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2. TeBeYHHEERBEERE

fabaH e S—ZFEE ~ FRATERERREHS - IR R M S22 1 -A (Pregnancy
Associated Plasma Protein-A,PAPP-A)

TG PREE - % 5 EEEE 7 11-13"0 8 > 8 E R UEE R/ 45~84mm > ZEHE
Eﬁ;%/ﬁ'ml

fAGHGTE - 3% %/> 1mL

TeheIRF - TRAS TR R 24 /NF N A T 0A » FT R R E EEL 2-8°C » BHIE
ARG 15 7 2B 2 AR 7-20C -

AR HAFTERE L - (EMBR AT MmBk 8 - AUE I TR EREVER > -20°C
TAEERE  REE O HIRR SRR 2 e A

eEniEes - Kryptor GOLD -~ Kryptor Compact plus

R : Kinetic Chemiluminescence

SEEfH (1) RERE SRR S Ry R 5w 20 > 11 %5 13"° 8 > Zola B I A G

i
]d

&

A O
o g
B

fatam NGS5 ELE RS2 Fe M - BURAEaT 3t 46147 (LR 22m 2P ie 2RV
BREERAT

Gestational age N 5th percentile(IU/L) | Median | 95th percentile(1U/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

(2) 2REESERE SRS @ﬁm/%éﬂ%%m*@%
JEFm A Fo>1 0 270 - ERRiE— P e ind U2k

(3) 34 EpiIHEAETHATERES © <11 200 -

(4) 37 BRI FRRTERES © <1 150 -

(5) 37 HpihaH A REREA + <1 150 -

(6) 34 HpiHEA FEMAR © <1:50 -

10 fE TAEX -

(1) fES—22REEER T - S BERER R - B R ESHE A
#% Nuchal Translucency 5 PAPP-A #1 Free 3 hCG Y EEHER
e AE S%HYIBIGTE T - Eia R4y 82~87% - (Ref : ACOG
Practice Bulletin, Obstetrics &Gynecology,Vol. 109, NO. 1, Jan 2007)

(2) FRNERE  REIFESOREEET 12 10% BB T - DL PAPP-A
PIGF ~ UTPI B[ BRESFAL TR - 247k 20~34 Myt
#296% - {£ L) PAPP-A Bl PIGF B EETE 2 i f 74% -

(3) MEARAHRBHIMAEEHE-A (PAPP-A)ZE e £ 5 (HI 228 e A s
REVEDTEEE - FEA% 21 RETEMENE] - E5F RS
PAPP-A R Gl 22BN 0 - EHa AV S S E I PAPP-A
YR G AR A -
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(1) 2Aeir AN A RIS S 2B G 2 > ERER R Te Bt 5
T2 CRL B NT {E DAt 5 T ATE A fate Bt 2 tn B
EARG R 2 CRL K UTPHELIHE Rt 5 S hepr fie e
KR - AILIRIESEFERSNERMIRE -

(2) bz EEHEEE R B2 EASE FMR(The Fetal Medicine
Foundation)’2:f& ~ #cis - FHESESIZ AR =56 — 2B ER 1
TEATEAY bR i o (i BB SR 2 -

() lEE RGN ZERBPTE

g -

TRRe PREE -

faRa s -
fade fR(T -

LRI
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o — P HREE CE B A« Uil N\ e 5 551 32 (Free beta human chorionic

gonadotropin,Freef-hCG)

1177 B EE Y 11-13"° 48 » JEZ TS R/ Y 45~84mm > SEFE 208

AETRIAIML -

% 2/ ImL

TRAGAEL R 24 /NI NG T TR - Al RaG L 2-8°C » BHIE

R RG 55 or El 2 R F-20°C -

FEERUERE Ly - (EMBRECEL BRI - BUE R ERIER » -20°C

AR 5 REE OHYIRES R 2 e L -

Kryptor GOLD -~ Kryptor Compact plus

Kinetic Chemiluminescence

(1) RER=E SRR S MRS w20 > 11 8% 13*° 38 2 2ol R FERT
Tt AIE R B R RS = S - BB &at 3t 23703 (5w At 2L
RS

Gestational age N 5th percentile(1U/L) Median 95th percentile(1U/L)
HCG-11 2894 19.8 50.7 130.9
HCG-12 13718 18.2 441 116.5
HCG-13 7091 155 37.8 104.5

(2) 2REEEREEZE MRS SRR T 2
JEBERA Fo>1 270 » ERiE— P i d DU R2 i -

10 {E TAER -

(1) fEs—22REER T - S HBREFRS ~ R E S AN
Nuchal Translucency 2 PAPP-A F1 Free ShCG A¥EEHIEH4E S
£ 5% AT » HigH R4k 82~87% - (Ref : ACOG Practice
Bulletin, Obstetrics &Gynecology,Vol. 109, NO. 1, Jan 2007)

(2) AT MR E (WCC)TE F M R AR 2 M 0 T HRER
{6 FOREE R AR S a Py hn H RS UEZE SR = E - (E
B0y B =R E R N - 3 91% - hCG g [BIF A=Y
JRIE - HEAPEERR R 24-36 /NIF - WIS R EA IR R - A S,
FREEERR M E (free B-hCG) LLIEE E A2 m o (Lo Bl A2 f RH Y
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NCG 1 EFHRA RN » B © £ — L AT 25 AR S 2
JUR 8 REE ) LT -

(1) BERRAF/ENE L BRI AT S RFC SRR A R e S e 2
Wz CRL B NT (ELEBEE | BHATHREEERIH - AL
AR LA B ¢

(2) BB (83 57 (48 S BB 5B 36 2@ FMF(The Fetal Medicine
Foundation) 2. HH » I A BRI 41 2055 — SR IR KB T
HITE O B e (BB P

(3) BB AT BEHE -

g e -

TRRe PREE -

faRa s -
fade fR(T -

LRI

BRI -

JFE

S

i)
<d

&

5 o
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B

A RIRTE E bR © Bafs 4= £ A+ (Placental growth factor - PIGF)
1177 B EE Y 11-13"° 48 » JEZ TS R/ Y 45~84mm > SEFE 208
AETRIAIML -

g 270 1mL

TG U EE% 48 /NIF A E TG ATT » mlRH G E I 2-8°C » BAIKE

R RG 55 or El 2 R F-20°C -

HARTEREC - EMBREAT MR - BB S EREVER » -20C

AR 5 REEOHYIRES R 2 e L -

Kryptor GOLD -~ Kryptor Compact plus

Kinetic Chemiluminescence

(1) RERE SRR S MRS 20 > 11 8% 13*° 38 2 Zodm FRiRTS

G ELEASZ 52 - BiRAET 3L 28475 fir B fm LA e BV BUEAS
S
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 HRTEAFRATERS © <1200 -

(3) 37 HpiEEAFRIATERA © <1 150 -

(4) 37 ERIRGH A RS 1 <1 150 -

(5) 34ERIHEFEMSE 1 <1:50-

10 {E TAER -

(1) =R FRHRTERE - REIFESUREET - £ 10% BYIREHET - 2o
PAPP-A ~ PIGF - UTPI B BA{E 2 Al TR RTHE (35 £ N R 20~34 7H)
it R 96% - {# 1L PAPP-A B PIGF [IUF{EETE 2 MR B 74% -

(2) EEFufeRIRTE RS B4E S TSR RS~ 2AMEE - +=
FARIMURAREN B % PIGF AEITHEN » 15 10% Efftal iR
NHEITEHA] 75% 37 AEFTFRATE ©

(3) ARAIMEThEHE & RN T (PIGF) 2 —EIME KA T » BIRIME N4




fhist -

RAT(VEGR)ZIER A - TIAZER—REME ERE - iR PR
AERE G AR R EIAREY B - A ARG IR IEER § > Fafg R
T EH LI VEGF receptor-1(H7.f# £ fms-like tyrosine kinase-1 =k, Flt-1)
SEEHPAFE - EEEA RSP LR - PIGF TMaERE#4E
TRAREREERAT S -

(1) iaieakt EEteEEE BT FE R TRERERIRIE At Z e
BRERG R E R 2 CRL f UTPIHELIBE RS TR E e A e b=
KR AILIFESEE NS AIRE -

(2) Bl ElzEiEGERERAEERE ST FMF(The Fetal
Medicine Foundation) i 2 818G > Fi S &% Rl & B o — 22
P H B i 7 B P2 L

(3) EEpRG: MOAPRERRZ BT E - HNS S FMF B TEEETE 24
R EEERAESS  HEERKESR IERF A &5 -
(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) FERE RGN Z ERRPTE -

falgiHH

TAetREE

TRAGHGTA
HRERAT
Tnlmiges
JFE
S
AR
ERIRES

HBsAg (B ZUAT 3k R HHi/R)
(BRI MK 70 B E 2 05 ) B B 7Y N i BE A~ N A%

Lithium heparin ~ Dipotassium EDTA - Tripotassium EDTA - sodium citrate

[mA#E45rEE% (lithium heparin) ~ Sodium heparin ~ CPD ~ CPDA-1 ~ ACD -

Potassium oxalate/sodium fluoride [fi## - fEFEZZHE o HEGII -

IMF/ Mm% 2.5 mL

TerBG A AEA B AEAS R ALIMERIFAE N » R 2-8CHE6 K -

Architect i-1000 SR

CMIA(chemiluminescent microparticle immunoassay)

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

8 {[E LIFRK -

B RIAT kAR EIERE JUFE (HBsAg) ~ £mbife (anti-HBs) ~ e HilH
(HBeAg) ~ e s (anti-HBe) EiZ.( e (anti-HBc) » HEG M EZ X

RKEFWT -

(1) FEGURRME - TR B BIF % - HUREE 6 (6 H - Bl B BUAT

(2) REDEESME - TN E REEDHS -

() eHiF[HME - HHEEIMER S -

’




(4) efiRefalE © Bor B -
(5) L PiaalsE - GEEaE B TURT SRR E ZRRE, -
BB FRA N WA G RRSIERT R - B SRy 9020 &k e

‘félzﬁf?"% 5 LA T4 FLIEE - 49 25~509%0 & 5k Ryt IR ¢ R

FHURR E M7 8 2 EhathdU e 5% LT -

EHAIT B BURF 375 T RS AR UK - S8 e RS ~ St - SR EARK
M —f oy Ry B oK EZ W - S B e RV EERAE
éEFTaTJ@zH% B BT RIRTEFELLE T A - B 40-50% 1Y R # 4E L

AIHTL - A e PUREURT DNA 71T - Rl EREESEAS
@?%%73 TER AL R SO R - AR B A B R 2 B S YR
THZAEH B RIRF S FREDUR & e DR R Higbs & 5 M RER I A R & (F
TS AR 5l o KA - ﬁﬁ%ﬂ@@iﬁ&%fﬁ@i@ﬁ?ﬁ%ﬁ%ﬁ/\%ﬁPSI
MRS - Rt ~ S EEE0E R Es ~ #15% ~ ZEEOR ~ U8 ~ JIFE - 3%
P RIEEEG T ~ M T Ryl nl BB RN -

et (1) feic 250 e B -

(2)  [NP] not-performed Fs A8 /B RLIARMI -
(3) TeAGHEIH/AGTE Al 5 R i A E - B -
(4) BB RGNS R Z(ERATE -

TbaIEH HCV Ab (C RT3 f1#3)

IoRa PR B (USRI E 7 EEE 2 1% ) sk L. potassium EDTA ~ lithium
heparln sodium heparin ~ sodium citrate ~ ACD ~ CPDA-1 - CPD ~ CP2D -
potassium oxalate FsHisemIU e 2 M7 - MFRZERE o BEEIAM -

Thehofs - A/ A% 2.5 mL

HRBORT ¢ KRS AR B BRAS SALMERTEAE [ R 2-8ClfFE 7T K

Tnmies Architect i-1000 SR

JREE : CMIA(chemiluminescent microparticle immunoassay)

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

AL 8 {[E LIFRK -

ERRERR FFEESETRAT 10 R —HAJEGEREIER %6 1 805 2 fir - fRYRSER

it - FENHE 8 T ASLHHTE - BB A E S B BIFF % -
HAHERE C BIAT 3 - Jj C BURF R EER - 2/ 60%LL Ea & nkile
PERF3R > Horp 20% 726 G EEAHE(L - MATEHEEE A 3-5% g %4
Ak - i3 C RIRF R EHEER - SHRET 2RARN > HEEME - B
AUREERAE ~ B0 ~ TEH: - ARFE A © B EE T A (A BHEAREIR
&5 BB E VIR MERT R (B AREEIRES IR » i E AT
HHZ AR B > B C BRI REES PRSI - Btk C BlAT k% © #2
W& EL C AR PAR(Anti-HCV) S (BT B AR R VR E T EE A
7 - NEACREER > ISR C BT R34 A i) - Ehhiitainis

10




[EELP R

fhist -

(ETTRSEE R AR > RN T REEA C RN RIFEFAE -

C RURT R BEEEH C RUFF RIR AR SRS R - 1548 £ i oloh bR 1 A RS A

MR - HEURRESRE © Wi - T80 ~ MREN -~ $3% ~ #1I5FE - 8U8 -

?Hfﬂ HRFRIEEEE ] ~ AL TR - ﬂﬁcﬁulﬁxff‘ﬂ?ﬁﬂﬂz
E’Jtt?%tt B RUNF RAKIRZ > 4525 BT [H 2 E AR KLY B 5%

(1) EEESMEEEN > B HCV Ab [543 e iniIfE I HCV Ab -

(2) [NP] not-performed Fs K3 HEIRAA] -

(3) fEHSTEE/NETE vl EE R iR RS B sR A

(4) Tt ARG (EISFTE -

g e -
TRRe PREE -

IeHeReTE -
EIRBRT
TolnEges
JFEE

SE&EM
HEEHERY
PER R -

[EELP R

HIV Ag/Ab Combo (Z22 s URIHTAS)

Mm% (B FE UL B A 0% 47 B 2 V% ) 5 A potassium EDTA -~ sodium

citrate ~ sodium heparin ~ ACD ~ CPDA-1 ~ CPD - lithium heparin ~ potassium

oxalate Ryfisefiite 2 A% - fEE22iE - MR -

& /NmAE 2.5 mL

foedG AR B ARAS S AL IMERIFAE | > 2 2-8ClTfFE 14 K -

Architect i-1000 SR

CMIA(chemiluminescent microparticle immunoassay)

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

8 (il TAEK -

HIV (Human Immunodeficiency Virus ) B[l A\ fEGRIEG = ma » (BIEE%

g o HATa o0 B /AL » HIV-1 R HIV-2 » HIV-1 2k %85 b 5

TGP ILIRIIRI o WIRESR B E0RE A FEIE] - By HIV-1 %88 5# 90%

HIEBEGTE 10-12 FE NSRRI R B 200% © B HIV-2 AR R 2 A HHRRRY R

i o

IR ERAEERINA UL - (DFEREEEY 2-6 EHTEHHREE

BRHVR M RESER - (2)F8 B 2% R 5 1% B R ERAE AR BARE - —A%

& 5-10 F(HFilfE K2 ﬁﬁizv*(ﬁmr“ ) < (B2 - ZE IS RIANT - 372

BELHEN > B REEEESERMETR - RIS RENE

Aol - 22258 (Window period ) * ZZZ R B3 R TR - F5 Z 4K — R HRFfH]

MEA G L RFRBDHS - RILERERAI T - AT geRbUES AR ZE

4 Miteip 2RV RE - FERIRZEERY - — IS » EEHHSEE NS

RiFst% 6-12 BN » A AT ENSREHHAAGIEE 12(EH - BER

Sp iRy - ZEEHIE A D EkeE] 1-2 21 - FEERAE - BERNEE

TR ERE R 0 58 - BRI BRI TEIR - BUEERN

Rk > S B e — YR E -

R EA ZREFIRTE S M T RS, @W*&izﬁéﬁﬁmﬁ%éﬁim

WE ~ HLFT ~ B i s AT B MBS R SCHARS » s <2 R AT RE
IR ()b SR 28 3 5 A IR ~ (R B - (2)@@%
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BT L ARG SRR R - $1E - Q)R B AR BRI L
BYAE - BETEEEE, SRR HHC AR R IR « A
S~ BINP AL 2 = 20w 5

