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e RERIE RS - F— 22 RAEE kRS IR R

E H'E-A (Pregnancy Associated Plasma Protein-A,PAPP-A)

Mm% 5 4R 11-13*° 8 » B4 50 5EE & ( Crown-rump length, CRL)7}

45~84mm - FEFRZEAE 5 EERIAIL -

% 2/ ImL

TeREE U RS 24 /NIFNEHE TG AT » PR RS REEY 2-8°C » &

JE R G 155 o BBl 2 R 7-20°C o

Y e %‘%/uuﬁﬁ‘%@ﬁuﬁ%}zﬁym/g% SNERIVETR » -20°C N2 HU#EEL

ARBE LAY HS 75 /2

Kryptor GOLD -

Kinetic Chemiluminescence -

(1) REE SRR S R 20 10 8% 13 1 > 2o R AT
e Hlah R B ERG 2= 2 - BRIt 46147 (B2 PR 2
BHREERAR ¢

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) 2REESERTEE2E MRS - Sl U5 G t)%ﬁ’)\ﬂ—\‘é ﬁ
2 JE Rt Re>1 270 - ERRE P e L2

(3) 34 FEFTEATHATE © <1:200 FyffEps -

(4) 37 L%é*éE%ﬁ%‘F P <1150 FuffcfEf o

(5) 37 BRIRFARER © <1: 150 Ry{fmEfz o

(6) 34 FEFEAFRE <1 50 FRyfec/m g -

10 {E TAER -

(1) REEERIRERRZE - AR ATE Sie R AL e B E baa b 2
TN 2% | NGB LR ERfe 7% - B sEfEE iG il 48 1R F 5
B IR IR AREE § IRIBBIESORER S5 - NT £
FCARA L HE T B (EETEAL » 75 SRR T REER ifg i
% Ry 82~87% - (Ref - ACOG Practce Bulletn , Obstetrics
&Gynecology,\Vol. 109, NO. 1, Jan 2007) -

(2) FIERERRERSAE 10%0A5 R - BEDL PAPP-A~PIGF &¥
{hidt i 20~34 R AT FRPEN R ITERE & 74% - HEfF UTPI
B MAP SRAL YRR HHZRET Ry 96% 5 (B SRRARRT » FEZ 8GR Al
FEAE 80% DA B B S8R -FRIFTERYEE 4 - (Ref: Fetal Diagn Ther
2013;33:8-15&Ultrasound Obstet Gynecol 2013; 41: 491-499) -

(3) PAPP-A T ZEHH%% Jig e A MR I B RE RS HY G ER - 52 I
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PAPP-A JRIETES 7 HEAERIG R - EHa A AR
- BATRRTER SR L H PAPP-A HYRE 2K -

it (1) ZFelHHERES  FREERAT I CRL BISHERAVIT
(Nuchal Translucency, NT)E (g DALz E 15 5 T RpE St (t =
e IR ELRG 57 CRL B DAL E R & -
(2) ERET RTINS A& FMF(The Fetal Medicine
Foundation) 1%~ #AG - H S R S X B Al & B o — FH R EUE B
T i A R B G (i B B A R
(3) s RGN Z EREFTE -
TbaIAH - AR U bR a Al ¢ A 2 e NSRRI EE (Free beta
human chorionic gonadotropin, Freep-hCG)
Tla PR M3 5 #F R 11-13*° 38 > B 5L5HE & ( Crown-rump length, CRL)717
45~84mm - HEFEZERE § wERIAIL -
TAG G - %% /D ImL -
TG iRiF R e e e e/ L MR A S MUARAGIRL A 6 /NI 5 ARAS EUEE R
24 /NN E TR AT - ARARESEEES 2-8°C - BAIERRAS -9
Ty 5l 2 REEF-20°C -
R foda TR O LA BEA LM BRI HUOE 73 B BRIV E & -20°CTR 2 3 L
B O HIARAG TS /2R A 2
Fabamas Kryptor GOLD -
JREH - Kinetic Chemiluminescence -
2F &M - (1) AERZEBRECR S RIESR 2L 11 HE] 13%° 8 7 ZafmRE IR
fatgllaE R B ERG =S - BaBARaTI: 23703 (5w 2 s 2lHy
BRaEIRATT
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) 2REESEREEZE MRS - 2RSSR RE
ZEm iR Ry>1 0 270 » U e e e n A AR 2 -
A 10 fE TAEX -
ERRER (1) FEREERIRERZ2ET - (2 BB AT RHE H A e S5 sl

WHEh 2% | ZhINGE LR ERs T2 o B sEffEE AR S48 1R E 5
B IR IR AREE § IRIBBIGECSORER S5 - NT £
B A AL E BT RS ESEE - 1F SWAARSME T » FEFERR M R
4Ry 82~87% - (Ref - ACOG Practce Bulletn , Obstetrics
&Gynecology,\ol. 109, NO. 1, Jan 2007) -

(2) NEGHTR et ER (WCO)E M AR MR IE YRR
& BORETA BRI A G PR g i R Se LUBE R S 1E - Mg
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fhist -

TEARZHY S — R R = M T T - 7ii% - hCG g [RIFIf A (A
RIARIE - HREHTR 24-36 /NI - AR REATER NS - RS
NBHEIA e R (free B-hCG) LLIEH 425 - (L[EA {22
BT hCG JRIE FIFHEAIWRIERY » Fld  fE—Le 4 H e EHIHERE A
BRI e R EA BT -

(1) FpiAZEZERES - BIRIEATRZAIEAAG 5 CRL BISHEN A
(Nuchal Translucency, NT)#{E DAt e et & -

() FEmEHAREGKEFERAESE ST FMF(The Fetal Medicine
Foundation) 2t 7 8 AS » HHE R S iX B AT A H 55— 2R ESL T
TR RPE Y R\ 48 o iy B B PR Bl g R

() WMEBEMRGIE R ESATE -

felgIEH

TRRe PREE -

e fafs -
fRefr(T -

AR -

fbrigEes

JRE
SH &M ¢

AR -

ERARE

sl

F—FH TR E R AL~ e BB AT R E A ¢ ReER R T

(Placental growth factor » PIGF)

0% 5 MEFRZZAE © BEGRIAIL -

B — 2R ER R ¢ fER 11~13"° 44 » BA5¢08E = ( Crown-rump

length, CRL)7 7% 45~84mm -

RS R e G ¢ AR 20~3670 3 -

% %/D ImL -

TGRS 48 /NN E TR AT - ATRHRESEE IS 2-8°C » &5/

FERF AR AS -39 a2 Bt 7-20°C -

foda FR i O LA BEAL M BRI BUME 7 S R ECVE % -20°C /4

25 REELAIIRAG R 2 e 1% -

Kryptor GOLD -

Kinetic Chemiluminescence -

(1) AERERESOR S MR 11T 137 8 20 TR
MEE R B RS AE S - BiR&taT3: 28475 (IR 2w L e IRV EHE
GEORAIR

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 BFEFFEEATHATE © <1:200 Ryl o

(3) 37 BFIEEATHATE © <1: 150 FyffEfs -

(4) 37 Hpiha A RER - <1:150 FyffEps -

(5) 34 BEFrEAFE © <1:50 Ry(EEkz -

(6) RGHATRRE E b ET AL sFIt-1/PIGF © < 38 -

F—Z R AE EgaTS 10 (8 TAEK 5 chie A RRTE Eb e ik 3

TAER -

(1) EEMEBA T RARTEE GRS 10%ABI5MERTT - BLL PAPP-A
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PIGF SF{fiitiix 20~34 #8 F3 AT FATEAIR AL Ry 74% 0 &
it UTPI B MAP 3P{EIIGHI34T 55 96% : (IS ClkG st - s
Py e s Al [ 80% L, b R A A ERYEE /L - (Ref: Fetal Diagn
Ther 2013;33:8-15&Ultrasound Obstet Gynecol 2013; 41: 491-499)

(2) EERERGFRIRTE RS RS R4S & TSR E - RS - EMIMmEE ~ +
EHNRAUTAREN AREIME PIGF AT TRHE - £ 10% Eftaebs 1
R AT TN 75% 37 A RTFRIANE ©

(3) EEAEHAR - PIGF JREEEN GBI R HIREN % - B TR S
LR - EEATRANENGFE LS L sFit-1 JEE I -7 >
HEHY PIGF JRESBHE T IF - CE8HHIE PIGF JREEHER T FEAY42
f o BE1G & BA TRIATE ©

fhisk - (1) ZFhekE&ERES  TRITEAfRTe 2 e MERSHG 5 CRL H
DAt st 5 -
(2) HHEhG: b (EET R AT R 7 B B2 A& FMF(The Fetal
Medicine Foundation) 2% 2 #k G - FHE SRS IX AR =S — 22401
TATRE A B\ b e - L B R e B B
() hin: HPERRZET S - AR FMF BT EH R4S
R EHEEARSS - HEERESRFCERT BRI aars -
(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) tebEE RGN Z ERBPTE -
flrra R AE s EE (S - RAEME fms-like B 2% 5 S-1 (Soluble
fms-like tyrosine kinase-1, sFlt-1)
TRREEREE ¢ h  MEFRZERE BRI o R HHFRIRTE ERREEAG ¢ AR 20~36°
i o
feRehetd - WFED ImL -
fefafrfy © PeRRAEURR T2 NI T AT > ATR G Y 2-8°C 0 B
TE RG22 AR F-20°C -
IR fHG R i O LA B I BRI BUMLE /3 SRR R E R > -20°C T /2 AU
2 REELAIRRAS R 2R K -
Flbmiges Kryptor GOLD -
JHEE - Kinetic Chemiluminescence -
SHE[H] BT R TE R b (i sFIt-1/PIGF & <38 -
AR - TR AT R b et 3 E LAER -
ERREZ (D) ANELLNR 20~36+6 FEHETT - HIUATE fms-like BsHZ N1

(Soluble fms-like tyrosine kinase-1, sFlt-1)7~ @ e VA MM E N 4 &
9




N85 > B PIGF NI A R B B &S & rlm el 8 220 2L

TIRRMEZ %4 -
(2) AR PIGF 1i£565

— T EA R ———

Za > i N ‘t 1§£§£:E§ 4&%&;;1?3#}&% AREGH THAE

FEW - FERRATRAT ‘ _ T ;

RS EosFIL | | @ e

e R - [E

I PIGF R & - A \

PRI 27463 L ARo b Al I Ultrasound Obstet G,mm?sfﬁfi ar 4505241 20 t,@afglﬂf”ﬁ

B 4 b H

(sFIt-1/PIGF EEAH ) mT PRI BRPA S8 4 R AT E A e b = 1EK -

® SFIt-1/PIGF EL{E <38 1 #EPF € E TRIATAEAIHER B 99.3 % -

4 BN EEE T RATERER S 94.3% -
® sFIt-1/PIGF LL{E>38 : 4 BPNE A4 TRIFTENIER R 36.7 % > H
B E RS B -

(Ref: N Engl J Med 2016; 374:13-22 - Pregnancy Hypertens. 2016; 6(3):140-141)
(3) ik HIEE B-R-A-H-M-S PIGF &sFlt-1 KRYPTOR E.283% ~ iff5E ¢

B > sFIt-1/PIGF LR{ELA 66 KR FHE

® sFit-1/PIGF LL{E<66 © HEFR 1 BATRRTER A - BRUETEAHE

5 96% o
® sFIt-1/PIGF [LAE>66 * 4H A 4 BT RIATENZEA » BIETERIE
Fy 75% o
fREE (1) ERiEmEAR - BMEct el » AIZESE R -
(2) MRzt EEAERARSS » HIERE R A B fiss
Bkl o
() BT RGNS Z (EIFTE -
feBpiAH ¢ HBsAgQ (B ZUAT SRR IHIHTUR)
TG PREE - B (BRI (B 7B E 2 M0F) U B e N il s i < NI e
Lithium heparin ~ Dipotassium EDTA - Tripotassium EDTA -~ sodium citrate -
[m#F5r#EEE (lithium heparin) ~ Sodium heparin ~ CPD ~ CPDA-1 - ACD -
Potassium oxalate/sodium fluoride [f#F o fEEEZEHE o HEGRIALD -
feRgRetE ¢ A /mAE 2.5 mL
BRBORAT ¢ ARES AR B ARAS RALIMEBREAE T » Y 2-8°CEE 6 K -
fabafEEs © Architect i-1000 SR
JRTH CMIA(chemiluminescent microparticle immunoassay)
SEER] : () <1.00S/CO ; (+) : =1.00 S/CO
e s 8{EILIER -
ERESR T B AR EEREYUR(HBsSAQ) ~ £HE iR (anti-HBs) ~ e HiJR

(HBeAg) ~ e fifz (anti-HBe) Edfz (\pifie (anti-HBc) » HEGEMIEZ

10




REEELT
(1) FREDURPME - ForEek B BURFR - SHURRE 6 (EH - Bk B 1
FFRAIE -
(2) FmEbikaE: - ol E REMED T -
Q) efiEEM - IRE AR
(4) efiRelalE @ Bor BEM
(5) LD E - GEEaE B TURT SRR E 2R, -
Beg iR - RS RRIET IR - HrE RS 90% F R
’f f@&ﬁﬁ% ' 5 REA T 4N 5LR, » 4 25~5090 & pk B e M IR A
BRI R P M R Z e b 4UAE 5% LT -

