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2. BT HERRIENUE

fglprE H - B—ZHARE DR E A ~ 55— R RTE RS G AR RE A
E H'E-A (Pregnancy Associated Plasma Protein-A,PAPP-A)

TG PR % 5 #FaR 11-13"° 3 > BA5EEE R ( Crown-rump length, CRL)7 %
45~84mm - fEFFZERE © MEGISL -
TaAe Ao - %%/ ImL

fefefRy @ RERAEUUER 48 /NP HEITHIE T - AR EG Y 2-8°C > A H]
e Rt G119 73 a0 % AR 7-20°C -

HIAGRAE - eBEFREE O DT BRI ERIE NS BN R IR E R - -20°C 2 B |
KRBl LA IR ARG 2 TRE L -

fobmRes Kryptor GOLD -
JFRTH Automated immunofluorescent assay °

SEEH () RNEREZREEAIRS R 11 ET] 137 8 2 245 e
fatmIGE R B ER = M - BRaeat 3t 82196 (iR 22 fm LS EIHY

BaRGSERATT
Gestational age N Sth percentile(IU/L) | Median | 95th percentile(IU/L)
PAPPA-11 14482 1.17 3.40 8.27
PAPPA-12 46001 1.81 5.09 12.04
PAPPA-13 21713 2.70 7.18 16.87
Q) BEERR
HIEE

FFRECERRS | SREEHETE L ETRIIEEE - 2 hE
PREbA ER R R Y B A1 ¢ 270 - ik
e
FZTMATERRES | (PR 5

(1) 34 BAIHEEFRIATERS : <1:200 -
(2) 37 WRTSETMATERSE  <1:150 -
(3) 37 MAAGSLA RABR R - <1:150 -
(4) 34 MIHERERS : <1:50.
(HiER)

(1) 37 MAIFETMATERE : <1:15°

TR 10 {E TAEX -

RS ¢ () FEREERIFERRZET - (& ARREITE R R A he 25 E sl 2
BN 2% i IMAB &Rt )75 - BIRREREE fG S48 1R F 5
FH o AR R (3% IRIBEIPE SRR S5 - NT #&
FeAE AR T T RS AE S o (F S%BRETE T @ FEFEERR =R
4k 82~87% ° (Ref - ACOG Practce Bulletn , Obstetrics
&Gynecology,Vol. 109, NO. 1, Jan 2007) -

(2) TRIAMEERER S 10%H R T - BEDL PAPP-A ~ PIGF &Y




{li ik 20~34 B R LA T FIATEIIRRHERE R 74% » & UTPI
B MAP SHAEHVRRHHZREY Ry 96% 5 MRIESURRGEET » B2 88 AR ml
FEA 80% DA - 88 B T-FARIENTSE 4 © (Ref: Fetal Diagn Ther
2013,33:8-15&Ultrasound Obstet Gynecol 2013; 41: 491-499) -
(3) PAPP-A FZEH e e A MR E RE RS Y B R o o ‘fﬁ’?ﬁﬁﬂﬁaﬁ
PAPP-A JRIENES 7 BEAEATGZHIEI - EHaRAVA O
BHTHRTEN S 2L > H PAPP-A HYRE ZFFKAY -

fhet - () ZpiAFZERES @ FEREERAR MR X CRL BESEEE
(Nuchal Translucency, NT)%{g DL ﬂﬁfﬁ B FHANER iRtz
e M EREAAG i, CRL E DALt &
Q) EEEETEAEILEF G RS2 4@ FMF(The Fetal Medicine
Foundation) 2 2 #UAG » HESEFHIX BRI A T 55— 2 HE ESL T
T HE E’Jﬂﬁ;@k‘%ﬁtﬁﬁlﬁﬁz GBI o
() febEFIREEIER Z EREFTE -
fabiiEH - %*?Eﬁ%&ﬁﬂﬁﬁ%ﬂé LR H e NIRRT 3 3R (Free beta
human chorionic gonadotropin, Freep-hCG)
TAG PR - % 5 fEPR 11-13"° 48 - B5 5BEE & ( Crown-rump length, CRL)#}74A
45~84mm - FEFFZZRE 5 BEGEIAIML -
TAG G 7% %0 ImL -
TG iRT TS TR AL IRESEULEETR 48 /NIF NG TR T ol i he it
7L 2-8°C » RIFER fda P9 73 B2 A 7-20°C -
R et AN %&szmam/%ﬁ%mtﬁa 1% 0 -20°CT N &2 HUE
ARHE oA AS S /2 ek 2
Tabniges Kryptor GOLD -
JREH ¢ Automated immunofluorescent assay °
2HF &M () AEE=ZREIORS SR 11 B 137 3 2 25 R R
fetaAIaE R B ERS =S - BaBAETIE 18444 (IR 2w S 21Hy
Lo S SO
Gestational age N 5th percentile(IU/L) Median 95th percentile(IU/L)
HCG-11 2239 19.99 50.90 140.85
HCG-12 10978 17.70 44.60 124.52
HCG-13 5227 14.93 38.70 109.27
() SFERERE
TR E
F-ZHEIERRRS | SIREET TR E2 TR - BRI
TSt A e R 2 Rt F>1 1 270 > H5
E—S TR E L2 E
AL 10 {E TAER -
R ER (1) RERIEERIFERRZE - AR RIE Mln R A e S B bt h

7




2% | Al E LA R 7% - RIS REEE i H 48 B 1R B
FH o IR R 2 (8% IRIBEIPE SOk 45 HT - NT #
FCAEAL(E AT RS ERES - 72 S%IARSIET » EIRER A
A Fy 82~87% ° (Ref - ACOG Practce Bulletn , Obstetrics
&Gynecology,Vol. 109, NO. 1, Jan 2007) -

(2) NSRRI ER (WCOE B M BRI A RIS T HTRER
& ORI B a o g 0 B S USRS - g
RS — R =B NI - 70 % - hCG & [BlFfiiA(H
HHRRE - HPEEHA Ry 24-36 /NIF » SIS A REIR AT - e
NESHEA (e MM (free B-hCG) LLIER 22

st (1) ZFeFAHEFERES  BEERATE A % CRL BIEHE AN
(Nuchal Translucency, NT)E{E DAL E @ st &L -
() FEbzESTFE AR B2 e ®E FMF(The Fetal Medicine
Foundation)# 15 2§14 » HHEE XA AT F—FIHFERERE T
T i R i G T (i B B A R B
() febE RGN Z EREFTE -
fabiiEH - 2R E E bR~ PR R AT E bR ¢ AeRR R AT
(Placental growth factor » PIGF)
TAa PR - % 5 MEFRZZHE 5 BEGEIAIMDL -
S —Z A TR RTE EREEAL © 4F4R 11~137° 48 » B5 52 0EE f( Crown-rump
length, CRL)# 7> 45~84mm -
A TR AT RS AL ¢ fEAR 20~3670 28 -
fegRets 0 MEZRD ImL -
TG iRiF TG TR SRR 48 /NIFENETTRE AT - AIRHRES EEFIY 2-8°C » 5/
FERF RS -39 70 HEll 2 Bt 7-20°C -
KR TG FR i O LA BEA LM BRI USRIV E & -20°C [N /4 A
255 REE D HIRRAG R 2 e L -
InbnEes Kryptor GOLD -
JREH ¢ Automated immunofluorescent assay °
2HF &M () AEEEZRESAIOR S BEZYTE2L 0 11 BT 137 8 2 TR

AaE R BERG AR - BiRgiatdt 74814 (I Bm LS I EHE
SRR

Gestational age N 5th percentile(pg/mL) | Median | 95th percentile(pg/mL)

PIGF-11 13647 14.25 32.73 61.64
PIGF-12 41647 17.16 39.29 77.72
PIGF-13 19520 21.71 48.73 100.70

20 #F 36+6 18 Zfm T RATERAGE R BB 2R - BigsEt
3t 1047 U220 LTS BV BURGS RATT ¢

Gestational age N 5th percentile(pg/mL) |Median | 95th percentile(pg/mL)
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PIGF 20-24 241 127 324 935
PIGF 25-28 177 94 416 996
PIGF 29-33 537 47 447 1294
PIGF 34-36 92 30 110 858

it 20 #F) 36+6 JEZEMF > sFit-1/PIGF Lh{E - BiEdistit 1047 fir
RAE L TR RN BER SR T

Gestational age N Sth percentile(pg/mL) |Median | 95th percentile(pg/mL)
SO ] 2 1 5 15
SHEROT 1 4 19
ST | 37 1 3 218
SR | » 2 29 352

(2) 2FEMH
RHPHE

A B b e

I frEEl E ATE ER2 BB - 2ol oA B
fasebl A e %“Zﬂﬁ;zfﬁk?%ﬂ 270 -
il A E RS NN it

g
B

E—-ZTRRTERRE S | (IR

(1) 34 FEFiE AT RRTERSR © <1:200 -
(2) 37 BETEETRIRHPEMRSR : <1:150
(3) 37 Hpifa A R <1 150 -
(4) 34 FEFTEEAREREE <1 :

(EEREAR)

(1) 37 FERIEEETHANERSER - <1:15-

rh G AR R B sFlt-1/PIGF : <38 o

F—Z TR ATE R 10 8 TOER  cPH e R bR 3 [
TAER -

)

2

3)

(D

S G RIREE R ST 10%89{B5 I EERT - BLL PAPP-A -
PIGF FHHESR 20~34 #8 R4 RIRTENIR IR 74%  EE
ff UTPL B MAP SFERYRRHIRET Ry 96% © (IZSURRAtET » RE2 4%
P et Al FEAK 80% DL a8 AU T FIATIENTSE 4 © (Ref: Fetal Diagn
Ther 2013,33:8-15&Ultrasound Obstet Gynecol 2013; 41: 491-499)
EERie TR RE bR a 24 & TSR B - W S ~ BAIMmER ~ +
EEIRITAREN B 5 PIGF ZRMETTREE - 1F 10% Enfabaie
PN R TR 75% 37 HERTTRIATE ©

B > PIGF RS SE—Blss AR (e » B g
AR - %’E%ﬁ?%?ﬁﬁﬂ’ﬂﬁmﬁ%i » sFIt-1 JREEHHE LT - F
iy PIGF JREESHHE N - TaeisE PIGF JRIEHIRA TEny42
t o BER G A TIRE

iRl HF R ES - TRpEEiRie tt 2 e MRS 5 CRL E

9




DAt & -

(2) HfEhE: ERET R AL TLEIRE S EE B & FMF(The Fetal
Medicine Foundation)Z:f# ~ $1AG » (HECE S RETA TS — 21
TR RTE A BB 88 i B G e B B

(3) =Hufa: MoAPEEERZET S - NS R FMF B T4 EET R 245
R EREFAESTE  HEERER K ERTHB G GRS -
(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) BB ARG IR ZEISATE -

felgIH H

fRRe PREE -

faRafafs -
e friT -

LRI

BRI -

JRE

S

TR A E BB A fms-like B R 3T5-1 (Soluble
fms-like tyrosine kinase-1, sFlt-1)
B MEERZERE o BERAIL o A TRRTE B ETAS ¢ R 20~367°
I o
7% %0 ImL -
TGRSR 48 /NIFAEETTRE AT - AR RS FEFIL 2-8°C » A3 H]]
FERF RS 139 7 a1 2 Bt 7-20°C -
foda TR O LA B LM BRI USSR BRI E & -20°C N /4 A
25 REE O HIRRAG R 2 e L -
Kryptor GOLD -
Automated immunofluorescent assay °
(1) AREREZBEARS HIRZEL 0 20 B 36" 8 2 22051
TEARAIGE R BB ASAE 52 - BUR&ET 3L 1047 (220 PRS2y
BRaERaI T

Gestational age N 5th percentile(pg/mL) [Median |95th percentile(pg/mL)
sFlt-1 20-24 241 572 1426 3508
sFlt-1 25-28 177 629 1380 4244
sFlt-1 29-33 537 675 1511 9469
sFlt-1 34-36 92 1306 3225 12776

it 20 FEE] 36" HEZE . sFlt-1/PIGF LL{H - Bk&ratt 1047 fir
RZ R LTS BV BIRERATT

Gestational age N 5th percentile(pg/mL) [Median |95th percentile(pg/mL)
ST | 241 1 5 15
ST i 1 4 19
ST | 537 1 3 218
sFlt-1/PIGF 92 2 29 352
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34-36

() 2FEMHEEH
rHITEE
CR G TR e e 5 A sFIt-1/PIGF : <38 -

G TR A E b Al 3 (AR -

(1) AAg AR 20~36+6 FHHETT - R[VAM: fms-like BRI G- 1
(Soluble fms-like tyrosine kinase-1, sFlt-1)JRFE 0] 75 M 118 N K7 A=
RF~2#5 » Bl PIGF FIHEAEE PR ET IR 4S & nl g B ST Ah 220w 2L
TRIATE < 24

(2) B PIGF {55
_@Hﬂiﬁ@k/—-— i 48 A
@/HE E[%%:‘Flzqzﬁﬁi IR 1;;5‘5;%? 4:'&?9%;;1—;%#[&% mREGH T RAE
FER - TR TR
SERVIR 25 L sFt-1
-l =g IR I |
N5 PIGF RS E NhEe ) , '
?;{Hygﬁ%ml/&%ﬁ /Eﬂml Ultrasound Obstet (mzmss’au Mar; 45(3): 241 ’?ﬁ FLIET JIJJ‘I#%EU tf&;'tﬂul /i;lEGJF‘iﬁttJ{ﬁE“
/= G U | v 1
(sFlt-1/PIGF LLAE ) wITEAIRHAAN & A FRATEA E bR S -

L d SFlt-l/PlGF EEAE<38: 1 AN F AT RIRNEAE Ry 99.3 %
FEANAN G LT RIRTENERE 94.3% -
° sFlt I/PIGF LLE>38 © 4 AN EA-FHIATEIER S 36.7 % » H
HE S ok -

(Ref: N Engl J Med 2016, 374:13-22 ~ Pregnancy Hypertens. 2016, 6(3):140-141)
(3) {KIHIE4A B-R-A-H-M:S PIGF &sFlt-1 KRYPTOR 253 > IH4¢ ¢
fktf > sFIt-1/PIGF LLAE DA 66 EEEFUE -

® sFlt-1/PIGF LL{E<66 © HEfR 1 A TRRHERSEA - REMETENHE
By 96% o

® sFit-1/PIGF LL{E>66  §HA 4 A TRRTER A - B ETNHE
By 75% o

(1) EfpiemE N R ~ AME e - RIZEEHT U] -

() HXZiphE(ELER AN B2 - HEEREE KA HBE g
Eaffdi o

(3) BB RGN ZERTE

felpH e
fRAa PREE -

faAahafa -

HBsAg (B BUAT R K HHF)
I (BLFE USRI IR 0 B 2 [ ) BRI 5y R AC i i) 2 A S A%
Lithium heparin ~ Dipotassium EDTA - Tripotassium EDTA -~ sodium citrate
[MAE5r 8% (lithium heparin ) ~ Sodium heparin ~ CPD ~ CPDA-1 ~ ACD -
Potassium oxalate/sodium fluoride [f7% o fEFFZEHE - HREGIAI ©

JE/IMAE 2.5 mL

11




HRBORAT © ARle AR B ARAS S ALIMEBRIFAE T > JRIR 2-8°CHE 6 K -

fBRHEES © Architect i-1000 SR

[ CMIA (chemiluminescent microparticle immunoassay)

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

e s 8 {EIIER -

RS B P RECEERmPUEHBsAg) ~ RAHI#E (anti-HBs) ~ e HJR
(HBeAg) ~ e Hifie (anti-HBe) BLZ0PifG (anti-HBe) » H5GMENREZ
REREZAOT
(1) FTEDURGM © FoREE: B 2R R - SRR 6 [H > Bl B &Y

FERITRE
(2) TG @ FoREENA REMEDTS -
() eHiRGME ¢ P EEME -
(4) ePUIHME © BOh BEAME
(5) ZOPUEIETE - G4EA S B BURT 5T B 28R, -

BB - RS RIS RE - FrAE R 90% & R
‘f fi%ﬂ?)?% » S ERDU R4 GRS » 49 25~50% S pl R e MR IR 2R
RUAAI R Rt e R B 2 S B PE4ITE S LT -

A= B HURT R e £ EEAE R AS R BUR » SEH R ~ i ~ RS EIR
RIS — Mo HEE A RO EALRER - AR - B REE
A ERIER B BN SO s EAa A > B8R 40-50% 077 FH# 4L
HHEE RIS, - A e PUREUN S DNA FEE  RorieiinsERES R
HiEEZe) TR e B o FOE R AR S R e B S
S L HRAEH B AT SR REDUR K e DilFR i Etnba S 51 RRR R A4
FERIR(FALEEH AR - ACHES: | SRR ERIIIIR BRI E 18 K Bk
REHE A BG TTT IRL, - AIIE S ~ St EE0EREs ~ $13% ~ ZFEEOM - ¢
J& ~ R ~ A RIEEES T Fiﬁ%%fé_,f R ©

it (1) fxas 2R S e EE R -

(2)  [NP] not-performed FyAFR(EILIEMEH] -
(3) AT/ ARG Al R (G E R 5 -
4) BB FIRE IR Z EREFTE -

fabaiEH - HCV Ab (C ZURT R iR)

ToRgEREE - M5 (R A S 77 B E 2 %) s 2L potassium EDTA - lithium
heparin ~ sodium heparin * sodium citrate ~ ACD ~ CPDA-1 ~ CPD ~ CP2D -~
potassium oxalate Sy fiAERIL S 2 AT - MEFZZERE - B RIAIL -

TG HGA SH/fMAfE 2.5 mL

HEBRGE ¢ ARSI B AR AL MERTFAE T 0 % 2-8°CliyfF2E 7 K

fEREEES © Architect i-1000 SR

JFE CMIA (chemiluminescent microparticle immunoassay)

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

12
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8 flEl LAFK -

FHESE LRI 10 2k —HAESERAESN 25 1 5 2 i - fRIBSEA
et BHFLA 8 T ASTHATHE - 1SR AR R AR E /2 B 2R -
HARATER T C BURT 3R - st C BURFSRW 3R » /07 60%LL L& e
PERFR - Horp 20% /25 G EEARE L - AT {EEEEFA 3-5%g#4E
FHE > 5 C IR RPEHEER - #REE SRR > FEERE - =
LIMREEL A ~ 180 ~ W > ARG A BE o B B Al (e BHEARY
TETREG 5 [ S an B AVIERMERT R (HREMEREE R ERIER - 5
FESME ZSEAREEA B - B C BIFF REEZERAE ML - Bt C BIFFR
& > BeNEEL C BT R PIAE(Ant-HCV) - IE(EPTASA] B B R HYRIH
et EAE > AEAREEM - RIS C A R exl -
el (ETReE R AR - ForieN aREEA C BIAT RN 5T
1F o

AT C BIRF RS C AR W EIIIUIRERS R » 17508 K BORE R ARG
AT RN, - HEZURICEERE © il FT8F - MURET ~ #1352 ~ FIF - &L
J& ~ ZFEE ~ LR RIEGEIER ) ~ A LR T RE - 1 C AR R
FEHHRGASHYEEAREEEE B BURT RAKAR % - 484 BE 1 B IR KLY
By 5% o

fhet - (1) feic 25 Mg EE A £ HCV Ab [543 & nAIRE T HCV Ab -
(2)  [NP] not-performed A FF ELIE M -

(3) AT/ AG A Al R (G E R 5 -
4 BEARELER ZERTE -

fabiEH - HIV Ag/Ab Combo (& 7ZJH B IR/ T1AR)

