Z[H] »

R AL

10 {5 TAEK -

&
vt
ClI
S

1B NJEGIREE A 23 $F 0 3L 46 fientofe - A miany B H @A EF -
{ERSL T RES AR BT ~ WP KPR » DU EE BB > 2 e i Ae i 2
H—{RER 21 SR AP e - A RAViR e BT R BAER
FRE (RS 18 ST EAe) MEMEE (2 H—R5E 13 5T EEe )
G FRIR I REERE ~ A RFEFESE - Bet - FIRINEIZ Has Bl
PEIRER - ROl RE EEURERE S —Recb— Rk ag - 5
%mi"ﬂﬂ/ﬁﬁ%%ﬁﬁﬁﬁ%’%@%’m B RHVABIE « = X R EORaER:
BE ~ PIMRIERFEGIE ~ 47.XYY EEEE - BUNA Eﬁ?@%ﬂ*ﬁ@zf FNR—
ARSI R B RAVIEREE - It EerlRE LS T BE L B2 BN - B
RN A A et A P (] %%ﬁﬁﬁ 1p36 HRISTEEEE ~
2q33.1 SRICIEMREF ~ 22q11 BAIIEERE » LGS MEMRRT ~ SHOUEREEFAIR(H/
/INFERRIRE (R -
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NIPT fgfll{s#E F NGS (next generation sequencing ) {#zsELE 48 TTHYRE
KA P 5 &R » F A ARFENA T E e 5 2T T IR - ARF L PR
RETIN4E - TR AEFSE - AEEMZYEIEHY TR H SRR - HLE
BRI TR E A REARAY DNA | Bs 2 il mefz » M
iTERGER IR S PN DNA &8 » B HIUERRE O
IFREE RSV -

it

ARG AMT _EERRE R -

S IR GRS Z EFEPTE -

(4) NIPT

AR ERGIR R RS B P (REECIE (T21) ~ BAEHEERAFE (T18) ~ B[
EIE (T13)) ~ VRS RE CEMEIE ~ = X JLORSfEERE - MIMIEES
EIE ~ 47.XYY fE(ERE ~ 48 XXXX et ) ~ fv]\g EZifOc(1p36 fl S (s
Bf ~ 2q33.1 BAICHE(RRE ~ 22911 @RISTE(EEE ~ LGS JEfREE ~ SO (R EEAD
RAE/NFRAIE(EEE) ~ S thfc — H5/ B0 FLH (7 S (RS — (Fa0 ~ 8 FEt
ORG — (558G ~ 9 FRALERG — (BHG - 14 SRAL0H0 — (58G - 19 SRALthls — (B4 ~

BEEEE | g0 s = e 20 B0l = (e 21 SECU A - 20 B
BEL{EA) D> 10Mb H EREB(CNY) B (Ip SO IERE - 20 265
I IFEE + 3p25—pter GRIEIREE - 4021>a31 GhCTEIREE - 6q H5YEh
SRR ~ Sp BRI REE ~ Sp BISYISE (R - Op BRSO (R
10p ESHBHEIEEEE « 11q ERSTRRICERRE  1la S0 IEIEIRRE - 16p 25
SN ERE - 18p EDOBACHEEEEE 200 (AT EEDIZE AT -

v (1 75 ST R B -BCT™ 5

/R ‘

R 10 mL

s | PRI 2-8C - RBFESE E 96 LY - (P IRHEL 7 ST
S MEEE (200) -

B | 2-8C FAREY -

TbmEes Illumina NextSeq 500
RIS il G IR T A A7) DNA 2530 FLE AR
B L DNA 50405 2 58 DNA 0 5-30% PRI - JEF2 AL
SRR (NIPT ) BEA R e AR L - B PR 2