HHIT B IR R 5 TR RSN EUIIR - &SRS i - R
RIMmES >~y HEEER K ELERE - EEEE - 5% RIR
AR AR B BIRF R s E a4 5 5787 40-50 %61y R A &L
FHIERTCES, - EA e DUFEUR T DNA FER; - TorieimHERE =R
HEfEHe)7 - TR B R RE R - A Sl R B
IS HZ 4 B AR RFBHEDUR K e DR EiRER & 15 R R A4
FERTE AT AN - APESE © SH R HEN MR EHESR I 8 R 50k
HRHE A BG T IR, - IRIEd I ~ H A StEREOE S Es ~ $150 ~ ZFEIA ~ 4X
J& ~ FIF ~ LA RIECEEE ] ~ AT R Al nl AR IR -

Rt (1) teic 251 B -
(2)  [NP] not-performed s Rl ELLIA M -
(3) fmAGTEIH/AGRE AT AR R iaRGE A s o
(4) BB IRENIEIR Z (EIEFTE -

TgIEE ¢ HCV Ab (C BIRT 3% Fi#G)

fgAe PR e ¢ E (R UL S A % 43 B 58 2 i1 0% ) 8¢ LA potassium EDTA - lithium
heparln sodium heparin ~ sodium citrate ~ ACD ~ CPDA-1 ~ CPD ~ CP2D -~
potassium oxalate FsHiAERIUEE =~ AT - fEFRZZAE o BEGRIAID -

TG G - (/A% 2.5 mL

BURBORT ¢ RS AR B BEAS SALMERTEAE T > 1R 2-8°CHyFE 7T K

Tabnees Architect i-1000 SR

JREE : CMIA(chemiluminescent microparticle immunoassay)

SE&M] (-) 1 <1.00S/CO; (+) : =1.00S/CO

AL 8 {E LIFRK -

ERRERR FFREESE T AT 10 AR —E N JE B RESER 2 56 1 856 2 fir - IRIZIEA

it BHFLA 8 T ASCHATEE < BRI AFHERY R AR E E B BIAT %

HAATERE C BUAT R  Js C BUFF R 3R > /DA 60% 2L E&spiie

PERF 3R - Horp 20% /25 S EEATRE(E - AT (L EETFA 3-5% g3

AR > i C BB RIEMHEER - $RET R - HEEME - B

LIHIREELAE ~ WB0 ~ B > ARG A RIE - SR E AT B
11




TEIRE G5 [ S i AR IERT % (HREVE IR REIR 5
FESME ZSEAREA B R > {H C BURT REES T pte AL - Rt C BUAT 3%
& BRNEEL C AT RITS(ANt-HCV) » iE(EFTAEAT B BUHT SRAVR
PUReEE AR > FEAIREER - RIEE C B s A Bkl -
EftinigSRiE (EHREE R BT - R Al g a C B RINHF
1F -

(LAY C BIFF X B4 EH C MM RIFHEAMIREHEDN » 17518 K7 BORGRAE AfE
AR » EEAUARICESE © B ~ IT8t - MURENT ~ #13% ~ WIF ~ &L
J& ~ ZFEIRE ~ SR RIEGEER )~ AR 2 TR - 1 C B R AT
FEHARAHIEEZREEEL B BIFFSRARAR % - SRR [H 3 B AR R
5% -

et - (1) feEC 25 Mg EERA - B HCV Ab (512 g AR HCV Ab -
(2)  [NP] not-performed Fs A8/ ERLIRARMI -

(3) TeAGTEIR/AGTA Al S R i G E - 2 -
(4) Bt RGBT Z(EFTE -

feEsIEE - HIV Ag/Ab Combo (B2 KPR iES)

ToRgEREE - M5 (B 5 UG £ A 0% 47 B 2 1% ) 8L potassium EDTA - sodium
citrate ~ sodium heparin ~ ACD ~ CPDA-1 ~ CPD - lithium heparin ~ potassium
oxalate FyHiEERILEE 2 MAE - fEFR2EHE - BERIAIL -

TeheHelE - %/ 2.5 mL

BIRPIRAE KRS R B ARAS RALIMERIFAE T > 2 2-8°CHYFEE 14 K -

TmbRERes Architect i-1000 SR

JREE : CMIA(chemiluminescent microparticle immunoassay)

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

IR 8 {[E LIERK -

Y N=E HIV (Human Immunodeficiency Virus) Elf& AJHGIEEE= s @ (BIEE

ST o BRI BRI - HIV-1 1 HIV-2 « HIV-1 2 kS8 5 h e
TSR E IGRTRER o R HENEORE A MHEE > By HIV-1 & E
90%HY B H AL 10-12 FE SRR Ay B 20 © B HIV-2 AR 2 1H R
HIIE ©

B BRI RERE L © (V)F5RERRYY 2-6 2 g HIRE
BRI S M B © (2)F5 AR 2007 55 1% 2 B IR PRER YA
—f%E 5-10 £E(H HitH RS IS RER RER) - (22 > 25 e RSB RIS
A2 EEGHIER - BETRREERESERE T > I RE LR
HIARRNE © 225 (Window period ) © Z00R B R % @ F5 24 HE—
SHFRIMR A G EA T SFHEDRE » RILERGEN 5 > oTsERPuE
WAREL > M ERMERIE > WA AZEE - —Kins > ZEHgE
R E R 6-12 BN - AW EE RS EIREE 12 (|
A - BEERETES > ZEIHE DR 1-2 21 - FIEHER

12




TERNIE LR EWER RS - 58 © ZElRGT 28 ECHE
ik o BOBIEIRARIR > B B a2 i — A EE

(LAY EEREA =R EAORTE S VT AL - B E i B 3
HE ~ HLFT ~ B2y s A S M ACIRACHARS: » #5975 52 R AT BE -
MRS © (L) s Rl o 20 5 VIR ~ MR - (2) Bl Rl
BN L PR L RS $10E ~ $15 o Q) REZEIRERIE Z
WEMME - T EERY - BREG HHC IR E ISP IR
AER - SRS EIE LIRS -
it (1) fREEMGERIEGEER - 5T SRIAEVE S > ArgZE
F
adbmii &b B R AT R (TAF SUEE4RSE © 1561)
#ak - EIEiTEEEE 108 ELHHHET 100 5% 10 18 fgba =
BEEh ¢ 02-2370-3739
(2)  [NP] not-performed Fs A8/ ERLIRARMI -
(3) TBGTEIH/AGTA Al 5 R i E - 2 -
(4) Bt RGBT Z(EFTE -
TgIE H ¢ CMV-G (E4HIHEm 35 19G $18S)
TAa PR 7% (ELFE W TR A 0 Bl E 2 0% ) B LA 73 B (lithium - heparin) ~
potassium EDTA -~ sodium citrate ~ Lithium heparin ~ sodium heparin ~ ACD -~
CPDA-1 -~ CPD - potassium oxalate/ sodium fluoride - &g HEF1EER| ELAFFERY
B MEEE HIl EAREE 2 RS - MEFRZZHE - BERIA -
Thehofs - JEIMAE 2.5 mL
BIRPIRAE © foRS R B ARAS RALIMERIFAE T > 12 2-8°CHYFEE 14 K -
Tabmeas Architect i-1000 SR
JREE : CMIA(chemiluminescent microparticle immunoassay)
SHE M (-) : <6.0AU/mL ; (+) : =6.0 AU/mL
AL 8 {E LIFRK -
ERRERR R B4R 5 (CMV)FE S M IR 5, - Hos S IRES )2 AR 5 28

i B4R 20~ AR R RSB IRe A =R AZE] CMV gt - HITATRES |
LR E YRRk -

T E NIRRT RE S E B B AR A — VR - RS ORISR  HRASHE
45 3% (chorioretinitis) ~ FEJ7EEIC R HicE T IRV RRE - FS 1B W E
Fefe CMV  SHEEAR SR EHY G AR O R EESHRT g R AIE I - R
Y2t CMV # 2R SE R Zdm e I F i Y -

CMV-G Efglg H o2 E AR MUK R MR BRI P A fE CMV-G » LIHEZ
2 CMV s > ADURERS TR 90% » KRB EEEHEEIREE. - N
{8 HEAAEYER5E - CMV IgG H2KH BHRAY THE -

CMV IgG CMVIgM  [CMV IgG & IES
— N/A ENETE

13




+ — Heim BEYEEE  TEREMIERIER
n n LEENE RER - TEAErEkits
2G5 FEOIRERE - T ERERERTEE

AR

A (ERSAT R 2 B A CMV 196 JTiERE R EF & H A CMV
IgM FifsfF(E - ARA R Z MFEEEE -

EHA T W {18 -t g Y AR 2 ey ¢ (D)EEES © 36%~56%HY 82 fi A7 [§l
g RRFE N AR R S AR M e R B - KBz IR, - B
B RR L B 3R 5 P g ELA B2 S Y - (RIS B R Y AR
son bt - RIRAEAR o & SRR ) R GEENRE 5 7= T IRZ R
g Qi) 5 e R M B AR 3 iR o (QMERCGHEA - FERFAE T FMEEE
B 2 Ty BES—EER0TEE - BIREOED - 23EHE -
SRR o

et - (1) EHERRESREREE /ML 6.0 AU/ML 5] 15.0 AU/mL 7 [Eil » dikis

H CMV-IgM BCEE#r e o

(2)  [NP] not-performed fs A8/ RLIARMI -
(3) TBGTEIH/AGTA Al S R i E - 2 -
(4) BB RGNS R Z(EIRFTE -

TEgIEE ¢ HBCAD (B BRI k%0 HiAS)

TG TREE 7% (EFEUC R IR I 2 BEE 2 10K S LAMAE T #EE Sodium heparin ~
Potassium oxalate ~ Lithium heparin(PST) - CPD -~ Dipotassium-EDTA -
CPDA-1 - Sodium citrate ~ ACD - J&REHTAE ELAFRESCR - 1B 2UE B
BhlS  REIRK o MEFRZENE - WA -

Thehofs - A /AE 2.5 mL

BIRPIRAE KRS R B ARAS RALIMERIFAE T » 2 2-8°CHYFEE 14 K -

TmbREes Architect i-1000 SR

JREE : CMIA(chemiluminescent microparticle immunoassay)

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

ey 8 {ELIERK -

RS B AUAF R FEEC E ISR AP (HBsAQ) ~ £Hfife (anti-HBs) ~ e i

(HBeAg) - e yifig (anti-HBe) BfZ.Lpife (anti-HBc) » KM E
EEERAT
(1) HREPURPME - ForEet B Rk - SO 6 HH - BlR B &
BRI -
(2) FmbaEHl: - rEENE RENDUE -
Q) e PURBEM: © IREER MR
(4) efiRefalt © Bor B -
(6) BLPUEsE + AT B BIAT R EEHY B AR ©
ZRAE TR > WES ST RE - WL SRy 909 gy
PR - 5 BREL T4l SR - 49 25~509 G Rl R MR IR & HEhk
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NEGERIR At M R & Z e b U 5% LUT -

EHATTR B BN K5 TR AR EUIR - (&SI a g - B - JEHER
RIMEL - — ey REEE K ERWTE - AR IR IEAEE
BT FERTER B BIFF SRS EAE I E R BEA 40-50% 177 & 48
FHIERTEES, - A e PUFEEURZ DNA R - TorieNimHERE =R
A )] TERFE B S I > 2k Sl s B R 2 B e
IS RHZ 4 B AR RFBHEDUR K e PR IEIRER &5 RN A4
FERTE AR A - AP ER - SR EN MR EESRE 2 K B0k
HRHE A BGTT JRAS - AIEEd I ~ A StERBOE S Es ~ $130 ~ ZFHIF ~ 41
JE& ~ RIFE ~ LA RIECEEET] ~ AT Al nl RE IR -

it (1)  [NP] not-performed Fs A8 ERLIRARMI -
(2) fRESTER/EGHE AT R aGE R 5 -
() Bt RGNS Z(ERFTE -

TebaIAH - CMV-M(E4HRt 5 1gM $185)

TAa PR - A (LR IR I 7o BEE 2 1f05) e P A% 73 B (lithium - heparin) ~
potassium EDTA ~ Sodium citrate ~ Lithium heparin ~ Sodium heparin - jiZ&E
DUAERI EARRERUR A ZE AR Biake < RERE - TR - #E
I -

TeAG G EIAE 2.5 mL

HABORTE ¢ RS IR B ERAS R ALIMBKFEAE 1 » 12 2-8°CHY {72 14 K -

Tabmeas Architect i-1000 SR

JREE : CMIA(chemiluminescent microparticle immunoassay)

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

A 8 {E LIFRK -

ERRER R B4R 5 (CMV)FE S M IR 5, - Hos S IRES )2 AR 5 28

i B4R 20~ AR R RSB IRe A =R AZE] CMV gt - HITATRES |
LR E YRRk -

T ENEGE RE E EH 2R B AR A — IV IRIEE - RS OB - RS
4dH5 3k (chorioretinitis) ~ FE TR KT EIVARE - N T ENREE
Fefe CMV  SHEEAR SR EHY G AR O R EESHRT g R AIE I - R
Y2t CMV # R R 2w eI Y -