IoRa s L% (CELRE WL EE 7Y L0 47 B 2 10 ) B LA potassium EDTA ~ sodium
citrate ~ sodium heparin ~ ACD ~ CPDA-1 ~ CPD - lithium heparin ~ potassium
oxalate FyHiAERI S 2 AT - fEFRZZRE - HFRIAIML -

IeHeHEETE  MA/AMAE 2.5 mL

HABAOREE ¢ MRS IR B ERA K ALIMEBRFEAE T > 12 2-8°CHYF2E 14 K -

fb&f#Es - Architect i-1000 SR

JFE CMIA (chemiluminescent microparticle immunoassay)

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

R 8 I LAFAK -

FERES HIV (Human Immunodeficiency Virus) B[/E A\JHGRIEEE = W (DIEE

BT o BRTESY BRAY » HIV-1 f1 HIV-2 - HIV-1 &K% E % T+
FUERE IGRTER o R ENER A HE > By HIV-1 %
0% BEH 1L 10-12 FEZp Rk Ry %00 © B HIV-2 AR A MHR
HIE ©

FR R RERE ZERE - (DIFREMRYY 2-6 2 S H IR
BEREAVR S REYER o (Q)F5 BB L 5% B IR PRIE AR AV AR

13




—fiiE 5-10 F(H %?ﬁé%ﬁ%%ﬁﬁj‘wﬁ? PRER) - (B2 » Z= e HHEVB R EART
2 BEGHIER - BETREERES G TR » RILEAEEH
I EHTIRIE o W%’ﬁﬁﬂ (Wlndow period ) | BN BIRIAR - & HE—
EEHF MR A S A B ED S - RILTE R R TTRERbiEs
WoREAL - MR E - TR ZEER - —fms > ZEH5E
);zi WHEEAR 6-12 HN - iAW EZEENH SR EIRE 12 {E

o EEE AR T S > ZEEIHT A DAEREE] 12 28 - FEEEART
%%‘%%WE{’JE%%%F HEEmE o B - EEIHET S EESAE
iR BORIEART R » B BBl — I EE -

AT EREA SR EIORTE M7 R © BRI E R %A
HE ~ HLFT ~ B2 S 0y = MR B A AR ACHANS » $575 32 RULAY AT BE -
MRS © (DEE e S22 m 5 SR ~ (R - ()R
BT L FPAREEE S LA RS0 ~ $11F - QREZ IR ERIE 2
e BB - B F#EEREE ¢ BRI e EC YR BRI
AER - SRR E%RE -
et () 2R RIEGEERN - 5 S0 EH VG REE - AirgZ
FH
el - e b A TR EE (TAF sUE84R5% - 1561)
Hifk - AL EFERE 108 EHFTE 100 5F 10 4 M=
BEah ¢ 02-2370-3739
(2)  [NP] not-performed A FF ELIE M -
() ftwEGTEE/AG %Tﬁﬁ%lﬁﬂ%ﬁi‘%ﬁl}# st e
4) BB FIRE IR Z EREFTE -
TebaiHe CMV-G (EZHEIH'F]F wer 1gG Pife)
IoRa PR I (BFEULEE A MUE /B E 2 I0E) B LAMm A 43 B (lithium - heparin)
potassium EDTA - sodium citrate ~ Lithium heparin ~ sodium heparin ~ ACD -~
CPDA-1 ~ CPD - potassium oxalate/ sodium fluoride - JZREH AL ELFFFERY
o MEEE R EAREE 2 RIS R - MFRZZHE - BERIA -
TeheheiE - I3/ 2.5 mL
FABAORTT ¢ WS A B ARAS S AL MERTFEAE T » 1 2-8°CHFF2E 14 K -
faB#fEss ¢ Architect i-1000 SR
JREE : CMIA (chemiluminescent microparticle immunoassay)
SE&EM ()1 <6.0AU/mL ; (+) : =6.0 AU/mL
R 8 I LAFAK -
RS B E AR S (CMVTE S M R RE - A ERES E AR 24

R A 2~ AR R R R TRE A Y A2 58] CMV gt - RTATRES |
R ERRE G -

TENERE g EEFEREE A —IREE - B OE B - IREEHH
4 3% (chorioretinitis) ~ FEJTEEAR S AT AV © T2 R E
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Feke CMV 5 [EERR SR G HIE R AR 0 RS R & ARSI > R b
VRt CMV f) RIS 2w e IR Y -

CMV-G Higmls HHYZAE At IR MR A CMV-G - DIFETE
HEZHE CMV #2  slATTHEESTER 90% » RZBUEIIEIREE, - <
{5 H LAPHYEE 5 - CMV IgG A H BERAY T -

CMV IgG CMVIgM |CMVIgGHETTESR

- N/A ENEES

+ — Halrs BEYEG  FENERNERIER

n n LRE TR WIREE, s 52 N ER Rtk
2ENE JEIREE: | T ENERER M

afe—(EREAT R 2 BEREA CMV 1gG Jile iSRS & HA CMV
IgM Jiig AL - AT RITRE 2 MUFEREE -

A= WA {18 4 e e ' E AR s 2 IR R = (DAEAERA 5 36%~56%HYER 5 SZ g
Fe o BRI ] R RS Ra R e RN, - &8 B2 F IR - 5%
B REA B B i A g A BR S - AR YRR B BEERHY E 4R
safbIMmAL » RIFEEIR - 2N BB REEE R 5T IR sZ /Y
Fe o Al 5 RS R M B4R 5 ZIEiR o (Q)PERCEY - JHEHRF 4% H Sl
EIMER 2T By BES—EE g - BRI - SSESHE
B BERSAE o

fhet - (1) SRR EE 0 6.0 AU/MmL £ 15.0 AU/mL 7 R - dkix

I CMV-IgM BEEHrEAR -

(2)  [NP] not-performed A FF ELIE M -
(3) AT/ AG A Al R (G E R 5 -
4) BB FIRE IR Z EREFTE -

ERIEE ¢ HBcAD (B BUBF BAZ 0 HiAY)

TAa PR - I (ELFE SR R I 7 BEE 2 105 B A S 77 BEE Sodium  heparin
Potassium oxalate ~ Lithium heparin(PST) ~ CPD -~ Dipotassium-EDTA -~
CPDA-1 ~ Sodium citrate + ACD ° jREEDTAEH| BRI - MEEE K
e R - MEFRZENE o BERIAI -

IeHeHEETE  MA/AMAE 2.5 mL

HREORIT ¢ IS I E A SR BEAS R ALIMEBRTFAE [ > 7Y 2-8°Clyf7EE 14 K 5 rEE&ny
E BRI < -20°C Ff7E 28 K -

fbsfEEs © Architect i-1000 SR

JFE CMIA (chemiluminescent microparticle immunoassay)

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

R 8 I LAFAK -

ERRERR B RUAT R FEEC AR R A fi/F (HBsAg) ~ R e (anti-HBs) ~ e HifH

(HBeAg) ~ e $iffg (anti-HBe) B0 4G (anti-HBe) » HEGVER fE 2
REEEOT
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() FREGUFERME - ForEes B BT - EPURRHE 6 [8H - Bl A B A
HF R IRE -

(2) FmEPiREEE - e A REND S

Q) e R © HEEAMES -

(4) e dikelmlt - BN BEE

S LbiRelatt © B&aHE B BRI RWEHIHE 2R -

xﬂi#%fﬁ SRV AR GRS IR o WA SRR 9090 &
GYERIRE 0 5 L FASERE, » 49 25~50% R RIS R 5 AR

}\FSZ*EUBU% M RS ZEhEtEaIE S%LUT -

A= B HURT R e £ EEAS AR BIUR » SEH R ~ i ~ RS EIR
ISR — e HEE AR ERE - AR - B REE
A ERIER B BN SO EAE A > 88 40-50% 077 FH# L
HHEE RIS, - A e PUREUN S DNA FEE  RorieiinsERES R
HiE 27 TR e B o FOE R AR S R e B S
S L HRAE H B AT SR REDUR K e DilEmEtnsa S 51 R R A4
FERIR(FALEEH AR - ACHER: | SRR ERIIIIRERESRE 18 K Bk
REHE ARGPIIRLA, - Rt ~ S StEEs0TER s - $150 ~ ZFHIF ~ &1
J& ~ RIFE ~ LR RIEGEIEET) ~ P17 Rl nT RE IR ©

et - (1) [NP] not-performed FsARFE/ERLIARRMI -

(2) ftwAGTERE/AG I Al R G E R 5 -
() febEHIREEIER Z EREFTE -

fabiEH - CMV-M(E4iftisE 1gM $iEs)

TR EREE I (BRI 3 B E 2 05 SR LA A% 73 B E (lithium - heparin) »
potassium EDTA -~ Sodium citrate ~ Lithium heparin ~ Sodium heparin - ;{F5&
LB EL M RERSUR - EZUE Bl Eheie 2 RE (K - fRFRZENE - B
I -

TG HGA /A 2.5 mL

HRBRGE ¢ RS IR BEERAS ALMERTEAE T > % 2-8°ClifFE 14 K -

fb&f#Es - Architect i-1000 SR

JFE CMIA (chemiluminescent microparticle immunoassay)

SHE[G (-) * <0.85 Index
(+/-) * 0.85-0.99 Index
(+) © =1.00 Index

eI 8l TIFEXK -

ERRERR B B4R S CMVE S TRE & - s EREM B AR 24

R A 2~ AR R R R TRE A Y A2 58] CMV gt - RTATRES |
R ERRE G -

TENERE g EEFEREE A —IREE - B OE B - IREEHH
4 3% (chorioretinitis) ~ FEJTEEAR S AT AV © T2 R E
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Feke CMV 5 [EERR SR G HIE R AR 0 RS R & ARSI > R b
V2t CMV #) e 2o e IR A -

CMV IgG CMV IgM CMV IgG Hi&T1 BE

— N/A AR

+ - BMahm BRYESE  TENELEERIEE

LEENE PR TeNERn ekt

" " 2¥ENE TR - T ENERAER IR

afe—(ERRAT R 2 BEREA CMV 1gG Jile iSRS & HAA CMV
IgM Jiig AL - AT RITRE 2 MUFEREE -

A= WA {1 S Y B AR 3 A R =
FHFEH ; 36%~56%MY 82 5527 A% » RV A o] gE 2 &8 Hafaiz i Je R g -
REFEEZ F IR YIR, - FE R BE L B B 5 o R LA 3R S o AR
RS R B R E IR s S L - AIREIR - 252 BB U
FLBEHAR R T = N2 /i - AT [RESe KM B AR 3 ek
PERCEN » EERSR S M B E MR 2 AT By - B S — (BT Sl
RN - SsESE - SUF kS -

st (1) ISR F R (+-)7& 5 0.85-0.99 Index - = 2Rk L HET T -

(2)  [NP] not-performed A F/F ELIE M -
(3) AT/ ARG Al R (G E 5 -
4) BB FIRE IR Z EREFTE -

ReBaTAE ¢ fHTLV VIDOEYE TOMEEREES — RS —AI50ES)

TAa PR - I (ELFEWCER IR U 3 B E 2 10 2 LA 3E 73 BB (lithium  heparin) »
potassium EDTA -~ sodium citrate ~ ~ Sodium heparin - lithium heparin -
potassium oxalate ~ CPDA-1 ~ ACD ~ CPD - JRREFEEM B » &
BRI e SRR - fERRZENE - BRI -

IeHeHEETE  MA/AMAE 2.5 mL

HRBRGE ¢ KRS PIAEA BEERAS ALMERTEAE T > % 2-8°CliyfFE 14 K -

fb&fEEs - Architect i-1000 SR

JFE CMIA (chemiluminescent microparticle immunoassay)

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

R 8 I LAFAK -

ERRERR HTLV €& F B MR - HTLV AYSIRE » 95%4% B R Eras » 1

H S%HV RS G E AR (KRZSEOLHIEN S VEEE R ALT 5 TSP »
g R EAREAR ) -

HATEESE HTLV-1 g5 TR © BN T difEM: A iy (fEfE ATL)
Eil — FeH 75 (o] 11 45 U7 A HY R 90 - BT IR SR MR e B AHTLV . B & %5 B8 5
(TSPHAM) » {HEHmRRERE > 70505 2%-4%E1 1%L « A T 4ifE
HIMs / MRESEE (adult T-cell leukemia / lymphoma ; ATLL)ZAVEFREEEME
B EE (tropical spastic paraparesis ; TSP) K HTLV-1 #HRE > & 5855 &

17




(HTLV-I associated myelopathy ; HAM) o

HTLV-II e 5[ HTLV-T HigSHIERYAC X FE » HTLV-I1 e Al
BB hairy cell [ (hairy cell leukemia) ARE » {HE 1 IERE T HEIE A
BHATEAFEE o W HTLV-T HUASHUE &5 8 RIS R - A el gez
HTLV-1 a3 - talgeE HTLV-IT 5 [REAYAS X EJE -

HATT HTLV s EEaRsUiuREs:  (DERERE © WRIVEHRAERE R
AT 5 - QMR © Bl HTLV 77 [ 2 R VRIS B, - ()
PRI, © SRR HTLV R B MURAYEEE ~ JERE ~ Filo ~ #15% - 4X
JESFESRIMIEE » (D © Ff HTLV 7 &0 MR SR sy - 1Rk

fhet - (1) NEMUEFAYE RS ] RE B A e B 1 S E - so Bt

GHAR o AR AL R R B BB Y B YA A e A R T
B o

(2)  [NP] not-performed AR FF IELIE M -
(3) fmAGTERE/AG R Al R (G E B -
4 BEARELER ZERTE -

fBsTEE © HTLV-VII Western Blot

TAG PR - I (ELFEWCER IR U 3 B E 2 10 2 LA 3E 73 BB (lithium  heparin) ~
potassium EDTA ~sodium citrate * Sodium heparin ~ lithium heparin ~ potassium
oxalate ~ CPDA-1 ~ ACD ~ CPD - LIUEE ~ FE7AMAGHES R (E - ARI ~ =0E
B2 G AR ARG (ORI ARAES » A sBRATHEE O - MEFRZERE < i A Z AR
e fmbanl - A A EE L R -

TAG G /A 2.5 mL

HREORAT ¢ GEFIRECHT - RS R AR B BRAHAE S R B 0o T =000 B - S U
T2 7 RNETHEESR - AIEEFR 2°C~8°C 5 kM 7 KA HAE-20°CLL
T o

Tebnies MP Diagnostics HTLV Blot 2.4

JREH ¢ 75 77 2251A(Western Blot) » MP Diagnostics HTLV Blot 2.4

SEEfH Ptk e

R 10 {E TAEX -

ERRERR HTLV-I A1 HTLV-II B \J C RIS gkip a5 B A & DRI RHRAME < HTLV-I

CLAIAIRE SRR R S 2 A R B M a5 - BIFER A T 4 A i ~ 24
R S M TN B 4 S (tropical spastic paraparesis, TSP) 5z HTLV-1 #HEH 2 258
TREBHAM)AYER AR o it HTLV-1 5538 BRI 28 MER SR ~ RAENR K
AL K7 5 S A TR - HTLV-I1 A1 5 M Y B0 s e e M 8 R AT
{H2H — s BB HAI— L HAM/TSP &R EMm AR o

AR ARG A= B A R - HTLV-1 JEs 4738 HANmE U7 ~ it -
FENFELLH G ~ FEg s - [EIRF L HERAE S50 e 7o o CEUM SR ALER) KON
FA EB > 1 HTLV-IT RIS — Lo 32 BN 27 - 2 1R - HTLV-I f1 HTLV-1I
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A e SRE R s ke - PIE LN SRS - M TEE R
M 8 - HTLV-1 &z HTLV-11 #3288 MR ~ 45 i i 52 55 1) 52 Jl s
H AR R £ B (5 PR A ) £ A S s HY AR Rl 48 FHIR B REFLPT (Y -
ME $HT HTLV-1 ke HTLV-THY$TAS 7] HARE B HTLV (s 2 2287 K fraté
MR ELIE 2 22 -

MP Diagnostics HTLV Blot 2.4 =] F{F 48 HTLV-VII HifeEmfe % BB R
TPV SRR S HE— 20 R AT, « W La s b 2 Z0E MERY HTLV-I
W E B HERN TN E RS - SREMENIE - M8
FIEf IS —[F S IE - feie P A P HTLV-VIL VRS E DS > gFlEliE L
HTLV-VII & HE 45 G - H4EFA 5 50 - HTLV HUag[5 4 - HTLV-I
DRSPS MER & - HTLV-T HiRSI5 M E » HTLV Hifsbaid e ~ BimiEH
[%ﬁ o

AT (1) HTLV RIS R R
(2) BRERHA - WIRIVRHK R E A ERGE T A -
(3) MR ¢ Bl HTLV 755 2 48 AR MERERE IS Rl R -
(4) etkEZ: - SEHFA HTLV R EMURIYEEE ~ BN E - il - #f
%~ QUEFEIM IR -
(5) i - wA HTLV 5 R0V SRR oy - R -
fhet - (1) IeheRl R tieat el -
(2) ftwAGTERE/AG I Al R G E R 5 -
() BEMRELER ZERTE -

TebaiHe Syphilis f#5(RPR)

TBa PR - I3/ A5

TAG G SE/MAE 2.5 mL

EAEURTE ORISR EI RIS - B 2-8°C o ML 5 K » M/
$ETE A TA-20°C -

JREH ¢ Rapid Plasma Reagin (RPR) ; Agglutination [ ¥

SEEH - Non-Reactive

R 8 I LAFAK -

RS te5E 2 M B IRERR VR & A5 |2l — R PRIE R E A - SR RS
PEMEEIYR - 1EER AR ARG 1E K BEEHE R - 1% e P RE
BRI 2 RS MR - BB BIERRTEGE =S » aILURIE
V25 2 anE R o A B LS EEARER -

{BfgEE ] DU5e R EE AR » REESEEE USRS B A e - =i

TEOGIRRERIFT R R MG - B M A E A, -t mT a8 gl

SR R R RS - SRR EAR 5 R R -
AT TEAT R HA AT By 2 BTl Ry (5 AR ~ (B E BB T K

SRR o) ~ BER R A ) (IR ~ SR~ IR ~ F2iE
TR o B R
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st

BRI R M5 2 S E R SRR A & 159 -

fani - UL AT R AR AR -

tm R R A e n B EE He R EE -

Bait N BT A FOBHIR AN - BEABER A BRI ~ 20 ~ 1

R 25 B (ATREMERE) -

(1) ZEATHH ¥)Ef45 R £y Trace 2 Reactive Rl Ze R 220 & B S B AT i
e adEs TPPA (Treponema Pallidum Particle Agglutination ) il :
10665 & dbH RZ & E M E & 151 & 33 5§ - &Eah
02-27049977 -

(2) [NP] not-performed S RERIEILIE M -

(3) AT/ ARG Al R G E 5 -

4 BEARELER ZERTE -

felgIH H
fRRa PREE |
faRafafs -
HIREALRAT -

JE
SH &M

PR -
HRREE

sk -

ABO Group/ RH Type (1Y)

20

200ul

& EDTA Z igf8 il 1E 2-8°CLR{T 7 K :EDTA Zig 8 Btaig 7 KA LA 4°C
R TEIA R ERE -

& oxalate B heparin 7 f558 0] 1£ 2-8°CLR1F 2 K © oxalate Z¥, heparin 7 f§
NI 2 RNLL 4°Co T =VEE R ER = -

EDTA : ethylene diamine tetraacetic acid

s A- MK B (Cell typing) » FHARFNMAYHY M ERAI R (F el -

ABO Group: A~B-~0O-AB#!