T (1) feREEEEREGEERN - 5F - EZHEB VIE SN - AFrEZH
alim iz a s - EE TR SR (TAF 58 4R9% © 1561)
#ik - BAETEEERE 108 EBHE 100 5% 10 4 b=
BEEh ¢ 02-2370-3739
(2)  [NP] not-performed Ry R {E LI -
(3) feBGTEIR/AGHA Al S R i EG E 2 -
(4) et RGBT Z(EFTE -
febpiHH CMV-G (E4HIHEm 3 19G HiES)
TG TREE I3 (ELFE U B I L 0 Bl & 2 0% ) B PA M AE 73 3 (lithium - heparin)
potassium EDTA -~ sodium citrate ~ Lithium heparin ~ sodium heparin ~ ACD -~
CPDA-1 -~ CPD - potassium oxalate/ sodium fluoride - JEREEHTEER| EFHFERY
B BRI EAREE 2 RS - MFRZ2HE - BERIA -
TehGHoTE - I/ M4 2.5 mL
ERIURTT © WIS SRS RALIBRIFAE T » 1Y 28I 14 K -
TR Architect i-1000 SR
JRE CMIA(chemiluminescent microparticle immunoassay)
SEE- (-) : <6.0AU/ML ; (+) : =6.0 AU/mL
IR 8 ([l TAEK -
ERRERR R B4R s (CMV)FES M R E &, > HAFEREGH B2 AR 5 2800
o TR 2L~ T AR S R RIEDIRE AR BRI ZE] CMV i - RITRTRES [REEL
HAVEF R -
TENEI IR G SR EREE A —IREE - BFE 0B - ARG IR
F5 3% (chorioretinitis) ~ F5 7825 R AT HIFY R » T2 R s E
K CMV 5 [EERG ARG & B AL 9 TR R & ARBE A - (RIREY)R2
Erth CMV )RR s 22029 o EE Y
CMV-G Hiwlg HHY B AT Bt R s R 5 it CMV-G » DIAEE &
2 CMV E2% > i ABTRGF 1% 90% » R B MR - 75 (E H
LANEYER S - CMV 19G A 5K E BB T8 -
CMV IgG CMVIgM  [CMV IgG & TIERE
— N/A PNERS
+ — Behm BEYRZ  FEAERVEREE
n n LRETIMR GIREEE  F= N EReEarEs
2 ETE FEIIREG ;T = N EREE R
e —EAG AR 2 HBERA - CMV 19G Hife RS KRET s HAA CMV
IgM HRSTFAE - ARA RIT R  MEEE S 1% -
7= R {18 4 e e Y EL AR s B AL R S 5 (DR 36%~56%H Y8R 5l 52 K
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Fe o BIE NP RE R AE AR M e R RS - &R EZ B VIR, > e
BEAL B B2 5 2 T i LA B e (A - AR SRR B BB A E AR 5 E
e - RUERER - SN EER O R E R 7 h 18 IR Z | » Al
RS RESL AR EARER 2 ZAER » (QPERGHGH » BLHFEE R SRR TR
MERT R B —EEZAY Sl - BRME - S5 EE - BCF RIS

it (1) EHEFRASREHEE /MY 6.0 AU/mL 2] 15.0 AU/mL 7 R - s
M CMV-1gM BEEHrEte -

(2) [NP] not-performed /5 {F L TE AT -
(3) fASTEMR/EGRE AT R aGE R 5 -
(4) telE RGN Z EREFTE -

TbaIAH - HBCcADb (B AT &A% Lo bise)

Tla PR 7 (ELFEWCSRFR UF o Bl E 2 0% B P 8% 73 BE'E Sodium  heparin
Potassium oxalate ~ Lithium heparin(PST) - CPD - Dipotassium-EDTA -
CPDA-1 - Sodium citrate ~ ACD - JEEEFUAERI ELFFRERR - 1S BUE R
kG 2 R - SEFRZEHE - RIS -

TAG G - I/ M4 2.5 mL

HORBRAE ¢ IS AR B BRAS S ALIMBRFAE [ > R 2-8CHFFE 14 K -

Tabamas Architect i-1000 SR

JRE CMIA(chemiluminescent microparticle immunoassay)

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

R 8 i TAEK -

EERES B AIFF R RS B IERE PR (HBsAQ) ~ i fide (anti-HBs) ~ e PR

(HBeAg) ~ e it (anti-HBe) Bz (ks (anti-HBc) » HF5 M E 2 K
KEFRWT -
(1) FEPUFRME © ForEE B BIFFR - EHURR4E 6 (EH - RIS B AU
FF R

(2) FHEDUHEERSME @ RN A IREMEDTES -
() eHiFEME - I EAEES
(4) e Pikclmtt: @ BOr BAEWE -
(6) LU © BEEHE B BURF RFHEN H AR -
ZRFEFERAV N RS RRSMRRE  #r A UL 909 Rl 18
MERE I 5 BREA T 4N 5ARE, » 49 25~50% & i B e R HE © R A
FRIR R 1 M [ 2 e B PR &UAE 5% BAE -

(L Ly B RIRF 3 a5 T B EAE AR BUMIR - S8 e 8 ~ gt - SR ERK

MR » —feoy RysE B A RO AR - R © fem IR A BB
AFERIERE B BURT RS E a4 5 - B8 40-50 %617 IR A 4L IE
WIS - B e DUREGNE DNA 7k > Rl RESEA S
B T] > AR R o fOE R M > AR S EE S S R AR
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THEAEH B RIAF R R E DU K e DR Rl & I E R L ERTR
FEEHT A G o AHERE - BRI H IR AR RO 18 B SRR i ARE P
MRk - Nt ~ FEAHSTBHBCESES - #1350 - FHFE ~ &UF - #IF - 3t
FSFRECEIER 7] ~ PET Rl AT RE R ©

st (1) [NP] not-performed /s R (F ELIE M -
(2) feAGTEIRAGHE Al 5 R G E & 2R -
(3) el RGN ZEREFTE -

TabaIAH - CMV-M(E4HRtEm 5 1gM $i85)

TG PR I35 (BLFE U SR R 05 7o Bl E 2 1107 2 A 4% 23 & (lithium - heparin) ~
potassium EDTA - Sodium citrate ~ Lithium heparin ~ Sodium heparin - ;iZHE
DUAERI BTSRRI Bl Ehaie < TR - fEFRZENE - Ban
i

TAG G JEIAE 2.5 mL

HORBORAT © IS AR B ARAS S ALIMBKFAE [ > R 2-8CHFFE 14 K -

faBHEESs 0 Architect i-1000 SR

R CMIA(chemiluminescent microparticle immunoassay)

SEER (-) : <0.85 Index
(+/-) : 0.85-0.99 Index
(+) : =1.00 Index

IR 8 {[E LIERK -

R ER B B4R 52 (CMV)TE SR E 7, HoamE {RES HI2 B ER 5 281

[EELP R

G AR R RIEDIREA BRI ZE] CMV B » RITATRES R
EHIVEFGER -

TEWNE ARG EEUR ERE A A REE - B OE B - IRAEHES
HE 3% (chorioretinitis) ~ 77255 K (LT IRV - FR 5 R 3 (AL
ke CMV 5 [iERR SR IGHY G PEAE 9 RS g R A D - REhED2
Ertt CMV ¥R 22 e R A -

CMV IgG CMV IgM CMV IgG EH& ) &%
— N/A ENERS
+ - Beine BEGRE  FENELEAERER
n n LHEIE FIREE, » FERNEEEkiES
2 HEE IFRES T E A EE R K

A —(ERe AT S 2 B A - CMV 19G fife R KBTS HFA CMV
IgM e FE > ARA BTG 2 MUFEE -

R L -t e Y 5 A 5 R =

] 36%~56%H 52 Fl A7 Bkt - RA FIA AT RE S S ARG I Yo R e
QEEEIEAZ R PR > R BEAL B B2 Bl = P LA B S (A - SRR
Fee 5 B BPRAY E 4N B R B - RIEEAEIR - 5 2 R0 KIS
PRGN TB IR RS, - RIATS [REJe R B R T Z iR -
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fhist -

PRI > PERRES S BRI 2 T R - BRSNSl -
BRI - R EASE  SUEREISE -

(1) ERsER R (+-)7& 1 0.85-0.99 Index » = 2Rk (L HET TR AR -

(2) [NP] not-performed Fs K3 HEIRAA] -

(3) IESTES/ AR vl R R g E 5 3R -

(4) Tt ARG R EIFTE -

febarE e

TRRaPRER

feAeAets
HEIREARAT -
FalbgiRes
JFE
S
R -
HRREE

5=

et

rHTLV I/ NS TOMEBRm s — 2 558 —AHES)

A (ELFEU SR IR M o B 2 078) B PA M A% 3 & (lithium - heparin)
potassium EDTA~sodium citrate~ ~ Sodium heparin- lithium heparin - potassium
oxalate ~ CPDA-1 ~ ACD ~ CPD - JRREHTAERI EARRECR - & 2 Al
Bhehc L REIEK - MFRZENE - BEEIAM -

AN 2.5 mL
foedG AR B ARAS S AL IMERIFAE | » 2 2-8ClTrfFiE 14 K -

Architect i-1000 SR

CMIA(chemiluminescent microparticle immunoassay)

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

8 (il TAEK -

HTLV @i AR R - HTLV BY75H % > 95%4% R drdsyy - X

A SN R EGEATR (RZELHIE MR VB R ALT 5 TSP »

A G R EAHRREIR ) -

HATEFEE HTLV-l G5ENYI5E © B T 4HREME s (R ATL)EL

— T 5 68 1 48 7 T A R 5 - B R SR M SRR B HT LV I & % 895 (TSP /

HAM) » (B8R 80 RAK - 7351 Ry 2%-4%EL 1%L - AJH T 4R E s

[ HREEEE (adult T-cell leukemia / lymphoma ; ATLL)Z\VE 5@ EE R B EE

(tropical spastic paraparesis ; TSP) 5z HTLV-l fHE 2 S EaK % (HTLV-I

associated myelopathy ; HAM) -

HTLV-I iEE 5 [ HTLV-1 Hig8RIERFAYAS S » HTLV-1 i3S

L& hairy cell HIff (hairy cell leukemia) AT - {HE AR 5 HIHTA G H

AITE AR ERE - RlIE HTLV-1 HUBSHIE 4SS B l5 14T - A algeie HTLV-1 i

BEE > AfgEE HTLV-II 5 [#EAYAE R HE -

HTLV s ieiaiREss  (VDERefid - iRV E R AE

Febai BN o QMR B HTLV fy R 3d A VERE IS ERA, - (3)=a1

R - A HTLV R R B MURAETE ~ R - THil7 ~ #1358 - UES

A PRITT RS © (4B Fa A HTLV 35 R A MR SRRy > AR -

(1) AJHIMIE TP HYE SRS AT e B VR e B e 1 S » 2 B iéd
5 o Patient &85 52 B2 P L BNV BV B AV dn vl BE IS R T8

(2)  [NP] not-performed /s R (E L E M -

(3) fmAGTRIE/AGAE o] 3 R i aGE w5 o
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(4) e KRG IR Z ERBPTE

febgIH H

ToRaPRER

faRahafa -

HIKEAORLT

RIS
R

SHER
ST
PR -

[EELP R

HTLV-1/11 Western Blot

(B FEWCEER B 73 B E Z 10F) s LA AL 73 B E (lithium - heparin)
potassium EDTA ~ sodium citrate ~ Sodium heparin ~ lithium heparin ~ potassium
oxalate ~ CPDA-1 ~ ACD ~ CPD - DUEJE ~ JEAMARES FfE - Fl - =H
B2 53 e Re (PR VARG - AR RTEE L - fEFRZ2HE - SR A Z IS IR
HEMRERAT > A AL A -

JEIAE 2.5 mL
e ARG AT - RS TR SRR B R AR 2 45 P e 0o 7 =00 - S
2 T RAHETEER > TIREFE 2°C~8°C 5 i 7 RANSHAE-20C AT -
MP Diagnostics HTLV Blot 2.4
755 2 hA (Western Blot) - MP Diagnostics HTLV Blot 2.4
Pt e
10 fE TAER -
HTLV-1 T HTLV-H B8 C B S s s 2L A S VIAAHREAME - HTLV-1 B2
SRR R 7S S 2 R A Bl A 1 (A e - BRI T 4R B I ~ 2
&M 4 S (tropical spastic paraparesis, TSP) 5z HTLV-1 #HEf 2 7 i
(HAM)EJIRERAERA o i HTLV-1 SER 38 BRI 25 28 VERL SR ~ BRIGH SR R Rl
PERZRE R AR o HTLV-1 13 s By B0 s Bl M AR (22
A — e B R H A — S L HAM/TSP Ay R LM ER AR » Al
FUMRES R AR MR A RE - HTLV-1 B33 H AR T ~ IEttis ~ JRM
FRER I~ R3S - B IR AR SE A E P nn CEUN SR IEER) BB e 1
i HTLV-1 RIS —Se SN EN 22 - JRRE  HTLV-1 F1 HTLV-1 i
Pt E G PIUEIRE SN SRR - M TEE K MEEE
F o HTLV-I B HTLV-II ER2 88 H e foefily ~ 45 F i I = B2 21 <2 SR LAY 2T
I By B (5 PR A AR S S s o 2B R 45 FH IR & REAL AT < HIE H 5T
HTLV-1 K HTLV-II ByEiaE vl AR E ) HTLV [F 2 2 K ReE IR L e
2 -
MP Diagnostics HTLV Blot 2.4 =] LK HTLV-I/II HifsEffa L - EEERE
TP S FERE S HE— 0 RIS o B L&A A 2SRy HTLV-I
WENE D EMKHER TARRNE DS - s REMBRAVIE - Mg
MRS —[E K E > s S am it HTLV-IN RS Ehiss » sk b
HTLV-I/Il &84S - H4E5A 5 MEEN - HTLV HisgE M E - HTLV-I
PRSI MERTE - HTLV-II GTASISTERTE - HTLV HiiSfe M E - sidEH]
B o
(1) HTLV JiEHESEE R EUR F
(2) Retkdl  FEAVEBHA R e AL ELGS A -
(3) MRy - Bl HTLV 75 & A= MERE Al IS IR
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fhist -

(4) St - HAMA HTLV RS MURHIS B ~ RS R ~ T7 - $F5%
YRS

(5) i © B HTLV ARV IR SR 7 ERRE «

(1) ARl R htEae st -

(2) FAefEY Rl A5 RS P hai ] 5 55 -

) lEE HIRG IR ZERBPTE

W
BRI -

faRahafa -

HIKEAORLT

JFEE

SH & ¢
R -
HRREE

(EEA R

et

Syphilis 55 (RPR)
BN

%/ 2.5 mL

SIMBREAL MMERAVARAS FTAE 2-8°C fRF 5 K °

ME RS PRiR% 5 RNLL 4Com izUE £ 2 EEeE » 5 X

HE R RHIE Bl AK > PL-20°C 2 R T SR fE . -

& EDTA Z A e[ 1E 2-8 CIRfF 2 K °

EDTA [m##Eaig i itaig 2 RNDL 4C AR VEEE TS > Sl

K TSR RHIUE MAE BT - PA-20°C 2 T ZURAF LS

Rapid Plasma Reagin (RPR) ; Agglutination [

Non-Reactive

8 {El TAFK -

o5 T HIEIE IR I & AT |20 —EREAIEAR R - SR Rav e

PR - 1EHER ARG8T R BRI EHER - E 3 e PR E B

e MR - B e BiRERIEE RS - (LRI T2

57 a8 E AR A B LS Z ERIRIEAR -

{Bfg5E A DS 2 ARIEIR - RRESEE S e B H AT - S8

DOIRRERIFTERFR S - (85 T B MR E Sy - TS R © 2w

RGN o KHRRRRI AR T SR R

VAT S HAMMEAT By BB Ry (B 2 T 2R ~ (5 E RS R 2

FEREIR 2 730 ) ~ BETR R A o3 (e ~ FER ~ U ~ BRIE 770

) B BAEHE -

B RS R MM 2 S BB B R BN S 5 -

i - JCHAE A R A SR AR -

i 2R R AT B R RS R S -

Bait N BfEf e SOaRR AT - R ETR A B RS WL ~ 700 ~ R

sEGH g5 B (RIREMEMR(E ) -

(1) EATHH WER4SE SRRy Trace 2 Reactive HI[Ze Fi K225 & B St Sl
hERdEEs TPPA (Treponema Pallidum Particle Agglutination) 3l :
10665 G dbm K% B ppg % 151 & 33 5f - Ei
02-27049977 -