CMV IgG CMV IgM CMV IgG &) BFE

- N/A AR

+ - MoE BEYRSE . TENEYEkEMEE

LEENE FIRE BN ErrEkitE
28 E775 JEOIKEE: T ENER R IEE

+ +

A e (ERRAT R 2 AR A CMV 196G Fife A ET = HFE CMV
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[EELPa R

fhist -

IgM HiESTFAE » RA R 2 SR -

WA - 1 Je 1) AR B R A s =

FFEH  36%~56%1Y538 517 Y B R ol SE B &S HH A T e R B »
B Z RN YNEZS > B E R LT8R = p A 38 G (e - R
BV R B B E AR R s E Rl > AUESEIR o 52 RO
PEFRE SN T = hINZIRZS > AIle] 5 RS KM B4R 3 ik -
PRI > PERFAS S B R 2 T Ry - BES— B Sl -
BRI - RETSE ~ SUEREISE -

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

(2) [NP] not-performed Fs R3(F HEIH ] -

(3) fEHSTEE/MEIE vl EE M iR RS B sR A

(4) EERRGYIE R ZEEFTE -

felgIEH

TRRe PREE -

PR -
MR BURT -
TR -
s -

SR -
BT -
R -

[EELP R

rHTLV /1T (RS TR S — 2 53— AIHUES)

7% (BFEWC R R A o Bl E 2 10 LA AR 73 B (lithium - heparin) ~

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

potassium oxalate ~+ CPDA-1 ~ ACD ~ CPD - jRREHT AR EMFFERCER - &

EE P BARAS < RS o fRFRZENE - MEGA -

%/ 2.5 mL

fodG A AR A B ARAS S ALIMERAFAE | » 10 2-8°ClyFiZE 14 K -

Architect i-1000 SR

CMIA(chemiluminescent microparticle immunoassay)

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

8 ([l TAEK -

HTLV il 4% MR R - HTLV YRS % » 95%45% 4 R sy » 1

H S%I G AR ( R0 A NG D EEEER ALT B¢ TSP -

7GR EARRREIR ) -

HAETEEEE HTLV-1 &5 R5I50E © sl T 4Rt S i (EfE ATL)

Bl — fii 5 [Bf 1 458 7 AT A R0 - BT R S MR R /HTLY B &5 % 98 0

(TSPHAM) - {HEHHAEBIRIK > 7351 Ry 2%-4%EL 1%LL T « NBE T 4

HIME /1 MESEE (adult T-cell leukemia / lymphoma 5 ATLL)ZFREEEE T

B EE (tropical spastic paraparesis ; TSP) &z HTLV-l FHEE 7 & i 5

(HTLV-I associated myelopathy ; HAM) -

HTLV-II a5 [ HTLV-1 HUsSAIERFHY3C X HE - HTLV-IL 3T

FEE hairy cell FHIE (hairy cell leukemia) & » {H T AFHEEE 5 EIHY

B HATEAFRE - HEt HTLV-L FUESHIE &5 R A5 - A rlfE 2

HTLV-1 g > thafaeiE HTLV-II 5REAYAS SCRHE -

HTLV s ieReinR @ © (DERERA - wRAVEBRGEER e tE A

IG5 - (QVERERS © B HTLV R & 38 AR VRIS IR - (3)e8

PRI, © SR A HTLV f B MURRYETEE ~ JEHE ~ FHil ~ 15 - &2
16




[ESF IR ()i - S HTLV i & A MR SR E T - 3ERL

E!i‘)ﬁ‘
NN ZTN °

T (1) NJHIMIE PSS MAHUAS Al R BLaZ s B e Bk I S - 5280
SR o 2R RN B S @MU Y E S T RE A G T
1% -

(2)  [NP] not-performed Ry R fE LI -
(3) THSAEIR/ RS A] 5 R R ha i e 5 3R -
(4) et RGBT Z(EFTE -

TbaIAH - HTLV-I/11 Western Blot

TG TREE 7% (BLFEWC R R IS o Bl E 2 105 s LA AR 73 B (lithium - heparin) ~
potassium EDTA-~sodium citrate~ Sodium heparin - lithium heparin - potassium
oxalate ~ CPDA-1 ~ ACD - CPD - DUEE ~ JEAIMAGHE Ryt - HEiMn - S00E
B2 5 ARG (oD B AG - Al ealBRRTHEE L - MEFR2EHE - WA Z ISR
Ho Bl - AN OEE L AR -

TehGHoTE - JHITAE 2.5 mL

HORBRAY ¢ REEAREGHT » R IR SR SR B M BR YRR 48 FHEE 0 7 =00 - R UR
T2 T RWNHETEESR - AIEEFS 2°C~8°C ;5 [ 7 KAILHAE-20°CLL
T o

fwbnfEges MP Diagnostics HTLV Blot 2.4

JREH : 75 75 22512 (Western Blot) » MP Diagnostics HTLV Blot 2.4

SE&EH f2MER e

IR 10 fE TAEK -

RS HTLV-1 A1 HTLV-II BL SR C AU sk 5 B A B UIHIAHRBEME - HTLV-I

L RIRIRE R 0 e 25 e pie i e e OB - BB T 4R s ~ 24
HE R S M TN I 4 S (tropical spastic paraparesis, TSP) &z HTLV-1 #HEH 2 #r 58
R (HAM) YRR RE o 23T HTLV-1 SEas Mo 28 M 3% - BEET R K
BN R R A RA © HTLV-1 1 3 fps HY Bom s~ BRI M e R AT
BREA —EBB R R —FEE I HAM/TSP fyws B LR AR

AWFH ARG A MR A B - HTLV-1 B35 s HAREE 7 ~ nghthis -
FEINFLLLHE ~ g s - [EIRF L HERAE R EPE ae CRUM B ALER) RO -
FAED 1 HTLV-1 BISF3E s —SE S EI 22+ Z 7R RS  HTLV-1 1 HTLV-1I
et TN S Eke R o PRI S SR - M TEE &
MR B HTLV-1 J HTLV-1 R 8 i MRl ~ 25 i = B 1) <2 R s
PR TR e £ B FH SR B S B HH AR R & &S R TR B REAL AT -

MIEEHTHTLV-I &2 HTLV-I BY5TES o] FH2RE B HTLV Bl 2 26T K fraeg
MR ALIE 2 22 -

MP Diagnostics HTLV Blot 2.4 a]FHfE£EH HTLV-I/II Hifgamite L BB 75
TP S A S 2 — 2D A HIRERT. o B LaB AR 2 Z0E MY HTLV-I
B E B HER TR ERE - sREMERNIE - M5
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EELPa R

sk

M iEfape —[E S E » fgge 3 A HT HTLV-IN AR EDTES > S flEtE& -

HTLV-I/Il EH'E 4G - H4E5A 5 N HTLV JUasl5 e E ~ HTLV-I

PRSI IE > HTLV-U HTRSFG YRS IE - HTLV fifSiett e - sif k0]

B o

(1) HTLV JHEIeE iR EUR

(2) et HEAVSRAHRE A ERLS T AN -

(3) MR ¢ Bl HTLV 75 3 A MR G IR

(4) et - AW A HTLV IR BEMURAETEE ~ F5E - Filo - &
%~ QUEFESRIM R ©

(5) ®mln - #AH HTLV 57 RS IR B R 5 o ik e -

(1) Bbhshl Rt elEs o

(2) fASTEE RS nTaE M i Ag el 5 s A -

(3) fuwbpEHIREGEIE R ZERFTE -

flp e -
TRRe PREE -
faRa s -
HEIREALRAT -

JFEE
SH & ¢

BRI
HRRE -

(EEA R

et

Syphilis f555(RPR)

BN

JEIAE 2.5 mL
IE MRS R ILRI T HIERT - FRORER 2-8°C - i 5 KX » MUF/M
TR A R-20°C -
Rapid Plasma Reagin (RPR) ; Agglutination [
Non-Reactive
8 il TAFK -
o5 HITEIR ERe AN R P | B —EREIREARNE & ~ SR RAVTE
(EXENE OISR A UNEIN o= g B i U= A e AD'd
EFEME 2 3w - A A BRI EE RS - 7 2URIE
RV 25 2 a8 E RS - EABLS 0  EEARIEIR -
{EfgE ] DI 2 mERER - RAESEEEIE ST A T - 5
TBNIRERRIFER RS - 5 EZE RS -t o] 48 i fm Bl
B RN R B o Kl R - B R e -
PEAT S FHA AT By <~ S il o (B 2 FRORIK ~ (GO H B E 7
BCREHER k2 73l ~ B R B ) (JnmEER ~ R~ IR ~ F2iE
T ) 0 B EAEE
B B RS R MM 2 S B B B R AN S 5
i - A A 2 R A SR AR -
i R R A Al B EE e R S -
Baite N BAEIRE ROBHR AR - B SR A BRI ~ 700y ~
REETGH Y g5 B (IR ) -
(1) EATHH #Ef%SE SRRy Trace 24 Reactive JI[Zs H AR 22l & B S A bm AT

hERdEEs TPPA (Treponema Pallidum Particle Agglutination) i :
10665 b K%L & E s B 151 & 33 5t - Bk
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02-27049977 -
(2) [NP] not-performed Fs K3 EIRARA] -
(3) IESTES/ RS vl R R R g E 5 5REA -
(4) Tt FREEIE R (EISFTE -

felpra E - ABO Group/ RH Type (1Y)
TRAGEREE gl
TSR 200pl
HKBRGE ¢ 3 EDTA Zighe il fE 2-8°ClR{F 7 K EDTA ZiglG i Erkiatg 7 RALL 4°C
R E R ERE
% oxalate 2k heparin 7 ffie ] {F 2-8°CLR{E 2 X : oxalate B, heparin -~ fz
BEERIRTR 2 RIYDL 4°C40 i sUE A E T = -
EDTA : ethylene diamine tetraacetic acid
i SRV - ER 3R (Cell typing) » P AR AY fr Bk E A7 75 1 20 =
SEEM ABO Group: A~B-~0-ABZ!
RH Type : RH(+) ~ RH(-)
e 8 fE TAFK -
ERRERR IMALE ¥R I ERY 704 » B B e ALMmERAY A - EYRIZELLIMBRER
HE S A AL EENPURYE - UEE A LUSESE - B - B
EEEHETERE o WE L UR K A [F— AR RS A 2 D) HA T 2%
(BRI RISEY) - SRR HE —(EIMAY 24t - FEABH - HATE&
SRR B P T B R ERH I A S 450 30 18 HL o i EE Y R e
"ABO MM %4 A1 T Rh MAYZERE  CRUFIREAR ) - AL 40 Ein
BAEEES - DUAEEN M eSS M EH#A - BROS
MM ~ B20E - (RELLRSET - Ak OB IE AN A& UIAHRE -
et - (1) FEATEEM T RH {8 1+~ Trace 5¢ Anti-A ~ Anti-B {&# 2+ ~ Trace
SR G R RL & B E BT - #hhlk © 10665 16K
ZEE{E E R "B 151 F 33 5 o EEEE  02-27049977 o
(2)  [NP] not-performed Ry #(F LLIHAR M -
(3) RS TEA/AGHR AT R MR E 2R -
(4) telEE RS IR Z ERSFTE -
TabarEH - B 1M1 19E
TG ERREE B
TG G 2.5mL
HRBRT ¢ 2-8°CH]{R{F 48 /NI » 20°CEHAPRTT -
TR PRI TE 2 RINDL 4°Coot T=UE L R B R - i 2 X e/
IR S B2k LA-20°C4 M SARTFIE . -
[T FEIA(Fluorescence Enzyme Immunoassay)
SHE & - <0.9 IU/mL
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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/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/%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=%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/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

fiis

8{HTAEX -

ARSI IgE IIRERIRS » il - HE N R SR E &

A4ERE o (HAISG AT I9E AY(E @ St ERTm 1gE TEHIRM

FHRZ— -

(1) BERZE: BEERZEELEEEEREENERERNE - BB
SR 19gE EESE T ~ +—v(afg FVERAZ VIR - IET
ZEfE H AR S B B BRI TR /= 22 61.1 YRR
B 83.6 %MyEE—: - CH B EE L S I 10E (H - F2A
AR - TR o] BE R AR S B REE AS/K B8 1gE ~ 19G K.
BTSSR FEH IR E ARSI AR AR AT
3@

(2) MER : MERIE BRI 19E BYME o /NBERAYE R E SR o I
IS AEREEREL (cut-off point) BFCHEBARE o [RATREEL I EH8
FRENEEER > I T g2 A Carter Y& ( Carter effect ) - Carter
35 B S A A P B o DL A R B 1 S FR T (e S Y B R R
BT WRT—REFE - AIGLh 2 88H B 20 S Ok FAL
MVERSE - RINE BERNIRERE (threshold) i -

(3) S« KRBT i1 19E (B B3 AR B mARR M -
Jan Kimpen #5457 HAE B ECAR 34 DL _E - iR 35 % FE R I 1gE
EELH A E AR R -

(4) BRIENZE : BT 10E (B EArRE h RNy R B EAERE - BN HER

MR FER AR - REIVELI S 2T 1gE SR Ho
HE T RE EAER T E Y S INK BRI R AR © 1o - BRI
5P R B R AR 7R BRI I9E (B R T A TRE -
WA I AUEE © BT A US SRR E SR - B II 19E (EIREK > AT
DUBRN{E 5 28I E BRI > BUEIREG K22 - IER SR
FeH B R E B AR M ACH 1gE DARF 15 - F5EIREHIS
P 1gA [Hi s > MR 2 2455 M54 7 -