RH Type : RH(+) * RH(-)

8 B TAEK -

A E B R 7 BRN 50% » 1B B AE4LIM BRI o 8 - BRI 24T Bk
A& S AEFE T EENHURYE - fURYE T LUZEEEE - B - B
EHEEEES - BE R R A [E— BRI A B R 50 V) HEH 2
(EERV GRS EY) - EEhi R —EIMmA Z 4 - FE A - HATE4&&

SN R BRI PRI M i & RGE Y M A 24 30 & > H A EEAY R iE Sy
"ABO [MAIZ% , 1 "Rh MY ZE | CROTERT) o M8 Z% Eim
HAEEYES  DIMHEN M A A e S80S MM BV A - ER0A
A ~ B=0g - (R ABIET ¥ A s A A & U AHR -
(1) FEATEE M RH {E#; 1+~ Trace =k Anti-A ~ Anti-B {E#{ 2+ ~ Trace

HYSGE SR & Z R L & B B P sy « sk 10665 &ILHIK
IR B 151 £ 33 5% o EEL ¢ 02-27049977 -

(2)  [NP] not-performed Sy ARHR/EIEIRGH] o

(3) TESTEE/EGRR Al S R (- h A [ 5 S -

4) g AREEIEE R Z ERFTE
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felgIH H

TG EEREE

faRa s -

HEIREALRAT -

JE

SH &M
R -
HRREE

st

W 1111 IgE

R 1142

2.5 mL

2-8°CH] AT 48 /NEF » 20°CEHARTE ©

TRAG PR 2 RINLL 4°Cli TzUEix 2 BB E » EfE 2 K Inle™

R AR 2R - PA-20°C/2 B T FUPRAF AR £

FEIA(Fluorescence Enzyme Immunoassay)

<0.9 IU/mL

8 I LIFAK -

OB IgE AYRIZRIRZS - it | - Hrp A SRR BRI EnY 45

A AR o BAIG e BRI 1gE IV(E @ BTS2 BT 1gB TR

JFRZ — -

() BEHAZER  BBRRERE L EEERRE A NEHRNE - 55
SR 1gE HBLES T ~ +—Fv@fs DAV ERAEVIHR - TaH
Feda B BUGRIR 2R S T B BRI TR S 2 61.1 Yol YRR ME
81 83.6 %Y —1 - JCHREAY BB B i1 1gE (H - B2H
E AR - R Al e 2R B R A /K 5450y 1gE ~ 1gG K
BEEIE - BOE ARG IR R E DS - R SRS TR R P
£ e

(2) A - MERIE A I 1gE M{E - NBEEMEEE SR - It
B RAF(RERSURE (cut-off point) HFLHHAR - R A gEBLME ALt EG
EAFERERARR - 7RA A ge/E A Carter U HE ( Carter effect ) » Carter
S5 e R A8 e T Y R o B A RS T B SRR (s 2 Y BUUER A
G WRTNT-EFRE - AIFIL A E LA E R R
MRSE - FREFENRIERIR (threshold) i

() AR - RETHIHTERL BRI 1gE {8 B A MR mEAE BRI -
Jan Kimpen 45 {5 S AR IBEOR R 34 3B DL BEA T R AT (i1 IgB
BB A= EE I AHRA T -

(4) BENZE L 1B (BB R R EE AR - BLNER

MR BERCEAERE - SREVELNE B 1gB AVS(K - Hih
i o] g B ERY S A MR REIR B IR ARE - 4N - AADHISC
AR H ARG R AR TR B I TgE (HHY_ETFHATRR -
W LAY © BRI U BB IR BB 2R - I 1gE fEIRR K > Ay
DABRN(E(E 5 AL B E BRI - BETR G K250 % - FTERZHHTH
Fe & ik E R AR ARAY AR 1gE LARG (5%, - HFRRISG
W LT IgA ERS  TMURIEMEZ 2S5 4 1 -

(1) AHEHZHRZH SRS AT ik : 10665 G10Hi A% E
1EBHERR —EF 151 £ 33 5F o EEgh 0 02-27049977 -

(2)  [NP] not-performed SR8 (E L IE M -
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felgIH H

TG EEREE

faRa s -

HEIREALRAT -

JRE

S

S

S
ERRE

S‘\
e

s

T

y
i

ZEHA(ERPeak)-1- = 2 B TR

= N R ZH A%

fichi& CooperGenomics [ ER i iy Z K HUE: » SHTEIRIEHELY 10 Ak

(lem?)4HA, -

HUERIR A 4°CE /D 4 /NI 5 fefe i (15-25°C) 2k -

ERPeak®™ 2 CooperGenomics % Vg HI iz in o HhfzHIF]HRT-qPCR 7

Mg - T E NG EE48fE mRNA - BB AL 987 » BERSIE

e R [EI AR A - S S BV ME R SRAVE R - FR it kSRR

R RIS SR

OAEIR © FEAESZEE R EIBE ABINIRRNZ — » FEiETE

NS Z e A S RE N IR B8 1= WA MR E

R 2 - HEfs(E PR B FRMENER K M E R - BHEMRE

(EEEARRNAETE A SFHRE R B e B B R EE) g &

EWNDPIE S

(1) Pre-Receptive(F= NEAZHAAT) © SRERHVIFEIRGZE)S FIRRAGTE A Y
B fEFE - IR AR ARYEERY -

(2) Receptive(F = AFEAZHH) © BRERAVIE R E ARG TE A B S =T -

(3) Post-Receptive(F = NIRZSZHATR)  PRERAVIF REIB A HE T HRRGTE A
HIRR FERH I - EEaRbE R AaE A BYRFR -

(4) Non-Receptive(FEAZHH) : f &S SR ERER AV BE A 2= N FR
W2 - R E PR AR B -

(5) No-Result(fiE&5IR) © 0 H 24 i i de /B B0 RNA RS 1K » HEd
TENEIREE R R E PR DAL -

Cooper Genomics W {F-14 {E TA/EK -

FE AR A S g EAGTE AR IR - FENEESEALK

HRRER — B RR A A2 IR IeE IRIVEE ST » IR RE &y 3B IRE

HH | (window of implantation, WOI)  [FL&5HA 785 11 = fa = f 85181 5 K »

B8 HAAEIANY LH+7 5 hCG+7 X« fRIEMITIEH - TER B EIRAM

HIZEBI R RETH 40%M ANZEIREIHA RISHIRTE » JRE2RRTEE R -

FtEffs o] DAFE H o APk IRty - B Bh PR 20 M B 2 i B AR REAE AR

flg o IR S MIETE AR I E RIS -

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

Japan. Reprod Med Biol, 2022. s

5
-

TEARZHERE

MR MR IR ABHRR &I

1 2 3 4 5 6 7 8 91011 121314151617 18 22 23 4 25 26 27 28
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et

AR E ST EENFIRF IR M T 5 T2 UGS R - S HRIGTE
AWFfE] > ATfEHE —20 SR B Bl el (s Rl i dr Ga b il - b ik
EFRFEE N RSB TR -

(1) AIEHZEH CooperGenomics fal ; il : CooperGenomics 3 Regent
St, Suite 301, Livingston, NJ, 07039 E&zE : +44 800 060 8395 -

() FHEARNFTFERE RS MR EER - 2
Ficha R L -

l
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3. EREEEEH
3.1 2B E R baar (il ~ 55— 2 TR RTE b ar Al cP R R AE

3.2

JE AL
3.1 Ak FESEIE

() 2R R b s ~ 55 —Z TR e R Al -
feRa R HEE L o IeHGHY 2-8°C IR 48 /NEFE-20°CRIATR
7 5 bR e 2 ikt -

(2) TP AIE R
feRe TR aR 2B L > telGht 2-8°CHI R 48 /NEFEG-20°CRIIR
7+ R R R Bkt

(3) TAMAYAEEG P RE & E B IERERYAE R - B ST U -

(4) DAnEEI A b EEE ARG - R ik - AR
ARSI B G

[FEE LR ENGFEEE | SHERAEN EHEEE - SdER

RS ST e QHLEREESE -

FHERET L+ R SR R A a0

(1. BEABREREETE -

2). EREHE Gt -

3). BRI & ERm e N AR

@). UEEFENREGAES -

(5). AtmBap iR tmietE U ~ ABIF ~ ke ~ JIH - LS ZRED -

B tEpm (HATE RN S A R EY RS AT ZH) -

3.2.1

322

323

FHEE NS -
kofe CHEE A TR Eall (5%~ EPASE...) » DUFHREE -
i TR ERE R

(D). HFRPARELTEE -
24



(). fRBIHEHE AR -

Q). ZEHAER=E A NE R OHEEEE -

(4). FFTEIRAGEE e B & 2 s - B AR 4T -

(5). HixEfEh - B A VEIEZEESR - B Sl nE -

(6). AP R e IRASTEUR ~ B ~ ke ~ NI ~ BRI A 2 FETT -

3.3 ZPEi(ERPeak)-T- &= BTN -
331 AREEEIE

(1) EREEEN T = NBREEEEESGE CooperSurgical /A E]HY
SelectCells Mini® - NFEAREEE - METRSIREREN S
& o MAZRERE TSR -

(2) WMRFEATE CEEN T EABRERREE - SFiEfREHELY 10
INTEEHVAHES -

(3) ARFEA SelectCells Mini® - ERECRATAVAH A IEEFEE I
5, BEECHER ©

(4) Bt N TEHAGEASZR1%EE) P+5 day (120hrs) B¢ H 23]
LH+7 or hCG+7 day (168hrs)

() EFEMFR T =N SRR GEE  dE = AR SiaslE
BINEARE ERETBEIURY) - MREEEEIUR > £
37°C MEGEVE 15 o#aliiEs - RIYEIURY) » 5FEES
B TR —{EH A S & -

(6) PRSI ARy BREREVE T - s b T EEElE
8-10 - FCECHE S E Y - (EE SR FRE R

RN 4°C Z/0 4 /N -

4. FRAGTEUEIRMFEREA |
4.1 FeRetE B PR -
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411 LR REELS - 55 TR MRS
(1) HEREHF -
(@) IR -
() HRBEEFNC FL) -
) THREET -
(5) IREBHEETT -
©) HBETRE -
(7) RIS -
(8) R 11 H(CRL S - B 45mm) -
9) R 13 E(CRL TN - B 84 mm)
(10) el * B L3599 -
412 PUHITRRTERBREF(
(1) HEREHF -
(@) RIS -
() HRBEEFNC FL) -
) RREBTH -
(5) IREBHEETT -
©) BT -
(7) RIS -
) el * B LA -
411 EAPERHRA °
(1) HEREHF -
@) BRI -
() HRERESI (45 -
() RREHRIBEEAT -
(5) MR -
(6) RIS -
(7) el * B L3R -
4.1.2 SN R B RSB R TR A SRR
BRI © IR NPT A B SR
(1) ZEESI(ERPeak)- T B HITEHI-E VR IF IRV LS © S5
R BT  ARA R © AR
SAAITE RGN « WCEIRE A B T DL S
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B o RFETENY -

4.2 AR - ARRe R TRUE - IRGIE BRI TR - Efalatkia
HEEE R H =5 14 RELER: - fEETX SR Ar SR
RN ST EREEE  EANGER R -

4.2.1 2P RE RE Bl ~ 55— 2 TR nE E R ~ iR
TATEE bl - HoAh I NE H R R B B N B B (5
IRAFZEEHIRREIAE

() HARTASRIL "R R E B > WIHEERTT
AR R IR AR 2L A B E B Pl - AR R SR R
SRR B E] RN E TR SRR R S e
B ERE RS - AIREIEHE > FREMFIRE TEEAE
" EREE ARG FRER ) S -
(2) FEFFMERRAER W RAIRAE R A B ERIAER
S T3\ o BT LR SR -
(3) MRAEFF-20°COKRE - RRULE A BAL 0] AR PR B
BRI B EOR RS -
4.2.2 FM
(1). LIS Yztw
a~ fE LIS RS R slE A R(FIRAGIE M e
b~ HREREAL > FEieEAL A H LIS A ElR% S ieis K
BN -
¢~ TG EfF 2~8°CUKRE - U E A e B M B
H S BiRA R B B OKIRE -
(2). FILixfg
a~ HAFTAREE T eiREEREEAE -
b &G ERAL - e AL ATV R (B T
A SR IRIA -
¢ TREGE(F 2~8°CUKAE » FRULE b be R AL [ AR PR
B BRIk B BRI E -

5. fRASHIAISEEN -
5.1 S—ZHE R E RS - S5 RRTE R bl -
AEEbRE AL - Ate A EUEIERER 10 RN > wTENRERIEE -
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6.

7.

(5 EEM ARG B bl - )
5.2 FEMESIR - AR B EUWNEIFHR SR 10 KA ATV EAREREE -

RRERGER AR -

6.1 S5—Z R B E s ~ 55— 220 A s ~ e S
RS -
6.1.1 EREERAN N RSB e 2 7oK AR N B iR findE R AR
e PR B (F AR A T e

sttt R A DU 2 -

SRR ERTE 2 E /IR - 2RIE
2 R R b éﬂ;ﬂ%f&%@ﬁ”aﬁ%Zﬂﬁm&?ﬁﬂ 270 >

(HEHEHR)
(1) 34 FRiEETRATERS © =1 1200 -
(2) 37 HERIFEAEFRATERSE =11 150 -
B — TR E R AL (3) 37 HEFIRGS A B 1 =1 1 150 -
(4) 34 BRTEEERERE =150

(EEHAG)
(1) 37 FEFiEE4EFREE#EE =115
Rl AR RE R s A R AR R TE B e sFlt-1/PIGF @ =38

6.2 EiLMEEER ¢ & HBs Ag ~ HTLV ~ HCV Ab ~ HIV Ag/Ab - Syphilis fg il
GE IR P M ELARBS A o U O MR TR M T R P51 Bl
(ARG IERRS » O 222 RO B o P S Bl 27 %% B-mail
EHOARR AL - YMAGE IR R T2 98 E-mail B
BRI

RRAgIRT
7.1 B2 I RS B2 RRE E be rAl ~ E

AEEBRET AL ¢ SE iRt - i /2 BORTTE-20°CNE H § /S8 H 1K
5 B EEERIER ) R -

7.1 EEEMERR - sEReERTR > e IREI-20°C—(E H > —(E B &4
AT AR S AR Y Ll R S B S R Sk Y T R
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ARG O 7 (8 F 1% DURGAL ME RS EE Y R B S4B

8. DRGEEESE - URPHIRFHE R fERFE ~ A ERHRE |

8.1

8.2

9. FBEL

9.1

10. B :

10.1

10.2

10.3

10.4

10.5

AR IE SR ~ 55— R E R AL - e R
FEEBRETAL ~ BB - 22 H(ERPeak)- T B B HATEM] :
8.1.1 Ja& 7= (02) 27955617,72795-17774#1380

{HE 1 (02) 2795-5627
8.1.2 UL/ EZERERT ¢ SEH 9:00~18:00 : fi2H 9:00~17:30
(EANERRE * RIBIREEERSY - FTA N BIESHE P EAE R
W o DERE FRERL s (AR EN B TEIIN > SR
FITHE A4 8 Bt A A MR 2 B SRR S B2 i 4 T8
TR Bk

EHETRREE
a9 B EAIE (02) 27955617 » i HH S A Ry A -

Bt s pitn e E A sR -

e B M E RS A 220 - (G — 20 bR =l ~ 55— 228 1A
s e v T p A e )

[FEE - BREBE N (A IR A =S BB R IR HYL
B s i B - IR B S hm bR AL -

P E - BB LR 0800-666-118 ZHY
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Bt 10.1 B MEpomtaialE A 5

TRgE H

TR & Fri 4211 (& EDTA)
T e He e

() 2.5mL 2.5mL 200 uL

Bif ¢ 10.2 e i (EEE A 570 » (GB— 2R TR b A ~ 55— 22 TR e s
A B ST FTYEE R S )

4

.

e 0+ 1+ 2+ 3+
b 10.3 [EIEE © BB EREU R AR A F- S @B S S = AL -
B 10.4 BRI AR EE - B SR B A B & Y -
B4 10.5 26 B« BREE U EE 4R 0800-666-118 ZHY °
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L. HIE:
B N B (0 A PR A SR e SMA 2> S FHET TaRIsR AL N B i
I AMRAFI LU EHAMZ PR B  H > fBarH H & SMN1 K SMN2 ZLAlfx
Al ~ FMR1 BN CGG E#E KBkl ~ T CEHEA(MTHFR) M ~ B IETEE
El ~ SEEVEREIRA AR ~ SR TP MR SR RIE R - B/ IVE
S E A E(RTD)EA M -
HMHIEBOR - R EwE - &8RS - B
By an'E HAR -
() #EmENMETIZ N -
(2) JeEREERE > ERET T R e T B LA R
() FEZEVHT 1 KN EHER Dl E g 2
fE -
(4) EER=ENEGE S HZREE KPTEDR -
(5) SIMEPRRAZ MR RS KPTEK
(6) EHRpEUCERTEETE R E R fe R R T
ESHLE-
(7) NEEFESHNSNEREE | SREL o8 Uik 5

Nk
t
UHP

o)
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2. heleTH H EAman R

(1) SMNI1 & SMN2 EFEKCH (MLPA)

s SMNI kz SMN2 FLR 73 » fgfl] SMN1 B[R /2 dihsk -
e (115% © T T4 EDTA Sostiifsl= e L Amsemig: -
SR

Ao Ra i IR @ 421 2~3 mL R A /b7 1 mL

iy AN e TG IRIEN 2-8°C -

IR 2-8°C [N & i i 2k o

Iokn e ABI 3500 Genetic Analyzer B ABI 3500XLGenetic Analyzer
MLPA & Multiplex Ligation-dependent Probe Amplification FYf&FE » FI[FH %
SHEEVE PR N B — R A A [ 25 50 &R ERViZ H g7
FIRYFE HEEE(L - PREHAH LA & S fE (hybridization)3h & 22 HARPA1 > 45

[ SERME o AEREEEZE (ligase) & /R U R ERETE 12 » A1 FH DLaz e Ao = 28 FH

5[+-#H (universal primers)#£1T PCR JRUKKIE » 75 HAEP ARk B 42 28
8 AR A ERRT) - SIS AENIEEY) - WiREY & BB
Yo B IRBINE E AR i R B/ NEIREEY - FIfESlaHERE LR
sFRTRE R - SR E A H R = -

SEEHE | SMN1 AR EEGRL

R | 10 flE TAEK -
R B RIS 5 e R B & S R R e B e 775
FERI(SMN gene) © B[] SMN1 B[R (ST 44 88 Rl EiL SMN2 EERI(#: 54T
FeEEE) © 49 5-9 % WYIEH ARA SMNI AR » [fE SMN2 EH - 2
W EERUETE 3 ImV @A S (% FigHY7E 52 - SMN B[R 4£45 9 {[E Exon(1,

FEPREZE | 2a, 2b, 3-8) » SMNI1 Jz SMN2 ELRER & 1 TiEigk - SMN1 ELRiE g
AHY Fyfg e H B SEREIIRE 2 5 HE T SMN2 R EE H 21 mRNA KH6
gyt exon 7 0 BUEEEE KAV Z B A TR E Z EEH'E o SMN BN g 4y
1.7kb =2 RNA » BEEEHRHVE S 2 H 294 (EREERRAAR 7 FES R
38 kDa - #wffii> \AS£{EZs E4HA% T -

fheE N FEfEEE -

e R G IR R Z ERSATE -

S

(2) SMNI1 J SMN2 E Rl (Real-time PCR)

g H f0H] SMNT SRR AT GHAR
e i IR 5 FF6E A& EDTA Gkt Rl < SRifE H iSRS -
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/R