(2) [NP] not-performed R HEIHERH] -

2

=
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()  FAs R Rl 5 RIS P haiz ] 5 2R -
(4) e KRG IR Z ERBPTE

felpra E - ABO Group/ RH Type (IfY)

e PR el

TSR 200p1

MRBLR{T ¢ & EDTA Zig#G AlAE 2-8CIrfr 7 X * EDTA kot BRigig 7 RALL 4
CRm HzVE xR EE -
% oxalate 5, heparin 7 figg n] {F 2-8°C £11F 2 X : oxalate T, heparin 7 faig
EREe1% 2 RNLLAC AT UEAZ B -
EDTA : ethylene diamine tetraacetic acid

JFEE sV A-MER 8 (Cell typing) » FIRFNMALHY ERATE R DL E F el -

SEH ABO Group: A-B-0- AB#!
RH Type : RH(+) ~ RH(-)

AR 8 il LAEK -

EERER A MR 7% - B S TE4LMmERA A - BRI E4LIMmERERE
EOFAEFEAEENDURYE - PURYE R LUZEERE - B - BEEX
SCEERE - 18T — L hU R AR B [F— AR Y S A AL PR B U g Y 26 {8 L N
HIARIBEEY) » B PUR AR — A 247 - 72 A > HRTEAS SR B
[ P 1L 7 & AR SR YIS 214075 30 A > HL A B Z AR Sy " ABO [ %Y
Z48 ) 0T Rh MBI ZRER ) CRUTRR ) - A A& Hmm B A EEESRE -
DIty i 2 1 nT s EEOS M ERY 3 4 » iSO MM E ~ B8
Vg ~ IRSELARSET © WA SOA IUE A1 M A VI AH R -

ek - (1) EAIEHME RH [E% 1+~ Trace 5¢ Anti-A ~ Anti-B (E% 2+ ~ Trace

A4S R & Ze i K2 & B S B AT ifEsT, - Hudil © 10665 S ILiiRZ
R {E R Py 151 #% 33 §f o FEaE ¢ 02-27049977 -

(2)  [NP] not-performed £ Rig(F ELIAAaM] -
(3) fmAGTEIH/AGHRA Al EE R i RGE A s o
(4) WEERRGINE N EETE -

TbaiEe W I 19E

TGRS ¢ IR

Tmhohofs - 2.5 mL

HRERIE ¢ 2-8CH[fRTE 48 /NEF » 20°C REATRTE -
TG PR R 2 RNPL 4C o i sUEix 2 Bl E - &HE 2 X RisdH
FFHIE TR » PA-20°C /2 )T SR 2

JREE : FEIA(Fluorescence Enzyme Immunoassay)

SE M <0.9 IU/mL

AL 8 lE TAEK -

ERRERR s BT I IQE RYRIZRIRZS » sl T - H A AR R B RS E 4
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http://zh.wikipedia.org/zh-tw/%E8%A1%80%E6%B6%B2
http://zh.wikipedia.org/zh-tw/%E7%BA%A2%E7%BB%86%E8%83%9E
http://zh.wikipedia.org/zh-tw/%E6%8A%97%E5%8E%9F
http://zh.wikipedia.org/zh-tw/%E8%9B%8B%E7%99%BD%E8%B4%A8
http://zh.wikipedia.org/zh-tw/%E7%B3%96%E7%B1%BB
http://zh.wikipedia.org/zh-tw/%E7%B3%96%E8%9B%8B%E7%99%BD
http://zh.wikipedia.org/zh-tw/%E7%B3%96%E8%9B%8B%E7%99%BD
http://zh.wikipedia.org/zh-tw/%E7%B3%96%E8%84%82
http://zh.wikipedia.org/zh-tw/%E5%9F%BA%E5%9B%A0
http://zh.wikipedia.org/zh-tw/%E7%AD%89%E4%BD%8D%E5%9F%BA%E5%9B%A0
http://zh.wikipedia.org/zh-tw/%E4%BA%BA%E7%B1%BB
http://zh.wikipedia.org/zh-tw/%E5%9B%BD%E9%99%85%E8%BE%93%E8%A1%80%E5%8D%8F%E4%BC%9A
http://zh.wikipedia.org/zh-tw/%E4%BA%BA%E7%B1%BB%E8%A1%80%E5%9E%8B%E7%B3%BB%E7%BB%9F
http://zh.wikipedia.org/zh-tw/ABO%E8%A1%80%E5%9E%8B%E7%B3%BB%E7%BB%9F
http://zh.wikipedia.org/zh-tw/ABO%E8%A1%80%E5%9E%8B%E7%B3%BB%E7%BB%9F
http://zh.wikipedia.org/zh-tw/Rh%E8%A1%80%E5%9E%8B%E7%B3%BB%E7%BB%9F
http://zh.wikipedia.org/zh-tw/%E8%BE%93%E8%A1%80
http://zh.wikipedia.org/zh-tw/%E6%BA%B6%E8%A1%80%E5%8F%8D%E6%87%89
http://zh.wikipedia.org/w/index.php?title=%E6%BA%B6%E8%A1%80%E6%80%A7%E8%B2%A7%E8%A1%80&action=edit&redlink=1
http://zh.wikipedia.org/w/index.php?title=%E8%85%8E%E8%A1%B0%E7%AB%AD&action=edit&redlink=1
http://zh.wikipedia.org/w/index.php?title=%E8%85%8E%E8%A1%B0%E7%AB%AD&action=edit&redlink=1
http://zh.wikipedia.org/zh-tw/%E4%BC%91%E5%85%8B
http://zh.wikipedia.org/zh-tw/%E6%AD%BB%E4%BA%A1
http://zh.wikipedia.org/zh-tw/%E6%96%B0%E7%94%9F%E5%85%92%E6%BA%B6%E8%A1%80%E7%97%87

SEERE > (HAIE s 2SI 19E A9ME > Bt B AT I9E TERIRMIREKN

>

(1) BEERZE  BEPRZGE EEEEREENEERNE - A EER
Ay IgE HELE A ~ +—F+(O8E VAR NAZ VMR - IMEsRE
CH A U R 2 i S S P B R R I TR A = 2 61.1 bRy REN 14
83.6 WITVEL—: » I EREHR AV E Rk B S i IgE (B - FR A EE
AORRRAME » R AT 2GS BB ASE /KR4S 4EY 19E ~ 19G s
Vg > BURFE AR B EADRS - RIEE SRS AINM TR -

(2) MER : MERIE R I I9E BAV{E - /NBERRVEIEE S 28R > [
SAFREEFEE (cut-off point) BFCHEHEE - R A ATREEI A (18 R
EI0YRRARE > 7 T 2 A Carter X4 & ( Carter effect ) - Carter X &
Rl SRS S 1Y B & Chal S E Y SO B HI S I BB R4 T
—R MR T -REFEE > AIGLh 288G F L0 e il R B MRS
B JRAZE BN ER(K (threshold ) 7 #Y -

(3) HAIEEL : REB ARG R I9E B ELH A B EURAR RA 14 - Jan
Kimpen 85455 H AR RO 34 ELE > A FEE BRI IgE {5
B AR AR AR R 1

(4) IRIRRZE : I \oE (LR T RE I SR EE Rk (EAHRE - BN EN
FEERC AR - FEINVE LN AL 10E S > Hop ]
REER S EN PN R IOR BN R AR © AN BRI ER
R e R TP R BB I 1 9E (B BT AR
WA T AUEE - IR AR IR EE B - BRI 10E (EIRE K > FTld
R 5 2 E R BUEIRG K22 - (£ K SHATZE+
G e L PR A AIRAY BRI 19E DARF RS © 35 [EI i IS 1
o IgA (HEE - IMAERIBME ZEEEMI5E T -

fREE (1) AHEEHZHRZEHEEE AR il - 10665 GILiAZ&EE
FIEERE —ES 151 # 33 9% - EE3E 1 02-27049977 -

(2)  [NP] not-performed S AR HEIEARH] -

felpTEH - ZEq Y] (ERPeak)-—1 &= B HATEHI

TSR ¢ FEAEEAHS

feAGHeta © KR CooperGenomics [RRE- IR @ HYZKHUER » SEHECRIEMELY 10 A
(LemP)fyaH 4%k -

LB« AURRZAFI 4C 2D 4 /0N 5 IS a0 (16-25°C) ik -

JREE : ERPeak®™ ‘£ CooperGenomics & iy fa B2 o HoAgsHIF] FHRT-gPCR

flir > YA 20 E AR RS 48T mRNA - FEHE AR Al 38T BERCE
e TP FEIIREIY - BB ME RISV RN - TRt EAshEr iR
SR -

AR © TENEEZEEERIRE ARINERRNZ — R TERN
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SHE ]

+
<d

&

A I
o i
B

ft

B Z B A e AR IR AR - (B T B N A 2 MRV RS
% [eEite s BRI MEhte - E@FHMNR(EE
{EAPR YA FH 240 BRI B R AG i F B8 N 2R ) mTRE s BE A K

(1) Pre-Receptive(F= A2 BART) © PRERAVIFERL S SR AatE AHY
A CEIHR - R e R AR E A BYRFE] -

(2) Receptive(+= NIEAZHA) © BREEAVIFRTEEIRRGTE ARV CEIH -

(3) Post-Receptive(+= NHEEZHA%) + BRERAVFRFEIBE A T HRABTE A
HYR FERH R - EaRbe nuRR AR E A BYRFE] -

(4) Non-Receptive(FEZE~ZHH) © fa &S SR RER R AV R BE AL+ = B
HYE 2 AR o R E PR DAL B -

(5) No-Result(fi452R) « i E AN AR E S RNA JREE(K - B8
EERAER > R E RN AR -

Cooper Genomics Y f4-14 {[E§ TAEK °

= NRERY A FR M b e s R IR AR IR - B NI EEE H &8

HAE A —BERF R A B B2 IRRGE RAVEE ST » LIS RE Ry T EIRE I |

(window of implantation, WOI) - FLEGHAEF /= Ae R IEEERY 5 X » B

HZBIAR LH+7 B¢ hCG+7 K - RIEIHsEiE Y - TEREMEZ IRAAIZE

B RETH 40% N A\ ETRE A RISHVRTE > vl e 2 FERTEER © HEifn

AL FEE T YRR - BB TR 20 M i i E YRR AR ARG - #E

Mg = AatE AR IEhE RIS -

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 et
v

FERMRIERE

ABHER A 108 340 AR S 1

CECILCEEEIINETE [EEEEEE

1 23 456 78 910111213 1415161718 222 242 %2728

AR & RERNTSRIF R M T B A 2 B R THNIEE R - S RERatE A
RFfE] - (/MM —20 R B R B (e AT R & 5 e AU
BEREE N SR TR -

(1) AIEHZEH CooperGenomics fiEs ; Hidik : CooperGenomics 3 Regent St,
Suite 301, Livingston, NJ, 07039 &z5 : +44 800 060 8395 -

(2) FBVERAATFERME 2 g WIS B E R HIsE R - E 2K
Tl SR B -
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3.

ERERER

3.1

3.2

F—ZFERIE ~ TRATE RS
311 HAEEEIH
(1) feie EE0n Mt 8 Nk - Bl L AR I-20°C AT RIIPRTT -
(2) TR AT HE - HE R AN EAVEREE R - B
BB B A E -
() DAnI#El A es o L EEIA R AR - feie i IR s E » ki
TS TRAE-20C o IR -
312 [FEELEFENFIE @ ZHEMOFEN EREES
HHERET L EEETS -
(1). BEABREREETE -
2). Bl & EmEN AR
Q). UFEEFENEELAE -
(4). Atmbapr iR teerE U ~ BIF - kg IO~ EWER S 2 RETT -
BetEpn (HAME RN S A e R EY IR AR Al -
321 FWMARECMERR- TIERE ) RigkE -
322 fie DHEEA AR Z & (M4~ 2RAE.. ) DIFIFRER -
323 TiAtRE, EATREHEEEE
Q). #PASEETE -
(2). teBRTHH A b -
Q). EfFHI R ERE A B GHEES -
(4). S EE e e BN NS 2 s - B AR -
(5). ExBRET - WP A NENEZSGESR - MO EieienE
(6). Atmbapn iR tmaeTE UL ~ BIF - kg ~ N~ LS 2 FETT -

3.3 g HA(ERPeak)- = B HHTEM] -
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4.

3.3.1 HAREEEHIA

1)

(2)

©)

(4)

()

(6)

(50 P E 2Ry T = PR HUER 2R B 2e CooperSurgical 23 E]HY
SelectCells Mini® &= AREEECE - fEpRE bR SEAYE4H
& o AR -

YR E B T = N E - SEiERIEHEY 10
A GREEE

WIRFER SelectCells Mini® - FHECRATHVAHSIEZFIEE b
1y 5, fHECE

PRI © A TR (5a G 21 4%) P+5 day (120hrs) = E 28355
LH+7 or hCG+7 day (168hrs) -

REFIF T E N ERAREHE © eE T =St
BENERNERGAHEMVEEIURY) - M5BT H)UE - £ 37
C THEGE 15 sl s - RAEIRY) » 55 =58
A TBA— (B -

PR RS AR RS EE T - i B T EEEE
8-10 X - B E S PREGVE TRYNEY) - BEHBIRFIRSE

BOZENAFRN 4C 20 4 /N -

RRAR B EERREA -
4.1 feReiE AR AEIFAL
411 F-ZEHRERIE ~ TRATERE R ETS

1)
)
©)
(4)
()
(6)

HALENAFR o

R R -

TR EIAIm (2 ERL L) -
PR a8 S A REE AT
e E N e

a2 RS -
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(7) #HEEAR 117 L CRL #A:CRL A & 45mm -
(8) EEHEE 139 ; DL CRL #%:CRL i#i# 84 mm -
(9) HAih - telbarE H HE A BB A BEAE -
4.1.2 Feetpmtail
(1) HREHALR
(2) IRRGERTR -
() fRESEEAMmM (418F)-
(4) PRieEasgdnie e T -
(6) ftegeEAfE -
(6) feRZRebE -
(7)  HAlh - FabgIH H AR A B A BEAR
4.1.3 HAMZSME H R sl A S R N U i (A TR A B 2t i ie
SaIEH  (RIGZSNERAL AT E AR e IORE
(1) ZEHI(ERPeak)-T- = &HTHM-EW B A FRAIE & © 55k
Rt @ I ERE TR - Wil HEES - Fraieied!
SR IEREAVIRER o UCEIRYERASVE MR EE AT B
B RAETENY -
4.2 AR © ARBE A FTRUE - AteBRPTRHRETHIE Z BRI TR
- Eteiatkte HEEEBREEH 2R 14 REUER - e
Eham B A R AR AT S IR S AT e
BIFEEE -
4.2.1 F—ZHRERIE ~ TRIATER bR EF( - HAZsME E Rl
BN e (A IR A S RstHiebara H
(1). AR ASRIL T REIRRE R AR | o WPMEEAYTT
ARSI B A B E 2% P in > R EBE T
R S U]+ R H I [l T i AR R ZE IR
BRHRESHR FRE R ARG s @ A DAREIEHE > 4
BRI EERE R T EREERRGREERF ) i -
(). FHEPHETRER Wi IRRE R B ERER
a2 FHE I fEgPT AR S -
). fRAEErF-20C KA - RRURET A be BE AL [B1AE (R PR B
SRR B ORI -
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4.2.2 EVELMEEER ¢
(1). LIS ek -
a~ Af LIS LRHET RO lEn AR REAE L T -
b~ ERUAMEAL - EAREAL AT LIS E3ERZFEMmiE &
BN -
¢ ey 2~8C KA - AR Eis B AL E A R
B BUREAR B FORRE -
(2). FLikhw -
a~ HAFTASEE TgiGIRE R E A -
b~ BRGAMERL > IR B AR PR T AL S
e FORIFIRIA -
C fRHEEI(F 2-8CUKHE - AU EIA B A R E R e
B BURIEAR B FORRE -

5 FRAShIHIEEEN :
51 F—ZFERIE - TREERRSHL @ StrBEa20E#HEg 10 X
W AT EAERE H - (5 - EER ARt g B abaiiE - )
5.2 RIMERR s BEA 2UEH & 1R 10 KPS mTITAIE RebEIE E -

6. IeBRGERER
6.1 S5 —ZfAREIAE ~ TR ATE MRS -
6.1.1 SH—ZREIE « TR AT R AL B R ISR A T Bk S
BEZFK - AP ARG TIE
(1) SREEIENSE2EmBIITEE - 2 A REe
ORS Y > FRRR B> 1 270 diE— D Her e s

(2) 34 FEpiTEAEFRIRIEMR © =1 200 -
() 37 HpFiEEAFRIRERR ¢« =1 1 150 -
(4) 37 FFIIGHARERER 1 =11 150 -
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8.