(1) AEEZHERZHEE ST #hik - 10665 &L AKZE
EHEIEG PR —FF 151 & 33 9% - &&EE - 02-27049977 -

(2)  [NP] not-performed Ry A5 thIE M -

felrrE H

TR fE R -

FeAeAets -

HEIREALRF -

JRE

%73 HH(ERPeak)-—1- & &3 HHFEA

= N ELH 4

fichig CooperGenomics [ fe & AR HUE » SEHECRIEMLLY 10 A

(Lem3)fJ4HES: -

HUBRIR AT I 4°C R /D 4 /NEF 5 e =0 (15-25°C) ZEi% -

ERPeak®™ J&CooperGenomicsf s Hyfa il i o g HIF|HRT-gPCR £

i ST T E AN ESE48TE mRNA < BEEREDN Al 597 > BERIE

ferha TP [EI MR BBy MERASRAVASRIZR A - F2 It S5 HERY
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S ¢

+
<d

=

> I
g1l
s

et

TGS SR

FOHEIR @ = NEAZ e BRRRE ARINRR . — » Eil e

WA Z M A S e IR BT E A2 AR

R » Tt (Ed R T B RV E R R Mty - B HMARER

(B EEARRN A TE R SR S i L B SR [N EZE) T RE g o &

NEWND P

(1) Pre-Receptive(+ &= AREEAZHRT) © BRERAVIFERGE 2 EIRERaTE AR
A R - R e R IR E A BYRFE] -

(2) Receptive(+= NIEASZHA) © BREEHVIGF TR IRRGHE ARV (R -

(3) Post-Receptive(+= NHEAZHAT%) : BRERHIRFFERE LA T REARTE A
HYR FERF R - EaRbe R AR E A BYRFE] -

(4) Non-Receptive(FEAZHA) - g &S AU REE IS B E T = AR
W2 AR - R E PR DAL B -

(5) No-Result(fiE455R) © i H S5 A4  inds mE 50 RNA RS E(K > EEUR
EERAER o R E PRI E R -

Cooper Genomics Yz{4-14 {fi§ TAEK °

FEANEN A L AT AR - FEABEESEH K

FHER — BRI A A 2 IR RaE IRIVRE ST - EiFRE Ry " ZIRE

i ; (window of implantation, WOI) - [LEGHAEE E s As R EER Y 5 K -

B HAVEIARY LH+7 B0 hCG+7 K - IRIBISEIEH - TER B ME IR

HIZEBIFRETHE 40%HI NZIREHHA RZHIRTE » nI 2RI et -

It v DURE R o0 Ak AL i - B B vEOR 201 i i B RRREAE AR

figh o MRS MATE AR E 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 Ues

FERMRIERE

ABHER N MBESZ N AR e

e s e s = s s I E SRS S

12 3 456 7 8 91011121314151617 18 222 242 %228

AR (E ST EHERNRIFVR M T B A2 SIS R - R IEatE
ANIRsf] > AT fEHE —20 SR B Bl o8 (s shpm idr G el -t %
B\ B RS HE B T Ry -

(1) AIEHZEH CooperGenomics faks 5 il © CooperGenomics 3 Regent
St, Suite 301, Livingston, NJ, 07039 Z& 5 : +44 800 060 8395 -

(2) FBVEHATTFEHE ZaiE - WP RE g B s8N E - £ 2iE
DU
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3. HREEEH:
3.1 2 E I E B b S ~ 55— 2R E RGP ATE

3.2

JE\ B e A
311 FEMpFEZEIE

3.1.2

(1) FH— 2R RE RS ~ 55— 2R E R4 -
frAG R iR e O - ER R AE R MARAGIRIL MBS 6 /NEF - Aade
[y 2-8°CHIAF L 24 /NRFE-20°CRAADRTT © HUB IR IE S 2 st -

(2) R pE b S -
feRe R R 2B L o el 2-8°CHI{FHX 48 /NEF Bi-20°CRHIPR
7 BRI F it

() FIIAYIEG P Ae & RN IERERVAE R - R ST HIUEE -

(4) DinlEEiayes b L BIEAN S - IS E B e s - ARy
T S e

[FEE LATR &G ER - SRRNFEN EHFEES - SR

redbrES Ve KEEREES -

HHERET L]« BTSSR ARk EE Ao P -

(1). BEABREREESE -

2). lEREE R et -

Q). Bili&Em e h AR

(4). LFESFENEECAEZEH

(5). Atmbap iR tmaeTE UL ~ ABIF - ke ~ N ~ EWEL S 2 RETT -

Bt (HAME RN S R EY IR AR i) -

3.2.1

3.2.2

3.2.3

TR R e
foe EHEE A AT (a0 2 &R (24 ~ PR DIFIE -
R ERrREEGER

D). EFHASREETE -
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(2). #R5RrEH A -

(). EFHEA R ER=E AN B R SHREEES -

(4). FETEARAG P o B A R S o HE AR ET -

(5). MR MR NINE RS - B S E -

(6). AREERFT IR EATGASTEMT - AR4F - A ~ DR~ B REST -

3.3 ZpEgH(ERPeak)- 1~ &= B HHTEIMI -
331 PRUEEEIA:

(1) (EREEERN 7= AR EEGE CooperSurgical A H]HY
SelectCells Mini® -5 NREEUGECE - MECRIEfebR B0 240
&% » A RAGRE SR -

(2) WMERGEIAE OB = NEHURAEE - S5tEfriR sy 10
INTEHYEHE -

(3) #FREEM SelectCells Mini® - FERECRATHIAYAH SR IEESIEE -
iy T5, FEECHR -

(4) PRARIRE © AT RHA (S A 25 EE) P+5 day (120hrs) H 28451
LH+7 or hCG+7 day (168hrs) -

(5) HEHFIFIT = NBUERARGEE © Wod T BB EREH
BIEAE BEEEEBEIURY) - RBEEEIUR - 1F
37°C ThiEtetE 15 i s - WRAEIURY) » 55 EER
AT B —(ERr SR & -

(6) ERERIERFERATRIR AN B E b - i F B
8-10 - EEOHUR SEREEAE PHINEY)  (IHBRER T

RN 4°C 270 4 /N

4. TRREEWEREREA |
4.1 IR B AR AR AL -
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411 SR E b

1)
()
©)
(4)
()
(6)
(7)
(8)
(9)

(1)
()
©)
(4)
()
(6)
(7)
(8)

HALEENALT ©
RS E TR -

feRe R A (2 (HELE) -

IR Es AT o
TR AT o
s EN e
TR 2 R e -

— 2R E R A -

HEFCA e 11 #3(CRL #ARHEE - B JE 45mm) -

% 13 JH(CRL i BES - Bk 84 mm) -
(10) HAthr - By &R0 -

4.1.2  thBGE TR AiE b A

PELE AT o

TS AR -

TR E A2 EoL L) -
PR RS R S

TR TN ET -
WHEEARE
A =

HoM : BT EEREA -

4.1.1 M el

1)
)
©)
(4)
(%)
(6)
(7)

PG HARET -
I pg R -
IeRg R B A (4(8) -

PR A as BB AT -

e E N e
a2 s -
Al - BfF_EE5EA -

4.1.2 HAhZ=HNE H sl R BRI N R (A TR A B Za AR
SarE H - RIS NER A Pl e Fe ARt -

%t B (ERPeak)- 1= &g BATEHI-E U AR (IR AIVEL & © 55
IRkt AV EORE T ER AR - WARITHEEE - Fratafefl

1)

SR EMWRIEREAIREE -
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AR, TR
4.2 TREGRAME © WA FRE - (RHIE Z B IFRIRETRA: - Bt
HEE =IO H 2R 14 KDL B > FEEL A B MR AR
FEIRERRE R BT a R - BEATTATER R -
4.2.1 F—ZHERE RS ~ 5B —ZHH - RrrE A ~ SRR
TR RPE JEUBs A ~ LAt Z2 9 E R ER e A R B G RS R A B (A
[RAEIZ L ERTEE
(1) HAFT NS " iR EAE o EERNTT
R fe e ARG il %D%@? %Pl [FF RS
T ESUE  BRUENEF ‘?ﬁ’\lﬂnﬁ R 21 G A D
TfFi_%D THERE TS 0 DARIIREEIEHE - MIRE IR EZE (R
B EENAGEERET | S -
(2) FHEFPHERIREER W eRe RS E MAE F[oFE %
S 7= > HolEREAT AR R R -
(3) HRASEI{F-20°CUKAR » FRRUE A BEAL [l 1% P IURE B
BRI B BEOR AR -
4.2.2 BAYMEBERS
(1). LIS ik -
a~ A{F LIS LE&EE IR g AR R RS D
b~ ERIEMEA > XM EAITTH LIS BEuE RS KX
BRIFFEA -
C~ TRRSE(TE 2~8°CUKFE » FRURE A AL [0l 7 P MR
B AR B ZORARE
(2). FT bk :
a~ HAFTAEES " HisRBa s mueE -
b A& IEMREANL » AL AR ER T RLE
TR FOR MR -
C TRESHETE 2~8°CUKRE » FFUREI A b B B 7 1% PR
B A fn B ZEORARE -

5 RRRlIAIEEEN -
51 F—ZERERERS - B2 RarEE b ~ e
AEE R - S te A EUREIERER 10 RN > TENRERTHE -
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(5 : EHEM ARt g B RREE - )
5.2 FetMEsR L i B EUEHE g 10 KA AT AR ERTH E -

6. MABMETIEH
6.1 55— Z AL A BT ~ 55— M TR ARG 3 T
RERR P

6.1.1 ERIEERA IR BB Z T oK AP A BRI R R
Ve PR AR (F SEAR A T i

SIRER ERTE 2B - 2RIIR
2R P b S A EritmsE A G R B gt Bo>1 0 270 > 72
st e — P AR R E IR

(1) 34 BATEATHATERS © =11 200 -
T R [ P (2) 37 MFTEEETHIANERS - =1 150 ¢
FRIRTMAERIHE | (@) a7 maiae o e © =15 150
(4) 34 BpTEAEFREMKAR =150 -

CRRGE SR AT o S R AT AE bR RS sFIt-1/PIGF : =38

6.2 LB ¢ & HBsAg -~ HTLV ~ HCV Ab - HIV Ag/Ab - Syphilis fgHI
&R Ryt H oA AG A S e L& PR A 1 R P55 PR B
ARG IR - KPS ME 2 2 2t B i & R BRI 27 3% E-mall

AR AL > SMEAGERMER IR Ay 5% E-mail B xhR
R

7. BERRE
F— AR RE RS ~ S — 2R RS~ iR
FAiEE bR TAL © e ARERtg - RES /2 BRIE-20°CNE H 5 58 H 12K
% e E Ry ) R -
7.1 MR  sEReERE > AR REN-20°C—(E H - —(E &4
AR AR S AR Yy R S ol R S R SR O T R
AUt BG Orfr (8 H 18 DU R =Y B SR B
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8. WHASTENE - IRFEISRIR (RIS - (EARDRIRA, :
8.1 SF—ZICHE MRS - S—Z T MR ERTLS - DI T
RERRATA « BB « eI ERPeak)- T A HITEN :
8.1.1 Mg 7= 1 (02) 27955617 ,72795-1777#1380
fHE : (02) 2795-5627
8.1.2 URfFMEFERER] @ FH 9:00~18:00 ; {izH 9:00~17:30
82 (HARRHRE | (ISEREHEIZR - i A SIS /B AR
B LIRERE PR | (EEEE R T - B
I AR 2 S R 2 D - R B 2 2 T
B BRI
. JU/BBIEIAT -
9.1 FFHEMEERE (02) 27955617 » K& A\ R IEHHEE -
10. Kif -

10.1 A EpminaLE A SR -

10.2 fpAeiAmEEE R 3R - (2R RIE RS ~ 55 —22 Al
TEMBEFAG ~ oG SR AT b P )

103 FEF © BrEERBERE R AR A 5 - S @B B In 2 AL -

10.4 BAMERAEmE - BRI SR iRA R -

10.5 AR B e 4R 0800-666-118 ZHY -
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b 10.1 et peimtaae el 5 3R]

R E A

TR TEdH Mm% Fri 411 (& EDTA)
TR RER

(%) 2.5mL 2.5mL 200 pL

Pt 10.2 fe i i (S 7 BB o (55— 2 DR R b P s ~ 55— 2 e I A
RGP R )

=t 0+ 1+ 2+ 3+
FF 10.3 [FEE BRI RE A B (DA PR B -2 B S 2 HYL
B4 10.4 ERA MR i An B - RSN B A Ea T &L -
B 10.5 22 f@ R ¢ BREiREE 4R 0800-666-118 ZHY -
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1L IS :
AR AR RE T B B TR A B R 28 SMA 1 » & B TRl A IR i
I ARAE LU EMZ PR 2 iR H - fearE H R SMNL Kz SMN2 Z AR
A~ FMR1 Z [N CGG S & wMll ~ Tl (AN (MTHFR) A M ~ B IMETEE
FAR ~ SEEVEREIRE RN ~ SR T HE MR RE R EEE A ~ B/ IVE
R A E(RTD)ENEM -
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 EHE A Dt anE H 4t 2 &

(4) ERR=ENEEETEHEHZRER KPLEDK -
(5) SRR ML R E KPI 2K -
(6) Ehp=rrEat E oA b s i 2 SR 2K R e