TRHGHGTR I @ 4201 2~3 mL R A /DA 1 mL

A IR AT TG ORI 2-8°C -

AR 2-8°C MBI/ i 1 o

Tl LightCycler 480 Real time PCR Instrument
FIF Multiplex PCR H4iiF SMN1 E A & CFTR E A F B CFTR EAE AA

[ EEprh SMN EREHHA R m - I H RIS 5§ (Real-time PCR)

A S S R 2 L aHaR T fsaY Cp (B BRS (EAH(ELAT SMN1 Bil SMIN2 EL (A
FIEEBNEY Cp EHETTEREL - 5L SMNT B AR RN ERL -

SEEE | SMN1 B A fEfERL: -

BT | 10 IR -
—AER AR 5 S B S IR R S R T
FERI(SMN gene) © B[] SMN1 B[R (S 4T 4 B A8 Rl EiL SMN2 EERI(#: 5T
FLEOEGHED) - 49 5-9 % WYIEE ARA SMNI1 K - (fifit SMN2 £[A - &
WAEELRME AT 3 Umt IR S X HBZHY 2= 5% - SMN B A7 9 ([ Exon(1,

HGPREEZ | 24,2, 3-8) - SMNI % SMN2 ZRENEEFT#NG - SMN1 ARG
SR Fotg e H 252 B DhRe 2 & H'E S T SMN2 BRI EE H A mRNA A HS
Jyif/D exon 7 WG ARIY 2 By MR E 2 BB H'E - SMN ELRE SR LY
1.7kb £ 2 RNA - SEEEHRAYE HE M 294 (B AR - 0T 845
38 kDa » fffili> A\AG & {E e B 4HA T -

i DA AR AR

S IR IR ZERBFTE -

Q) FEMAAZEER NETR (Real-time PCR Jk SMN1 ERNZERIPEISEE ER)
felpE H Tl SMNT AL AE A it ok BE 22 eI RS 5 B AR BRHTL 8L 70 A
T B T 25 v . S A - o A Y
= IR 5 FFE A& EDTA HistfiE] < SRI‘E H s EER 52 -
/EREE
e Re s 4211 2~3 mL R A[/DjA 1 mL
fRAe R T TR IREFHY 2-8°C
IR 2-8°C MEIR /2 el S 2K
- LightCycler 480 Real time PCR Instrument ~
L ABI 3500 Genetic Analyzer B ABI 3500XLGenetic Analyzer
SMN1 LA Bt -
o F]F Multiplex PCR i SMN1 EE[A & CFTR EE[R |/ B » CFTR EHE A
Tt SMN ARNEHHHI2H 0 o HHRIR R &H§M E(Real-time PCR)
(RS S EIR 2 EaTat Fr sy Cp (EEAFZIEAH(ERT SMNT B SMN2 KL
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AIEEBINEY Cp fEHETTEREL - SEAL S SMN1 BRI AN ER -

SMN 2= BEFIIFH B At

FIFHE MG [ SMN1/2 BR R BOE TR GBI HEEHN E (PCR) » K%
DNA 7% b1% &Y RHTERCHY dANTP ZE{T##E4% 1EE 74 (chain
termination)#£77 Sanger E 7 » SR HZEEHENFY 01 (ABI Genetic
Analyzer)#E{TEEIKEBLF AT -

S

SMNI E#

SMN1=0 SMNI=1 SMN1>2

¢.*3+80T>G &

c.#211_*212del

ZE RAHEY | EE A
SMNI fft4e | SMNT 14 | SMNT @k = i
JiEGE SMNT 45 s

10 X

%
Gt
i

—MIETE ANBIRIRES 5 9RvERe B A M E BRI R S S & TS
LA (Survival of Motor Neuron) : SMN1 FL[N (BGSEIT FL B e Kig) B
SMN2 LR (ErSeir gyl due) - 49 5-9%HY E# A HA SMN1 KA - jifi
SMN2 A - i2 m{EEAREE 3 IRVESRA 5 M2 HiRHv7ESE - SMN EA
7 9 {[# Exon (1, 2a, 2b, 3-8) * SMN1 & SMN2 EL[R& & TE5% > SMNI
R SRS ok Rsfae H B SeBIIsE 2 & 1EE + T SMN2 A gk
SRHY mRNA KE[ 55D exon 7 » #iEE: KA 2 B A S E 2 B H'E - SMN
R SR &Y 1.7 kb 222 RNA BEEEH KAV E B /2 HH 294 (R AR R
5T 24 38 kDa » i A S {EZREHS T -

ZZRBEFISEE R SMA TR B A WEDL EIhEEIEFEHY SMN1 B A (B[]
fE—REZN T EA EEERA) - H2EE 0 E R —fREIEZ O
o TSR EEBRIN EA SMNL EF > ILAREERN R " Z=RAHEY IS5 E |
WEEERE SMN1 ELR I ¢.*3+80T>G F c.*211 *212del firB58% % (Luo
M. Genet Med. 2014 Feb;16(2):149-56.) = F& F gl b 1 588 52 DA RS T L 22 (18
B

it

0

AR EERREEE

“fnSnE RSN Z ER8ATE -

) FREMEN AZSER R AR (MLPA K SMN1 AR Z=EHES IS E ER)

fepH H

SMN1 K SMN2 EL N7 > faofll SMNT ZEALZ f diJc B2 Rk | g B AR B
(e TR
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fax A T 2

IR + F&fE & EDTA HUAEIA 2 $RIE HHAEERR 5 -

S PREE
T HGHG TR 21 2~3 mL A A[/DjA 1 mL
iy AR Ea Tehs IRIEN 2-8°C -
IR R 2-8°C MBI 4 ek i 2% o
Iokn e ABI 3500 Genetic Analyzer il ABI 3500XLGenetic Analyzer
MLPA :
MLPA & Multiplex Ligation-dependent Probe Amplification FNFGFH » FI|FHE%
EHERYE—ERETAE - B — R EE N ] [ERHE IR 2 50 R FAVZ HEE T
HIIHE HBEEL - PREHAH &G & [ (hybridization) &5 & 2 HARFEY » 4
SERRE o RIERERE R (ligase) & RF A FRIRSHHERE - A1 LR EATHE: 2 28
51F4H (universal primers)#£4T PCR JUKSIE » 5 HEERFIGR A B 7 4 28
[ g QRS AERE ) - SN S HEGIREZEY) - WiEEYES B E
TR PR B A E B Rt o i BERE/ NETRBRA » AP RIAHER ST LR
AERTRETR - SR HIHY A E A & -
SMN ZE S FRAI5E & i
FURISE 651 T2 SMN1/2 SR PP SRBMBMITIE (PCR) - 453
DNA Fpaljalifbiz MU s 49 RHEECHY dANTP #ETH#E2% 1 FE 7% (chain
termination)#£{T Sanger TEFF > F(Z X HEIFY 047 (ABI Genetic
Analyzer)#E{T BB KB 74T -
SMNI &
RPN SMNI1=0 SMNI=1 SMNI>2
el c.*211_*212del
N R E R
R BTSN
SMNI1 1 | SMNT e | SMNT 6% = b
fiEsE R SMNI ift SR B\ g
R | 10 K

;‘DT}
CI
e

—R I ANRRIREE 5 SRy Rs B &AM E EDR MR S eV d e aS i E
A (Survival of Motor Neuron) : SMN1 FL[N (#SEIT FL B e Kig) B
SMN2 ELAN (EIFRAT AL O RS T1ET) - 49 5-9%HYIEH A A SMN1 FLA - 1 i
SMN2 FE[H - 2 W{ERRELE 3 IniYESEA 5 (B2 HEERYZ= 52 - SMN AR
75 9 {[& Exon (1, 2a, 2b, 3-8) » SMN1 Kz SMN2 ELRE & i T8EE: - SMN1
RN ke Mie e H RSB IhRE 2 BEEE 5 1 SMN2 AR EE
SREY mRNA K E[ 736/ D exon 7 - B gk 2RV Z By R FgE 2 EEHE » SMN
RN HI4Y 1.7 kb £ 2 RNA BEEEHRIVEE H'E 294 (B AR AH
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73T E&Ry 38 kDa - #wifiic \AG e B aHEk T -

ZEfEIHRY ISR EAY SMA TN  # B AW B EDIREIEFE Y SMNT AN (Rl
FE—RER N B EFEERL) - E2EE AR ER —FRER R R
b s —EERAN BA SMNT LA - HHRERRIER " Z2EHYIFEE | -
R SMN1 R HIE ¢.*3+80T>G Fl c.*211_*212del fir B85 (Luo
M. Genet Med. 2014 Feb;16(2):149-56.) - H F i lIEL Ry 528 2 DAY HL 22 ] o
B

st

AR AN EERREEE o

0

5B RSN Z ERATE -

(5) FMRI1 ER CGG EEXEWH

it e fHl FMR1 £ CGG EHE -
e 5% § FEEF 2 EDTA Brseful= s Lo e s: -
/R

Ao Aa i 2211 2~3 mL R A[ZDFA 1 mL

TRAG IR 1T TG ORI 2-8°C

AR 2-8°C MR TR 2k -

Iokn e ABI 3500 Genetic Analyzer B ABI 3500XLGenetic Analyzer
AmplideX™ FMR1 PCR Reagents (RUO) (Asuragen)zR 7540 {8 F§ CGG repeat
5[F#E7T PCR JUK CGG ) Bt » MR EE IR HT FMR1 EH H

- CGG EHEXH - PCR (I &R RIS [+ & CGG 5+ (A LLZHS

TR FMRI1 E A CGG EEFEIEE 1 2L ROX1000 Size Ladder {E £ E4H
EEEKIENL PCR F EEK/IN > 1 PCR EY) 7 F = A A A/ NIRRT
ME CGG HEHE - RIA[15%1 CGG EEE -

SZ&M | FXS JELEFEA - CGG EERE <45 K -

HeEER [ 10 B TFEX -
X Z BB AEPTE (Fragile X Syndrome) £ 22 A CGG expansion 35K o B

o e EHHF FMRI (Fragile X me\ntal retardation 1)_%%% » =% HE CGG =7
(trinucleotide repeat) X EE F 41 » A S FMR & H(FMRP) » [N gs 2
EE s s - HEECH Rl -

it AR LERiREEE -

“fnSnE RSN Z ER8ATE -

(6) FERMAFHERMTHFR)AZH

felpE H FERE QIR (MTHEFR)
T B Tl 20 R+ FEEFHE EDTA SRR 2 SRIME HAAEER 52 -
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/TRE

TG A 421l 2~3 mL R A[/DFA 1 mL
TG IRiT TG PRIFHS 2-8°C
BRI 2-8°C MBI /2 e E % -
i e LightCycler 480 Real time PCR Instrument
SNP 732 - By i RV JT7A 2 — o FIF] Tagman £REHAHETT SNP 7
- > FEREEHS | T DR A E(FAM ~ VIC)Z #E$H81 Template » FFi&H8 PCR
a SR E R BEAHYBCR IR EE ~ Real-time {511 Endpoint #5¢ /7 Hr R A 4T SNP
VARSI
MTHEFR £[K] 677(c.665).2 FF5l 73 HraE SR Ry
SR C/C E%Pﬂﬁﬁfﬁiﬁefﬁ@kﬁff
C/T » TEREACEH S5 (R e
T/T © B AHR T = R
HeER | 10K
HEREA e Vi EEEINE S REALIMBRAE A 58 2 - EEERELMER M E
fiE (MCV> 105) - MIEZ HFR G ~ Rl ~ SR EREIR - Z2mth = g0
QUECSET 2] I N By = S YN <yl IWNIIRER PR TS AN et =S
o, MTHFR %22 R AU TJE%’EI’\J RRSERE R 2 — RE MEHFR B’J%%é&ﬁz
e > ATRE ISR RS A TRIE » RHE R (TG IR 2 - A0
il 5B S M B B BRIB ARG N 3 ~5 575G - #EH SRy R A AR A
Foistfe 5 524 HERAH AT S ERE - $HE CHRER M E
EHVHERE o SRR AR R E BRI Y 3 A R BRI B (R REIE -
it ARG AN FERR AR

5B RSN Z ERATE -

(7) R e TR A Rkl

e AHREE 6 (7 EL A H] @ GJB2 ¢.109G>A ~ GJB2 ¢.235delC ~ SLC26A44 ¢.2168A>G -

N
)FEE‘%EEIE H SLC26A4 ¢.919-2A>G ~ OTOF ¢.5098G>C ~ MTRNRI m.1555A>G
W B8 78 45 | (0% (2 EDTA BrSeinsl SRie F 5% - = Perkin Elmer 226
/R RISk A -

ffiif7 * ZY5% Perkin Elmer 226 » $Rfg 22 /b 3 {[EIf1RE - [ER AW IAIES 40207 H i
faGEata [ T9E -

MR @ 20 2~3 mL A A]/DFY 1 mL -
sy | Perkin Elmer 226 TSP (RAFH AR - Wb B ARG - MG R 28°C -

PRIMERRE IR 2-8°C -

LR TG 2-8°C MEOR A2 e 2k -
7 e LightCycler 480 Real time PCR Instrument
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J B

BRRZCEE ZZ REVE(SNP) B2 (FAE T ANBAENH - i Eeof Taqman BE3H7472
SNP JrRUFE I o FHRY A2 — o A Taqman #REHAHETT SNP 73 -
FHSIT ~ BEAELFEAM or VIC) Z 58 Template » 124515 PCR HIX
K FENAI A Real-time ] Endpoint #2531 RI AT #EFT SNP 37 -

GJB2 ¢.109G>A ~ GJB2 ¢.235delC ~ SLC26A44 ¢2168A>G ~ SLC26A4 ¢.919-2A>G -
OTOF ¢.5098G>C~MTRNR1 m.1555A>G DL _I= 6 {Efg Rl {17 8L &5 AR5 588 2 7 SNP-

10 X

Tig

¢
i

R

B HEMEREER > B B A THVEET RS - BB RISEEN AR
R~ SRR K BRI A R ERVESIRANRE - G A e R E P
HERRENSRERNET I Z —ET 2= WIRAE R F 3R] MR
A EERBTEE RN S RS > B MIERIERE HE k- 28
BT E AR ER R T B LA LSS ~ s M sl AU RS - 8
oA RAERNEY - BAgEEFCl & > BRNZES RIS
2 MR -

PGB AR SRR E AR E VIR GJB2 ~ SLC2644 ~ OTOF KAl
ARfc DNA METTH ] AR R MR IR A I b S SR T A R b P
fiti - SEBHREEERT R A L r] i E HECE B K2 Fia il - RE
AL A SR AR VR T Bt SR S OFR R AL - R R T AR A AR
RIS R fE TR ERRIEE - Dl E eoai M -

st

AR AN EERREEE o

5B ARSI R Z ER8ATE -

(8) EEEMTHEERBHN

TR H MTRNRI m.1555A>G
T S T M o . e s
> ;ﬁ : 3% + 71 & EDTA HUshisl i H A seEn g -
R
X Z2(fll 2~3 mL R A[/DFY 1 mL -
TS PR {F BRIMERIEIREN 2-8°C -
AR fAg 2-8°C MEDm /2 pek 2 24 -
TobnERes LightCycler 480 Real time PCR Instrument
L G 25 REME(SNP) B2 AT T NIRRT - i1 H  Tagman $RE1EE
i SNP o3RI F i FHY 7742 — » #IJH Taqman £8§14#1T SNP 734 >

FTHSIT ~ EAEEFAM or VIC) Z i Template - 1245174 PCR HYJX
RS FEGA A Real-time 5] Endpoint #5¢ 34 B AT 31T SNP 37 -
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S [

MTRNRI m.1555A>G f i fir BE B A HI1S- 28 52 2 SNP -

HEmRR | 10K

74 MTRNRI 7 m.1555A>G S ARIE » &5 12S rRNA 5561
THEERE H RS 5 (aminoglycoside) FARIAYPTLA R4S S o MINEE B

T, ?ﬁ% [REAVEERS - (LR A - 5 m1555A>G E 5
W GRS gT A - RItEAm R - B LI
ARG o RSt S RN e W R AT HILAE R
(Aminoglycoside); &% > THJEEE M HEE -

et AR AN LA E RS

TR IR G IROR Z ERSFTE -

9) SR REMEREA S EBREEE R

s SR B AR SRR PHOX2B 2 GON EHE X8
fa #% T8 51 | MU Perkin Elmer 226 RU5fI 7 5 A& EDTA HiARMA] < BRITE H g5
R B -
ffif : 2I5% Perkin Elmer 226 » £¢f 22/ 3 ([ 1f5%G - B M EIFT 4875 H fiE
feReReE | T -
IR * 40 2~3 mL R E[/DHA 1 mL »
g | Porn Elmer 226 SR (REREM - I ARG - B BRF: 2-5°C -
RIME AR 2-8°C -
IR R Tag 2-8°C MR /2 i 2% o
e s ABI 3500 Genetic Analyzer B ABI 3500XLGenetic Analyzer
RIS [3| T-41 PHOX2B FAINF ELRE( T S0 MBI (PCR) - 1%
i DNA 7514l [:iﬁ » I 82 ZuRHESE A dANTP #7785 F E A (chain
termination)#£77 Sanger EFY » fx{& i HZEE B EFFY 01 (ABI Genetic
Analyzer)#E{TEEIKEBLF 74T -
2HEM | GON BRI <20 BIEFT -
R | 10 K
SR fEMEHA SR A B i (Congenital central hypoventilation syndrome, CCHS)
Bl PHOX2B (paired-like homeobox 2B)Z:[KZE =4 T~ GCN R P4 EE
KGR -
BT | S0 90-92%ff) CCHS 1B PHOX2B 55 =AMET- GON SLERIFHI S8

FEGHEME 20 RXLLE - —ff#FE KT GCN SEEEURy 20 X i Z 8
FHY GON B8 KBRS 24 2> & GCON EHEH L 21-23 I HATEEKE
F o) NI > (EEE P i ESE N BErTEAER KTl - IR CCHS &
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HTE Ry 20 TN Wi I BB #E TE I 888 L (polyalanine repeat expansion mutation,
PARM) ; [ HEx 4 8-10% &% » AT A IE L N BL B R b 8 2
(non-polyalanine repeat expansion mutation, NPARM) - 1 EEBEZe S 5l FR I
ZEsE > MR AR B M A I & 2 A AR -

st

AR AN EERREEE o

“fnSnE RSN Z ER8ATE -

(10) B/NEZEHAERTD)ER M

T NEZE B A2 RTD)HEFEA AGT 2 ¢.857-619 1269+243delinsTTGCC

TERTH H .
TTGC K BRI G A Eite

fer A8 T M . e e e g

> ;,EE : MR > A3 & EDTA HUstinil > SR e H w5t g: -

=

T HGHE R 41fl 2~3 mL R A[ZDFA 1 mL -

feRe IR RIMERISIRIE 2-8°C -

AR Tl 2-8°C MESR SRk 1% -

tEnRes Thermal Cycler (/85 &l H#5H 2 fE s ABI Veriti)
£XH Gap-PCR HYJFE > $HEER A RHY AGT BRI E 28 8k (c.857-619

- 1269+243delins TTGCCTTGC)HY W I B e i s5s 5 17T PCR [ » FH{K

- 2 PCR B A/ N HIET 275 B AGT ££H ¢.857-619 1269+243delinsTTGC
CTTGC fhsk -

SEER | RE AGT £H ¢.857-619 1269+243delins TTGCCTTGC Hhak: -

HERFR | 10K
B VEE% 5 N 4 (renal tubular dysgenesis ; fiffi RTD)E —fEZLEiEEEiE
B - BB BT e R EHRT R - BRETEKE D S
AR HBRAMERT > MAEHAFPEL - SUEHERRFRERmMIET ; Bl