(5) 34FEpTHAFEMKSE =1:50-
6.2 L4 - % HBsAg ~ HTLV - HCV Ab - HIV Ag/Ab - Syphilis %
SHNEE S Ry P SR PS E » RS a = e MR P A - T RePo i BsE D
PR - RSN 2 ZEt B i T Bl 2598 E-mail il AR B 4h

REERMET IR F A5 E-mail dEEUAtR B AL -

BEERT
7.1 - ZERERE - TRATE R ¢ sepkiabatig o iele e HR(E-20
CAMEA » AMEARKA RS T el B EERE ) mEeE -
7.2 MR - sepebatk o ieietrFi-20C —(E A - —(E B &4
Sapn " s EHEEERR Y ) RIS S ORI H 45 R R M
AUt A R (8 H 1& DU E RS Y R B ER 2 -

RS BEE ~ R RIS ~ B AERMRE

8.1 HF—ZHAREIE - FRATE ERETAL - 22 HI(ERPeak)- T &= 23 HATEMI -
8.1.1 &&=t 1 (02) 27955617,/ {# : (02) 2795-5627
8.1.2 UL{H/MESERSRT © SEH 9:00~18:00 ; i H 9:00~17:30

8.2 [EIERER
8.2.1 W4&7i=t 1 (02) 2795-1777#1380, {8 E : (02) 2795-5627
8.2.2 Ur{H/MESERSRT : SEH 9:00~18:00 ; i H 9:00~17:30

8.3 (EAERRE  {(KIE T HEERIREEEER > AFFA ABlES
WEPER/ M AERRE 2T - DIEERE PR, EEEE
ARSI T BISL - B EARBR AT A B Sl 4 T HRA 3B
PR HER S 2 AR B R A -
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9. JEMEAHTIRE -
9.1 GFREFEEABE (02) 27955617 » jRfFH A Ry G -

10. B -
10.1 R R
10.2 ElerttbppitaiziE A sk

10.3 SF—ZRERAE « TRIAE RS -feie s i E R IE 5 3R
104 FIEESHERE " (QF) , BRI -

10.5 EfmEE : BRI EE 4% 0800-666-118 ZHY -

/
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b 10.1 Fertpoim ittn B

xEimE (CQFO0505-01-03)

%= L ind
=T FEAy |FEcAb ‘t", ‘m Ht ACW A Syphilia| HTLY E FEaAg | HEcAb "':“;f" |\{. AH::ﬂ_ HCV Ab| Syphils i

. O|o|jojo|o|gjdo)d N N R
i
—_— Ojojojo|oc|oj0jojojoyoyojgo)o)| =
;m-;ﬂ
. Ojojojo|oc|oj0jojojoyoyojgo)o)| =
i
. Ojojojo|oc|oj0jojojoyoyojgo)o)| =
i
- Ojojojo|oc|oj0jojojoyoyojgo)o)| =
et
- Ojojojo|oc|oj0jojojoyoyojgo)o)| =
et
- Ojojojo|oc|oj0jojojoyoyojgo)o)| =
i
o Oojojo|ojoojoojolajojaoja|o
i
o Oojojo|ojoojoojolajojaoja|o
i
o OjojDojoyojOyojojo oy oo 4
i
_— Ojojojo|oc|oj0jojojoyoyojgo)o)| =
Hrrir

BB #__ A B
RN :
BERE R

Effective Date: 2022/02/25
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b 10.2 et peimtaae e A 25

faslEl A

TR TEdH Mm% Fris 41 (& EDTA)
%ﬁéﬁﬁﬁfﬁ 2.5mL 2.5 mL 200 pL

Pt 10.3 S5—ZHARE IR AE ~ - AiiE o P s - e e 2 L (R B = 25

=t 0+ 1+ 2+ 3+

fifff 10.4 FIEE2MREE T (QF) , BRI -
i 10.5 2w E © B i EE 4 0800-666-118 ZXHY
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1. HIE:

s AR B B B TR A BRI 88 i SMA 21 » & B TRl AR IR i
(AR AFE LU PR 2 AnarH B - tiebard H Ra Ba Il A Z= e fiE w7 N
fa > X et gefef e NEfe - R U A ~ B MRS IR R NIl - 45
MRSIEERAR N ~ Se R PR R E R RN B/ VE 65 £ 2 (RTD)
B -

WM EECR © S EE ~ SEIRE - P ElH

HFIr e E AR -

(1) EmENMETIZ N E R -
(2) EERbEEHE - E R TR b N T B s R R A o
Q) HEZEDVHIT 1 KNG BV E A DRt anE £ 402

(4) ERR=ENEGEETEHEHZREE KPEDK -

(5) SRR ML R E KPI 2K -

(6) Ehp=rrEat E oA b s i 2 SR 2K R e
Z S5 FLLE -

(1) ANEEFESHENINTAE RS U= -

Et
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2. WEHHERBRERE

(1) FREMENAZEGEMLPA)
feipTH H SMN1 Kz SMN2 FR 7347 » fadfil SMNL B RE A fRk -
B Mg * F{EAHE EDTA Tﬁ)%%ﬁﬁﬂ??%ﬁ%ﬁﬁ)%%ﬁ% °
e Jﬂlﬁ : ?&%}}%ZE% Pejkln Elmer 226
T - A R AR o
[fg © 4= 2~3 mL R a7 1 mL
TG HETR A : BRigz/) 3 {EfnEs - -~ RNEE A28 H T8
By RIEERIN I NI -

fehG IR TS PR 2-87C -

IR R 2-8°C T2k~

e s ABI 3500 Genetic Analyzer Eii ABI 3500XLGenetic Analyzer
MLPA ‘& Multiplex Ligation-dependent Probe Amplification FYf&HFE > F]FHE%
s BV —PRET4H - Y B — B N I [EIRH O 2 50 {8 FIRVX H R 7
FIEFE HBERAL - BReTHe88sE & S (hybridization)ih & 2 HERRY - 4

[ sEeeiht o RIERIRE R (ligase) & ikF R (RERE T HE 12 » FIIFH LS ARk~ 48

5 [-F-#H (universal primers) 1T PCR UK S » 7 HAEFPH IR 28 B A 28
8 AR RIREHEERERNT) - SN HYIEEY)  WEIEEY S B E
A M BRIR A E KR M R B/ NETRHRS - Az 4H RS LR
TR - AR AR ST E -

SEEE | SMN1 AR EMGRL -

ey | 10l TAEK -
— I AFTREIRER 5 o ot e oA B R R B e
FLR(SMN gene) © BlJ SMN1 B[R (5 FE AT 5 Eig R ilm) Bl SMN2 B[R (5 5E T
TS ED) - 495-9 % AYIEHE ARA SMNL AR - (i SMN2 B - 12
WAEESRIEAE 3 UmH V&SR 5 (8% HEEHY 72252 - SMN FERI 44 9 {[ Exon(l,

FEPREZR | 2a, 2b, 3-8) » SMN1 Jz SMN2 ELRER e AT 5% - SMN1 BRI eRiEEE
AR BtE e H B SE 8 IRE 2 FE 'S 5 T SMN2 EL RS H 21T mRNA A
grit/b exon 7 HEEER HAREYZ Ry AR E 2 BEIHE o SMN BRAEEE HILY
1.7 kb =2 RNA » BEERHIRAVE S & H 294 {ElERRAHR - T84 5
38 kDa - il Ao & Ezs B 4H&& T -

et PRI AMS _EEiRE RS
*TaERE G AR 2 (EIFTE -
(2) BEEMEILAZEYSE (Real-time PCR)
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|

el SMN1 LA Z AT Aok -

i % FFEA & EDTA Prstinf 2 $RinE H A EIR S -
SR BT« S AR o
A {7 © 2o 2~3 mL R A/ 1 mL
PRI s L ERERAN 345 -
TR PR T TRRPRE 2-8TC -
AR 2-8°C MEE 2L
TobnEes LightCycler 480 Real time PCR Instrument
FIF Multiplex PCR I#ifiE SMN1 £ [A & CFTR E:A H B » CFTR ZR{E A4
[ Fit SMN EREEH G250 - F R Sl E (Real-time PCR)
RO S S B 22 L aHaR Ay Cp (B B E4H (2251 SMN1 Bl SMN2 FL ]
HIEERBNEY Cp (EHEf TELEL - (5 SMN1 ERAVERES -
SE&E | SMN1 B[R EMHGRL -
R | 10 fE TAEK -
—IEE ANBYRIRES 5 SR2Ltas B & R (E[EDR MR s a B e s
FEIRI(SMN gene) © BI SMN1 EL[R (#5841 F% (1 f8 R ) EiL SMIN2 B[R] (85 54T
FLggrEd) - 495-9 % HIIEE ARAH SMNL KK » [MifE SMN2 B - 75
WA EERMETE 3 IV &R 5 (Ef% H Y2 22 - SMN EL R34 9 {i Exon(l,
FEIREZ | 2a, 2b, 3-8) » SMN1 Jz SMN2 ELRER & 1 TiE g% - SMN1 ES R ERiEas
A RS e H B SEEEThRE 2 FEHE S iff SMN2 ELREE g% 2 1) mRNA K
grif/b exon 7 o BUEEE KAV B AR E 2 EEHE o SMN BRI 14T
1.7 kb & RNA » HEEEHIRAVE ' E & 294 {ER AR - 7+ 285
38 kDa - #Effis ARG & (E 28 E4H&RF -
et PRI AN ARG EE
(3) EBEMHAZEHEE (Real-time PCR-melt assay)
T H o] SMN1 FERR AR HLA -
% [ : RUISEJE & Perkin Elmer 226
TeRSHS TR mhE : ez 3 (#im%: - [FRMEEE2E 5 #8TE -
T RS PR AT RS ORIES 2-81C -
AR 2-8°C TR A . o
fobmEEes LightCycler 480 Real time PCR Instrument
FIHZYRLZ#EIT SMNL Kz SMN2 FCIR({e0H] - 1 H AR DNA F By s
R sl —ER M PRS- (EERETAY 5°U K 3 Iy Al B [ 5°-Cybdye Kz

Quencher dye > SEFEAVEESTHIEFREAIRBERS - Reporter dye §7 2812 AN EE & &
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% Quencher dye FTz [} - {EORZs 0 A FDRF] 5 SEEHEE - 21T PCR 7 E -
SEAT B ATEEA ERYPRET /K (hydrolysis) {2 - {i£{# Reporter dye £z Quencher
dye 575t - Reporter dye #%81581% F A= AU RE & DUS LAY 7 U - & PCR 2
JETE RN % » HHRT DNA g 2 g Py B e - (R0 o S (5 SR (e i e il
AR HECE S E S i DNA fREEfz 8 58 o) [ 2w - =R S 722 5] DNA
fEE— PR IS > PEEERE S Tm{H (Tm > DNA SE5HfZHE 50%AHRME ) -
SR NS TR » TR 2 RN MR E S 5 0 - B R

(LAY Hh &R Bl Rl F 4R - Y SMINI K SMN2 B R [E Tm {H » KL
17538 MR n] BT R A = &5 5 SMN1 B¢ SMN2 ELA -

S

SMN1 LA EFERR S -

R

10 {ETAEX -

—HRIEE ARYRIRSE 5 S t0ds B A W (E R MR S A E S O TS
FEN(SMN gene) * B[J SMIN1 F[A] (e 5E HT 24 (71 Ao AR i) 11 SMIN2 FL A (g AT
LG ) © £95-9 % BYIEE A SMNL KA » [ SMN2 HLA] - 55
AR RN (A 3 Ui bR S (A% TR 7= ¥ - SMN E N4 9 ([ Exon(d,
23, 2b, 3-8) » SMN1 jz SMN2 ELNAf it Tk - SMN1 SR 1]

2Aee R tEaE H B FEThRE 7 8 8 [ SMIN2 BRI s HHACHY mRNA A
orif/b exon 7 o HUERERHACHTZ Ry AR E 'S - SMN BLAEEEE LY
1.7 kb £.7 RNA - #8E5HACHEE B R 294 (FEERREHY > 7> T8k
38 kDa » #wfffi s NG (EZs B Al -

{ist

AR RN EERE R

* g g R SRR Z BI8FTE -

(4) FEMEAAZESET R (S = R SR B ER)

TiaIE H farHll SMNL AR 2 A o BEZE [ HFS 5 B AR BR (L BG4
% B8 f i N
e I > 5 A& EDTA HUskim Al > £R1mE Hfese & -
SR
TR RaTA 1M 2~3 mL R E[ZDjA 1 mL
TG IRIT TG OR{FIN 2-87C o
R 2-8°C MEJR/ 2R 1k
- LightCycler 480 Real time PCR Instrument -
Inmies . .
ABI 3500 Genetic Analyzer £ ABI 3500XLGenetic Analyzer
SMN1 FE[AER R B -
FIF Multiplex PCR 241 SMN1 LA &z CFTR £ [A FH B » CFTR ERE AR
JR Hha SMN EREHHFSE i o F R R S8 fE(Real-time PCR)

(i S MR 2O LA SR AT Y Cp (EEMZIEAH(E2AT SMNL B SMN2 L[N
IYEEBI)EY Cp (HAETTELE: > sF(S e SMNL BLREYENER -
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SMN ZEfE RS S8 B Emfs

FIFHE MG [ 781 SMNL2 BR F B TR Al EH < E (PCR) - K%
DNA 75 4fi{b1% - F U & EFuRMERCHY dANTP /T #4811 E 7% (chain
termination)#£ {7 Sanger & » f &I HEIFYI0H (ABI Genetic
Analyzer) 4T EE K ELFF 5347 ©

S5

SMN1 E#{

SMN1=0 SMN1=1 SMN1>2

€.*3+80T>G

c.*211_*212del

ZE[E FEA I E R SMA

L =
s SMA 5 | SMA 552 %.%m@&z
(Silent Carrier)

faesE SMA 77 [R5 (i

10 X

—RRIEE AR 5 SR e B A Wl R R S oY A B ta &
F:[A (Survival of Motor Neuron) : SMN1 FL[R (BXSEITZL 088 Kim) i
SMN2 F N (g Ed) - 49 5-9%0Y1EH AR A SMNL LA - [fijds
SMN2 EL[A - EWi{EARIELE 3 InV @A 5 (EfZ E YA 22 - SMN B H
75 9 {{ Exon (1, 2a, 2b, 3-8) » SMN1 Jz SMN2 ELRE e TiE sk - SMN1
FEREsE R R i HE SRR 2 BB TE 5 1 SMN2 ELRIEE
AR MRNA K E 53/ exon 7 > #E sk HAREY 2 A RE 2 EHE - SMN
RN 4 1.7 kb £ RNA- B PRIV E S 2 294 (B AR AH
8245 38 kDa - #Effi s AR S E2s E4HER T -