Et

(1) ANEEFESHENINTAE RS U= -
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2. WEHHERBRERE

(1) SMNL1 & SMN2 EE#SH (MLPA)

feipTH H SMN1 kK SMN2 FER73HT » fofil SMNL ELRIZE A HRK:
PAHET 5% © B £ EDTA Sl SR FAwsesng: -
SR

TG HETR I © 4211 2~3 mL R E]/0 A 1 mL

e R TS RFIS 2-8°C -

R 2-8°C N /2 2k o

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 AT [EIRH O 2 50 {8 FIRV g 7
FIEFE HBER AL - PREFAHIREGE S S IE (hybridization)gh & 2 ARSI > 45

[ sEedhd o RERREE (ligase) & ikF R (RERE T E 2 - FIIFH LU e Ams: > 28

5 [F4H (universal primers) 1T PCR JRUK S IE » #5 HASEFF 51k A B 4 ¢
8 AR RREHEERERNT) - SN HYIEEY)  WEIEEY S B E
B AT B IRBAE B i R B/ NEIRHES] - FIFEFIAHERST LR
ERIRER - S AR AR ST & -

SZ@ME | SMNL B A E G -

ey | 10l TAER -
—RRIEE AR R 5 5R% 088 & A Wi E B MR m AV E Ot S
F:H(SMN gene) : B[] SMN1 L[ (#5877 44 08 Rie) B SMN2 B[R (#5570
TS ED) - 495-9 % HYIEHE A A SMNL AR - (iif SMN2 B - 12
WAEESREAE 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 BN eRigE i
A RsiE e H B SEHEThaE 2 EEH'E i SMN2 ELREE SR H 2K HY mRNA KE
grit/b exon 7 BRI ARAT S Ry AR E 2 BBIHE - SMN BRI HILY
1.7 kb =2 RNA » BEERHRIVE S & H 294 (e EFRAHR - T84 5
38 kDa - ZEffiis \AS & (d s E4H T -

et AR ENS CEiiaE RS

*albgE IR GBI R Z ESFTE -

S

(2) SMNL B SMN2 EE#H| (Real-time PCR)

TR H

sl SMN1 ELpR 2 A4 -

e T

IR 5 FF6EA S EDTA HUssm A < SR E H B -
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S REE

TR ARG TE MR © 2201 2~3 mL R aE]/bjs 1 mL

RS R 1T THEPRIET 2-8°C -

AR 2-8°C MEOf 2k i 1% o

fobnEess LightCycler 480 Real time PCR Instrument
FIF Multiplex PCR I#ifiE SMN1 £ [A &z CFTR EA H B » CFTR ER(E A4

. Eiprh SMN EREHHAHI2% 0 o FH IR 2 &85 fE (Real-time PCR)

(BRI G S e e SRR AT S-aY Cp (BB TEAH (2281 SMINT B2 SMIN2 LA
HIEERBNEY Cp (B TEREL - FF(H SMN1 ERAVERES -

SFZ@fE | SMN1 B A fEfGhk: -

sy | 10 {E TAEX -
— M IEHE ANRIRIIRES 5 SRt ig B S8 R EEDR MR s iy B TS
FEERI(SMN gene) © Bl SMNL EL[R] (i ST 2y (B R i) i SMIN2 EL[R (B 53T
TG ET) © 495-9 % HYIER AR SMNL AR » (i SMN2 EA - 72
WA A REAE 3 Imt V&SR 5 (A% kY72 52 - SMN AR 444 9 {[ Exon(l,

ESPRE | 2a, 20, 3-8) - SMNL % SMN2 SEDRE & Tk - SMN SLRISR a2
SR Ryt H B SE B IIRE 2 2118+ T SMIN2 ELR#EER: H 21T mRNA A
Sy exon 7 BEEERH AR By R TR E 2 BB EHE o SMN AR 4
1.7 kb £ RNA » BEERHARINE 'S & H 294 (ERERRAAR 77T 845
38 kDa - wfffili> \fg & (Ezs B 4Ha% -

et AR ENT EEREEE -

*albaes IR G R Z (ESFTAE -

) FAEMEALAZEMET R & (Real-time PCR K SMN1 B RZERIHE3E B ER)
TaIEH farHll SMNL AR 2 A o BEZE [ HRS |5 B AR BE (L BG4
i % ¢ TSP EDTA Skl bt F i -
Thahofa 2 2~3 mL R H/DFY 1 mL
TG IRIT TG ORFIS 2-8°C
LR 2-8°C MBI 2k i 1% -

o o LightCycler 480 Real time PCR Instrument -

FbR e ABI 3500 Genetic Analyzer £ ABI 3500XLGenetic Analyzer
SMN1 ARG Eiife -

[ FIF Multiplex PCR i SMN1 LR &z CFTR £ [A H B » CFTR ERE AA
Hha SMN EREHHFSE 5 o F R R S8 fE(Real-time PCR)
EC A AG B FEF 2 CEHER PTGy Cp (E SR IE4H (224 SMNL B2 SMN2 LA
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AIEEBINEY Cp EEETTEREL - #H(difnag+ SMNL EARYEHNER -

SMN ZEfE RS S8 B Emfs

FIFHE MG [ 781 SMNL2 BR F B TR AlEiH R E (PCR) - K%
DNA 75 %fi{b1% » F UGB FuRMERCHY dANTP 7T ##E4% 1274 (chain
termination)#£ {7 Sanger & » f &L HEIFYI0HTH (ABI Genetic
Analyzer) 7 TEE K ELFF 5 347 -

S5

SMN1 E#{

SMN1=0 SMN1=1 SMN1>2

€.*3+80T>G

c.*211_*212del

I ZEHIFRY ISEE R
ER SMNL 4 | SMNL sk | SMNL BRak s El
ER SMN I (B R

10 X

%ﬂ
CIY
i

—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
EREsRE R R i H R SERIRE 2 BB TE 5 1 SMN2 ELREE
AR MRNA K E 53D exon 7 > #E sk H AR EY 2 /A BE 2 EHE - SMN
RN 4 1.7 kb £ RNA- B PRIV E S 2 294 (B AR AH
845 38 kDa - #Efffi s ARS S8 25 B 4Hak -

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 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

*TakRes ARG

TN Z (BERRFTE ©

(4)

FREMEN AZSSETT R AR (MLPA & SMN1 ERZERHEEE ERE)

Tl H

SMN1 Kz SMN2 ELA53Afr - fel] SMN1 L RE & dt ok B 2= [ HRY | S ELAH A
(L BL AT
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T iz T A

IR+ FEEAHE EDTA Pt < HRinE H e AE SR 52 -

S TREE
TG HETR 21f 2~3 mL A H[ZDjs 1 mL
fels IR TS RAFIS 2-8°C -
AR 2-8°C MEORL2 ek 2 14 o
e s ABI 3500 Genetic Analyzer Eii ABI 3500XLGenetic Analyzer
MLPA :
MLPA ‘& Multiplex Ligation-dependent Probe Amplification FYFGFE » FlIFHE%
EHBRYE—ERETH - N E—REE N T [ERF IR 2 50 (@R [Efi% H g T
HIFE H 8L - PREFEH &R & S FE (hybridization) i & 2 HIERY » &
sEekhE o ALEREEEZ (ligase) &R Wi (PR EHERE - I F LR AR =~ 18
5[+4H (universal primers)#E{T PCR JUKKIE » %5 H T 7 YIdh K Bz 4 28
i o QIR RERSHIAERE T - SN AMNEEY) - MiREY&HXEE
A o MBI B E AR M R B/ NETRHRS - AP fl4H PR ST LRSS
HEEIRER - A EA IR AR S & -
SMN ZEfHHEY 58 B it -
FIFHE—MES [ 731 SMNL2 BR R BTGB EE E (PCR) » %
DNA P31l bi% A e e ZYRRECHY dANTP AEfTH#E4% (EE 7% (chain
termination)#£17 Sanger JEF7 > fi% 5 HXEE HEIFFY 0 HrER (ABI Genetic
Analyzer) 1 TEE KB A 34T -
SMN1 £#§
c5r0T0 2 SMN1=0 SMN1=1 SMN1>2
e
¢.*211_*212del
o ZEfEHEY 3R B A
o SMNL1 4 | SMNL g | SMNI & = fe
fESE R SMNL G-I (B E e
SRR | 10K
—RRIEE AR 5 SR ERe B A M R MR S Ay B e aS T &
FE[A (Survival of Motor Neuron) : SMN1 E[K (#FEIT I8 Kig) B
SMN2 EE[R (5T Z% s i) - 49 5-9% A 1E 3 A 27 SMNL £ K » 1 i
—— SMN2 EL[A - ZE WA RIEAE 3 InVEIRA 5 (B2 E eI - SMN B[R

#1459 f Exon (1, 2a, 2b, 3-8) » SMN1 J; SMN2 ZNE Erife {TiE5% - SMNL
FeNEE R R R id e HRSERIIRE Z ERH ¢ i SMN2 B NEEEk
2R mRNA K 7B~/ ) exon 7 - SR AR 2 Ry A EE Z 2 HH © SMN
FNBERRHEY 1.7 kb £ 2 RNA B HZRAVE A e 294 (EREERREA A
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8247 38 kDa » it AfS S (Ez EHE T -

ZEfHEY IS5 B SMA TR i AW ELL L IIsE IR Y SMNL AR (B
TE— BRI b BA IEE ARA) - B2 EE A1 E — R EDHE L E8G
b SR EREHIN BA SMNL B R » ARREE A " ZERIPEFISEE |
WE Ll SMN1 FE R H R ¢.*3+80T>G 1 ¢.*211_*212del {ir BL&EH (Luo
M. Genet Med. 2014 Feb;16(2):149-56.) o F& H i H: e 528 52 DU e HLze i gl
B

fhisk

AR AN B EEE

* B e MR ST~ Z ER8FTE -

(5) FMR1ENR CGG E#HEREH

T EBTH H feol FMR1 ELRH CGG EHEZRE -
T Re TR e . . e e
_ Mg 5 FFCEA & EDTA HLstinA 2 SRifnE H fiese SR 5 -
S PREE

fRGReE 2I1f 2~3 mL A HE[/Djs 1 mL

fehG R TehG IRIEN 2-8°C -

AR 2-8°C MR Rk 1

I e ABI 3500 Genetic Analyzer Ei1 ABI 3500XLGenetic Analyzer
AmplideX™ FMR1 PCR Reagents (RUO) (Asuragen)z2754H (55 F§ CGG repeat
5]F#E1T PCR ik CGG 7 B » W HBMEBEIK M FMRL AR H

- CGG E#H K% - PCR %ﬁ%ﬂ@é FHMERYT T K CGG 5 ERHEERZH 5

TR FMR1 E R CGG E#E & > 1 LA ROX1000 Size Ladder {E £E4H
BEIKIIENL PCR A A/ > 1 PCR EWY T 2R A A/ NI E A T
#H CGG ERHE » BIT[{5H1 CGG B IH -

SHEE | FXS EAEHA - CGG BB k<45 2 -

e iR | 10 [ TAEK -
X e gaNEHTE (Fragile X Syndrome) I 22 H A CGG expansion 7 - &

e EHF FMR1 (Fragile X mental retardation 1)EL[RZe% =% HiE CGG &E7E
(trinucleotide repeat) ZKE & E N » M)A E R FMR & H (FMRP) » R s2 28
BEER S - EECHREPERE -

it PEARHE AN CEiiaE R

e RGBT R Z ER8FTE -

(6) FERRAEHERN(MTHFR)RH

fli T H Sl AR (MTHFR)
T G T 20 MR+ & EDTA SUBEIR] 2 SRIME H SEAES R 52 -
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/TR

TR R E 20 2~3 mL A u[/Djy 1 mL
TR R AT TRE RAFIS 2-8°C -
AR 2-8°C MES RS A -
fobnEes LightCycler 480 Real time PCR Instrument
SNP 32 > Ryl i RN T77E2 — o FIIH Tagman £EE1EH#ETT SNP 43
g T FFEHS [ F LU EEE(FAM ~ VIC) Z Rt Template - £ 7# PCR
a FHERE R ERYIOKR R EE ~ Real-time {E0H] Endpoint &% 53 fr BT R] 27T SNP
papiLIe
MTHFR E:[A] 677(c.665) 2 P71l 734t 5 Ry
S C/C : T (a5 22 H e e
CIT : BERRCH S5 (K b
T/T © BRI = b
HERRL 10K
TR B A BEARE S [REALIMER AR A e BEE LMK A
fE (MCV> 105) » WA Z R s ~ Rim ~ 7 FHESIER - 22wtk = g
THERE TG I SRAV S AR 2 ARSI OB BRI 38 AR 1
P MTHFR E%%%T%@ﬁfﬁ%ﬁﬁ@%ﬁ@%%ﬁ@@‘%%z— L MTHFR ARSI 384
Wil > AIREIE IR RS A IRE - B ER a2 - A0S
E S Ha Gl B E TR R & 0 3 ~5 /5 - #E R SeHERT AR AR
et it 2 B2 R IER A R E S B - S CHBER R
EAVEERE o AR AR 5B B A S A R B B A A S E -
et AR ENT EEREEE -