GREE | AR HEUREE TR > BETRVEFEEEHEY - a8t
TE B AGT KR ¢.857-619 1269+243delins TTGCCTTGC A ERELA G
g% B R - IE UL HE 2 % (renin-angiotensin system) <8 &2 RTD ¥
‘ﬁ o

iz PRI LEieEEE -

TR IR G EIROR Z ERSPTE -

3. HAMUERIEIR:
3.1 WS ESEH

(1) s Ean A 8 /N - 555 2-8°CIEOR/2R IR T
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(2) EiEBfed - e UNENESSGER - B eleieiE s B L
B EIRBRERAS TR AL 2-8°C MRIR /2 &
() LTRGBS E 2 R B AL -
3.2 FEHFEESEH
(1) EAEREGEE R
2 BiFrERERERTE -
3.3 tmie EMEEA O EE (CReAealn e ) - LIRS -
3.4 AREA{RERAEN - B - B~ JOH - ENES 2T -

ReRE /R
4.1 TR B R ERAL
(1) ieBe o RBE R 2 -
() WBEERE - (RHEEED) 1 mL ; MH HESREE /DB 3 (Eif
B IERWESA2EN B8R TE )
() FHAEBRIF(MUKIE R EDTA % ; IfiLF FE & Perkin Elmer 226 #1155
) e
(4) TRESHEEANTT -
(5) RESEBIIERECSIRERRS B E SRR TR S04 -
(6) IMRMEASH BEEER S -
(7) FEEES RS -
(8) tnfabRig HIEER =R 14 R2LE -
42 MRRRIFRAE © ABES R TTRUE - ARALRHRATHE Z R TR AR
RE S A FORM: -
(1) HEAABHE iR S AR | -
() HE "eiREREENE , 275 EFEESESRE -
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() FESE TRERERTEEAE , b TR EE | RRE -
{1 A B (i ARSI R
5. ARAGHUAVER] |
5.1 SMN1 K, SMN2 H:FE#H(MLPA& Real-time PCR&ZERIHES I $EE E)
FMRI1 E[K CGG BEEREhHA - BRI ERMTHFR)ARM] - BV 4ETE
TEEAIO ~ S MEREEA R - SR P RE R R R (R R R AR
M~ B/ INEE A R 2 (RTD)EEH + AR BEA UL A2 R BE LR/ A
=i > [ A AR R IE E -

6. HRERGERIEH -
6.1 SMNI Jz SMN2 EE[A g HI(MLPA & Real-time PCR &ZE fEIHES 68 & ) -
(1) EfHIEE R N RSB 2 K - AR N B gifEfTeg
a. A
a-a SMN1=1
a-b HZE PRSI sE B A R
b. BEHERIRTR K
6.2 FMRI AN CGG EH#E X Hhg Ml -
(1) EfHIEE R MRS B2 K - AR N B gifEfTeg
a. FXS AEZEER/ 7o)
b. BEHERIRTR K
6.3 IERLUHE N N(MTHFR)
(1) EhEER MR F R /EK - REBE A B gl TiEH
a. TERRUHIFH = E b
b. BEBERIRTR K
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6.4 RUEMETEIEAARH] -
(1) EhREER MRS Bl 2 fK - A\ B e TisH
a. GJB2c.109G>A ~ GJB2 c.235delC ~ SLC26A44 ¢.919-2A>G ~ SLC26A44
c.2168A>G ~ OTOF ¢.5098G>C [&] R/ FEAI & FER A
b. MTRNRI m.1555A>G S5 FLR A
c. BEBIRIRTE K
6.5 ZEEMETEHEAA A
(1) EhRIEER MRS Bl 2 FK - A B e TimH
a. MTRNRI m.1555A>G F 5 FL A
b, BERIRTE K
6.6 SR FHEMEIASEA e fE A A AR
(1) EhlIEER MRS Bl < FK - A\ B e TisH
a. GCN EHEEA R T Y
b, BERIRTE K
6.7 B/ INE S E N2 (RTD)ER f
(2) ERHIEER NEUR S ERE Z FK  ABA N B e TiEE
a. HEVINVEZHFAE AGT AKX ¢.857-619 1269+243delins
TTGCCTTGC 4
b.  BEEERIAT K
7. RpRRiRE
7.1 SMNI1 k2 SMN2 Z R AI(MLPA & Real-time PCR &ZE [EIHEY |55 B JE|
f&) ~ FMR1 LA CGG B E el ~ TERL AR (MTHEFR) 001 ~ &
B METRIE A AR - SEFMEEEAAH] ~ Se R i fE MR R A e (R
ENtH~ B/ IVE 3 B A 2 (RTD)E AR AU A& R Or B8 IR TR A

Y ACC=HE1RHEL -
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8. M&k/ESTER RS ~ ULPRIRF ] B E SRR -
8.1 SMNI K SMN2 :[[f#3H] (MLPA & Real-time PCR &Z=REIHEY IS4 H|
f#) ~ FMR1 Z&[A CGG B &R Bl ~ TERE G AR (MTHFR) A ~ &L
S SRR AR ~ S MR IERAL AR ~ SR P RE MR A R Sk (R
AN~ B/ IVER B A 2 RTD)ER R
(1) Ipre&/HRgfFEERE © (02) 27951777 /{HH : (02) 2795-5627
(2) e - #E— 2N 9:00~18:00

(3) fEZERER - B—=2HEAH 9:00~18:00

9. SELH
9.1 ZARBEHANBEH —HAEF
9.2 MEVANFREE G- R pA— RS
9.3 SMA HNEMEREIESEMIE — NECSCIF

10. [

10.1 FIEZHESREE T(QF), &K -
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[V W

RIS -

AR E B A e (A PR A SRt g ra bt 7 4H > S EET TRl N B R T A TR
F LU B PR ZhebatA H -t H BRI E IR CRGEite - IAGEIR
A tAGHfite SNP I T - SNPTRRRGE PRATA CiGhite - AeElG M A ARt -

HMHIEBOR - FEwE - &8RS - B
By an'E HAR -
() HEEENE I Z NS R -
(2) JEERbEER > IR TR e N T B A R Al
() BEEVEIT | RNETFEZEEHE A DIl E 24 2 HAE -
(4) HER=ENELLEEIEE H 2 EE KPTEDK -
(5) HMNESERE R E 2R KPL 0K -
(6) EEp=EEst ST PR b e E B 2 fR 2 R e R 5 (R DLE -
(7) NBEFSHPNSINIEE ISR Ui = -
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2. fRERTH H A mAs N EARE

(1) HMERGEIRATHERGEa

HEHE BRI SH
)Fﬁ%fiﬁ Embryonic biopsy samples (Blastomeres/Trophectoderm)
S REE
TG AeTE 2~5ul
e lRiE | A IRIEN-20°C -
HEIRRA | -20°C N2 Bk
TS Thermo Ion S5
"R IRE IR RS ETe , FEH E R R T LAY A AT TR > TR
- SN~ ST R R R HH R R A Ae B B B - fEEEAKER - T MR
JR EPRATAERCETR | 2 aniRtFE I AUE FP(NGS)$L il DNA |/ B #E TR
FIBERy » LLEEE SR DL ik ie Rr BB AL - FEILHET RS A s
TR RN R -
S Eﬁ%@@ﬁ‘%%ﬁﬁ KL MTEREG HIE S 1-22 SR ERG /HINE - X~ Y FLEfe
R—E NHEES -2 5 X OB HNE - J9F Y Jyiie -
AR | 3~10 {E TIER
AR 23 BN o Hoh FARE R - AR R - Al 22
HERARE A/ MR T ARTE Ry 1 2 22 SEAVESHL A (autosomes ) < 55 23
HAIZHAREMERIEZEHS (sex chromosomes ) » ¥ EAGERF A7) Ky
HHBGEEBET - MAACRERFTZER T L EERDIFEATE R
BRI AL Thermo Ton S5 i » & FHZHEAE Fp(NGS) BT AR
EBRESR | FaPTA RS T 2 A M FE S (Aneuploidy ) IRAYEH » B A R HIZ
ERGEH R B h BHEN /R FERE B - BN a5 et P
(balanced translocation) ~ {Z[## (inversion) 5 B ¥ %% — fi%#& (uniparental
disomy) + =% DL L& {E#G(polyploidy)... % o DOKERBELERE S » AR
B4 S HRHATE A YT - Complex Abnormal &8 Fy H AL G NGS 4553
HURAAED FRvE RS EIR R RS -
it RS A b Fia [ B E A0 worksheet -

5B RSN Z ERATE -
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(2) FERGETRAIZEAGE AR SNP A0 4
=

Bt H | HIIRRe A RGeS B A BB R R E R
)Fﬁ%fiﬁ Embryonic biopsy samples (Blastomeres/Trophectoderm)
/R
e Aa i 2~5ul
RS IRIT | FESR(FI-20°C -
R | -20°CN 2B -
7 e Thermo Ion S5
" HRREE PRI RS AR SNP [ hior A | ¥ i & B AE Y& s it
AR ATHRER ~ = 2B MR AR R R B (S B o RS SR - R BRIGER - T IR
JR GEPRAIA CAGHTfR SNP (05017 ) ZEMuRiFEH PCR Rt ¥ E SNP
{7 B I AT AUE Fr(NGS) B s DNA | BRI T AR E F? - ELEE
REFP IR LA AT R LA L - #EIE M B ieie A R B e Ry -
S2EEH | & PFaTEE O TE OB ER OB R -
AR | WGA FE[k{& 3~10 {E TIEKR
NFEAAEE 23 ¥ eaaaink - B —FAE 0 - —PRE R - Al 22
BRI B IMKIP AR & 1 2 22 JRAVAS AL EHG (autosomes ) © &5 23
HAIZHAREMERIEZEHS (sex chromosomes ) » F¥ AR A7) Ky
RRER | BHSEEERY - MAERE R B8R T L AR ATk
FUH R AAgefIPA Thermo Ton S5 Eia » MBI AUE e (NGS) R fig iR
BRPTA AL G A T R B RS S IR RS - DORERE L EIRERS -
SR RIS IERETE ARYET -
it ARG AN FER R AR
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(3) SNPHRHGERATHEAR AT

felH H

fRHIRRREA G 2 & B IR RS ~ R RS AG (Haploidy) K B (5 B =&
#(Triploidy) Z A4 (G B 15

T Ae s
/PRE

Embryonic biopsy samples (Blastomeres/Trophectoderm)

e fefa

2~5ul

fRBa PRAT

fRRG RIFR-20°C -

IR

-20°CT 1 /2 HUE LK

falRas

[Mlumina NextSeq2000/ Illumina Miseq

J B

" SNPRRGETRATAL (A ETfg  #Erh e @R P B A Y EER IR -
APERER ~ S ZERENE ~ S R AR L ARG A G B H R - RERGR
" SNPREARE PRATAL AR ARfR L7 anf ks EHCHEAUE FP(NGS)#eflr DNA
BARMEIT RMIBUE Y - CERIRAE RS DLk B i L BB - FEIEHIEr

feie A A RO B R 2 7 B BB e e L, -

TR A ARG Sy TRk 5 102 SR fofB e - X - Y Jefo
B SHRE 122 BB X ORI LR Y R0 DU
B 2 A (DM B = (e AOH -

3~10 {E TAFR

NIRRT 23 HALERSaHAL - HP—PkECH - —F KRB R - A 22
BRI R A IMKIPERIE & 1 2 22 SEAVAS AL EHG (autosomes ) © &5 23
HWHETARAEMERIHIMEZERS (sex chromosomes ) « FLEEGE R A 73 1y
HHBGEEBET - MAACRERFTZER T L EERDIREATE R,
LRI > A HI DL Tlumina NextSeq2000/ Illumina Miseq &iifg » 2
HIE P (NGS)RlrE R RG AT A Z RS AR 1T 2 1 145 FEE % S (Aneuploidy ) A5
HYREAL - AT AR I RSB H 2 E Bl R BN/ E R E Y - 55
S 5 Haploidy) B 852 B Triploidy) 2 S B BBEIR AT A
BEAREETE RV EErEE 7 (balanced translocation) ~ {#]## (inversion) ~ /D8
FRAL A HY RO B /R B 2 & 1461 2 (Absence of heterozygosity, AOH) ~ B
L BBJiE (uniparental heterodisomy) 5z 047 B8R [5] — #SYiE (uniparental
isodisomy)...55 o DRSS RS AR 2% -
Complex Abnormal 7 H A0 HE NGS 45 RETREIUHL FAmagEIR
BEREY -

st

ARy A LBt E R F A worksheet
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4) ZEmBE R ERE (750K SNP Array)

felpE H

fR iz e B B ARG BB R B

T Ae s
/PR

2K ¢ 15 mL B L B L5
(5% © A2 EDTA Hrbeinl= i HiesEms: -
4 © B T SR AR R A AR T AT -

e Ra i

K T B 10mL > EEBREREHERFEOR 8 mL
&« £/0 1 mL

4HA -
(1) Bf5r - RN Lem o

(2) FafE(F e 50 mg SLEHE) © BRI 1 om? -
(3) R e B S A 1 5 R B 4H SRR -

feRatrT

fRa fRIFIN 2-8°C

IR

2-8°C | /2y i 2

falpss

GeneChip® System 3000

J B

"R R Bl RES S AR R [RER BT B IR - bR ET
PEREERER - S R S AT A AL AR R AT - REEEAGER - T A tEe s
Bk EAn e o R SEERA TS & 7 BASS R B eim s R R B R
& - BLU AR LB LA T AT - RERLH IR Be B A A ]
AL ORI 25 -

S [

IEH BN & miaeHIE S 1-22 Sl AW E XY e h—&
IEH 2V S AmiRBGHIE S 1-22 SR X O W E - 1A Y Jefe -

PR R

MRAIE/KAR R 10 [E TAER © &Hddmie © 20 (8 TAER

NIHARE T 23 WL EagaHnk - Hp—P2RE G - —F2KE BB - A 22
e ERRETTRT M 1 2 22 5ERSZLEES (autosomes ) < 25 23 #iH
A FEMERI AL EESE (sex chromosomes ) © YRS F Al 77 KB H
HAEBRY - MAYERRERGEZER N T EHERERIIFER RS E
I > FES L)L Thermo Fisher Scientific 750K SNP array fifif@ @ SHGILEEASHY
SRR DEF S ERET - ST BB R A I B SRR S © ANEHfe
HY H VAR B R isia g 1y 2L B i T IR EE (5 AG. (Aneuploidy ) R K BT
“BSE(UPD, Uniparental disomy) ~ K BV iGHE &K E AOH
(absence of heterozygosity){JEF{di = ZA1M » A& e R AEHIAZ A AT B LA AT
&N A Bt i A HIE Ay eRe BIER/NR BRHV RN E R A -

fhist

PR L ERtREEE -

TR IR G IR Z ERSPTE -
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5) FEASE A il (HD SNP Array)

felpE H

fR iz e B B ARG BB R B

T Ae s
/PR

2K ¢ 15 mL B L B L5
(5% © A2 EDTA Hrbeinl= i HiesEms: -
4 © B T SR AR R A AR T AT -

e Ra i

K T B0 10mL > KEEEEREIE% F5/0F 8 mL
&« £/0 1 mL

4HH -
(1) Bf5r - REARR Lem o

(2) Fals(FFEE 50 mg SERE) © BSREAH lom?® -
(3) R P25 RERA ST A1 R S MR BN AR AR -

feRatrT

fRa fRIFIN 2-8°C

IR

2-8°C | /2y i 2

falpss

GeneChip® System 3000

J B

"SRR Bl RESE AR R [RER BT B IR o bk RT
PERLERER - S R S AT A AL AR R AT - REEEAGER - T RS
Bk EGn e o R SEERA AR &/ BASS R B eim i R R B R
& - BLU AR LB LA T AT - RERLH IR Be B A A ]
AL ORI 25 -

S [

IEH BN & miRaeHIE S 1-22 Sl AW E XY e h—&
IEH 2V S AmiRBGHIE S 1-22 SR X O W E - 1A Y Jefe -

PR R

MRAIE/KAR R 10 [E TAER © &Hddmie © 20 (8 TAER

NIHARE T 23 WL EagaHnk - Hp—P2RE G - —F2KE BB - A 22
HE A ERRETTRT M 1 2 22 5ERSZLEsS (autosomes ) < 25 23 #fH
A REMERIEMEZEHES (sex chromosomes ) © F¥ OGS Al 73 K8 H
HAEBRY - MAYERRERGEZER N T EHERERIIFER RS E
I > FaHE Ll Thermo Fisher Scientific HD SNP array Eifif > SHERGLEREHY 57
s AP ERET » TR B E R A B SRS - NGy
HEE R B e iSRG T TI R EEf%HS (Aneuploidy ) jR7t Sz B —
HEJE(UPD, Uniparental disomy) ~ A 7 B¢ ig e &1 K &t AOH (absence
of heterozygosity)Va¥Aii © ZR1MM * A amie ARV IR AL Hr LR R T Y &
F Eifg b A AEEymag FIEE/NR BV E R SR R -

fhist

PR L ERtREEE -

TR IR G IR Z ERSPTE -
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3.