ZZRIBEYISEE A SMA TR BE EVEEDL EIHAETEFEHY SMNL EA (B[]
FE—fREEA B A IER ARNA) - (B EER AR —RER AL RS
o B EBRAIN EA SMNL EF > HREEET A " ZEMPEIEE |
E e ERE SMNL E R H IR ¢.*3+80T>G F1 ¢.*211_*212del fir BL5 5 (Luo
M. Genet Med. 2014 Feb;16(2):149-56.) © & phaofll bt iy 82 2 DAURfERE H 22 T
B

fst

ARG EERRERE

*Tees RGN Z ER8FTE -

(5) X ZtagBAGHME (Fragile X Syndrome, FXS)

WsRE Ho81 FMRL B CGG AL -

ST N PR,

i M1 : AR EDTA Boseii - SR B BAE RS -
7'—\‘
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e hain

11 2~3 mL A H[/Djs T mL

Tels PR{F g IRIEN 2-8TC -
AR 2-8°C MERL2 fe 2 2% -
e s ABI 3500 Genetic Analyzer Eii ABI 3500XLGenetic Analyzer
AmplideX™ FMR1 PCR Reagents (RUO) (Asuragen)za754H {55 F§ CGG repeat
5|F#E17T PCR iUk CGG B 7 BL » Wi{EHBHMEE XM FMRL AKX H
- CGG HEXE - PCR BB &Fr 52 M4EAY5 [+ K CGG 5+ » ER L R4H 5
FICR FMR1 EL At CGG EE I > i LA ROX1000 Size Ladder 1 £ F4H
EEEKIVENL PCR / EXR/IN » & PCR EY) 73+ EF R/ NI B 4R+
HE CGG HEHE » BIRI{5H1 CGG EEIH -
SE&E | FXS JEAIEHER > CGG EHERE /<45 K -
s | 10 B TAEX -
X Lt BT (Fragile X Syndrome) EZZ H1j7% CGG expansion #Epk, < &,
e e %_EEIE/\\\ FMRl (Fragile X mental retardation 1)%L[R|Z2288 » —f% His CGG &EE
(trinucleotide repeat) KEE FE N - A5 FMR ZE H (FMRP) » K s2 2L
fE s - HECH Rl -
it P ENS _LEiiRE R

*tabn g R SRR ZEI8FTE -

(6) ZERRACHEREH

TeaIE H R CHAEN R (MTHFR)

s 137 B F 2 EDTA HUstinpil > R/ H A semliig: -

/R

FRASRATH 211 2~3 mL R a]/Dj 1 mL

AR AR} 2-8C -

A 2-8C T L2 -

. (1)Biometra Thermocycler (#p2% 17 A\ EE S famEmpT)

Ll (2)LightCycler 480 Real time PCR Instrument(EIE 54 E o= H{THE(E)
1L N\ EEEE R 22 PCR -
BT 5 A B B (TR SNP SV R » P it BT TT085 — - I

I Tagman ¢+ (T SNP 530 » BEREE | TDUL £ 8DE(FAM « VIC) Z #E5t

£ Template - 7% 3% PCR $H¥47 77 1 EGHYOR P ~ Real-time {0H] Endpoint
BN RTEIETHEFT SNP_ 437 o
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MTHFR &[N 677(c.665) 2 ¥ 3 HTes 5 Ay

e mmrmmsmng

ZEEH | o7 o R R
TIT © SERe AR B R

W |10 %
T RN B S AL IR F 5%+ G AL MR AL
i (MCV> 105) » 72 Sy « G - SEIBSERER - S grm
M AR S B R © % A B D o B B o -

s | MTHPR B 088 (DA 22— o MTHER RO 530
B > TR R IS R A I - B apia
o S A M BB BT 3 =5, (5 - B S AR
R B L Sl (O R B RS 2B A R R
SR - AT A S G 58 A A SR Y B -

- T —

*Taba s R SRR Z(BI8FTE -

(1) EEMISIEEREH]

Mt fHRE 6 (7B AaH] - GIB2 ¢.109G>A ~ GJIB2 c.235delC ~ SLC26A4 ¢.2168A>G -

PR E SLC26A4 ¢.919-2A>G ~ OTOF ¢.5098G>C - mtDNA 12s rRNA m.1555A>G
T 8 FE B | 0% 5 Perkin Elmer 226 ZU5% 1M1 5 50 A& EDTA St < BRI E H ekt
S BREE &[5 -
ffiifm + 5% Perkin Elmer 226 > £Ri /0 3 (EfES > (ER W EIPYA)2% H i
feRgRets | TR -
MR 40 2~3 mL A=/ 1 mL -
oy Perkin Elmer 226 ZI5%(MT 7 (R R - I B 2AREZ - B EZ & IR 2-8TC -
BRI EMAG IR 2-8C ©
AR Taig 2-8°C MEIR 2 E 1k
fobngas LightCycler 480 Real time PCR Instrument
LR 2L R (SNP) B Z AR T NEERF - fH T Tagman #£EHEE
o SNP %@F&?Fﬁ S E AN A2 — < A Tagman £R$15#E(T SNP 734
FAHSIT - BAEZE(FAM or VIC) Z #5181 Template - {24577 PCR YT
KK FEIHF Real-time {=H] Endpoint 25t/ R A]#E7T SNP 734 -
GJB2 ¢.109G>A - GJB2 c.235delC ~ SLC26A4 ¢.2168A>G ~ SLC26A4 ¢.919-2A>G -
WLl | OTOF ¢.5098G>C-mtDNA 125 rRNA m.1555A>G [ I 6 {[&]fa iz B BT R H15: 588
H7 SNP -
R (10K
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BEN A SR H P EERENSR AR T L 2T 2= A
REE S R R IMENIER - e EEAKAEE S S REMEE - B
PERIEH SAE—fk o ZRIMERTTH SRV TR TEmhR s DA RS ~ g1t

FRIRER | SoEnERIEE EE - BEREE s A R HEE IR (HAl g E AN R
BRrZE e HIREE 0 NIRRT o i s &8 i 4 B
A E R LR GIB2 ~ SLC26A4 ~ OTOF Fyfr4sife DNA MEFTAH » 3
CRERE T R E S RV A M R Y SR o DA e s i e AR o

{ifaa EARHSZENT e EE -

* B e MR ST~ Z ER8FTE -

(8) HEEMITEIRFERRM

TaEEIE H MtDNA 125 rRNA m.1555A>G
T fe T I U . N e
_ % A& EDTA Prstinf > $/in s H ke ErE s -

S BREE

TR HE & 201 2~3 mL A /DjA 1 mL -

TR IR AT BRI EMAR IR 2-8C

AR TG 2-8°C MRS E 2% o

Inbnigas LightCycler 480 Real time PCR Instrument
HERZ TR 2 HE M (SNP) B Z AT T NEE R - i Tagman £851752

o SNP 73 RIFEFH i i FHAY 7752 — < A Tagman $£§14#1T SNP 734 >
TALIT - BAEN(FAM or VIC) Z ZRETEL Template » 1245775 4% PCR HYJX
R FEIFFY Real-time {=H] Endpoint 22 /74 BT AT 47T SNP 7341 -

S & MtDNA 12s rRNA m.1555A>G #gHi {17 BE EG IR HI1E 588 52~ SNP -

g | 10K
#A 12S rRNA 2 m.1555A>G FEe B RAIE » @&r(fi15 12S rRNA 5 5

TR HERS 5 (aminoglycoside) FERIHTAE RS S 0 MNEEHE

e ?ﬁ%%liﬁ.%ﬁ%ﬁ% o ML REL 28 EH - ST H Lm-1555A%’G gL 3Al|
B TSR Sgm s - HIbEAmEER » EREERE
e et St E R R EEILAE R
(Aminoglycoside) &% - THPGEEEMEHEE

et PRI AN ARG EEE

*TbRes RGBT R Z ER8FTE -

(9) FERTREMEREARERFERRN

TelbarE H SR RE M R R AR B AHRR AL PHOX2B 2 GCN
T G T M | U Perkin Elmer 226 AU 5 8¢5 A& EDTA HUARMA < BRIME H iRk
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S PREE [R5 o
i+ Z45% Perkin Elmer 226 » $jin /D 3 (EMES » (R AP A)2 4% H i

feieHetE | VT -
MM © &0 2~3 mL A a[/DFY 1 mL -

- Perkin Elmer 226 ZU5%Ii 5 PrFiA 0 » W H ZAEEZ » JEEZ1G RIS 2-87C -

PRIMERAGIRFH 2-8C -

AR fahc 2-8°C MEJR/2EE % -

e s ABI 3500 Genetic Analyzer Eii ABI 3500XLGenetic Analyzer
FIFHE—ME5 [F51 ¥ PHOX2B AR B TR &l E (PCR) » %

i DNA 77 b1% Ut e FyRMEECHY dANTP 1 T##E4% (- E 7% (chain
termination) 1T Sanger JEFF © fx{& G E B8 51E (ABI Genetic
Analyzer) 1T 8K EAF 34T ©

SZ & | GCN EERE <20 KIEFA -

IR 10 %
%iqﬂ?ﬂﬁ'fﬁ’ﬁ?ﬁ JEJiE (Congenital central hypoventilation syndrome, CCHS)

Ei1 PHOX2B (paired-like homeobox 2B)ZE:[KZE = 4N T~ GCN FER P4 EHE

—J\;%UFEE%
Z97 90-92%Y CCHS #= 3>~ PHOX2B £ =4MNaE T GCN EL R 7| &5 et
FEAFHEE 20 LA L - —fEEFE AR GCN EEIEUE 20 20 28R

EERER | BHY GCN EHE R Rk iE 24 2K & GCN EAEHE 21-23 15 » HATERIRE
Fel N AN - (EsR U TS N B Taiel RaT Al - HEEAY CCHS &
T Ry % N B I B PE 1 %8 52 (polyalanine repeat expansion mutation,
PARM) ; [fj H &R & 8-10% & % R A 9E 2 N b I B5 18 1 by 8
(non-polyalanine repeat expansion mutation, NPARM) » 4[] Bi Lz 8 Bl fi e 72U
ZesE > MRS SR By M Al & 2 AR R R -

it PEApHE AN CEieEEE

*talg g R SRR Z(EI8FTE -

(10) B/ MVEBREF 2 (RTD)EFRMH

SUNVE R E N 2(RTD)MHEEEIR AGT 7 ¢.857-619 1269+243delinsTTGCC
RS | 176c kp s
Ty #S T 5 T+ A e e
iR K FEAHE EDTA Jrseinfl 2 BRinE H s E IR 2 -
T AE G TE 211 2~3 mL RE[/DjA 1 mL -
RS PR {F BRI E IR EG OR{F 1A 2-8°C -
L ios TG 2-8°C TEOH A i 14
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s

Thermal Cycler (/& 22-& i HE 7 FEZS ABI Veriti)

B Gap-PCR 1Y ST A i & R AGT FL[RF: i 28 88 R (c.857-619
1269+243delinsTTGCCTTGC) YR HI B i 3% 515 | i1 T PCR X JE » FH{K

RE 2 PCR W A/ N B 245 B AGT 4K ¢.857-619  1269+243delinsTTGC
CTTGC fsk -

SE2ER | AE AGT E[A ¢.857-619 1269+243delinsTTGCCTTGC flisk -

EERFTR |10 K
B/ IVEZE B A 42 (renal tubular dysgenesis ; f&if# RTD) &l a g4 iE
(P > 5% R A A AG SO HA R PR IR > EFE=E/KaE/ D > #E
B HERAM T EEAEFIEL » SfE A B RN IR man e 5 Bl

FEREZR | HE2eR > NEUEERE MF o BEWR/DEFERHER - &8
FE B AGT E[A2 ¢.857-619 1269+243delins TTGCCTTGC A B ESEL AR
2 e R - I R 45 2 247 (renin-angiotensin system)~<z38 i &8¢ RTD &=
A e

st ARl RN i B E

g g R G IR R 2 (BI8FTE -

3. HREREH:
31t

1)

©)

TRREE NS 8 /NI » 55 2-8CIRSR AR 1T -
(2) £
Jo

B EEBIEREGTRAE 2-8°C MRIR 2 eiE

AL e G 5 ] Se B R 2 s o B AR

HET - WA DENESEGER - B eieE s B

32 AEFETEEH
(1) EABREGRERSE -
) BEFrERERERSE -
3.3 fuie EMEEA A 2 Eal (RS lns ) - DIFIHE -
3.4 AEA{ CreFtmAaiEUY ~ BOF ~ ke ~ IIOH ~ EWELS ZHEST -
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4. IRRSTEW/EH: -
4.1 MRS E B EEAL
(1) HeE AU RS R R
(2) WMESEARE - (MURMEEEZE/D 1mL ;5 ()7 MRESHE SR /DB 3 (Ein
Bh TE R WA TIPS A8 H OB TR S B RIS TR AR 31877 -)
() PeE S AFT(MUKIE R EDTAE ; il FERy Perkin Elmer 226 AY55%
) -
(4) FRESTEEATT -
(5) IRASAEHHREOSREURES & A SRS HRMEEUTA -
(6) MuEtRAeASEERS S PR iR pa O R E MR -
(7) FEEEEERSHE S -
(8) HESTRAR HIEEBEH 25 14 RPL L -
2 IRBSRORRAR - AR A TTRUE » AREALRHMKATHE 2 AR E TR AR IR
1SS A R -
(1) HEAMAEES " eiRERE
(2) FHHE "SRR AR, 257 WEEHEETUE -
(3) FEEE T AR RE WA b AR )RR
(R [E] A By DARER 1% A B

5. mRRSIITRI/EM :
5.1 Haat A Z 4EiEMEETE H (MLPA& Real-time PCR& Real-time PCR —
melt assay& ZZERIPEYISEERR) ~ X FEREiTEREIEH (FXS) ~ %
e AU AR DRl ~ R MEBETRE D AeHl] ~ B MR IRE Al ~ e K &
PSR e E B R B/ VE 385 A 2= (RTD) BRG] + ABAArUY
PR R MURYIL A tme =38 - ATHC IR E AR i H -
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6. IRBRGEFIER -

6.1 EHEEMENLAZYEERERTE H (MLPA & Real-time PCR & Real-time PCR —

melt assay & & 22 IS 5 & E ) -
(1) EfpHIEEF T EURS B2 BK - AR N B ErTEeg
a. pA
a-a SMA 75 R #&
a-b SMA 3
a-c ZEfE] SR B AT A Ry = JE b
b. ¥
SMA H3
c. BELIRIARFCK
6.2 X FetasheiiEfabard H (FXS)
(1) EhlIEERA MR BB 2 FBoK - ABRL N B g Tl
a.  FXS AeZes i/ 202 ny
b.  BEEERIIATEK
6.3 FEREHEHNIRHAI(MTHFR)
(1) EhlIEE R MUK B 2 FBK - AR AN B Tl
a. EREAHRE S ERE
b.  BEBRIIATE K
6.4 EEEPETEEEN M -
(1) SEhlIEERA MUK 2 oK AR N B TimHE
a. GJB2c.109G>A -~ GJB2 c.235delC ~ SLC26A4 ¢.919-2A>G ~ SLC26A4
€.2168A>G ~ OTOF ¢.5098G>C [&]AY/F R &1 FL R A
b. 12s rRNA m.1555A>G & B R
c. BEBERIRERK
6.5 ZEEVETEEENMN
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(1) EfHIEE R MRS B 2 K » REALA B G TR -
a. 125 rRNAM.1555A>G i E[K]
b.  BEEERFIATE K

6.6 S K FEMEHARA e fE (R A A A
(1) EtglsE R MRS B b 2 FoK - AR B g T
a. GCN E{R#HA R F Y
b.  BEEERFIATE K

7 BUNEIE RS (RTD)ER K

(2) EfMGEERN T SURE e FEK - AR N S EEfT iy

a. BUNEZEE A4 AGT FA ¢.857-619 1269+243delins

TTGCCTTGC 4k

b.  EEBErFIREEK
7. HRHeRT

7.1 HEMENAZEERERTE H (MLPA & Real-time PCR & Real-time PCR —

melt assay &=ZERIFEFISEE ER) « X A OaafeimEtabari H (FXS) - 3
e CHEE AR (MTHER) ~ B VERSEAL RN 28 RN