*tabg g R SRR Z(BI8FTE -

(1) BRI R R

TEtEAHRE 6 7 B0 - GIB2 ¢.109G>A ~ GJIB2 c.235delC ~ SLC26A4 ¢.2168A>G -

wRERH SLC26A4 ¢.919-2A>G + OTOF ¢.5098G>C ~ MTRNRL m.1555A>G
T 6 B | 0% (FAH S EDTA JUALIA ~ £RI0E H S 5E[E R 52 - 5 Perkin Elmer 226
/R RISEALA -
ff : 5% Perkin Elmer 226 > £fa 22/ 3 (EifRE - RS WIS 21215 H i
feRgRetE | TR -
& © 201 2~3 mL A~al/Dpy 1 mL o
hpl Perkin Elmer 226 @%Jﬁﬁﬂ}#’ ORIEFYE R - W EH A EEZ » JEFZAR RAFT 2-8°C -
RIMEMIE IR 2-8°C
AR TG 2-8°C MR /2 i 2% o
Tk LightCycler 480 Real time PCR Instrument
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J B

B R 2 RE M (SNP) B Z A T N AL R4HH » A Tagman B4
SNP 3 HRIFER i FHEY )37 2 — » FIF Tagman £R81A#ETT SNP 354
FHESIT - BAZENXFAM or VIC) Z BretEl Template - 12487545 PCR HYJ
R FENGFIF Real-time {=H] Endpoint 2% 704 B A 27T SNP 534 -

S

GJB2 ¢.109G>A ~ GIB2 c.235delC ~ SLC26A4 ¢.2168A>G ~ SLC26A4 ¢.919-2A>G -
OTOF ¢.5098G>C~MTRNR1 m.1555A>G [\ _F 6 {[& fRil{ir Bh B 2R HI 5588 B 7 SNP-o

10 X

RS AL ERETR - B R AT HVEE IR - BB E RESHEAN T REE R
A~ ST R SRR B EERVEEIRE N R, - S8 A e R H o
HERENSGERG/T I Z - ET 02 = WIRAE R F I MR
aFE - EERBNEEARRHEE S RN E > B MERIEE HE % - 240
IRATH SRR TR Bt i DA RS ~ WSS MG RIEE DERiE - BE
o E RAETEN IR - BAIgEE O & BRNZEGHIREES
2 NIRRT -

I EIE AR SRR AR EVEIRREN GIB2 ~ SLC26A4 ~ OTOF Kuifir
ARfc DNA ETTIRON  RT AR RER e al M R TR R I b S SR A T A R b P
fiti - QEEHRECE SR A I v AL EH A B R K2 Tl - 1248
AT IR A S AR RIS D Bt SR S Ol - SR T AR AR
RIS R TR E R IEE - Dl eoaR -

fst

AR AN EERRERE

*taba g R SRR Z(BI8FTE -

(8) ZEEMITRERH

fabmrH H MTRNRL m.1555A>G
T #S T JH - e e e
> gﬁg : M3 B A & EDTA Bt B H e seEH 4 -
P
TR HGTE 4211 2~3 mL R A/ L mL -
TG ORAT PRI E SRS IRIFN 2-8°C -
AR TRg 2-8°C MEDR/2 e ik o
Tk LightCycler 480 Real time PCR Instrument
IR 2R (SNP) B Z AT T ABEE R - 1indHd Tagman ££8145Z
o SNP 73 o i HEY T 7A 2 — < FIFH Tagman £REHE#E7T SNP 7344

FEALIF - BAEEE(FAM or VIC) 2 B¢ Ed Template » 12487545 PCR AT
K FENGF]A Real-time {51 Endpoint &% 53 A B A 47T SNP 437 -
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2 [H]

MTRNR1 m.1555A>G g HI A BE &5 R HI15-588 52 > SNP -

e [10R%
s MTRNRL 22 m.1555A>G Ft ELPRAI%E » @r(fif5 125 rRNA & 58l
"R RN HEESS 5 (aminoglycoside) FEAIRVHUAERAES o MNEEHEL
e AIRES [REAVEERE o b RIEL 2B > S IEIEHTA m.1555A>G EEEHI
- Bz ik i is S g A - RIS At E R B EE R
MR e Mt EM R AE RN ERE T ERE R
(Aminoglycoside);&g » THISEE 4 H R
i AR EN AR EEE -

B e AR ST~ Z BR8P E -

(9) SeRTREMEREA AR EERA

T BaTE H SR o fE R R SRR BAERIES R PHOX2B =2 GCN S0
fex #G T8 MH | 0% 5 Perkin Elmer 226 Y5 (i 7 50 H & EDTA Histm < PRifnE H ke
/R GRS -
ffifs ¢ ZU5% Perkin Elmer 226 - £Rii %2 /) 3 %G » IR W HiFe )87 H i
eichcta TR -
MR * 20 2~3 mL Ru[/DFy 1 mL -
g | PETKIN Elmer 226 BUSEH (R FOE - I FI 2B - IR RITR 2-8°C
RIMEMIE RN 2-8°C
LR TG 2-8°C MER /A2 e 1k
InbnEes ABI 3500 Genetic Analyzer £ ABI 3500XLGenetic Analyzer
MIFHBE M5 731 PHOX2B BAR R B TR Sl e (PCR) » &%
o DNA Fe31&ii4 tié’ﬁﬁﬂé%ﬁ%z#% SCHY dANTP #EfTEE4% (EE FP% (chain
termination) 17 Sanger T » f& XL E EFY1 oM (ABI Genetic
Analyzer) BT EE K ELFE S 34T
SEEf | GCN EERE <20 BIEFEA -
s | 10K
SR P fE LR A B iE (Congenital central hypoventilation syndrome, CCHS)
Bl PHOX2B (paired-like homeobox 2B)ZE:[RZE =4 T~ GCN R Py EHE
REERE -
GIRER 494 90-92%f) CCHS £ 2 PHOX2B 25 =4MNaET- GCN E: R eI 2 i i

FEEHEE 20 XKLL E - *ﬂxﬁ&%)\ﬁ’] GCN EE Ry 20 X M2 EUE
FHy GCN B8 JH Rt 24 X > & GCN EEEL S 21-23 15 - HATHERE
0 NI > (R — */FEE%%)\E fE7 TR Kt - PERRY CCHS &
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T8 By 2 TN B I BE #E P 1 28 2 (polyalanine repeat expansion mutation,
PARM) ; iff H &r &Y 8-10% B 3 - AT H IE 2 7 e Ik 25 17 0 8

(non-polyalanine repeat expansion mutation, NPARM) - #[1 B8 BEZE8 By fi o)
a4

ZeS > RIS B Ry LR - & Z A AR -

fhisk

A AN B EEE

*IBREE RSB~ Z ER8FTE -

(10) B NEREA = (RTD)ERERH

B NEEE A2 (RTD)MHEEEA AGT 2 ¢.857-619_1269+243delinsTTGCC

AN A

WHREH | 1r6c aon posmp s

fer #% T s . . e

_ I+ T A& EDTA Prstinfs] > S s H e ErR % -

S REE

TR e TE 21 2~3 mL R E[/DHr 1 mL -

Taks IR RIME MRS RFT 2-8°C -

LR Tahs 2-8°C MRS L -

KebnEEEs Thermal Cycler (&% Gl HIH X EES ABI Veriti)
£RF Gap-PCR (R > $HEFE] A BT AGT AR E 2 % %fi(c.857-619_

- 1269+243delinsTTGCCTTGC) /A Il A g s 15 [ F#E1T PCR KZfE » FHK

o i PCR WA/ N B 275 B AGT £5[K €.857-619_1269+243delinsTTGC
CTTGC 2k -

SZEl | RE AGT £:[A ¢.857-619 1269+243delinsTTGCCTTGC sk

R |10 K
B/ IVE# B 4 (renal tubular dysgenesis ; i RTD)E—fiAy gl EE
BB > B2 B R E A IR SRS EARI I EEAR » BEEKE/D - A
AR GLERB MRS - A AERTEL » BEH A BRI RIS SE T 5 B

BRIRER | EEar > REReRE N BEMRDEFERHEY - &8HE
Fo ok AGT £[A ¢.857-619 1269+243delins TTGCCTTGC A H FERLRHL
5 I EE R 4E 2R £ %0 (renin-angiotensin system)Z45[ & %7 RTD #<
ﬁ o

s AR AN FERREEE

*TebRes RGP R Z ER8FTE -

3. BEMFEEHEIE:
3.1 Ml rEEIE

(1) fRBefEEDR SRS 8 /N - 5L 2-8°CIEIRL2 R PR AT °
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(2) iRt - BE D ENERSEER - Bl Ece B H
B EIRBRERRAG TR 2-8°C MEIR 2R 1k
Q) FEEmAGE A RENE R IR RATGEIET -
3.2 FEFIEEEH
(1) BEABREGRHEEE -
(2 BeprERESERTE -
3.3 fae LHEEA A (a0 2 Bl (Reieanlts ) > DUFHER -
3.4 AREA{REmAE ~ B0 - Ehe ~ DO - EWES ZHETT -

RRRETE /B
4.1 IeREU R EFERA
(1) ARSI A4
(2 HEBEARE - (MRHEEE/D 1mL: MH HEEEE /DB 3 (#ifm
B IERWES A2 HIZATE - )
() FRESBATT(IRIER EDTA R | fF FE K Perkin Elmer 226 #U5%
M) -
(4) MESTEEIATT -
(5) MESARIREUSREGRS &R e SR E T A BT -
(6) MRS A SEEE % -
(7) FIEEERRSERE T —
(8) eEEtRigHIEER=EUWFH AR 14 RPLE -
4.2 WRESRIFRIZ © SR FRUE - ARBRADRHRPTHE 2 A2 T RA IR
FE S A FOR Y -
(1) HErABHEE TR RE BRI
() HE "REREBREEAE , 275 0 WEEHEZ SUE -



@) FEFE " AR B | b Tk AEE ) RmEE o F
(A By ARERR 1% B B
5. RRRRINAI/EM
5.1 SMNL1 57z SMN2 E[R g HI(MLPA& Real-time PCR&ZE I HEY 8 B fm)
FMR1 B[N CGG SR Bkl ~ ZERE AN (MTHFR) Rl ~ B MRS
FREAO ~ SEE MEERTRER N ~ e R THE MR A e AR N R
M~ B INESE B A 2 (RTD)ZERM - AEAL I OR & MLR/TLA ek
= AR IR EARRER T E

6. IRERGEFIEHE
6.1 SMN1 Jz SMN2 £ HI(MLPA & Real-time PCR &Z= [ HES 1 $5 BE ) -
(1) ERMEEEN TS BRT Z FBK » RNEA N B TER
a. A
a-aSMN1=1
a-b HZEMIHE IS E A B R
b.  BEBERIAT K
6.2 FMR1 E[X CGG B XERM
(1) Ehlas R Tk & B 2 f5oK - ARBAL A SEEf T -
a.  FXS el el
b.  BEBERIAT K
6.3 HERAHEREI(MTHFR) :
(1) ERAGERN TSR 2 oK > REA N B TiEH
a.  EEREAUHIEEE = E
b, BEFERIRTR K
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6.4 EREIMETSIEE AR -
(1) EtlER T kBB 2 FBoK > ARBLA B gl TE g -
a. GJB2c.109G>A ~ GJB2 c.235delC ~ SLC26A4 ¢.919-2A>G ~ SLC26A4
€.2168A>G - OTOF ¢.5098G>C [H|HY/FE A& FELR A
b. MTRNR1 m.1555A>G F 5 B RAY
c. BEBERPATEK
6.5 ZEEVETEIRE M
(1) EfMERN TEURE R 2K - ARA AN S GH#ETE
a. MTRNR1 m.1555A>G F5 ELRA
b.  BEBERIRT K
6.6 SR PHEMEHRSEA RAE RS AR A
(1) EfpMEGERN T EURE R 2K - ARA AN S gfEfTHE
a. GCN HE#HHRFIEY
b.  BEBERRTRK
6.7 E/IVEHEEF A E(RTD)E A
(2) EfpMEGERN N EURE R 2R - AR AN S gErTHEg

a. HEVINEZFAE AGT A[X ¢.857-619 1269+243delins

TTGCCTTGC 5
b BB R
7. REERA

7.1 SMN1 Fz SMN2 EFH g HI(MLPA & Real-time PCR &Z= fEIHES I[85 & &
b#) ~ FMR1 Z A CGG Bt X Euteill] ~ Tl (AN (MTHFR) &M ~ &L
S SRR AR ~ S METERAR AR ~ Je K P RE MR A e ik (R
R~ B VE 3% 5 A 2 (RTD)E: N AU i R e R/ - ik

Y A°C=HE1R A -
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8. WR4R/ERTTFEREE ~ Wi R AESRIFA -

8.1 SMN1 5z SMN2 E[RfzH] (MLPA & Real-time PCR &7 fEIHES I[85 & |
f#) ~ FMR1 2N CGG B R #iel] ~ HEB AN (MTHFR)AM ~ &K
FEVETS R R ~ SEFVEISRARR M ~ e R PR MR A e fE (RS
E Rl ~ B/ IVE S E A 2 (RTD)E A -