EFEEH
3.1 MRaE KA CRSEE « MIGE RATA CAshmte SNP (0o - SNPTRERG
RAZ COAGhife ~ Ze it A B
3.1.1 IRRGERATACRRAT ~ FERGEPRAT (1 BGET i SNP [fHI0s3AT ~ SNPTHRAG

(M
2

A3)

3.1

(D

2
3)

“)

£ Rt B R b
e oy SRR B -
BRI » B R TS S - R RS R S

iﬁ?ﬂ%* *ﬁ%@;‘%f 200C‘F1EE/1]IL/7/ 195 °

D}%J'

T EMEEEEER/N > EHE 02 mLPCR tube H'E A 96 well plate %%

S WA SERIEHRE Bl A as T PA-20°C/2 5 U

2 Zethfghh 7 (750K SNP Array) il ~ 4 (G i/ (HD SNP Array) i Hlix et

R -

R RS

K ¢ HOISHEER 15 mL SEEHEE

% ¢ Z5 EDTA KO

L% ¢ TR T R B K S A B 2

WRBTE SRR A 8 /N » 37 2-8°CIR S REIR T -

ERIBIE BTN R - BRI B I
PRIBTZIR B E 2-8°C T GRS WOl -

TR S R R TR Y 08+ A ST

3.1.1 FEELFERFIE

)
2
3)

HEARERNERE
BEpTE ke E

Biopsy samples @S 4RI TIHEE T -

3.1.2 fee EHEE A I L 2 EaH (el ) > LIRS -
3.1.3 ARErfrefeieibdl ~ ABIF - @i ~ DA - MBS ZHETT -
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4. TRASIEWRM

4.1t GBS AR AR -
4.1.1 PRREFEIRATA CEGETie - IRRGE PRATA CAG Eife SNP I I0s34 - SNPRE

(1
2
3)
“)
)
(6)
(7
®)
©)

(10) [FEE

GERA ORREte « 2L Oiaa A At -
feRe U RERE A 2 -
TRRe AT -
e B RS R E L 2 -
TRAe AR AEME R & (- B 1%
FrK e BRI -
FoKtafg e 10 mL -
iR fsAe e 1 mL -
Hha5 -
B 1R M R B S St
EERAEE AT -

dl
=

4.2 TR IRITFAR © AR BE A FFRUE - ABLALRHKPT I Z e Tha i IR RR R
LA FORM: -

4.2.1

(1
2
3)

IEAaE RATA CiGhnty ~ IEAGE PRATA CuiGhnfR SNP 0o - SNPTRE
GE R ORI - A Oias A B

HARMUASEE " iR REEAE -

1 iR AR R EREATEE R LSRR -
[EIEAEESAE AR R B, ELERR IR R -

(=}

BAIE | 2F

5. FRASHIHI/EM -

5.1 ERRE IRAIR CRe kR ~ FERGETRATA hAGhnta SNP FT o4 - SNPTRRGEIR
izt Ag e AR R R PR WGA DNA —4£ - a R LI bR H -
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5.2 LS F Bifetadl] - ARBEALUIH IR R PR B IR AR Z F /KA ~ MR s s =
A o m RIS E -

6. fRBRGERER

6.1 IEAaE IRAI ARt « MEAaE RATA CRGARfR SNP [T Io4 - SNPTHRERGEIR
A G Efite -
6.1.1 ERRHIGERA N IR B 2 70K > A N B & T
(1) B&BeRekiaoK
6.2 ARG At -
6.2.1 ISR MRS BB Z K - AR N S gfErTEe
(1) T B T s
(2) HIRIFREEAERGER

(3) BEhERRFRK
7. RREEORTE

7.1 BRARE IRAIR CRe Rl ~ FRRGETRATA hAGhnte SNP [T o4 « SNPTRRAGEIR
ALt Bt © U2 (RE WGA DNA —4F - —E &AL s iy
AR ) i ieds -

7.2 ZLtOfGhh b Eite - WHRR IR TR AL S 2 /KA ~ MR SHER =2 - =381%
AR " Re i BB Ry ) IREeAE -

8. Mfe&/FHEFEREE ~ UL R fE SRR -

8.1 FEAGEIRATA CLAg B - ARRRE PRAT Cufifite SNP (TIN5 - SNPTHERGE IR
A ERGET Y ~ AR R ERiE
(1) J4&/EEFEREE ¢ (02) 27951777 /{HHE : (02) 2795-5627

53



). e fFsfE B —ZE 75 9:00~18:00

() MEZEMRFR « B—2 A 9:00~18:00
9. ZELER

9.1 EREEHTANEEEES — FrA T+
9.2 WHEE N2 A -2 R — b
9.3 & 1 AHP B ERAE (SRR — Pl LR

10. BfFF -

10.1 FEESRER T (QF), &R -
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L. HIE:

SRR R B A PR A Sl 85 B NIPT 4H > &5 TR R R e i AR
NEIPURHAME PR 2 mERE E - ie5RtE H BIEE ATERR S St II(NIPT) -

B’ E

BUR Y ELE - mERE - DA

By anE HAE -

(1
)
3)
4
)
(6)

(7)

BB ENME T Z SN SR -
e B EbREHE > IR TR B AT B A R MR A
BEEDVITT | RNETFEZEEEEE DI E 240 2 EAF -
BB PEL AL B fE P H 2R KPTEOK -
HNER AR R EE AR KPT 0K -
Dt S BTN B R P E R B 2 FR A R B AR S (L

AN B BFES BN I SR H R T =
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2. fRERTH H A mAs N EARE

(1) BERER A FER(FFD)

felH H

SRAEEGI R R AR AT N (FRIE (T21)  BEFERE (T18) ~ Ef
FE (T13)~ 21 SRR EAG B EARAE (M21) ~ 18 SR thig BifEigiE (MI18)
113 SRALEAG B EASE (M13)) HYEERTAER -

T Ae

/TRE

MUK AR IME-BCT™ & -

e et

2 1f1 10 mL

i eAzes

TRASIRIEIS 2-8°C  ARHSAEUIEETR 96 /NIFIN » FERFARASHIE (0% 7SS M AE
2 Bt (-20°C)

LRI

2-8°C 2y 2K

falpss

[1lumina NextSeq500/550

JR

fRIBIFEIE T - 2w RmaE - el i IHG 5y DNA &E&H - HEHAGH#IK
IMAE PG FEeRE DNA & 2495 £ E0EEE DNA /Y 5-30% - (NIt - IR AN
et eeet ] (NIPT) R i i Zm HUAFiR L - B HmaE e
i 5t DNA E&R > A —(UE FrRdio A A Y & ahER Y 5 R AT 73 AT
A Effghe B =R ORISR R ER R E N (BRIE (T21) » EEFER
iE (T18) ~ ERIRAE (T13) ~ 21 S Oae B EaRE (M21) ~ 18 JE @
BEAE (M18) Al 13 S i S AGE (M13)) Z i -

S [

5521~ 18 ~ 13 SR t0fe Z (HAE-3~+3 Zfi] -
A EEE P R H B e B R B AR it R R s MG 2

PR R

10 {E TAER -

%
Gt
3K

IER N EA 23 # 0 3 46 (RAVEHE » JYEaenV R HEEE A~ B

(ERSEL AT RE S AR B, ~ WP ROBRNN « DUEIRIE BB > =l AR 2
RS 21 SRALEAGATEL - MHME RAa AR R TR - BAEE
HFELE (ZH—FREE 18 SRS ) MITFEIVE (2 H—RES 13 SRvEEg )
W E R REEE - A REFESR - BRI - FIRIMNEZ EIEE R
IR o NIPT fafll{EF NGS (next generation sequencing ) fE#sth

WO AT BERAZEE 5 &R - FI ARG T E i 07 sCE TR

RETFIRRR - BEHINdE - SFROAERSE « AR SRS R EL
HEGRR - HLIERGET 730 ot e SRR DNA | B d

L 5 it MR IR sGER IR A B G DNA &8 » E% i b

AR s A RS PR S AV R -

fhist

AR/ L ERtRE S -

el R SRR Z ERSATE -
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(2) Q FHIFRAMAERIECREIR(FFDO)

felH H

SRAEEGI R R AR AT N (FRIE (T21)  BEFERE (T18) ~ Ef
FE (T13)~ 21 SRR EAG B EARAE (M21) ~ 18 S thig Mg iE (MI18)
HI 13 SR RS B ARE (M13)) DUV G RE (EIERE (45, X))
= X AHOESERERE (47, XXX ~ FIMIERFIRAE (47, XXY) ~ 47.XYY JE(
BE) HIPERIARR ©

T Ae

/TRE

MUK AR IME-BCT™ & -

e et

2 1f1 10 mL

i eAzes

TRASIRIEIS 2-8°C  ARHSAEUIEETR 96 /NIFIN » FERFARASHIE (0% 7SS M AE
2 Bt (-20°C)

LRI

2-8°C 2y 2K

falpss

[llumina NextSeq500/550

J B

fRIBIFEIE T - 2w RmaE - el i IHG 5y DNA &E&H - HEHAGH#IK
IMAE PG FeeRE DNA & 2495 £ E0EEE DNA /Y 5-30% - (NI - IR AN
et eeet ] (NIPT) e i i Zm UAFiRiL - B HmaE P rras
YR 5t DNA E&R > A —(UE FrRdio A A V& aNER Ay 5 R AT 73 AT

A Effghe B =R ORISR R AR R E N (BRIE (T21) » EfEER
iE (T18) ~ ERIRAE (T13) ~ 21 Sz OaeBEaRE (M21) ~ 18 JE g
BRERE (M18) 1 13 SR MG B AASE (M13)) DUk EReRE (&
WERIE ~ = X SeEREREE ~ PIMIERFE ~ 47, XYY JEREE) 28l -

S (]

5521~ 18 ~ 13 SR t0fe Z (HAE-3~+3 Zfi]
AR E P Rl H R e B R E RS it R (R R s MG 2 -

BN

10 fETAEXK -

IER N EA 23 # 0 3 46 (RAVEHE > JYEOaenV R HEEER A~ B

(ERSEL AT RE S AR B ~ WP ROBRNN « DUEIRIE BB > ZH e AR 2
RS 21 SRALEAGATEL - MHME RAVa AR R TR - BAEE
HFELE (2 —FREE 18 SRAL RS ) MITFEIE (2 H—RES 13 SRy EEg )
W E R REEE - A REFESR - BRI - FIRIMNE S EIEER
WEARREE - EIvORRE ABURRRZE S —RE D —FRIELERE - 5
FE IR FEE o AL RS - B RAVAEBAVE - = X JyOiSEs

B~ FIMIERFEUEE ~ 47, XYY EREE ©

NIPT £g0i{55 F NGS (next generation sequencing ) F5gsbb S48 ETTHYBE

KW P A& » A ARFRENGA T 7E e 7 2 T P - A EL oy PRl % -
REHIN4E - TR AFERFSE - A EEM Y ERgHy RS H B - LI
et = o R E FYERS SRR DNA | B Safs 5 &k » FIH
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e GER IR AR BLREG DNA 58 » EfRit DilpminE s e
JRRE(ERGHY L, -

fhist

PR L ERtREEE -

S IR IR ZERBFTE -

3) Q& " +HIUE—IER AN AR (FFDP)/
Q T ""IHR AMNG A BT iR (FFDK)

faipa H

RGO PR ERERE R (FRE (T21) » BEEERE (T18) ~ Bl
FIE (T13) ~ 21 R ERaBMEATE (M21) ~ 18 St O B A ieE (M18)
13 SR EEIE (M13)) ~ MELEREE (BWRE (45,X) =
X FOAHEREREE (47, XXX) ~ FIARIERFEE (47, XXY) ~ 47.XYY JEEEE)
PURGING Bl g (1p36 SRIERBEEE ~ 2q33.1 SRITEMBEEE ~ 22q11 BAAE
fEEf ~ LGS fEMREF (8q24.11-q24.21 HR5) ~ FASHEMEEE (5p15.33-p15.2
R FIRFEVNFEFIERREE (15q11.2-q13.1 825 )) AYEERTERR °

faAa A

/TRE

MUK AR INE-BCT™ & -

e e

Z>1f1 10 mL

i eAZes

TRASIRIEIS 2-8°C  ARHSAEUIEETR 96 /NIFIN » FERFARASHIE (o 1% 7SS M AE Y
2 Bt (-20°C)

IR

2-8°C | 2y i 2k

falpss

[llumina NextSeq500/550

JR

REEVTFEEL > ZmAF R AT T nT iSRG Ry DNA &al > HEHAGR#IK
ImAE P AR SLFEE DNA S84y 5 2 EERE DNA #Y 5-30% - [NIE > JER AN
et et (NIPT) Sl i 2 dm As ki B mAE hpras
AR5 DNA BaH > FI T — U Rdio R AL V& SRER A T 7R HE T o0
AlEffERG A = R R R AR R E N (FRE (T21) » ZEER
fiE (T18) ~ ERFEAE (T13) ~ 21 Szt aa B EARE (M21) ~ 18 St tifi
BEEAE (M18) I 13 SRALEAG B EAAE (M13)) ~ MR EOARRE (B9
FE ~ = X HLEBHEGERE ~ FIMIERFE ~ 47.XYY EMEEE) > LUK 3Mb
PLERUING BefRR 2, (1p36 GRISIEMERE ~ 2933.1 GRICIEMERT ~ 22q11 &R
SIEEEE - LGS EMREE ~ SHOCREREERUREE/NERORE(EE ) Rl -

S [

5521~ 18 ~ 13 SR t0fe Z (HAE-3~+3 Zfi] -
A EEE P R H B e B R B RS it B R s MG 2E -

IR

10 fETAEXK -

RS %

IEH NI EA 23 # > 3t 46 fiettole > iV H B A R -

{ERGHL I RE SR AR R ~ WP Rl - DUEERIE R - R HE e Aasdiie 2
H—{REE 21 SR CBGRTEL - MHAN R RAVIG R iR E n > EAEE
HERIE (RS 18 e ufe ) MR EIE (2 —R5 13 5edle )
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e R REEE - A REFESR - BRI - FIRINE S EEER
WEARREE - EvORRE ABURFERZE S —RE D —FRIELERE - 5
FE IR TG o A RS - B RAVABANVE ~ = X JYOiSEsR
B~ FIMIERFEUEE ~ 47, XYY EMREE © S/ N7 B s B EUR RN R —
e RS A IR B R AVEERE - bR B sE s THEDL E 2 B - H
F BN AR As i A P O R A 1p36 GhRICTEERT -
2q33.1 GRIEERE ~ 22q11 BAESERERE - LGS FEMREE ~ SHOSIEERFAIR L/
INFERUFIE R

NIPT £550i{55 F NGS (next generation sequencing ) FEgsbb B 48 ETTHYBE
KW P A& R » A ARFRFENGA T7E e 7 2 T I - A HL oy PRl % -
REHIN4E - TR AERFSE A EEM Y ERsHY R B H B - DL
MRAEET T R E SRS AR AY DNA | BE e aEEis © &1z - FIA
iR UER IR R SRS iR DNA &8 » E& 0 Fillsmiss iyt
FRREMEREV R -

st

AR AN EERREEE o

e R G IR R Z ERSATE -

@) QF """ IER AR A EREETR(FFDW)
1Q & " =+ /\G—IFR AR A R EIR(FFDM)

=R R R (R (T21)  BEERRE (TI8) - B
[ (T13)~ 21 S BEARE (M21)~ 18 SRum s Bl (R (M18)
113 SRR A (M13)) « Mep@BsEd (EWEE (45,X) - =
X SRR (47, XXX ATHIERER R (47, XXY )~ 47,XYY il -
48 XXXX FERRE ) BUINA E¥de (1p36 BEACHEIRRE - 2933.1 B ERE -
22q11 BRAHEIRRE - LGS fEERE (8q24.11-q24.21 H12% ) ~ SRR
(5p15.33-pl5.2 Bz ) RIF(E/NFERFIRERE (15q11.2-q13.1 5:28)) ~ %

PSR | o B R (7 S (8 - 8 SRR A O SRt
B 14 SR (B (AR © 10 S = (B8 - 20 LA EAA A - 22
SRR A 21 SR ELAEAS 20 SRR ELAA) LK >10Mb
F S B(CNV) 3 (1p B BEAE RS - 2q B0/ RRE - 3p25—pter
BT IREE ~ 421 q3] BURREIREE - 6q 05 HUREIREE - 8p HSMECR:
[EE ~ 8p HSH IR IERE « Op H5YBENEIEE - 10p HSHIERIREIERE < 11q
HOERRE - 11q BOAHERIEEE - 16p MO/ ERIEREE - 18p M50k
SEAERRE - 20p B IR EDFE G -

BRI e © s s R -BCT™ 4 -

/R R
R | 2 10mL
BT | WL TE: 2-8°C - BB LEUCHETR 96 1N - M BB L2y SR e
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R (-20°C)

IR

2-8°C | /2y i 2k

falRias

[Mlumina NextSeq500/550

JFE

HRBHFIEiEH - ARG T TR SIEIA 5240 DNA 22 - H SRR
A S8 DNA 2 84905 23558 DNA 19 5-30% « FRIL » SR AL
Ha SRR (NIPT) 55 B AR A ARARITL - SHELAE e F &7
(IR DNA 2R » R — (R R R A R T A (T 0T
ATERRAG SR = AR R R R (R (T21) B2
i (TI8) ~ EMIEAE (T13)- 21 PR uipaiE (M21) 18 Sefeaf
B (MI8) I 13 PR up i (M13)) - M @R (a4
PO~ = X LR - FIMIERIECRE - 47.XYY fEERE - 48.XXXX i
[BEBE) ~ 3Mb UL BN BXBEELE (1p36 BRCEIRRE - 2q33.1 BROCIER
B~ 22q11 BRACEIRERE - LGS i RE L IRRERI R (/LR IR )
e = BB T (7 SR R TR 8 YRR T R L O SR
S 14 SR R - 10 YRR T R 20 SR = (A
20 SR = (A 21 SRR - 22 SR B () - LUR>10MD
F EEEB(CNV)E#(1p S4B AEIRRE - 2q HTBURIERREE - 3p25—pter
BRATEIRES 4021031 BRRTERREE - 60 M5 BRASEIREE  8p B HRSCE
BEBE ~ 8p M5 RE - Op B4 MRBNENRRE - 10p M5 HRASERRE - 11q
HSY BRI © 11q S5 BRI - 16p A BBUIEIRES - 18p M5k
SRSTEIERE ~ 20p SRR 2 A -

S

521~ 18 ~ 13 GRALEHEG Z (HIE-3~+3 Zfd] -
FLAREEE P R B PR e R R B Raly i fen R (R R BRI G B

IR

10 fETAEXK -

IEH A S 23 B 3t 46 Rt - JLOAerVE H SR A IR

(ERSL AT RESS AR R ~ WP R » DU EE BB > 2 e S Ae A2
{6 21 SR OGRS HAt B AV R R R A > B R E
FE (B —FRS 18 SRt tlie) MIEMREE (S H—FRE 13 9t
& R RERERE - A RFFESE - B - RRINEINIZ EHas Bl
PEIRET - FIM e =R/ B s hE R ORRY - KB/
R 2 —fRel b — A s - M Cie R BRI 2 — el b —
MRS ERG - B BB Mk e - B RIVEBWIRE » =
X ZORSERRE ~ FIMIERFIE ~ 47.XYY JEMEET - N7 Bt R H

EURIR N B — B G A A BOBRHVIEREE - IER Bl Ret e 18I 2
EZEN - BRIV ARG R AT - F RRRA 1p36
TROSIEMERT ~ 2933.1 GRISIEMRRE ~ 22q11 SRICIEREF ~ LGS fEMES - F48
TEMEEERD KA/ NPERFIE (RS - >10Mb H R EH(CNV) B H 20w H N B A
AL B BUEE A - Hp IS AEN B B A E HI R B/ B AR A NI
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B EF Bk ER - B i/ ERE R R IR AR BB BB
& - BRelEmE - 1T AR NE S -

NIPT £50i{55 F NGS (next generation sequencing ) FEgsbb S48 ETTHYBE

KW PR3 &R » A ARFFENGA T7E e 7 A T I - A HL o PRl % -
REHINLE - TR AFERFSE A EEM Y ERsHY TR B H B - LI
et = o R E FYERS SRR DNA | B Safs 5 &k » FIH

iR UER IR R SRS iR DNA &8 > EF M Fillsmisks Ayt

FRREMEREV R -

st

AR AN EERREEE o

el IR SRR Z ERSATE -

() FEREREREFERFFA)

RGOSR R EREE R (EFRE (T21) » BEEERE (T18) ~ Bl

WEIEE | [ (TI3) - 21 Sl EE i (M21) - 18 SEd oMb LA (M18)
R 13 SR e (MI13)) (NG -

ANy )

**%*g 0T+ 7B BB 5 -BCT™ & -

WA | 2o 10 mL

g | PRGREER 2-5°C - FRLEEUCIRE 96 /NS - NG WA L ST,
R (-20°C) -

R | 2-8°C [ ST -

fab#EsS | Nlumina NextSeq2000
FRETTZEI - 2R T H WS 50 DNA 7000, - FL AR
AEEH RS DNA 524905 % 5558k DNA 1] 5-30% - B + 56 AT
B ST IR (NIPT) HeiEIZR TR + B P &7

B | B9S2 DNA B - R — (R PR A R T 0

T L = AR R B (R (T21) - ERSEE
i (TI8)~ EHIERE (TI3) - 21 SRGMmEmE (M21) - 18 SAee
B (MI8) 13 SEAEAEAME (M13)) 2k -

SR 521~ 18~ 13 gEdvage 7 [EfE-5~+3.5 7] -
ST e P B ST S S M 5 -

SR | 10 [E R -
T )R EE 23 B 3 46 R Rl « R S 7 -
(EIRh FTAE 2 U~ W R - DUBFECIE A AR U %

BERCE | SR 21 SR ML - T L AR S R -

FEE (RS 18 SRl ) MIEFMERE (2 H—FREE 13 ST EEe )
& IR REERE - A RFFESE - BelY - FRINEII X s B
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IR o NIPT fafll{EF NGS (next generation sequencing ) f#sth
WO BERAZEE P 5 &R - FI ARG T E i 07 sCE TR
RE PR - BEIN4R - BRI EFSE - @%ﬁ(ﬁfﬁ@%ﬁﬁﬁﬂjﬁﬁi
HEGRR - LIRS 730 o iR E S e iR DNA | B
I iz A EsUER T RIS B G DNA 25 - ﬁ%bﬂ:
AR s A G PR S RSV R -

st

AR AN EERREEE o

e R SRR Z ERSATE -

(6) Q FHIFRAMME HACRER(FFAO)