A Je R oE MR e E R AR B/ VE S 5 A 4 (RTD) AN
T LA R O BE TR A ARS s 4°C =B 858

8. WR&R/EHTTFEESE ~ ULHFIRF R RS

8.1 A EEMENAZEYEEMERTE H (MLPA & Real-time PCR & Real-time PCR —

melt assay &ZZERIFEFIFEERR) ~ X A OREHETERETH H (FXS) ~ 25
Bz B R HI(MTHFR) ~ BRI RN - S8 TSR N
A Je R PR R A e E R B/ VE 28 5 A 4= (RTD) A
ol
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(1) F4g/EpEfEEsE © (02) 27951777 ## 1680,/ {#HE : (02) 2795-5627
(2) A - E—
(3) fEEHERT - H—

#E75 9:00~18:00

i

HEF 9:00~18:00

9. BFEN
9.1 ZEREFAREEN —HHER
9.2 MEIENZE A D E-2E R —BiE
9.3 SMA 4HNEREEAEIESEIMAE — N EL U

10. B

101 FEE2HEE " (QF), BRK -
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1. mIE:

st ER N B A (A TR A FIRiri e e it 7 &> SR B TaB BN B e A IR &
LR HAME F R ZieSRtE H - ieatE H R ARG RATA ClGEite - S aes A (750K
SNP Array)fa: il je 2% (g i 5 (HD SNP Array)fg il -

M EECR © R EE ~ SEIRE - P ElE

HFH e E HAR
(1) EEENET 2N SRR -
(2) FEREEE > EHH TR b AT B A R
Q) BEEVEIT 1 RNEFE I E B & DU i o E S8t 2 HEAE -

(4) EER=ENEGLEETEHE H 2R ER KPR -
(5) HMNEREEE ML 2R E KPI 0K -

=St SR SR bR P B PR T 2 SRR S S P AR S DL L -
(1) ANBEFSHPNSNIEE ISR Ui = -
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2. B HERBRENE

(1) FRREEIRAT AR

WR5E WRMIRERG A o A RN S B -
i@%fiﬁ Embryonic biopsy samples (Blastomeres/Trophectoderm)
/R
fAG At 2~5 ul
fiaintr | icIrR{EN-20T -
AR | -20°C MRS -
Tones Thermo lon S5
" RRRERETA AR ET G ) R R R P A Y A T TR > FT R
R SRR~ ST SRR IR R A B H B - fEEEAKGER - T RRG
JR FEIRATZ RS AR ) 7 RS A CE P (NGS) R fif DNA J ERAR#ET TR
FIE Ry » LEEEE Y DL i e R BB AL - #ELLHIET e A s
TCREHEI R R -
KL GHEG T » MRV AL EEE CNV BHE /R 1.7~2.3 7 RTHIE Ry
SE&ME | #8 MHEAVEEZLERE CNV BUE Mt L7-2.3 2T H XY HEytls CNV
AT 0.7~1.3 Z R HIE Ry BEfEhS
ey | 3~10 {E TIEXR
NIF4HRE D 23 SRS - Hf—RE 8 - —FKEREE - A1 22
BRI/ IMRPARTE & 1 2 22 SRAVAG AL EHS (autosomes ) - 55 23
HATEHTAREERIHIMESEHRS (sex chromosomes ) » FyEggEE a3 £y
HHEGERREYE - MAEeRERGGEERNT FEERERYAEAY R
FERE A fILL Thermo lon S5 Eiifg: » & FHZCHAE Fr (NGS) Rl AR
EEREZE | FaPrA A erS T 2 M FE A (Aneuploidy) fROAYETH - A 7A Rk HIZ
ERSHH RF B n B ERE B - BN Ea et P
(balanced translocation) ~ {z[## (inversion) = B8R 4% — % A8 (uniparental
disomy) ~ ={%PL L% {&#G (polyploidy)... 5 - DUKEREEHE RS - AR
A = HRRRFE AR - Complex Abnormal 728 Fy HZLEHG NGS 4551
HURAVUAHD, FAvORS RIS
Wisk | BetensZElt ARSI EA worksheet -

e RGP~ Z ER8FTE -
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(2) A& (750K SNP Array)igll

T BpTE H R HIZ iSRS R A TR BiEh A/ B -
FK ¢ 15 mL fEE OB B L $HE
TR | IR FRfEH & EDTA Jrstin >~ $Riin‘E H i sEERR & -
JEREE |48 BT THENEFES ST AHRIASEREEE K -
DNA : 1.5 mL S & f O E W DUA iEisEE e -
F/K 2010 mL > KEE=ERENEER NSV 8 mL
g = 2701 mL
4H%, -
T Ra e E (1) fr - REA Leme
(2) Frf (& 50 mg SLERE) « BEFE A 1em® -
(3) NEEZ 5B AR SR &R B MR B Y AH Sl S o
DNA : Z/0 20 uL - JEREZE3%)] 50 ng/uL > 260/280 ratio 2 1.6-2.0
WReIRF | MRS IRFT 2-8TC -
AR | 2-8°C R ATE L -
IR es GeneChip® System 3000
TS R B RASE YR R RGO T > BEARORT ]
PO ~ o R S AT FE Y BT 2 o0 AT - REEERER > T iR
JR Bt ) LR R SE RIS i DA R R R SRR
& FERAOI TS R BB AL T M« FELL A A4S R A e BT fn A R
HiEREm SN 25
- IEE B é%ﬁ*ﬁ%kﬁ%ﬂﬁ% 1-22 5}3%@@%%%@% XY R —E
IEFE LM BT Eg HIE SR 1-22 988 X e fg /i E - /9H Y LLf -
sl | MUEAIE/KAakS - 10 B TAER 5 4HEkfeds © 20 (@ TIEX
NIHARE R 23 B ERaaHAL - Hf—P2RE A - —F KB GBS - A 22
e RS RTTIRT Fy 1 2 22 SRAVAS AL lE (autosomes) o 28 23 HfHI
A FENMERIHIEZ RS (sex chromosomes ) » LG Fn] 77 R H
SAERE R > VRS R e BRI T L H (AR EN LS EE
— F3H > #%E40) Thermo Fisher Scientific 750K SNP array &g » AR Bs
TR St RIS o SHE R AR IS S T 5 - A ER
1y B HITE RN s fa R AL as T TIEEE(Z S (Aneuploidy ) AR K2 B
T fERE(UPD, Uniparental disomy) ~ & 5 By 2yt &M /i AOH
(absence of heterozygosity){J=Ffl « ZA1M » R em e B/ fr s st i
FE T A Ete a0 Rg IR /NA BRIV E R A -
it AN L EieEEE -

e RGN Z ER8FTE -
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(3) ZEfS& )R (HD SNP Array)faHll

T TH H T HIZ G & & A TRy BiEh o 7 B -
F7K 15 mL fEEEE OE B T 3HE
TR | UK ¢ FR(EH & EDTA Pkt~ $rRiin‘E H I sEE R 5 -
JERE |8 EATSHENREAST  ARINARERSEHEEEK -
DNA : 1.5 mL S g &8 OE W LUA RS -
F/K 2 10mL > KEERERRAER AN GDT 8 mL
%+ £/ 1mL
aH% -
TS HETR (1) 7 © REAFY Leme
(2) Frfa (& 50 mg GRERE) © B AR 1om® -
(3) Nz 5e R AR Sl A& A 18 B MR BV A A% S -
DNA : Z/D 20 uL » JEREE/H#% 50 ng/ulL » 260/280 ratio £y 1.6-2.0
WHEIRE | RS IRER 2-87C -
AR | 2-8°C T A eE Rk -
i GeneChip® System 3000
TS R B RASE YR R R R AR IR T > BEARORT ]
et R - S B S S R T A B RS T E AT - R ERARER > T iR
JR P F i ) R RS SR SE RIS | & e DA S R i AR R R
& » FERAOI TS R BB AL T M« FELL A A4S R A e BT fn A R
HiEAERER SR 2R
SR IEE B ééjééj"fﬁikﬁ%ﬂﬁ% 1-22 %ﬁ%@ﬁ%ﬁﬂﬁ% XY B A —E
IEH 2 &t ag HIESS 1-22 SR8 X SvEfe AW E  J2H Y Jvifg -
IR | MURAITEKigds © 10 E TIFK  4H&kAS - 20 (B TIFEX
NIHARE R 23 BT - Hf—PRE A - —F KB LB - A 22
BRI T B 1 2 22 SERAS S EAE (autosomes ) < 25 23 1]
A SEMERIATMESEES (sex chromosomes ) = ¥ g E a] 75 L8 H
BAEREEY - MAYERE R 2R T EE (AR AV e R B
T FIR > keRE L Thermo Fisher Scientific HD SNP array &t - BRI E RS 55
TSR o T o SHEHEH i B E R I S ST - ABRHRN
HEVER S iataie iAo is T TIRREES (Aneuploidy ) IR0 Fe B —
HESE(UPD, Uniparental disomy) ~ A | ExAYZL gz &1 k&t AOH (absence
of heterozygosity) FVEFAti < 28I » A e e B AR B AT EIL AT I T AY
F Eitgdi SRyl BIRE/NR BRI RN B A -
st eI AMS EEiREEE

e RGN Z ER8FTE -
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3. BEEUEEEHE:
3.1 IRRaE AT AL G Eifn - e fG A 7 (750K SNP Array) gl se 7k ta8G &% - (HD SNP
Array)fa il -

3.1.1 MRREEPRAIA i Eife i BB H

(1) Ry ORTE B %

(2) HEXBIEF - BMEAVNENE RS - MR EG R Y -
BRI T AE-20C MRS B -

(3) FHEIEMISEEfEE/) > FEHE 0.2 mLPCR tube HE A 96 well plate 254
TR WA SRR E 25 2 DA-20°C /2 7 U T 2%

3.1.2 ZLtfS & 7 (750K SNP Array)fgfll ~ 4G 7 (HD SNP Array) g%+
JENE

(1) iRt RIS
FK © EOEHEEG 16 mL L E
3% &diser EDTA BUH-IIE
A - AR EAMER K EREE N
DNA : 1.5 mL J B i e OB DA B B e

(2) IBEAE = R 8 /NIT > Y 2-8C R AR ARTT

(3) EABIET - MR AVNENESESEHER - MRS E S N o
PIBFEABS TR AT 2-8°C T A TE LS -

(4) FHEERRE AR E E Y e - 48 AGHSET -

3.13 FESE FAR&ENHFE

(1) EAXERZEGETTE -

(2) BEFr&EkREEER T -

(3) Biopsy samples fg G 4R & HIEH T EE -

3.1.4 ks FHEEA TR 2 EaH (RRass s ) » DIFIHES -

3.1.5 AREf (R MAGTEUT ~ 2RO~ 18k - IOl - ENEAL  RETT -
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4. IRASTEWRA

4.1 TS TE AR AL -
4.1.1 PRRGERATAEESETS - A& R (750K SNP Array) il K 44 o 8% 5 5
(HD SNP Array)f il -

(1) ARSI A S -

(2) TORSTEIEATT -

() A E SRS REMIGENE -

(4) TRESALDUEHER G T SOE A (RREEIRAT A RS ARG © TS 2
EG A 7 (750K SNP Array) fgfll Fe 4 E1#G & 1 (HD SNP Array)fgfll - 75 2-8
CARIE /2 °

(5) F/KiaRSRbMIFA -

(6) F/KERASEAJE 10mL -

(7) MRheREARE 1 mL -

(8) DNA fgGA e 20 pL -

(9) DNA RS R & 50 ng/uL -

(10) DNA ##f 260/280 ratio R {£ 1.6-2.0 [if -

(11) 5eEEHE 5 -

(12) & imtE MR TR Y AH i G

(13) FEEHTEE AT -

4.2 IgHSIRIFRAR « WS A FRUE - ABALRHEATHIE 2 A TIRASIRAR

FH BRI FORE -

4.2 LRRaE R RS ETTR ~ ZEHSSE 7 (750K SNP Array)fg ol ke 24 oG &t A
(HD SNP Array)fz il -

(1) HARMAREE " BiREEE BRI -

(2) B " iESINERE WA | T RBETEAS S CRCER -
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Q) FEENEESE " eiGIREREBAE ) EIME R SR

5. MRASIIHIEM :

5.1 IRRGE KRR RGhite | ABEALUF &R IR WGADNA —4& - a] R R S
flpHH -

5.2 ZLthfg it 7 (750K SNP Array)fgfll ~ SettfGdt 5 (HD SNP Array) il - BT
Rk R B R AL 2 /KA ~ MR RAHSR = - e iR B e d -

6. teEReERAER

6.1 iEfaE PRATA L AG AR -
6.1.1 E gl A N R & Bl 2 TR - AR N B e TR
(1) BEBerATR K
6.2 L0 ASA, H (750K SNP Array)fgfll ~ SEufigff 5 (HD SNP Array)fgfll -
6.2.1 E g ISR N R & B 2 TR - AN N B e TR
(1) FHECEC BRI AT 1 %
(2) HFIFREIEIRER
(3) B&BeArATR K

7. RRAEMRET

7.1 RRGE RATA AR AR - U &R ORE WGA DNA —4 - — IR IRACELAL | fade
[FEFELH B ERAR Y ) e -

7.2 FEufa it R (750K SNP Array) gl 5 (oG a5 (HD SNP Array) gl - 1% 0r
W IR NI SE /KR ~ MU R AHER = - —IHRMRA TR | InG I BN B
SEfefr ) e -
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8. HR&E/HATTEESE - W] R fE SRR

8.1 itHaE RAA e AGAfte ~ F¥EaG s 7 (750K SNP Array)fgfl ke L G & (HD
SNP Array)fg i

(1).Jppa&/HREFEE S + (02) 27951777 48 1680, {HE : (02) 2795-5627

(2). Wi - 8 —Z 475 9:00~18:00

(3).VEZEHEH « H—F P A 9:00~18:00
9. BERH:

9.1 ERNEHANEES —FHEER

=
9.2 I EA N A g -5 RN —RhiE
9.3 & 1 P B FEAE (SRR — B[S

10. BHfE -

101 FEIEFHR2MERE T(QF), BRI -
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1. mIE:

SN N B A PR A S AT a2 R NIPT 41 & ST e R NS IS (0 A TR
NEIDU EME PR A E o fERH H RIRR AR A R HI(NIPT) -

B s
HAPIHY 'S

(1)
(2)
(3)
(4)
(5)
(6)

(7)

BOR TR EE - mERE - B

HEE

B ENME T Z SN RS -

VRE R EH - E R TIeON Z ER A T Ba EEA A MeaEA
BFEEDHIT 1 RNETEIZEVE TR A DUl o B 280 2 1A -

HER= PEP A B P H 2R KPR -
NIRRT E ZE AR KPP EE0K -
B E gt E T B R e e B 2 TR R R e R 5 R DA

NEEFFES2HNS NS | SREL 8 SRk 5 -
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2. B HERBRENE

(1) BREXRERERFEH®R (NIPT-=&—
B =RV R AR R R (FEIE (T?1>~ EEAERE (T18)
) EREE (T13)) AYERTERS -

oy e L

*@%ﬁj 0% + TR BB AR -BCT™ 7% -

s A TE 4>1fr1 10 mL

- TRBEERTERS 2-8°C - MRBEAE LR 96 /NIFA » FER AR B s (1 2y SE M A
RMEEF (-20C ) -

AR | 2-8°C T A TE R

ToEnes Illumina NextSeq 500/550
TRIERFFTIEH - ZtmAsARin A% oh TR 2B 52y DNA &3 - B AHSAFAR
[mAFRE SLRHE DNA S 2495 25015 E DNA (17 5-30% - Fit - JEE AN

g Aa st ig il (NIPT) Rt nvasinim - HHEmsEhpras

[RG5E DNA ZER » RIS — (S PR R A Va2 T A T 04T
A ERRERG A S ARSI PR R E N (FIE (T21) ~ BEER
iE (T18) ~ EFEEIE (T13)) ZEs -