oy | AT DNA B U8 (X SR P A S A5

Al Eitmhn SR — R RS FRR(EAG FE o (FEEIE (T21) ~ BEFEK
iE (T18) ~ EFFERAE (T13)) ~ PEAetufo e CENERIE ~ = X AL OEGTE
{BEE ~ MIMIERFEIE ~ 47. XYY JEfREE ~ 48 XXXX fE{pEEE) ~ 3MB DL E{
/NF BSOS FLE, (1p36 @fOSHE(REEE ~ 2933.1 SOCHE[REE ~ 22q11 GRICIE(
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Bf ~ LGS fE(ERE ~ SAOSTE(ERERIR S/ N E R (R ) ~ Hetuis —HS/BRRg
EE (T SRR RS - 8 SRS — RS - 0 SRLEARE — fTRE - 14 SR
RS —f2HS - 19 SRLEERe —{h8 - 20 SEL g — 288 - 22 GEL g —
BE ~ 21 SRR ARRRAEES - 22 SRR A B (S - DU >10Mb F EXE#I(CNV)
S (Ip B @R RIEERT ~ 2q BR G ASIE(ERE ~ 3p25—>pter @i CfE(ERE -
4921—>q31 GRAIEERE ~ 69 B ERICTEERE ~ 8p HiTEi A fEIERE ~ 8p &
SRR RE ~ Op B EIEE(ZEE ~ 10p SR PR E(ERE - 11q H 53 Hk
TE(ZEE ~ 11q E o EIEEEEE - 16p EHENE(ERE - 18p E 3 GRAIEERE
20p RIS RE) 7 JE s o

S5

Z {EAF-3~+3 Z[i] -

R

10 {ETAEXK -

1EH NIFAREEA 23 5 > $E 46 fRAL RS » L EORSHY B H G R IEE -
(ERSHE AT RE S A2 B ~ WapP Ko PRip » DAREECHE R Bl > 2 FR AR S AG AR
HH—{PRSE 21 SRALOBG AT > HAihE FHL ARG S (RS B PR  BE B (R
EJE (RS 18 SRt thls ) MIEFEERAE (25 H—{FREE 13 St tifi ) -
S RIA R RE R « AR RS ERGE - BOAGHTIY - FERSMEIRI X B B
PEIREE - A aetafs —Ho/BRG S R2E B RS AL AG B » LRI
RV —{Rel b —(RASL (RS - PRl B R IR ALE 2% —fiRel ) —
PRl aRe - BRI NIVERILEL T PR ARG > Fel RV A BAERAE » :
X L OAOTEEE ~ MIMIERFERIE ~ 47 XYY E(REE - flvNA Fedftac BE

BURIE N Ry —Ee A Ao F 18R BB OHTE (RS » IS B rT @@T%&{Iu
LEZRNRN - B V)N > SEE SR O Re ad AT (E0A > & R A 1p36
AISEERE ~ 2933.1 SRERE(ERE ~ 22q11 BAAE(ERE - LGS fEfERE - JH58
TEMEEERI (/NP FE (RS - >10Mb H ESE#(CNV) B i E R A
B gt I s e > SR TERIE R B S AR AU R I B AR N A/ N
E&ﬁ}# B 2 NN - S oo/ BT (R HIR AR B fE S B

- R RElEhEE ~ 1T R IRERIRI MBS -

NIPT il NGS (next generation sequencing ) {528 L &K TS

KAy & e » 1] ARRIENGT o e 5 s UE T W - i EL o PRI -

ZETINGE > SRR ERSE - AR O RGHT HIRB H sHR - I
AR éﬁ‘*ﬁtﬂﬁi%@éﬁﬁﬂ@lﬁﬂﬁ DNA F Boe e &% > A

ItriEAGE T IR R A B G DNA S8 » EFkith EiUppinz et
JEREBACHY S -

st

iR/ R E R

* R K

BB (EEFTE
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3. BEMUEEEIE:

3.1 FEERIEZTHAGE FPEifR(NIPT-— & —) ~ NIPT JE{Z A MRS ALt i el Q &
(NIPT--&—) ~ NIPT 3E(& A MR AL Bg 600 Q 28 P T-Ia&—MNIPT-—{-7g
G )FINIPT B A PR LS iR Q B Y — - /(& —(NIPT-— - /\ &5—)
T EH -
(1) ZFEhEEEE
a.  TREGEEIR N SHEAE 96 /NEF - BEIR 2-8 CIRF
b, KBRS MO ADENEEZSER - BleienEsr B NE > E
HIATEMAGFRAE 2-8°C MEIRL2 e 2%
c. FEEREAEERNE-BCT™ME » F ARG -
(2) [FEFLEAHRENFHEE
a. HABREGREESE -
b, FEFTEREMEECE -
c. e DHEEA ARG 2 &El (hadesnltG ) > DURIHEE -
d.  AEAREAEN - B0 - &g~ DO - B SZRETT -

4. TRESERRMAE
4.1 fmBefEUEAl -
4.1.1 FEREITHEAUE P EifgNIPT- — & —)F1 NIPT JEE& A PhAA st g taon]

Q HWNNIPT- 5 ) BA LU ME—IHEN - NEGHET NIPT fll] - R
#EFTIE NIPT ffl] -

a. HE(Z)HEAG -

b, ZREARAEIRER =4

c. ZPm RS T - dIHEHE -

d. ZefE—S Nz IR R Aam i -
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e. PimEAREE (BMETENERIN -

f. HHMRFAGEE RS 100 A7 -

g PmEAHIKEARAEERE

h, B NERGEERY LB - 155 EHZE - B R R E 25
Aa e K -

4.1.2 NIPT JE{2 APERG S (0 BEA0H] Q 28 ™YS -PU&—(NIPT-F-PU&—) Rl
NIPT FE{2 AMERG v Eefs fgol] Q 2 ™Y =+ /\&—WNIPT-=+/\ & —)
A ME—HENR - AEEHET NIPT Rl - FEETIE NIPT fg s -

a. ZHERG -
b.  ZHIRRIEIRES 7> 25 -
c. ZEREZ A E Flr - dHREHE -
d. s AR E S -
e. imEAE (BMETENERIN -
f. HHMRFAGEE RS 100 A7 -
g PR HIRAEAREERE
h, EENERGEERY LB - 155 EHEE - BB R B 25
Aa K -
42 fteRgROEERA]

4.2.1 EEEXE FFEifR(NIPT- =& —) ~ NIPT JE(E APERG L Eig i) Q
B(NIPT-1-&—) - NIPT JE(2 A MERA FA B beH] Q 79 P1YS 4-pU & —(NIPT-
$-POE—)F1 NIPT JE(5 A MERA S A8 i Q B8 ™Y =4 /(& —(NIPT-=
T /A\E@HTEHBA M ME—TRER » FREHBRIT7 s 8
a. IRHGIEEIREERA 4 -

b. iCHEFEEE L2 NEHAMER -
c. REABATT (JERHEBRME-BCT™ME) SiEHHEE N -
d. EEASIHEECRREMEE N E -
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e. TeASTEEIATT -

£ A EER R B A -

gl H ZEEE s i 96 /N - (RitaieH ik B & 10T HYEE
oA B o SO & B3 A SSH (ER 2 fF - et G i E
)

h.  IeBG A SEM B R BIER 5 -

i METEREE e 3E -

i heE B ZEREY NG 10 1

4.2.2 i BIFARAE © AR RIS > AREALRHEATHIE Z e T TR IR A
SRR ROR M
a.  HAE ANBEE " REIRE R B -

b, HEH " REREE AR, 255  WEEENESUWE -
c. FHEFE T IRISIREEEEAE BRI ) RalEE - FHEEA

A DAHEREIR e P -

PR IHI/ER -

5.1 BERIERMHUEFARNIPT-=£—) » NIPT 352 AVERS T a8 t6H] Q %
(NIPT-+£—) ~ NIPT JEfe AVERG St ol il Q 27 ™Y U —(NIPT--1
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