RGOSR R EREE R (EFRE (T21) » BEEERE (T18) ~ Bl
FJE (T13)~ 21 SR ORGSR AGE (M21) - 185)€*@%*E€{ﬁ%“*f(M18)
I 13 ez ORgEERRE (M13)) ~ MRty (BWRE (45, X))~ =
X FOAHEREF (47, XXX~ PIRIERFEE (47, XXY )~ 47.XYY fEREF) »

WEHE | LR OBIREERE (| SO - 2 SR - 3 SREim - 4 3
- U 6 A THAG S 9 M
L0 BEAEAE - 11 B - 12 SREM - 14 B - 15 SR -
B« 17 B 19 B 20 B« 22 B 10
BiAHS -
A i ST
e | e R E-BCT™ i ¢
WA | i 10mL
g | PRGREER 2-5°C - FRLEEUCIRE 96 /NS - NG WA L ST,
SR (20°C)
AR | 2-8°C 2R
fab#EsS | Nlumina NextSeq2000
ARG - ARSI e BARI 0] DNA st - ORI
sst ST DNA 25405 555388 DNA 1) 5-30% - BREE  FEIZ AL
JRGIAA NPT FER BRI - B35
{9865 DNA 2630 » U —ROEFRRE IR 92T 1A T 1
SRS A = AR R MRS (HEEGE (T21) AR
| (TIS) - EMGEE (T13) - 21 SR EMELERE (M21) - 18 i

HAEEEE (M18) A1 13 SR AS BRAEASE (M13)) ~ MR RS (IE4N
[UIE ~ = X ZYEOfHEEERE T—‘WF%EHEEJ* 47 XYY JEMEEE ) » DU ERE
JREEfERS L, (1 SRIYEEE - 2 9L Cug ~ 3 9y tug - 4 9RvEe - 5 9%
JLEEg ~ 6 JEALEEE 7 5?*@5— 8 SRAVEaRG - 9 SEAYEERG - 10 ﬁﬂﬁﬁéﬁﬁ
11 5FHL g ~ 12 R4 0ES - 14 9744 g ~ 15 SRLEE8 - 16 9RvEie
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FEA RS ~ 19 R RS ~ 20 HTALEORG - 22 HRAvERs) 2 -

211813 %Jﬁ%j%@‘ﬁ‘“ Z {HAE-5~+3.5 ZfH]
ﬁf’@‘ﬁﬁ*@ﬁ* (35 21 ~ 18 ~ 13 G Efa 20 KM thia Z (BAE-5~+5 Z[H
FLAREEE P R H *?%@%ﬁ%*é%ﬁ*ﬂﬂ S PR R (B R b AN 22

10 fETAEXK -

IEE NS A 23 # 3 46 (REYEOHE - ZAEORERYE H SR A B
(EAS R FTRE S A B ~ WP RN » DUBIIE RG] - 2 Ha ARt
H—0REE 21 SREALEAGATEL - MHME RAVie AR R T RN - B EE
FELE (ZZH—FREE 18 53 CRS ) MERIE (2 H—FRE 13 SRR ) -
tE LB e - A REFER - KERP - FRIMNEZ Has E R
WERRER - BRI/ HERE hFEARNORERYE - HEURA
R —re/ D —REEH RS - MR E HEURIR l%%—ﬂfjw‘
FRIEZYEOEE - BRI/ FEE MR RS » IF RAVAEBEANE ~ =
X FEERHEERE ~ MIMIERICEE ~ 47.XYY fEMERT -
NIPT f@ {5 B NGS (next generation sequencing ) 5 gsEE ¥ 48 EE T AVEE
KW &R » A ARFENG A T 7E Fr T 2 T - ALy PRl -
FETIn4E - ﬁ%ﬁﬁx Eilsg AN H%fﬁﬁlxéﬁ—lﬁ@&fﬁ%ﬁlﬁj@@? HLLUE

AT AT R E A AR AR DNAHE EAEL &% FIH
iR VER IR A ELIR AR DNA & Feti EHPR ﬁ/u%/j}é’%@

IR ISR, -

fhist

PR LR E S

S R SR ZERBFTE -

(7) Q& "“IER AN R ERE R (FFAK)

RGO PR ERERE R (FRE (T21) » BEEERE (T18) ~ Bl
FJE (T13)~ 21 SR ERa BAERDE (M21) ~ 18 S (hfe B AE (M18)
HI 13 ezt ORg B EIRE (M13)) ~ MRty (BWRE (45, X))~ =
X FOAHERREE (47, XXX~ FIMIERFE (47, XXY )~ 47.XYY EMREF
48 XXXX EMEE )~ Sl INF Bk (1p36 BRISIEMRRT ~ 2933.1 BRASEREET »
22q11 SRISERBEEE ~ LGS fEREE (8q24.11-24.21 %) ~ FASSEREF

BERRE | (5p15.33-p152 Bk ) FIFAELNIERAIRIERE (15q112-q13.1 BE4)) - L)
PR A L (1 ROl | 2 BELEEAN | 3 RN | 4%%@
B L5 BEULEEA | 6 BELEES | 7 SRR 8 BELEAS | O SRR |
BEEEEE L 1] SRLEAR 12 SRR 14 SRR - 15 YR m%
SefEBE 17 SRR 19 SR EEE « 20 SELOAE | 20 SRR ) HUEERT
Gk -

BRI | (0% ¢ RR0 B R -BCT™ % -
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/TRE

e et

2 1f1 10 mL

i eAZes

TRASIRIEIS 2-8°C  ARHSAEUIEETR 96 /NIFIN » FERFARASHIE (o2 7SS M AE Y
2 Bt (-20°C)

LRI

2-8°C 2y 2K

falpss

[llumina NextSeq2000

JR

ffFész?’ﬁﬂ%TEu% » g AR P AT A M 2 0HG 52 DNA &5l - HEHSRFR
AErPha Sl DNA &84 G 2 H0EE DNA §Y 5-30% - [NIE > FRR A
H‘*FE*@E‘“M/EJ (NIPT) it i il ARk T - S E A P& A
YR 5t DNA E&R > A — (U8 FrRdio A A V& ahER iy 7 R AT 73 AT
A Effghe B =R ORISR R AR R E N (BRIE (T21) » R
E (T18) ~ ERFIRAE (T13) ~ 21 S OigBEEIE (M21) ~ 18 s tifs
““'%E‘“*F (MI18) AT 13 et BMEAGE (M13)) ~ MeRtie s (&9
FE ~ = X ZLOREBEE ~ FIMIERAREE ~ 47.XYY JEMREE » 48, XXXXE
11%%%)%)&*@%*%*%%%5% (1 9RFt0EG ~ 2 088 ~ 3 IRt Eis
4 SRAL ARG - S S EAG - 6 S A T A - 8 S 9
BG 10 SRAVEHT ~ 11 SRLEAT - 12 SRAVEAS - 14 9RL 0 - 15 SRVEAS
16 SRS ~ 17 9 tfa ~ 19 St ~ 20 T2 miE - 22 9 te)
LURe 3 Mb LLERS/INR ERfOR e (1p36 BRICIEMRES ~ 2933.1 SRIEBEE -
22q11 BRIAEMREE ~ LGS EMRERRT ~ SMSEEEFRIR /N RFIEREEE ) 2
JE\fz -

S [

521 ~ 13 SRALEES Z [HAE-5~+3.5 Z[H

5 18 SR ORS Z (HAE-5~+4.5 2/ -

HAASALEAG(E 21~ 18~ 13 SR OAS 2 IN) AL Bl Z (HAE-5~+5 2] -
A EEE P R H B e B R B AR it R R s MG 2 -

PR R

10 {E TIER -

IEH NI EA 23 # > 3t 46 fiektole > iV H B EE -
{ERGHL AT RESS AR S ~ WP o » DAREERE R > 2 Hi Ae S AG4RE %
H—{REE 21 SRR EL - MHAN R RAVIG RA e RE n > B ER
HERAE (B RS 18 e tfe) MIERMEIE (S —FRE 13 sl )
e R L REIERE - A R HESE - BRI - RIRINERIZ s By
WEeREY - MO =i/ B R E HhFE R Oy - HEUHR
R 2 — ke —RAS G - MLl F B B0 IR l%%ﬂﬂ#ﬂ’)
R RS - BB BB T M e - e REVAEWRIE » =
X A EOAHEREE ~ PIMIERFE ~ 47.XYY FEMREE - Sl A Bt 2 H
FORIFEA Ry — B BB A iR BRI HTRERERE - IER B rTRe a1 8 DL
F 2RI BR BOR/N ARG A misie BT EN > F RN A 1p36
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TAOEERT ~ 2933.1 SRISIEMERE ~ 22q11 BAOEERE ~ LGS fEfERE - 315
TEMEEEAIR (/N R R -

NIPT £50i{55 F NGS (next generation sequencing ) FEgsbb S48 ETTHYBE
KW PR3 &R » A ARFFENGA T7E e 7 A T I - A HL o PRl % -
REHINLE - TR AFERFSE A EEM Y ERsHY TR B H B - LI
et = o R E FYERS SRR DNA | B Safs 5 &k » FIH
iR UER IR R SRS iR DNA &8 > EF M Fillsmisks Ayt
FRREMEREV R -

st

AR ENT FEifRE R E

el IR SRR Z ERSATE -

®) Q F V" IR ARG A AR (FFAW)

RGOSR R EREE R (EFRE (T21) » BEEERE (T18) ~ Bl
FIE (T13) ~ 21 R ERaBMEATE (M21) ~ 18 St A B A ieE (M18)
HI 13 ezt ORg B ERRE (M13)) ~ MRty (BWRE (45, X))~ =
X FOAHERREE (47, XXX~ FIMIERFE (47, XXY )~ 47, XYY EREF
48 XXXX EMEEE ) ~ Sl INF Behok (1p36 BRISIEMRRT ~ 2933.1 BRAEREET »
22q11 SRISERBEEE ~ LGS fEREE (8q24.11-24.21 ) ~ FASSEREF

WERAE | (5p15.33p15.2 Bk ) R MIERLRIREBEEE (15q11.2-q13.1 B4 ) ~
(PRI AL (1 P - 2 B 3 B - 4 B - S
BESEEEE | 6 SRR | 7 R « 8 BRLOEE | O SRR | 10 SR
%ﬁ 11 SRl 12 SR Eafs - 14 SRRl « 15 SErol - 16 Phurof -
17 SR fa il « 19 BELEE « 20 SELELAN - 22 SRR ) » DUE>10Mb H
EXEH(CNV) & E Y ERTER e -

A TR LoE T

**jfﬁj T+ 7B BB 5 -BCT™ & -

BT | 22/ 10 mL

oty | PRIRTER 2.8°C < MRIBTENCR(R 96 /NP » RS WA (853 Rt
S REETT (-20°C) -

M | 2-8°C T AL -

fab#EsS | Nlumina NextSeq2000
FEEZEIS - SR AFRIAE T ERA 54 DNA 7T, > L EHIAFIR
1A AR DNA 2 849005 %3078 DNA 1Y 5-30% - BRI - JEE AN

| TERAREHRN (NIPT) HBBRCARHRIL - B PAT & %

AR5 DNA BaH > F T — UE FrRdio R AL P & sRERH Y T 7R HE T o0
A Enfghe A RS ORI R AR R R (FRIE (T21) » BfEER
iE (T18) ~ EFERE (T13) ~ 21 SRS B EASIE (M21) ~ 18 SR (AT
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BfEAE (M18) 1 13 sz Oig B EE (M13)) ~ MEEmia By (B
FE ~ = X ZLOREBEE ~ FIMIERARE ~ 47.XYY JEMREE » 48, XXXXE
BB ) ~ 3 Mb DLERVINR Btk B (1p36 SRISIEMREE ~ 2933.1 BRAIE
B~ 22q11 SROCIEMRES - LGS JEMRES  MOUERREF AR GE /N ECRIE (5EE ) ~
FORRTERERRRE (1 9 Eis - 2 SR Eis 3 B mis - 4 9
5 SRALEEG ~ 6 SRS - 7 SRAYEAG - 8 SRALEEAG - 9 FRALEEG - 10 SR
s - 11 50 ~ 12 5 0ae ~ 14 5000 -~ 15 5 0be - 16 5t
A~ 17 PO 19 9t - 20 SRS - 22 s tis) - LUk>10Mb
i BCERB(CNV) U 2 g -

S H

5521 ~ 13 SR OES Z [HAE-5~+3.5 Z[H -

= 18 S Ofs Z (HAE-5~+4.5 2/ -

HATASAEAG (R 21~ 18~ 13 RO 2 I M Cufie Z {HAE-5~+5 ZfH] -
HoA G E PRl B R (G Ry B AGHT S T MR E R RIS -

PR R

10 {E TAER -

IEE NS A 23 # 3 46 (REVEOEE - ZAEORERVE H SR A B

(EAS R FTRE S AR B ~ WP RN » DUBIIE RG] - 2 i i ARt
H—HREE 21 SR EERT s MR RAVIE A OSSR E N - B ERE
FUE (MRS 18 5L tig) MEMIE (M —FRE 13 508 )
tE LB R - A REFER - RERP - FIRIMNEZ HasE R
WERRER - BRI/ HERE FERRORERYE - HEURA
REZ—re/ D —REEF RS - MR R E HEURERE S — R —
FRIEZYEOEE - ECE BN/ FEE T MR RS » IF RAVAEBEE ~ =
X FLEBSTE(RE - MIMIERFIGE ~ 47.XYY fEMERF o /N BRit R S H

B IRR B—E YRS A TR BOERAVEERE - TR BErTse e a T EUE LA
2 ER BRI A B I ORI TR - F RUERAE 1p36
BRICTEMERE ~ 2933.1 GRACHE(ERE ~ 22q11 BAFEEEE - LGS fEERE ~ H5S
TEEEERI R/ NEEE R E RS - >10Mb ) BYE#(CNV)E 1 205 R B H
EEIL RSB R BB - HR B I IR B B AR B R %/ B AR Y R INFL
BN H R BORERER - R EEE R N R R EER B
& ~ FRElERE - 1T ARERRSMNELE -

NIPT f@ {5 B NGS (next generation sequencing ) F5gsEE ¥ 48 EE T AVEE

KW &R » A ARFEG A T 7E Fr 07 s T - Ay PRl -
FETINAE - STEHEAEPIE - AEEM Y EIERY TR H SRR - HLE
MR&EET 70 R E SRS SRAY DNA | BEE SRR © &g FIA

e VER IR ARG PR DNA &8 » B HIUER RSO

IFEEME RSV -

st

AR AN EERREEE o

el R SRR Z ERSATE -
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3. HAMUERIEIR:

REEZTHEAUE AR (FFD) ~ Q BIEE AR R E R iR (FFDO) ~ Q 7

TruE—IHE AR A ERERR(FFDP) ~ Q 8 ™ =1+ /\&—JHE At 7

FLEREER(FFDM) ~ Q 2 "' JHE A MR A EREEifR(FFDK) ~ Q 7 V'™ JR{%

ARG g Eita(FFDW) ~ BERJEX IAUEFEifR(FFA) ~ Q EIER AN

SEALEREEIR(FFAO) ~ Q B "™ JEE A MRS AL (B8R fR (FFAKORI Q 2 Y™

FER ARG R A C G ARt (FFAW) R HITE H

(1) EpEEEE:
a. TG EEUR- NS 96 /NS - BEIN 2-8°CLRAF ©
b, HEIXERET WO ANENEGZSESR - BeleieiEHE B NE - E
KRG TR AE 2-8°C MEIR /2% -
c. EEREAEBERMNE-BCT™ME » HASGEEEHT -
(2) [FEELEFFRENRFLERE

a. FEABTRERERTE

b.  [EATEREEMIE

c. fuie EMEEA AR &R (RaSain|is ) - DIFE -

d.  AREfrfregtefedbdl ~ BIAF - 8 ~ DA - EMELE 2T -

4. tREHEW/RM
4.1 fmBafEURAL -

411 FEREXEEFEREFD) » Q HIHR AN A G ARm(FFDO) » [#
FER EAUE it (FFA)RT Q BIR R AMERG Rt Eita(FFAO) B A LA
METIEENR > AESHETT NIPT Al > EsRErTIE NIPT fgfll -

(1) E(Z)hEHE -
(2) ZHEIHGALIRED > 24 -
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3) ZHm R BT - HHRERE -
@) ZPm— R R A -
6 HEEAERE (RMETEIUERN) -
6) ZHmEESCREASEORRY -
(7)  EEREREHEEY - LREGE - B55 EHZE - BB RO R E
T FIAG SKHE -
4.1.2 Q B " UG —IHE AMERR AL B ASERIR(FFDP) ~
Q& " =+ \E—IHE AR A E R E R (FFDM) ~
Q & "IER AL A EREETIR(FFDK) ~ Q B V' JHE AR R E
FSERG(FFDW) ~ Q B "'JRE ARG S B iSERtR(FFAK)R Q 7 V'™
= AMERR A B e AR i (FFAW) B A DL ME—IEIEN - A ESH#ETT NIPT
o] - ST TIE NIPT AR
(1) ZhaEks -
(2) ZHEREIEIRED T 24 -
(3) 2P ¥ HEZ B HE Tl ~ MHIREHE -
(4) P — P Bz BRI -
(5) ZHmEAkER (BT EIUERIN) -
(6) ZPfR B R A YRS RE -
(7) EE M ERGERERY - LG - 15 B E - BB R IRE
FIfa 5E /K fE -
42 IR IFEA
42.1 BEREXREARERFEREFD) - Q IR At A CAER(FFDO) -~ Q
7 " I E—IRE AR AL E RS ET R (FFDP) ~ Q B "™ =+ /(& —
FEE ARG A ERGE R (FFDM) ~ Q B "' IR AR AL A A tR
(FFDK) ~ Q % "™ JE{z A MERa S t ASERAR(FFDW) ~ B [E L E P
EifR(FFA) ~ Q BIIEE ARG AL (B8 fR(FFAO) ~ Q B "R Al
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A AL B ERRR(FFAKORI Q B V'™ JE(= A MR 5 s e R B AR (FEAW)RgH
HHBA ME—EEN > FBEHERIILT R4l
(1) FieEfUREfr A2 -
(2 fEeHE FEEE L2 NERAER -
() AR (EREBRME-BCT™ME) SATHERN -
(4) AR SEHRE2REIRIEE N E -
(5) TmASTEEIATT -
(6) [MmAZ TR Ry R EA D -
(7) fiiim H =B SR s B 96 /N - (RimAs /A E AL & ILMHIATER
TR ERE o USRI R R R S 2ok - e i AG  E
)
(8) tRASH B BRI -
(9) MMATEFEEA R 3E -
(10) Z g R EEU NG 10 38
4.2.2 i BOFAAE - WRie A THEE » AREALRHRATHIE Z i E TIR BRI ARG
BUE A RORM: -
(1) HAR ANSEE " RESIRRE R E mAE | -
(2 HE TREGREREENE, 275 > WEFERREOURE] -
() FEFIE T REIRE R WA IR EALOIE ) palolE > EEEA
R IVADR e e

5. feAcHIHI/ER -
5.15 BERETMEAUE FFEa(FFD) ~ Q IR AR HAtCiefniR(FFDO) ~ Q
7 " I E—IRE AR AL EREE R (FFDP) ~ Q 8 "™ =+ /\&—
FER AR R EREETfR(FFDM) ~ Q ¥ "' IEE AMERs R AS AT i

(FFDK) ~ Q "' Jifz AtEfA Sl L e B ERiR(FFDW) ~ FE[IEX T
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EfR(FFA) ~ Q IR AMERG SRS ERfR(FFAO) ~ Q B " IRE Al
fa AL E R AR (FFAK)R Q B V'™ JEE AMERR St L o RS AT AR (FFAW) R BY 1L
Stipha =1 - ATEHEEE -

RS R AR
6.1 JEREXRMEFE(FFD) » B RAER S FPamiR(FFA)
(1) S EER MR B2 FEK » REL N B Gl Tl
a. 513 PEEEERE -
b. B I8 PEEOAG R -
c. B2l FOEeRE -
d. BEBERIRFEK -
6.2 QEHIFR ARG R EgEita(FFDO)
(1) SR MR B B2 K - REL N B Gl Tl
a. 513 JEEmEGRE

b. 55 18 e R -

c. EE21 gRgLthpEEE o
d. MEEpgR

e. BEBIRIIATRCK -
63 Q¥ " FIua—IkE AR LA RSERIR(FFDP) Q B " IR AR R E
fS Tt (FFDK)
(1) S EER MRS B2 /K - REL N B gl Tl
a. 55 13 SR EGRE -
b. 55 18 JRAEAG R -
c. 21 FE e -
d. PRI OaeR
e. PUINA BB
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f. BERIRTRK -
6.4 QE " =+ &I AN AL ERSE R(FFDM)/ Q B V'™ JR{Z A MERG 5o%
ORGETfR(FFDW)
() ERlEE RN Rk & Bl 2 oK » REfL A B G TIE
a. 5 13 SR BE R o
b. 5 18 Ry G R -
c. =521 FRALEFETEE o
d. MRS S
e. fUNR BERRLERE -
f. e =R R
g. >10Mb i ERE#(CNV) R
h. BEEERIRTRK -
6.5 QEIRZ AMEHG R4 E A iR(FFAO)
(1) ERHGERN TR B Z K - ARAL A ST

Hﬂ

13 5JJ€7|<@ % °
b. 5 18 GRS -

c. 521 RS EE -
d. PEFLEORGRE -
O R ER R -
BRI -
6.6 Q7 "I AMER SRS ET R (FFAK)
(1) EfMERN T EURE R 2K - ARA AN S GETE
13 SRl AR -
b. 55 18 S OfG R
5 21 S OEGRE -

d. PEFLEORGRE -

Hﬂ

o

=H

aﬂ}

Hﬂ
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c.

f.

g.