SEEM | Z{EAE-3~+3 2 -

AR | 10 B TAEX -
IEH N EAAEEA 23 ¥ 0 It 46 (RS > ORIEBESEH AN EY
(EEE Rt TRE S 4 B ~ WSTE Kol » DU IRE BB > BRI A%
HH—MRREE 21 SRAVERSFTEL - MHME RAVIE AR R BB E
FEEIE (ZH—REE 18 5 ER8 ) FIEMEEIE (2 H—REE 13 574+ aH8 )
R RS - A REFER - B - FR/NENZ HERE R

HERER | IPELREE - NIPT fHIffE R NGS (next generation sequencing ) f#&zsth
IR TTBEAIZIE Y AR - I ARG T E 7 7 2 TR
HEA IR - RETINGE > SFEHEAREFSE ~ N EEM I SRS IR
HEdas » LG =0 iR E Bl s NT DNA | EGE R
L ik 0 PR ITEUE R IR 3SR IR DNA & & » E&H L
AP R I RS IR R RS 2 -

st PAREENT AR EES -

*algE AR GEIROR Z EFEFTE -
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(2) NIPT JER ARG R Q E (NIPT-E&—)

e

Rctefed PR ERE T R (BRE (T21) « ZEEERE (T18) - Efg
EEF (T13)) DAR MR AW « = X JLOAERE « fIAIE
FAEGIE ~ 47 XYY IEEE) HYERTEIf -

TaRa i
/R

MUK R @R E-BCT™ & -

fa e e fe

4>1fm 10 mL

ToRe Rl T

TRBGIRIEI 2-8°C - IS EUEER 96 /NIFIN - FERIARAGHE (0% 7 B MAEY
REM#EE (-20C )

IR

2-8°C N &k

TR Ras

Illumina NextSeq 500/550

J

fRIEVTFEIEH > 2w ARk e T T i U2 5 Ay DNA BER - HEHAGHHR

A% AR SLERE DNA S 8495 2 E0#EE DNA /Y 5-30% - (it - JE= AME

RSz tRetal] (NIPT) SOfrE s i amavasikin - SR MmAThAras
AR5 DNA EER - AT —(UE P ieilo R A P& ERER A T A HE T oA

Al Efitgia A = R AR R (R AG R T“ (FERIE (T21) ~ BfEHER
iE (T18) ~ ERFERIE (T13)) DA MR E G RE BHIRIE « = X A4S
TEMARE ~ PIMAIERHECIE ~ 47 XYY JEEERE ) Zﬂlﬁez

S

Z {HAE-3~+3 ZfH] -

S e A

10 {E TAER -

IEH NS A 23 % - 3k 46 RAVEHS - FYEiSnVE H B4S A~ RS -

{ERSHL AT RE S AR S, ~ WP KON  DAURBIRIE R - 2l s il A aR 2
H— RS 21 SR EHE AT EL - I HME RAVRR i R T RN - B EE
HEE (ZFH—FRE 18 5 RS FIE M IVE (ZH—FRE 13 5T ) -

e R REEEE - ARG FESR - RERE - RN L HESE R
WERREE - M ORREE LBURRRE S — e —RMEAERE o 5
E RN FEE o L ERS  BE RAVEBIE - = X FYEOiSiER

B~ FIMIERFEUEE ~ 47, XYY EREE -

NIPT £ 055 F NGS (next generation sequencing ) f&estb S 483 T HYRE

KL 5 ERHE - A RHE AT E Fr 07 T I - R E PR
FEThngE - STEHAERFSE - SRS EREHY S H Ba% - HoLE
1S B %*ﬁu%%ﬁﬁéﬁﬁﬁiﬁﬁﬁ DNA 5 ELE&daiE © &% > Al

iR EUERE PR SIS AR DNA &8 » B il a 3y tis

JREEfERGHY AT -

fst

EAREE RN it R E

*tabaE IR GBI R Z ST -
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(3) NIPT JEEAMERE S AR Q B U504 — (NIPT-II&—)

—ARA O R R AR R RE (FRE (T21)  EEFERE (T18) -~ Efy
FIE (T13)) ~ MG Y (BWRIE » = X A OIEEEE - MIMIER:

WEOEE | EA - 47 XYY FEREE) LUR RN Ek (1p36 B fERRE - 20331 Bk
FEIERE - 22010 BUEIERE - LGS JEIRRE - SE00R IR RERI bl N
BRI EERTERG -

o e LK

*@%ﬁj 5% 5 75 PR - BCT™ 5 «

R 10 mL

g | PRBEET: 28C - WRIAECHE e 96 /NSPY - AEFFRIAE L ) BT,
ST (20C) -

TR | 2-8C [ ARl -

Tones Illumina NextSeq 500/550
ETIE - S FIRIE T AE R 52y DNA 220, - FLEHEIR
18P 5258 DNA 2 495 250 DNA () 5-30% o I » JE/2 A
B S B (NIPT) ST AR » S P &5
TR DNA 2537, + R — (o P TR 2R S T A (0

B | ErR s = A R R e (R (T21) - B

i (T18) - B (T13)) - MIpMES GEWGE - = X Jetolhi
B ~ FTARIERIECR: « ATXYY JEMREE) » BUR 3MB LI H Ebiie 5t
% (1p36 HRSEIREE - 2033.0 BULEIRE - 22011 HUREIREE - LGS IR
B« SO IERERIR ) N EES) 2 -

S | Z (A543 2 -

SRR | 10 (E TR -
T8 RN E G 23 B - 3k 46 (Rl - e e RIS T -
BB BE TR B84 5+ T RS - DU B - 2 B ST S
S 21 R TR - TR R S B e IR
e (50 18 SR ) FIETEC S (S it e 13 S0 )
IR R - 4 B ERAE - BRI - FSPROMBIN S S e R

e | RO - PR RS i) — R

BT NIBRR AT T MR ClG - B VA BRIE » = X AL EHsE
BE ~ MIMIRRFIIE ~ 47 XYY JEMREE © SN Bt o 2 KB IR Ry —
LA B A R B RAE AR - IR EelseE e TEE L B2 EN - E
F BRI AR g s ta AP N > F RN 1p36 BRIIEBEEE -
2033.1 GRIIEMREE ~ 22911 SRIGIEMREE ~ LGS fEMREF ~ JSUEEEFAIA(E/
INFEROAE (R EF -
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NIPT fafll{EE F NGS (next generation sequencing ) festhE &8 E T AR
KA P 5 ERHEE » R ARSI AT B 5 s T #s: - RF L PRI R
FETI4E - PR AFEFPIE - AEEM A Eiany MR H BRE - HLUE
SRATET I TR E A gE AR DNA | B2 AR 5 &% » FIH
IiTEFGER IR S NG DNA &8 » ER RIURREES IO
FREEME RSV R -

fhisk

A AN EEREEE

BB IR G EIBDR Z (EEFTE

(4) NIPT FHEA MR RAEMBA Q & "V =4/ la— (NIPT-=+/2—)

SARA O R R AR AT R (FRIE (T21)  BEFERE (T18) ~ Efg
BIE (T13)) ~ MG RE (BWRIE - = X A OIEEEE - MIMIER:
EE ~ 47, XYY FEMEEE ~ 48 XXXXJEMERE) ~ /MR B2 (1p36 BRAAE(R:
B ~ 2033.1 BRICEMRET ~ 22911 GROCAE(EEE ~ LGS JEMEEE ~ SO EREEA
REEVNFERAIEBES) ~ Zethfe =/ BRe R (7 9 @ie = e ~ 8 9t
AT =G ~ O ST G — (4G - 14 SR O — (580 - 19 S (e — 154G

PERE | o0 g e 22 on e - 21 SoRmmRE - 22 Yore
BERfAE) L) F>10Mb H EYZE8(CNV) 58 (1p Hh4THRSERRE - 20 3543
IR RRY © 3p25—>pter BRAREIRRE 4021031 BRAEIRRE - 6q H5TEE
HAE(ERE  8p S BRLE R « 8p S5 IR ERE « Op H5 RN (R -
10p ERAM R IREE « 11q 205 BRACREREE - 110 BN IREE - 16p 25
YUERITERRE - 18D BSYBIAREIREE « 20p PR GEE AR A7 AR -

WIS 5% 3 B PR -BCT™ 5 -

iR

R 211 10 mL

g | PRI 28C - RIBIEGUR( 96 /1S » RENFIRAEEEL 65 R
SRR (-20C) -

LN | 2-8°C T AT -

febnides Illumina NextSeq 500/550
TR TAZEIS - ZR AR o o M HIERS 5 DNA 2557 L RHS AR
(14 RS SR DNA 2 840 5 4 2573k DNA 19 5-30% - BRIt - JE(E AN
BESI B (NIPT) R s R AR > S i & a

G| TOBRSE DNAEH R —(UE R P RER DR T4

A ERfgAa S RS ERSIRRER R E N (BRE (T21) ~ BEEER
iE (T18) ~ EFIRIE (T13)) ~ Mg E (BWRE » = X L EOIGE
BEE ~ FIMRIERFERAE ~ 47, XYY IEEET - 48 XXXXJEEE) ~ 3MB LLEf#

/INg Bt ELE (1p36 SRISE(RET ~ 2933.1 BASSIERES + 22911 HRIE(R
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BE ~ LGS JiEfEE ~ SHOUEMEBEATR L/ NFEAERREE ) ~ Setie =G/ A
RE (7SRO 8 SRR =G 9 SRR = - 14 T
OAe = e ~ 19 S Oie — 4G - 20 StCule — (80 ~ 22 St —(H
Az~ 21 S tRa BTG - 22 St Re B AG) - DU >10Mb | EREEI(CNV)
SUH (1p BT ERIEREE ~ 20 ETERISIEREET ~ 3p25—pter HRICIEMERET

4021031 HRSIEMRET ~ 69 H T ERIAERRES - 8p BT BARIEREEE - 8p &L

SIS EMRRT ~ Op EROT I AERRE ~ 10p HHRIEERREE ~ 119 ErERA

REAEF ~ 11q B TS E (BEE » 16p BT HRIEE BREF ~ 18p BRI ERICIERRET »
20p PR ET) 2 JEU -

S5

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

ST

10 {ETAFX -

IEE NS A 23 % 0 3L 46 R A8 - JHEmigny R H S A B

EREFL e AR 5L ~ Wi KOs « DAREIE B > R RG S AsdipE 2
HH—0REE 21 SRV BB AR E MR ARG YRS B - B R EEE
FUE (ZH—HREE 18 R tads) MIEME (2 H—1REF 13 JRvefs )
R sefEEE - A REFHESR - R - FRINEFIZ HEEE R
WERREE - HYMLERE =R EHERE hFEREBORERYE - HEURH
R — e/ b —Rieass - MR T HEURRRE L —Ke ) —
PRI RS > BB R B R My ds - &% REVAEINVE ~ =
X FeORHEERE - FIMIEFFIVE ~ 47 XYY EERE o /N7 B S E 5

BORIR R Ry — BB A TR BB L AEERE - IR BErI e & T EUE L
FZER BRI AR RS R A AT F RN A 1p36
BREFEEEE ~ 2033.1 BAOCTEEEE - 22911 BAEFE(EETE - LGS fERERE - H5C
TEMEREAR R/ NRERE (R - >10Mb | ERE#I(CNV) 2 2URF R B H
EEA RS L BB - R IEFE R B AR S B G A (B A Y R NFO AL
B H R EOmE IR > Hi i SRR H R R B i 5B
&% ~ BRehERE - 17T RBRIERTRINE S -

NIPT f fIfE ] NGS (next generation sequencing ) festhif AL TIAYJRE

K% P &R EE - FI RN T 7 e 05 =TS - Ly PR S
ZETINAE - StEHAEPIE - AEEM L OAEHY HFRE H BR% - FLUE
BRARET T2 0 TR E L ERE AR DNA | EER SHEAE ¢ 5f& > FIH

SRR IR R B AR iS DNA &8 B Fil i

R RS -

st

PR AT L ERREEE -

*algE IR GEIRIR Z ST -
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3. HEEEEH:

3.1 FEFREREAERER(NIPT-=&—) » NIPT JRE AMEAG A Catell Q &
(NIPT-=&—) ~ NIPT JE= AMEAs 7 AR Q 2 P10 & —(NIPT-+-d
E—)FINIPT IR A MR S BRI Q B PSS =+ /& —(NIPT-= 4 )\ &)
fR I H -

(1) FEEEHE
Q. TG EEIR SR 96 /Y - BEIN 2-8 CIRIF
b. EPEET > B A NEIEESRESR > B E N E

AT EEEEAE 2-8°C I A iaE . -
c. FNEERBEAEERNE-BCTME » H A ST -

() FEFLAFRENFLR
a. HEAEBKREREREZE-

b. BEFTEREGEEEE -
c. e LEEEA A Z &R (eiesnlts ) > DUFHES -
d. AEfrfredtafedbdl ~ B - 8 ~ DA~ EHELE 2T -

Fﬁﬂ’

4. mEEIEW/EA: -
4.1 FERHEUURA :
4.1.1 FERERAUE FPARR(NIPT- =& —)f1 NIPT JEE AL S afe il

Q E(NIPT-L&—)BALME—IHEN » REEEST NIPT Bl - 5%
AETTIE NIPT fgfll -

a. EE(X)HAE -

b.  ZHIRGEIRE 24 -

C. ZEf ¥ RE B T - MHFERE -

d. ZEfF—fEAREZ R S -
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e. FmEAERE (RIETEIWRERIN) -

f. HhmERESE Y 100 A -

9. AmEHKBEAROERY -

h. EEINEREMEE LG - 155 ERHZE - BB K E R A
A SeKHE -

4.1.2 NIPT JE(=2 A MERE Fi s kel Q B *HY° + 108 —(NIPT-+IU&—)fl
NIPT JEE A MR S BRSO Q B P18 =+ /(& —(NIPT-=+ /& —)
BAEMTME—IRER > A#EEHET NIPT fgofll - BgiErTIE NIPT fgd

a. Zffa -
b.  ZHIRGEIRE > Z4E -
C. PR IRRSE Tl - dHRERE -
d. Zm AR A S AG T -
e. PmEARERE (BMETEAUERN) -
f. A SRS 100 A7
9. ZPmELH SR EAYERSRE -
h. TR ERAEEEE o LRGN 15 EIHZE - FAE RO R 2 5 A
A Se KR -
4.2 IpASIRAFER]

4.2.1 FERETEAEFFER(NIPT- =5 —) » NIPT JE R AMERG S Culighail] Q
E(NIPT-=&—) - NIPT JEE AMERR S RN Q 2 -Y° - Id&—(NIPT-
+PUE—)F1 NIPT JE(2 AMERE AL e fS il Q 2 ™V° =+ /\&—(NIPT-=
+NEAPEE BA D ME—HIER - FBEIRITRE SR -

a. ISR R A A

b. EASHELE FEEE L2 NEHAAER -

C. PRRABRAT (ERFERME-BCTME) SCEHAREN -
d.  IESASRIHEES RERETE -
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e TRt -
f. A HER RyRg EEVATL -

0. fHMHZERE s HEE 96 /N - (Riigfe/Hik

%)
h.  IeRSHE SMEUHRARS -
i MAESTEERARE 3E -
o ZteEEZEEy NG 10 4

4.2.2 iR ROFRAR - AteiG A RFRUE > ARERALRHRFTHIE Z i

SRR SOR (Y
a.  HAE NBEE "SRR T mAE | -

b. HH "IREIREREBENE, 255 WEEREAUE -

EXIAiS=lny e =lbE
TR > SCEESEAmR BRI SR 2Pk

A O e i

TR BHIRRG

C. FHEFE RIS EAE KB ) Pl o R

R DABERE IR S P -

ReAG IAN/EA -

5.1 REECAERHHCEFERRNIPT-Z &) « NIPT S5 ARG 57 R Q 2
(NIPT-E &) ~ NIPT JE{2 ARG 577 o ] Q B P15 00 45— (NIPT-+-1g
£ YRINIPT 352 A KRG S o o] Q B PUS = L& —(NIPT-Z+ /L&)

R B A ke se = > nJEHkeERIEE -

ST SR

6.1 RERAEXIEAEFERNIPT-ZE ) ;

(1) BRI Tk Bl ok » AR A A&
a.  TI3Yfupus -

b. TI18 F+ERGHEE -
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c. T2l g
d BEBERFRFEK -
6.2 NIPT JR= ARG A Ciatell Q E(NIPT-E5—) ¢
(1) EhlEERA T RS e 2 F5oK > ARBL A B g TiE g -

a. TI3FHEsRE -

b. TI18 JLufgiLE -
c. T2l J+tupgils -
d. PR Efes

e. BEBRPATK -
6.3 NIPT JE= AMEAA e gL E R0 Q 2 V° + & —(NIPT--10&—)
(1) EERD TR B Z TR » AR A BT TE

a. TI3JLtafgilE -

b. T18 1S E -

c. T21l:thfes

d. MG

e. /A BRBRR

. BEbRATRK -
6.4 NIPT IR AMEAa A @R Q B ™° =+ /L& —(NIPT-=+/\&—)
(1) ElllEE R N ek s B 2 oK > ARER{L A B E Tl -

a. TI3ALEEGHE -

b. TI18 Lfthfgs e -

. T2l ffrpli
d PEAERGRE

e. TR B -
f. O —RG ERR R

9. >10Mb F EzE#(CNV) &=
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7.