(1) Mpeg/HRgpEEsS © (02) 27951777 /{HE : (02) 2795-5627

(2) WefHrfE - #E—2= 7855 9:00~18:00

() fEZERER : H—=H7 9:00~18:00

9. BELR :
9.1 =ZRBEhANBEEE — AR
9.2 WENAENFREASE-ZE RN

9.3 SMA HANEFEREIESEMRE — WESLPR

10. fii

10.1 [AEEH2FRE T (QF), BERK -
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B -

st ER N B (0 A PR A SR e e it 7 4 SR TR RN B el A IR
B LU HAE PR ZtebatA E - Bt H BTG E R Ciehife - IRIGER
AL G Efite SNP M4 » SNPTHERGE PR hiGite - 2L OlGq A &t -

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=ENE B ETEHE H 2R EE 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 HERRBRERE

(1) RAEERATA- AR

fepTH H T HIFERa S RS 2 A TR BB R B -
i@%fiﬁ Embryonic biopsy samples (Blastomeres/Trophectoderm)
S REE
fAGRGIE 2~5 ul
e IRF | ESIRFIL-20°C -
R [ -20C o -
Tones Thermo lon S5
"R E RIS ET RS )RR AR P A YA T TR > TR
R SRR~ ST SRR IR R A B H B - fEEEAKGER - T RRG
JR FEIRATZ RS At ) 7 RS A CE P (NGS) R fiT DNA J ERAR#ET TR
FIE Ry » LEEEE Y DL i e R BB AL - #ELLHIET e A s
TCREHEI R R -
P IE*%"%%@E%%HS S TERES AE SR 1-22 SRR RHIRE » X Y Jyhg
Ry—E ) BEES 122 550 X R AWE » 198 Y 44048 -
sl | 3~10 {E TR
NIAAE R 23 AL ERaaHa - Hf—P2RE A - —F KB BB - Aij 22
R ORER/IMKF 4Rty 1 2 22 SRAVAS LS (autosomes) - 2 23
HALEHTAREHERIHIMES @RS (sex chromosomes ) » FyEggEE o] /) £y
HHBGEEBET - MACRER G E T T ARV AE
FLHE R ARHILL Thermo lon S5 &t » JBE FHZCHAUE P (NGS) Rl AR
KRR | FaPTA AvasiE T 2 eI RS A (Aneuploidy) IR LAV EEAL » AT 380k R
ERSHH RF B s B R ERE B - ENE e et P
(balanced translocation) ~ {z[## (inversion) =l B R 4% — % A8 (uniparental
disomy) ~ ={%PL L% {&#G (polyploidy)... 5 - DUKEREEHE RS - AR
B2 = HRRRTE AR - Complex Abnormal 7E 8 Fy HZLEHG NGS 4551
HURAVUAHD, FAvORS RIS
Wisk | BetenssElt ARMRIEIEEEA worksheet -

e RGP~ Z ER8FTE -
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(2) FERERATIEMEERR SNP AT

febaAH | RGeS E G A BB ER R E ER
i@%fiﬁ Embryonic biopsy samples (Blastomeres/Trophectoderm)
/R
faAGRGTE 2~5 ul
fGinte | S IRFN-20°C -
HREWRIE | -20°CT N 2 UL
fonEes Thermo lon S5
" MR KRR ZL RS AifR SNP IO AR | #5 i il & B A Y& s o i e
TR AR ~ = M A AR HH R A B R L (R R B - R B AER - T iE
JR GERAIA E G ERfR SNP M0 AT ) FELwRFEH PCR £flost %7 SNP
(L BEEEE S A ACUE Fr (NGS)Ffii DNA J7 BRI T AR E 7 - ELEE
REFP Y DL I BB - #EL R ie A B AL e R T -
SEEME | P oTE G B GELERRE -
R | WGA 5ERkf% 3~10 il TIFK
NIA4HRE D 23 ¥ EAcsHRL - Hfh—RECH - —FRKE BB - A 22
HRIRAER AR/ IMRPARTE S 1 2 22 ARG AL EHS (autosomes ) - 55 23
HALEHTAREHERIHIMES @RS (sex chromosomes ) » FyEggEE o] /) £y
BREER | BEHEEEHEREY MR ER GG 2R T L EERERRNYAEAY R
BRI A HILL Thermo lon S5 Eiifg: » & FHZCHAE Fr (NGS) Rl AR
RaFT A FL R T RS M E RS R IR AR o DOREREHZ RS -
SRR EERETE AR RN -
it AN EREEE -
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(3) SNP'RRREEPRATHCAS A

TRt ia A e 2 BA TR R (e - R E B (AR (Haploidy) ke B 8 — 1%

PIRE | grriploiay) e m
ifﬁ%fiﬁ Embryonic biopsy samples (Blastomeres/Trophectoderm)
S PREE
TG HETR 2~5 ul
e IRF | ESIREFI-20°C -
HIRRI | -20°C N2 AL
fabpgas Ilumina NextSeq2000/ Hlumina Miseq
" SNP*RRAGE RATA (RGBS | #&HH = 0 & B A Y& A TRl -
AIPRER ~ SRR - ST R AR RR S R B H R o REEKER
J3E " SNP*RRAGZE PRATAL (A Efs 7 ol s A2 P (NGS) RefiT DNA |/
B T AR EFy - LB A DL A i R B AL - #E LA
e A L R SN R 22 B R R B e B -
EE e BaRRG - 8T HIE S 1-22 SR AE B E » X~ Y Jymhs
SEZEHE | /H—E 5 BHE RS 1-22 550 X R AWE - 198 Y L4058 5 DUEEF
EHER TS A (R E /= %385 AOH -
sl | 3~10 {E TR
NIF4HRE D 23 SRS - Hf—RE 8 - —FKEREE - A1 22
RV ORE R/ IMKF 4Rt fy 1 2 22 SRAVAS LS (autosomes) « 2 23
HALEHTAREERIHIMES @RS (sex chromosomes ) » FyEgGEE o] /) £y
HHEEERRT - MR ER GG ERN T FEERERYREAY R
BRI > ARHILL Hlumina NextSeq2000/ Hlumina Miseq &fifg - &R 2t
HIE P (NGS)Rlr IR RG AT A S RS AT T 2 I 1 T R A RS (Aneuploidy) [R5
— HYEFA - ﬂﬁiﬁﬁfﬁﬂ%@éﬁ%ﬁﬁi HEH E—’EH%QH E&Tﬁ\ila‘ﬂiﬁiiﬁ%%%% - B
L 57 (Haploidy) B i = i Triploidy) 2 s o S R R SE T3P -
EAEE 5221 EérE (7 (balanced translocation) ~ {Z[## (inversion) ~ /DA
IFRq e B R 5 5 J £ e 72 (Absence of heterozygosity, AOH) + B
52 T HEJE (uniparental heterodisomy) Kz 3543 B8R [5] — #59iE (uniparental
isodisomy)... 5 « LUKAEHE R » fAERISEm IRt ARl -
Complex Abnormal & 25 5 H A4 tiE NGS 45 R BRI DL FEe g B Ik
BELER -
fEEE | RN ARSI B worksheet -
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(4) Z+ERESH BB (750K SNP Array)

fepTH H T HIZ RS S S A TRy BEh A 7 B -
g | O MURERBLESCIISE
e Mm% - FEAH& EDTA i‘n?ﬁ%ﬁﬂ%‘ﬂZ%ﬁﬁﬂﬁﬁﬁ)%fﬁ% °
HE - EAASHENREA ST ARIAREREEHEEEK -
F/K 2 10mL > KEERERRAER N GDT 8 mL
%+ £/ 1mL
. aH% -
PR (1) B BREARS 1 om -
(2) Haf4(Fe & 50 mg 4R EHE) © BEFE AR Lom®
(3) Nz 5e R Hn Sl A& A 18 B MR RV AH S f S -
WHEIRF | RS IR 2-8°C -
HIARIE | 2-8°C [N 2Tk A -
ToEnEes GeneChip® System 3000
TS R B RASE YR R R RO AT > BEARORT ]
e R - S B B S R T A RS B AT - R ERARER > T iR
JR P F i ) R RS SR SE RIS | & DA S iR i AR R
& FELAOTATERES R B E AL T T o FE LR R e A B AR fn RS ]
HiEOReR SR 2= -
S B S %%ﬁ’fﬁ%ﬁ(‘%%ﬂﬁ% 1-22 %ﬁ%@ﬁ%ﬁﬂﬁ% XY B A —E
TEH M > &t ag HIESS 1-22 SR8 X SvEfe AW E  J2H Y JL1ifg -
sy | MR AT KinEs © 10 {8 TIER 5 4H&feRS © 20 (B T{FR
NN 23 B EASAHRC » Hp—FRE R - —FRELEH - Al 22
B RBRmTTIRT B 1 2 22 SERAS S EAE (autosomes ) - 25 23 1]
A SEMERIATMESEES (sex chromosomes ) = ¥ g8 E a] 75 L8 H
BAEREEY - MAYERE R g2 R T EE R RIIEEAYE A B
e I > fgEE Ll Thermo Fisher Scientific 750K SNP array gfifa » S Iy Eiahy
- TGS REDEFZERET o SHEMEAI BE pIA A R S HERE M S o AEhis
HY H BV B i ia s iV Ay RS HE T IR R 24 (Aneuploidy ) [R5 5 B3R
—BE(UPD, Uniparental disomy) ~ A B2y o i &5 /< B AOH
(absence of heterozygosity) {VEFAh © 210 » A e VAL AL 7 AT B fgATT
FE NIV A Eis e SISy e fg BIEE /R B RN E R R -
st eI AMS _EERiRE R

e RGN Z ER8FTE -
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(5) F«EEASE ) Ef® (HD SNP Array)

TlmTH H TRl G & S A TRy BiEh o 7 B -
e | E7K 5 15 mL R EE LV BCE I # R
T RS e : N e e .
e K RS EDTA fLgt il SRiE H#@E&ﬂ?fﬁ%
HER - EASHENEEA ST ARINARERSEHEEEK -
FK 210 mL > KEFEEEREAER NSO 8 mL
%+ £/ 1mL
. aH% -
PR (1) B BREARS 1 om -
(2) Frfa (& 50 mg SRERE) © B4R AR 1om -
(3) Nz 5e B AR Sl A& i 18 B MR FE A S i S -
WHEIRF | RS IR 2-8°C -
HIARIE | 2-8°C [N 2Tk~ -
ToEnes GeneChip® System 3000
TS R B RAEE YR R R R AR IR AT > BEARORT ]
e R - S B B S R T A RS B AT - R ERARER > T iR
JR P F i ) R RS SR SE RIS | & DA S iR i AR R
& FELAO TR R BB AL T M« FE LA AR R A e BT fen AS R
HiEA O RERI SR 257 -
S B S %%ﬁ*ﬁ%kﬁ%ﬂﬁ% 1-22 SRFVERE RE > XY i h—E
TEH M > &t ag HIESS 1-22 SR8 X SvEfe AW E  J2H Y JL1ifg -
Hes ey | MR /KinEs © 10 B TIEK 5 4H&feRS © 20 (B T/FR
NI 23 HALERSaHR - HP—FREHR - —FRELEH - Al 22
R ERSRTHR T Ry 1 2 22 5RHVAG SRS (autosomes) - 55 23 ¥fH]]
A SEMERIATMESEES (sex chromosomes ) = ¥ ggE s a] 75 L8 H
BEEREEY o MAvEREE R 2R T L E (AR AV e R B
R I faiE DL Thermo Fisher Scientific HD SNP array &t » BHGILE RSN
- Mrét e AR5t - ST A B E H i P R SRS - AERieHY
HEVERN B eSS T TIREE 248 (Aneuploidy ) R0 A B —
HESE(UPD, Uniparental disomy) ~ A | ExAYZL gz &1 k&t AOH (absence
of heterozygosity) FVaFAti < 2RI » A e e R AL AL AT B AR T Y i
R Bt i A e A eie BIRE/NR BRIV RN E SRR -
st eI AM R iR EE

e RGN Z ER8FTE -
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3. EEEREIH:
3.1 WRREEIRAIAEEGHEi - IRAGE RATA E G ETte SNP HFh0o#T - SNPRERGSE
PRATSEpG e - JLeiesh Eifg
3.1.1 FRRREIRATZ e AGhR ~ PRRRE PRATA CfaEite SNP I hn4r - SNPRERE
ZIRATA RS AR i i £ R R I
(1) RS R ORE Rk
(2) HRERRT - BN ENE AR - B RS B H S
TR IR TR AE-20°C MR 2 B
(3) FHEEfBamsRE /N FIE 0.2 mL PCR tube HE A 96 well plate 75
T4 0 WA SERE R R E T A B8 T DL -20°Co4 U7 =
3.1.2 Zeufig it 1 (750K SNP Array) gl ~ 4455/ (HD SNP Array)fg 5 g
BEEH:
(1) TRESTES RIS -
FoK ¢ BOSHREE 15 mL SR EEOE
MK - SPLEeRl EDTA BVERIME
A AR EAHE KSR R E 22
(2) TRESTEZEIRA S 8 /N - S5 2-8°CIEIRL 2 TR IR AT ©
(3) ERBIEH - BN NEEEERER B eis s A R o
KR IRASTRAE 2-8°C TMEIR 2 e %
(4) B EIRHSE A e B s B NS o B ARG
311 FESE LFENFEE
(1) EABREGHFEE -
(2) BEFTERHEGES TR -
(3) Biopsy samples f&HG AR5 /E S HLETEE
3.1.2 afs FHEEA T ELERA 2 B (heisaRales ) - DUFIHES -
3.1.3 AEEAREIRGHGIEUT ~ AB{F - &g ~ DA ~ EOMIELE > fE ST -