FEpG IR e R
Pl Bt oR B
BRHTRIIART K -

6.7 QB V' KR AMERE A (B ET AR (FFAW)

(1

a.

b.

=

ETREERAT N ER S BB 2 7oK > AREL A B e Tl
= 13 SR hie R -
5 18 SR OAGRE -

= 21 SO R

ARG
PV Bt B -
ORI G R

>10Mb J5 EEEH(CNV)
BHTRIIART K -

7. RREEORTF

7.1 FEREXREACEFERFED) ~ Q HIHR AN A EiGARR(FFDO) ~ Q
T P L a—IER AR A EREET R (FFDP) ~ Q B " =+ /\&—
JHE AR A ERERR(FFDM) ~ Q B "' IR AV A E R i
(FFDK) ~ Q 2 V' JE2 A MR il JL B ARt (FFDW) ~ REIE R HAE
EffR(FFA) ~ Q BIEE AMEAA AL EREERFR(FFAO) ~ Q B "' IER ALK
fa AL E R E R (FFAK)RT Q B V'™ JEE A AR i AL BB ERIR(FFAW) & RRASTE
WiEETR 96 /INEFN - et Lo & o SR I /2 AR 7 (-20°C)

8. IpReR/HTTEERS ~ URFEFRE R ARSI -
8.1 RERAECHEFRIEFFARIRIFFD) - Q BEFE(R ARG A EMEFIR(FFDO) - Q
B P TR AR A CL AR IR(FFDP) - Q B P =4/ —
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10.

I AMERG LA RS ERAR(FFDM) ~ Q BT "' JR{2 A LR L S R
(FFDK) ~ Q ¥ V' JE{z A MERG SR L fS AR (FFDW) ~ R EXHEUE

ER(FFA) ~ Q EIEZ AMEHE AL RSt (FFAO) ~ Q 8 " IHE At

A Fl AL B AR AR (FFAKORI Q B V'™ JR= AMERG 5L B BS ERlGR(FFAW)

(1) T4&/FR3TEESE  (02) 27951777 /f8E : (02) 2795-5627

(2) Wi« E—20E75 9:00~18:00

(3) TEERFR - B—= i 9:00~18:00

SHERR
9.1 WA NF A& -2 R — Rl

9.2 NIPT 4HNEIREEAEEZERAR — BB

b -

10.1

FEE2REER T (QF), BRI
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1. HIE:

s BN B AL e 0 PR A SR ot 38 pe e e B A al] > S e N B i A (0
PRAFIA R HANE PR Zhabala H - Rl H R 2R A2 DR -
HFHISEBOR © FEwE - &ERE - DA
By anE HAE -
() HEEENMETIZ N -
(2) sEEEREEHE > EIE TN B AT B A R R A
() HFEZEVHT | KNG BVEHE A Da i E 290 2 HE(F -
(4) EER=ENE G E S H 2R E KPLEDR -
(5) SIMEPRRAZ MR RS KPTEK
Dt S BTN B R P E R B 2 FR A R B AR S (L

(6) EE=E

(7) NEEFESHNSNEREE | SREL o8 Uik 5
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2. fRERTH H A mAs N EARE

(1) ZRIRZE AR

felpH H

el Nl SE B A~ R A5 T A 207 4 (Pathogenic/Likely
Pathogenic)% 2
TAAE e~ F- Azl 25 AL A

AAAS~ABCA12~ABCA4 -~ ABCBI11 - ABCB4 ~ ABCC6 ~ ABCC8 ~ ABCDI -~
ACAD9 ~ ACADM ~ ACADS ~ ACADSB - ACADVL ~ ACAT1 -~ ACOX1 -~
ACSF3 ~ ADA ~ ADAMTS2 ~ ADGRGI ~ AGA -~ AGL -~ AGPS ~ AGXT -~
AIRE ~ ALDH3A2 ~ ALDH7A1 -~ ALDOB ~ ALG6 ~ ALMSI1 ~ ALPL - AMH -~
AMHR2 ~ AMT ~ AP1S1~AQP2~ AR~ ARGI1 - ARSA - ARSB ~ ASL ~ ASNS -
ASPA ~ ASS1 ~ ATM -~ ATP6V1BI1 ~ ATP7A ~ ATP7B -~ ATP8B1 ~ ATRX ~
BBS1-BBS10~BBS12-~BBS2~BBS4-BBS9~ BCHE - BCKDHA ~ BCKDHB ~
BCS1L ~ BLM ~ BRIP1 ~ BSND ~ BTD ~ BTK - CANT1 ~ CAPN3 ~ CASQ2 -~
CBS ~ CC2D1A ~ CDH23 ~ CEP290 ~ CERKL -~ CFTR ~ CHM ~ CHRNE -~
CHRNG ~ CIITA ~ CLN3 ~ CLN5 ~ CLN6 ~ CLNS8 ~ CLRN1 ~ CNGA3 - CNGB3 ~
COL11A2~COL4A3~COL4A4~COL4AS5~COL7A1~CPS1~CPTIA~CPT2~
CRB1~CTNS-~CTSC-CTSD~CTSK~CYBA-~CYBB-CYP11B1~CYP11B2 -~
CYP17A1 ~ CYP19A1 ~ CYPIBI1 ~ CYP21A2 ~ CYP27A1 - CYP27B1 ~ DBT -~
DCLREI1C ~ DDB2 ~ DHCR7 ~ DHDDS ~ DKC1 ~ DLD ~ DMD -~ DNAHS5 -~
DNAII ~ DNAI2 - DNALI1~DOK7~DPYD-DYSF - EDA - EDAR -~ EIF2AK3 ~
EIF2B5 ~ IKBKAP ~ EMD ~ ERCC2 ~ ERCC3 ~ ERCC4 ~ ERCC5 ~ ERCC6 ~
ERCCS8~ESCO2~ETFA ~ETFB~ETFDH - ETHE1 ~EVC-~EVC2~ EXOSC3 ~
EYS ~ F11 ~ F2 ~ F8 ~ F9 ~ FAH ~ FAMI161A ~ FANCA ~ FANCC ~ FANCG -~
FH - FKRP -~ FKTN ~ G6PC -~ G6PD ~ GAA ~ GALC ~ GALE ~ GALK1 ~ GALNS ~
GALNT3 ~ GALT ~ GAMT -~ GBA ~ GBE1 ~ GCDH -~ GCHI1 ~ GDFS5 ~ GFM1 -~
GHI1 ~ GHRHR ~ GJB1 ~ GJB2 ~ GJB3 ~ GJB6 ~ GLA ~ GLB1 - GLDC -~ GLEI -~
GNE - GNPTAB - GNPTG - GNS ~ GORAB - GP1BA - GP1BB ~ GP9 - GRHPR -
GUCY2D ~ GUSB - HADHA - HADHB ~ HAX1 - HBA1 - HBA2 -~ HBB -~
HEXA - HEXB ~ HFE ~ HFE2 - HGD - HGSNAT -~ HLCS - HMGCL - HMOX1 -~
HOGAT1 ~ HPD ~ HPS1 ~ HPS3 ~ HPS4 - HSD17B3 ~ HSD17B4 ~ HSD3B2 -~
HYLS1 ~ IDS ~ IDUA ~ IL2RG ~ ITGB3 ~ IVD ~ KCNIJ11 - LAMA2 ~ LAMA3 -~
LAMB3 - LAMC2 ~ LCAS5 ~ LDLR ~ LDLRAPI ~ LHCGR -~ LIFR ~ LIPA -~
LIPH ~ LOXHDI1 ~ LPL ~ LRPPRC ~ LYST - MAN2BI1 ~ MATI1A - 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 ~ MYOI15A ~ MYO7A ~ NAGLU ~ NAGS ~ NBN » NDRGI1 - NDUFAFS5 -~
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NDUFS4 - NDUFS6 ~ NEB ~ NEU1 ~NLRP7~NPC1 ~NPC2 - NPHP1 ~ NPHS1 ~
NPHS2 ~ NROBI1 » NR2E3 ~ NTRKI1 ~ OAT » OCRL ~ OPA3 ~ OTC -~ PAH -
PANK2 ~ PC ~ PCCA -~ PCCB ~ PCDH15 ~ PDHALI ~ PDHB ~ PEPD - PET100 -
PEXI1 -~ PEX10 ~ PEX12 ~ PEX2 ~ PEX6 » PEX7 ~ PFKM ~ PHGDH - PIGN -~
PKHD1 ~ PLA2G6 ~ PMM2 ~ PNPO - POLG -~ POLH - POMGNT]1 -~ POR -~
PPT1 ~ PREPL ~ PROP1 ~ PRPS1 ~ PSAP - PTS - PUSI ~ PYGM ~ RAB23 -
RAG1 ~ RAG2 ~ RAPSN ~ RARS2 ~ RDH12 ~ RLBP1 * RMRP » RNASEH2C -
RPE65 ~ RPGRIPIL ~ RS1 ~ RTEL1 ~ SACS ~ SAMD9  SAMHDI1 - SBDS -
SEPSECS - SERPINAI ~ SGCA ~ SGCB - SGCD ~ SGCG ~ SGSH ~ SLCI12A3 -
SLC12A6 ~ SLC17AS5 ~ SLC19A2 ~ SLC22A5 ~ SLC25A13 ~ SLC25A15 ~
SLC25A20 ~ SLC26A2 ~ SLC26A3 ~ SLC26A4 ~ SLC35A3 ~ SLC37A4 ~
SLC39A4 ~ SLC3A1 ~ SLC45A2 ~ SLC4A1l1 ~ SLC6A8 ~ SLC7A7 ~ SLC7A9 ~
SMARCALI ~ SMNI1 » SMPDI ~ SRD5A2 ~ ST3GALS ~ STAR ~ STRC -~
SUCLA2 ~ SUMF1 - SURF1 ~ TAT - TCIRGI ~ TECPR2 ~ TFR2 ~ TGM1 -~
TH-TMC1 ~ TMEM216 ~ TPO ~ TPP1 » TREX1 ~ TRIM32 ~ TRIM37 ~ TRMU -~
TSENS54 ~ TSFM ~ TSHB ~ TSHR ~ TTC37 ~ TTN ~ TTPA ~ TYMP ~ TYR ~
TYRP1 ~ UGTI1A1 ~ UPB1 ~ USHI1C ~ USH2A -~ VPS13A ~ VPS13B ~ VPS45 -
VPS53 ~ VRKI ~ VSX2 - VWF ~ WAS ~ WISP3 - WNT10A - WRN -~ XPA -
XPC ~ ZFYVE26

FEREAE P &t EE &
FMRI1 £ CGG E & Bl B MR N iR HI(OTOF ¢.5098G>C Kt
MTRNRI (12s rRNA) m.1555A>G) ~ B/NEZE N2 RTD)ERAfEHI(AGT
.857-619_1269+243delinsTTGCCTTGC) ~ SMN1 k. SMN2 EL[R ]
(Real-time PCR)

e 115% 5 T T4 EDTA Sostiifsl= e L Amseming: -
/EREE
TG AeTE 282l > & 2~3 mL A H/DF 2 mL
fRRe R T fRReREFHY 2-8°C -
LRI 2-8°C MR A2 el 2
Thermo Ion S5
- LightCycler 480 Real time PCR Instrument
L ABI 3500 Genetic Analyzer B ABI 3500XL Genetic Analyzer
Thermal Cycler (F5f& 55 &R HEE 5 FEZS ABI Veriti)
" ZBRRIAZ R R S E i LA SR AT TR TR ~ s
REMENE ~ S AT YR B RS MR P L A - FEEEARER - A
JRE AN S (R - (B BRI E P AN ZE A - AR M

FEH R EAUE FP(NGS)ELflT DNA 7 B RIEIT ARRIRE 7 - &L o triicisti
S RALEL o I EEARYE ClinVar NJTEL NS BB R B HE TR DUHRE
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AR AE - Al HAUE PG LL 14044 EZiERE T-(Amplicon) 7 &
420 {EALAR SN T - DAET s e 52 5 2GR (hotspot) » £ M
(Pathogenic/Likely Pathogenic)RE[RIEEHE » HE ARG FE BEAZ i 85 B (single
nucleotide variant, SNV) ~ /\NF B A/HR4: (insertion/deletion, indel) ~ HBA1
Bl HBA2 B Ewr R HE T 70 M -

FH¥ NGS P a RS 2 PR E B AR 7 (0] - DL Tagman PREHE
Real-time PCR ~ £ EEIKFE-FGH#ETIgH] - B2 A FMR1 CGG
expansion » OTOF ¢.5098G>C - MTRNRI1 (12s rRNA) m.1555A>G ~ SMNI
copy number variation ~ AGT ¢.857-619 1269+243delinsTTGCCTTGC - 35
s SMA 4H SMN1 Kz SMN2 F:[Af@f] (Real-time PCR) ~ FMR1 #:[X CGG
EERE A ~ B AR EEE AN iR I(OTOF ¢.5098G>C Jz 12s rRNA
m.1555A>G) ~ B/ NEZEE A 2 (RTD)E A g H] -

S (]

1. R AHAE P &k < B AR 342 209 1 (Pathogenic/Likely
Pathogenic)% 2

2. FMRI £[K CGG EERE R<45
OTOF EE[A ~ MTRNRI1 (12s rRNA)EE[R4E OTOF ¢.5098G>C =,
MTRNRI (12s rRNA) m.1555A>G $:5

4.  AGT # R AGT ¢.857-619 1269+243delinsTTGCCTTGC 7 Hft2k

5. SMNI AR fEHERRL

20 flE TAFEAK -

NN EARN E L% (BTMME ) BYRIEE - — (BB SO > —(E%k
R © BRI E R HEOR R R % S s B DR 2 i {1 [ ey i A
R > A GFRIFMERET RE - WRE RrERE N LR H R AL H 20R
EAM > A—EERE SRS B —EEIEFEN > BUEE N ERRBRE
AN A N R A FTS HER R ERE © 2R1M - N AT RE R E Y
FEREG TR ST RS o QR SCRHR[ER R [E— TR i
DRI - /N2t vl RE IN IRy (R 21 SCREE DT Y S BRI T AR

st

AR L ERtRE S -
2R E AR AR A BRES LA T QR code 84

S R SR ZERBFTE -

3. Rt

=€ =R
/N S

3.1 RS EEEIE
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(1) TeSEEIR NS 8 /NEF - BEFY 2-8°CIEOR/2 R IR T ©
(2) #Eikdfed  WMESLENESZSEER > SeteiaiHs B nE > &
PRI SR AT 2-8°C NI A el 1% -
() LR e RS E R o ALY -
32 FIEEHFIEFH
(1) EAFRERE
(2 BiFrERE RERESE -
3.3 fefe CHEEA A (a2 Eal (hedeainlth ) > DIFHE -
3.4 KEAfREMRAGIEN ~ B0~ Bl ~ DO - EWELS 2T -

Y

TeRGTE /B
4.1 HREsERRIRREAL :
() IR REE A4 o
Q) ieEAR(RREERV 2mL) -
(3) BeEEE AR IER EDTA &) -
(4) TR -
(5) HEABIHEEOSREGI & BRI IR ST -
(6) MURMRSA FEEH S -
(7) FEEEDURRSHE R —F -
(8) MR HEEREWIFHZSR 14 R -
4.2 TeRRIRIE © WRREATTRUE - RERALRHRATHIE Z AR T g R Ae 52
BRI FORAE
(1) HHEMr A BHHE T RESIRAE
Q) HE " RESREERE B
() HEFIE " ARG R
A7 DARERD 1% R T

Ccrrr

FLERAIE
| BEF O WEERELESUE] -
HAIEE BB R ) EEE - HEEA

g

U(T
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5. TREGIIAVEEM :
5.1 ZRIRZE 0N ARBE AL AR PR el R AR A =38 > AT L BRI B AR BRI H -

6. IRER&ER AR
6.1 ZHIRZE0R
() EHEERN T RSB 2K - AR B g7
a. FAGT
b. [EEIGT
c. BT 0 CFTR EEFE A CFTR NM_000492.4 ¢.350G>A
(p-Argl17His) I » A & [E25 25 polyT ~ polyTG 55 -

d. SEBeRFRTR K

7. ReRERE

7.1 ZERINZ DR R A PR LR AR Re Y 4°C =R IHEL -

8. MRB/HHEFERES - WIFEFRE R IESEE]
8.1 ZRINZZ LA -
(1) Brsk/dsfieEss  (02) 27951777, /14 : (02) 2795-5627
(2) Yffisa] - A — 237N 9:00~18:00

(3) fEZERER : B—=F A 9:00~18:00

9. SELH
9.1 WELNANFRE e E-F R —EhE

9.2 BEIERRHRALA AR AR — PR
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10. FfffE

10.1 [EEE

2l

L=
=7

ARE T (QF) , BRI -
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