9.

10.

h ESBERTRER -

3 AT S

7.1 FEREREAERFERNIPT-=&—) ~ NIPT IR AMEAG A Catell Q &
(NIPT-=&—) ~ NIPT JE= AMEAs L Al Q 2 PH i & —(NIPT-+-d
E—)F1 NIPT JEE AMERR L Al Q 2 PV =+ /(& —(NIPT-=+ (&
—) PR YRR 96 /NI - RpRRAGEE O S BRI AR 2 B (-20C ) -

W& /FRETEREE - W] SRR

8.1 FEREXMUEFFERNIPT-=&—) » NIPT IR AR Szt fetal Q ¥
(NIPT-t=4—) ~ NIPT JE(2 AMERG Se s capg il Q 2 PHYS 10 &—(NIPT-+-1Y
G—)F1 NIPT JE= A ERR SR RS il Q B PV =+ \&—(NIPT-=+ (&
)
(1) TrsgIFp7aESE © (02) 27951777 ## 1680,/ {HEL : (02) 2795-5627
(2) YrfhsfE - 8—2 875 9:00~18:00

(3) fEZERFRT @ H—= A 9:00~18:00
SEER
9.1 WENEANFEREST-ZE R B8

9.2 NIPT 2HNEIEEIEZE AR — N ER S

ff 4 -
10.1 [FEEE2EE T (QF), BRPK
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1. HIS:

sV EL N BT B (0 PR 0N Sl hT 52 R fE B - & BRI T s IR N BT e (0
RAFI PN EANE = AT~ e et H - tebarE H 2@ RN SRR -

M EBCR © S Em'E ~ SERE ~ AR

HME B HARE
(V) aEEENMETZ SR E T -
(2) HEREEH > T e b N B P S MR A
Q) HEZEVUIT 1 KNEIERZ SVE R A DR 8 S SE( -
(4) ESa=NE S 5T H AR EE KPR -
(5) ShEfEEZ RS RS KPS0 -
(6) EhpaciEatE e GHl R e B 7 T R e G 5 (DA

4
i

e

I

(1) ABEESBNINETAE | SRELE T T = -
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2. TeEH HERBWERNE

(1) ZHRNZERAK

F T #iY Sz N ~ (e A SR R 5
KIACTE - Sl 57
AAAS - ABCA12 - ABCA4 - ABCB11 - ABCB4 - ABCC6 - ABCC8 - ABCDL -

ACAD9 - ACADM ~ ACADS -~ ACADSB -~ ACADVL -~ ACAT1 -~ ACOX1 ~

ACSF3 -~ ADA - ADAMTS? - ADGRG1 ~ AGA -~ AGL ~ AGPS ~ AGXT -
AIRE ~ ALDH3A2 - ALDH7A1 -~ ALDOB - ALG6 ~ ALMS1 - ALPL - AMH -

AMHR2 - AMT ~ AP1S1 - AQP2~ AR~ ARG1 - ARSA - ARSB ~ ASL ~ ASNS -

ASPA ~ ASS1 - ATM ~ ATP6V1B1 -~ ATP7A ~ ATP7B ~ ATP8B1 ~ ATRX -

BBS1-BBS10-BBS12-BBS2-BBS4 - BBS9 - BCHE - BCKDHA - BCKDHB ~

BCSIL - BLM ~ BRIP1 ~ BSND ~ BTD ~ BTK ~ CANT1 ~ CAPN3 ~ CASQ2 ~

CBS -~ CC2D1A ~ CDH23 ~ CEP290 ~ CERKL ~ CFTR ~ CHM ~ CHRNE -

CHRNG - CIITA~CLN3~CLN5~CLN6~CLN8 - CLRN1-CNGA3-~CNGB3 -

COL11A2-COL4A3-COL4A4~-COL4A5-COL7AL1~-CPS1-CPT1A~CPT2 -

CRB1-CTNS-~CTSC-CTSD~CTSK~-CYBA-CYBB-CYP11B1-CYP11B2 -

CYP17A1 -~ CYP19A1 - CYP1B1 - CYP21A2 - CYP27Al - CYP27B1 - DBT -~

DCLREIC - DDB2 ~ DHCRY ~ DHDDS - DKC1 ~ DLD ~ DMD ~ DNAHS ~

DNAI1-DNAI2-DNAL1-DOKY7-DPYD-DYSF-~EDA-~EDAR -~ EIF2AKS ~

EIF2B5 ~ IKBKAP ~ EMD ~ ERCC2 ~ ERCC3 ~ ERCC4 ~ ERCC5 -~ ERCCG6 ~

ERCC8-~ESCO2-ETFA-~ETFB~ETFDH - ETHE1 - EVC-~EVC2 - EXOSC3 -

EYS~FI11-F2-F8~F9 - FAH - FAM161A - FANCA ~ FANCC - FANCG -~

FH -~ FKRP ~ FKTN -~ G6PC ~ G6PD - GAA~GALC -~ GALE - GALK1 ~ GALNS ~

GALNTS3 ~ GALT ~ GAMT -~ GBA -~ GBE1 ~ GCDH ~ GCH1 -~ GDF5 ~ GFM1 -~

GH1-GHRHR-GJB1-GJB2-GJB3~GJB6 - GLA~GLB1~GLDC ~ GLE1 -

GNE - GNPTAB - GNPTG ~ GNS - GORAB - GP1BA - GP1BB ~ GP9 - GRHPR ~

GUCY?2D ~ GUSB - HADHA - HADHB ~ HAX1 - HBA1 - HBA?2 ~ HBB -~

HEXA-~HEXB ~ HFE ~ HFEZ ~ HGD ~ HGSNAT ~ HLCS » HMGCL ~ HMOX1 -

HOGAL -~ HPD -~ HPS1 ~ HPS3 ~ HPS4 - HSD1/7B3 - HSD17B4 ~ HSD3B2 ~

HYLS1 - IDS ~ IDUA~ IL2RG ~ ITGB3 ~ IVD ~ KCNJ11 - LAMAZ ~ LAMAS ~

LAMB3 ~ LAMC2 ~ LCAS5 ~ LDLR ~ LDLRAP1 ~ LHCGR ~ LIFR ~ LIPA -

LIPH ~ LOXHD1 ~ LPL ~ LRPPRC ~ LYST - MANZ2B1 - MAT1A - MCCC1 -

MCCC2 - MCOLN1 - MECP2 - MED17 - MEFV ~ MESP2 - MFSDS8 ~ MKKS -

MKS1 » MLC1 ~ MLYCD - MMAA - MMAB ~ MMACHC ~ MMADHC -

MOCS1 -~ MPI ~ MPL ~ MPV17 ~ MRE11 - MTHFR ~ MTM1 ~ MTRR ~ MTTP ~

MUT » MYO15A - MYO7A - NAGLU ~ NAGS ~ NBN ~ NDRG1 - NDUFAFS ~

NDUFS4 - NDUFS6 ~ NEB ~ NEU1 - NLRP7 ~NPC1 - NPC2 - NPHP1 ~ NPHS1 ~
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NPHS2 ~ NROB1 ~ NR2E3 ~ NTRK1 ~ OAT ~ OCRL ~ OPA3 ~ OTC ~ PAH -
PANK2 - PC -~ PCCA ~ PCCB ~ PCDH15 - PDHAL -~ PDHB - PEPD ~ PET100 ~
PEX1 -~ PEX10 ~ PEX12 ~ PEX2 ~ PEX6 ~ PEX7 ~ PFKM ~ PHGDH ~ PIGN -~
PKHD1 - PLA2G6 ~ PMM2 ~ PNPO ~ POLG ~ POLH ~ POMGNT1 - POR -
PPT1 - PREPL ~ PROP1 -~ PRPS1 ~ PSAP ~ PTS -~ PUS1 - PYGM ~ RAB23 -
RAG1 - RAG2 - RAPSN -~ RARS2 - RDH12 ~ RLBP1 - RMRP  RNASEH2C -
RPEGS ~ RPGRIP1L ~ RS1 ~ RTEL1 ~ SACS ~ SAMD9 » SAMHD1 - SBDS -~
SEPSECS ~ SERPINAL ~ SGCA - SGCB - SGCD ~ SGCG ~ SGSH ~ SLC12A3 -
SLC12A6 ~ SLC17AS5 ~ SLC19A2 ~ SLC22A5 ~ SLC25A13 ~ SLC25A15 -
SLC25A20 ~ SLC26A2 ~ SLC26A3 ~ SLC26A4 -~ SLC35A3 ~ SLC37A4 -
SLC39A4 ~ SLC3A1 ~ SLC45A2 ~ SLC4A11 ~ SLC6A8 ~ SLC7A7 ~ SLC7A9 -
SMARCAL1 ~ SMN1 ~ SMPD1 ~ SRD5A2 ~ ST3GALS ~ STAR ~ STRC ~
SUCLAZ? ~ SUMF1 ~ SURF1 ~ TAT ~ TCIRG1 ~ TECPR2 ~ TFR2 ~ TGM1 -
TH~-TMC1-TMEM216 - TPO ~ TPP1 -~ TREX1 - TRIM32 - TRIM37 ~ TRMU -~
TSEN54 ~ TSFM ~ TSHB ~ TSHR ~ TTC37 ~ TTN ~ TTPA~TYMP ~ TYR ~
TYRP1 - UGTI1A1 -~ UPB1 ~ USH1C ~ USH2A ~ VPS13A ~ VPS13B ~ VPS45 -
VPS53 ~ VRK1 ~ VSX2 ~ VWE ~ WAS -~ WISP3 ~ WNT10A ~ WRN ~ XPA -
XPC ~ ZFYVE?26

FERAAE -~ & el [
X et g histriE (Fragile X Syndrome, FXS) ~ EVE MBS R A g HI(OTOF
€.5098G>C }7 12s rRNA m.1555A>G) ~ AGT
C.857-619 1269+243delinsTTGCCTTGC -~ #8514 LA ZE 45T (Real-time

PCR)

e 0+ e e
e M+ FE{F A S EDTA st~ $Rin e H st E IR S -

T ASREAR 2201 2~3 mL A 0/PjA 1 mL

TR IR AT T RS ORITS 2-81C -

KR 2-8°C MBI A i % -

fobmiges Thermo lon S5
" PRI ER AR | FEE S T AR YrE AR O AT TR - AT - S
AN ~ ST I AR R B K R M I (e 2 R - R R ARG - AR
EIEMEAAR SR - (B A B M B PP tH R PRIZE  A o SO
FE A AE FP(NGS)#/ i DNA |5 Ex i 1T KA E Iy » 88 HTikEg ik

R RS RE > N T SRAREE ClinVar AJEEL R S8 S i R A TR R DA B

A i N A AE FP~ & DL 14044 EgfiEiE 1 (Amplicon) 7825
420 {EEARSMET - o] (R RS SRR (45 BRI 58 52 (single
nucleotide variant, SNV) ~ 8 A /2% (insertion/deletion, indel) ~ &
(duplication) ~ #2 H #5852 (copy number variant, CNV) -
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#1355 NGS {EAIFR R S Aok &5 o 6 PR B AL PR S 5 7 eUHI » DL Tagman $E
% BHPEER - BAEEKE TR - SR AR FMR1 CGG

expansion ~ OTOF ¢.5098G>C ~ 12s rRNA m.1555A>G ~ SMN1 copy number
variation ~ AGT ¢.857-619 1269+243delinsTTGCCTTGC - <k SMA 405

(2) ~ (5) ~ (7) ~ (10)2EAM] -

1. AN NGS E oy k25 > FEPRIAC 58 A0 B 1458

2. FMR1 A [K CGG FE# I E<45 X

3. OTOF A[A - 12s rRNA Ei[KfE OTOF ¢.5098G>C = 12s rRNA
mM.1555A>G &%

4. AGT H[F#E AGT ¢.857-619 1269+243delinsSTTGCCTTGC -7 4k

5. SMN1 FEL[K fE fri 25

S5 ]

Hr SR 30 {EHEK -

ABS N ER R B DL —% (BRI (D) ARSI » —(EPKE SO > —{FEZK
ELEERE © B LSOt X Ry a2 S 5T A DR 8 o {1 [ e e T
Ry > A FRIFME PRI R - TN A (e G N ORI tH RE A% 20
AR | AT - F R - B (HRIEEE - #BUE5 AERERIEE
A AN R RS HEERERR A  ZR( - 7N i BE L P A Y
FNEGE T - SR B R o 0RSCRERERE B[S TR PRI AT
R > /Nt m] e A [E] e 2 (L SRR T A B o BRI T R -

et | el AN EEitEIES

* el R SRR 2 (EASFTAE -

3. ARFEEIH:

31 i rEEE
(1) feiefra0n Mo 8 /MK - 55T 2-8'CEOM 2 PRTT ©
(2) EEeied - B P NEAERSEER - B RS s G B
PIEFEIREG AT 2-8°C MEOH 2 iE 1%
Q) FBEEIREGEE e B R S 7 s - B AR -
32 EEHEEEH
(1) EABHEREEE -
) ERrEREREEEE -

3.3 fofe CHEEA a] (a0 2 EEll (fedeaints ) » DIFHE -

\
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3.4 ARy {REAteRaiEl - ARM: - ¥ty ~ DO - SEONERS ZRET -

4. rERREWAEE -

4.1 teReiE R ARPEIFAN -
(1) BSR4 -
(2 ks ik fgEs g/ 1mL) -
() BREABAFFILKER EDTAE) -
(4) IREEEEAET -
(5) REEASIEEZ RIS B E Siaie THRMAEZUTH: -
(6) MURtEEGH ARSI S -
(7) EEEDRESR T -
(8) MeiStRitm HENER = HER 14 KDL E -

4.2 tBGRIEAAR © AeHS A AE > ABALRHRFTHITE 2 A HE{ T ARG IRRE S &
BRI FGRAE -
(1) HEr NBIE " iis IRRE S i R B
(2) BE "SRR EAE | S - RS A UE] -
(3) FEIAL eHSRAE R E A | T ARREE I | RO - FEOA

B DR % SRR T

5. TRAGHIRI/EH -
5.1 ZRIA S BRI : AT R OREE it as /8 » ATRA L BRRST SRt ER iE H

6. MERGEREH
6.1 ZZAINEBRAR
(1) E &R M eURS R FEoK - ARBRr N\ B aiE{ TimHy
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Rl
A

1

o
o
it

c. EELEEPAFEK

7. RESOREF ¢
7.1 ZRIR BRI PR (R A AR B 4°C /B {5455 -

8. HeR/HHETERES ~ W] R fE SRR ]

8.1 ZRIN IR
(1) E&&/epapEEss - (02) 27951777 ## 1680 fHE : (02) 2795-5627

(2) UfBrrRe - 2H— 30N 9:00~18:00

(3) f{EZErHHT : H—=xH 7 9:00~18:00

9. 2 b < [ :
9.1 WEIANZ S & -4 B PRdH R
9.2 FEfEETtRAH N EEEAEE SR AR — ESC

10.1 EEE2IEFHE T (QF) | EHIK -
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