-
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4. IRASTEWRA

4.1 tmBGEAR A AL -
4.1.1 IRAaEIRAIA G ERt ~ AAGERAT aaEite SNP I ~ SNPTHE

(1)
(2)
©)
(4)

(%)
(6)
(7)
(8)
(9)

GERAZ ORI ~ A ias A Bt
TR IR B A £ -
TR AT o
fefe TR E S REtaie B e -
fae R DU & (BB IR (IR E IR e fite - MEia g RATS &
Azfinf SNP [ o4 - SNPTRARGEPRATZ (e fa fifn © 75 2-8°C{RIm2H) ©
FrKtafa RRIIT 2 -
F/KfeRe A e 10 mL -
i feRef e 1 mL -
SEELAGED o
A e S M B A St G

(10) FIESteMIEEH AR -

4.2 fie

SRR - ARBE A RTRUE » ABRALRHRATHE Z RS T i IR AR 22

SRR -
421 HRREEIRRIZCRSER ~ IRIGE IR EgeEmta SNP 15387 ~ SNPTRR

1)
)
©)

AR SEHE " iR REmAE -
1 T ARBIRAE SR AN B | B EhepmEAR g L R KRS -
[EIEAEEEAE T RAR IR R A, DIMERR IR R T

5. FRASHANER :

5.1 itha

EIRmIA CRE AR ~ ARG E PR CAsEite SNP M4 ~ SNPTHRRGZER
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FpGhite - AR &R ORE WGADNA —4 nl R S AR B A iatE H -
5.2 Jetufia i A Bifeta il © BRI R Or e PR AR 2 S/ KARE ~ MR s S0 =
A > AR EE E A ERIE E -

6. MEMEFRER

6.1 ihn g R Aehnty ~ ARAGE IR CfGEife SNP T4 « SNPTRRAREIR
AL G Bt -
6.1.1 EfpIEERA FEURS B Z TR » AERU A B G HETE
(1) BEBeRekaK
6.2 ZL OGS A B -
6.2.1 E RIS RAN MRS B E 2 FFoK - AL A B g ErTE |
(1) FAhEC IR T R
(2) HFRIPR A EOIEER
() BRIk K

7. RRAEfRAF

7.1 IRREERAT G te - MRS RATA CAe Rt SNP (0534 ~ SNPTREREE IR
AL CBGET R © UIHE IR WGADNA —4F - — R IR " e i 8y
BAEEIE ) s

7.2 FLElG s A Bt IR R IR TR AL R 2 SR /KARE ~ MUR R sHAR = - —3H1%
AR " e AR F L , IREEG -

8. HR&E/EATTEESE UK RIRFa] B fE SR

8.1 IRAGERA AGhite ~ MAnE R CAchmt SNP (034  SNPRERGE IR
Az tRehife - it A B



(1). 48/ FRFREERE ¢ (02) 27951777 /{HE : (02) 2795-5627
(2). i -

— %3875 9:00~18:00
(3).fF¥EHSE « H—= A 9:00~18:00
9. SELH

9.1 EREEBTANEEEES — #rA T F
9.2 MEIE N A& -5 R — R
9.3 & 1 P B PEAE SRR — N[ S

10. BHE: -

101 FES2KEEE T(QF), BRI
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1. mIE:

SRR R B A () A TR A TR i a8 2 NIPT 4H > & ZfE TR IR E i (A TR
WE|ILU EME PR 2Bt E o eatE H R R AN A et AI(NIPT) -

B s
HAPIHY 'S

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

(7)

BUR * R EWE - mERE  ED A

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= Bl A B I H 2R KPS -
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) BEREXREAE P&t (FFD)

SRGORSIREERREE R (FRE (T21) - BEZERE (T18) - B

febaraE | IE (T13) -~ 21 SR ERS R EEE (M21) - 18 SRL g B AE (M18)
113 sEAL O AG EMAERSE (M13)) HYEERTAT R -

o R

e | e : Tt R E-BCT™ 3

feReRerE | 21m 10 mL

e TRBEIRIEI 2-8°C - IRBEIEULEEIL 96 /NIFIN - FERI RGBS (0 1% S SE M A
R HEF (-20°C)

AR | 2-8°CTN &S ik -

fEEEeS | Nlumina NextSeq500/550
RN HE S - 2 AR RmaE o ol g HIEIAG 5207 DNA &ER > HEHSEFIR
[mAF R 5L DNA S 2495 2 501HE DNA 17 5-30% - Fit - JEE A
Aa st ig il (NIPT) Rt nvasinim - HHEmsEhpras

J 3 FURG5E DNA &R > R — U PR f A Y& s R 7 VA T M

A ERRERG A S ARSI PR R E N (FIE (T21) ~ BEER
iE (T18) ~ EFEE (T13) ~ 21 SRR EEMEISE (M21) ~ 18 4L afs
HEERE (M18) fl 13 SR ERS B AZEE (M13)) 7 JEf -

SEEH | Z{EE-3~+3 2 -

HAEIFR | 10 @ TAEX -
TEH NS EA 23 ¥ > 3k 46 (RAVERS - JyEaienvE H S4sE~ IEE
(EBE Tk I AE S AR s ~ BT R0 o DARBEE Bfi] /2R RG S A AR =%
H—10REE 21 SR EHE AT EL - I HME RAVRR i R T RN - B EE
FEEIE (ZH—REE 18 5 ER8 ) FIEMEEIE (L H—REE 13 5788 )
R R - A REFER - IS - FIR/NERI 2 EEE R

FEREZE | P& RESE o NIPT fall{#H NGS (next generation sequencing ) 2=t
IR T BE AL Y AR - I ARG T E 7 7 2 T HRS
HEA IR - RETINGE > SFEHEAREFSE ~ N EEM I SRS IR
HEda » LG =0 iR E Bl sRET DNA | ELE R
HERE 5 itk M CERE IR SRS B R DNA 28 » BRI -
T o A BRI F RS AR T R -

HiE PAREEMN AR EEE -

*talgE IR GBI R Z EEFTE -
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(2) Q HIFRAMERAEME R (FFDO)

SARA O R R AR R RE (FRE (T21)  BREFERE (T18) -~ Efg
(E (T13) ~ 21 e pa B ARE (M21) ~ 18 L EAG B A ARE (M18)

WEREE | 113 S e (M13)) DU MR BB GEMIER (45, X) -
= X EEEIERE (47, XXX) - FIHSERECSE (47, XXY ) - 4TXYY 55
PE) EIEERTER -

o e LK

*@%ﬁj 05 © T B AR -BCT™ 5 «

I | 2 10 mL

g | PRIREET: 2-8°C - RIBFECHR % 96 /NPy - RN L
A (20°C) -

A | 2-8°C [T -

fEEEes | lNlumina NextSeq500/550
TS HTIeIE - 2oL TR AIEIH 5af) DNA 230 - FLEHIEIiE
1385 5 DINA 240 5 285 DA 9 5-30% = [RL: » S5 A
B S sl (NIPT) Rl R AR + S pr 2

e | FORE5E DNA R« R —RIER TR e J A 397

TR S = AR R R e (IR (T21) - B
i (T18) - EFECAE (T13) - 21 Y m B asE (M21) - 18 SEefodt
HL s (M18) 1 13 350 B LA (M13)) DR MR Emm (15
SR ~ = X BB - FARSERSEAE - 47XYY fEERE) R -

Swgn | 2 a3 2 -

SRR | 10 EIFR -
T AN A 23 B - 3t 46 R Eull - e Cobr I S R 8
BB TR S A T~ TR - DU BT » o HAS S AT S
(S 21 SRR - TR RS R R s + AT
S (51— 18 SR ) FIE G ( S5 (85 13 S )
T A - B R - RO - R RIS B ey

e |TIRIN PO RN RIS — b — B -

E R FEE L ERE  BE RAVEBIE ~ = X FYEOR8ER

B~ FIMIERFEUEE ~ 47, XYY JEEEE -

NIPT £ Hi{sE F NGS (next generation sequencing ) fEestb S 483 T YRR
KXW Fe 5 ERHEE » FI AR T B 5 2 T s - Re L PRI R
ZEHIN4E - TR AFERFSE - A EEMOL S ERSHY TR R H B - FLLE
HRAEET T TR E S ERE AR DNA | BB Aais © &tz - FIH
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iTEFGER IR GG DNA &8 » ER M RIlURRHES I EEs
FREEE RSV R -
e AN FERREEE -
~RBRE BT 2 ETRPTE -
3) Q& P +a—IkE AR SR B(FFDP)/
Q & "I AR A E R E R (FFDK)
= RPERGIRRERNRE R (FIE (T21) ~ ZEZERE (T18) - BFF
FUE (T13) ~ 21 SRS BRAEHSE (M21) ~ 18 SRS B AEHSE (M18)
113 SRS BEERSIE (M13)) ~ MR SRE (EHNE (45 X)~ =
febarAH | X FEEGREEEE (47, XXX ~ MIMRIERFIRAE (47, XXY ) ~ 47, XYY fE(EEE)
PAR G INR B (1p36 SRACTEERTE ~ 2033.1 GAATEMERT ~ 22911 BAE
fEEEE - LGS JE(REE (8024.11-024.21 56 ) ~ SEOLEERE (5p15.33-p15.2 it
g% ) FOREENFEBATE(RE (15q11.2-q13.1 ®15%)) HYE FEfif -
WIR e mr mR -BCTT B ¢
S REE \
feRgaefs | 4 10 mL
o TRRS ORI 2-8°C - IS EUNERETR 96 /NIF I » FERFIGIE B LM% s BEI AR
R HEEF (-20°C) -
EEGRE | 2-8°CTT A
IEREEES | lllumina NextSeq500/550
fRIEBHITE Y » B ARAkim A2 wT ksl E0AG 5T DNA & - B SRRk
I #5% Fh A A DNA & 82475 2 ER#E DNA HY 5-30% - (Rt @ JRE AN
Aa iz il (NIPT) Refig il B S avaeikin - BEmAEFprEE
FIRR 5. DNAEER » AR —UE e ilo A V& s A T A T i
[ Al Eifghe HEE RGO PR R R E R (FRE (T21) ~ BEFER
iE (T18) ~ EFFEIE (T13) ~ 21 SRS ARG E (M21) ~ 18 R4
HERSE (M18) 1 13 SRS H/EESE (M13)) ~ B RE (B4
BUE ~ = X FYEFSEERE ~ MIMIERIVIE ~ 47,XYY JEfERE) » 2L 3Mb
PUERU NG BRft R 5 (1p36 BRAEFEERT - 2033.1 GRICIEEEE ~ 22911 &
FAENERE ~ LGS fE(FERE ~ SHOSTEMEEFAIA L/ NI E (R ) 2 g
SFE&ME | Z{BEE-3~+3 ZfH -
s | 10 B TAEX -
IEH NSRS 23 - 3k 46 RS - FYEOieRVE H &S~ B
e (RS HL FTRESS AR B, ~ WFIE RN » DURBIE BB - 2 HHa i fadiRE =
- i —1REE 21 SR ERSHTEL - MHAME RAVie R RS R R - B EE
HEUE (ZFH—FREE 18 SRS ) FIE M IUE (ZH—FREE 13 5L ) -
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e R e - A RFEFHESR - RRRE - FRINE L HEEE R
WEHLRETE - v R LREURRERE S — R D —RIEL e - 5
BRI FEER o MR G - B AV IBIE ~ = X FYEaGE(E
BE ~ FIMIERFIVIE ~ 47, XYY EEEE © S/ N7 Bl 5 E H 2R R & —
ERA RS A (iR BB HEERE - IR B seEa TREM F 2 BN > =
R AU » A E S A i i A (A - R A 1p36 B E R -
2033.1 GRCEERE ~ 22011 BAIEERE - LGS fEERE ~ SHOSIEERFAIR L/
/NBREEE (R ©

NIPT £ fll{sE F§ NGS (next generation sequencing ) fFesthE 483 T AR
KW P 5 &R » I ARHEA T e 5 2T T s - e E L PRI S -
FETI4E - TR AFE PSR - AEEM A Eiany RS H BRE - FLUE
AT TR E YRS AIRHY DNA | BER ST » iz FIH
iTEFGER MRS EANE DNA &8 » Ex N HIURR RS IO
JREEfERGHY AT -

fst

AR AN EERREEE o

*abg e RGN Z (ESFTAE -

@) Q¥ VIR AMA R ERRERR(FFDW)
IQ 8 '* =4 /\&—IrE AMAa R L E R (FFDM)

SRR R ER R W (FRE (T21) ~ EfEFERE (T18) ~ Efg
FIE (T13) ~ 21 St Ba B ARIE (M21) ~ 18 SR EAG B ASAE (M18)
113 SR g B RRE (M13)) ~ M s (BWIRAE (45 X))~ =
X B ERRRE (47, XXX~ P MIERFIRAE (47, XXY )~ 47, XYY JEEEE »
48 XXXXFEMEEE ) ~ fdv A Bk (1p36 GRISAEMRET  2033.1 GRICIEMERT -
2211 GRISAEMERE ~ LGS MR (8024.11-024.21 §5% ) ~ SHOAE (RS
(5p15.33-p15.2 5% ) RIKME/NERAEREEE (15911.2-913.1 §R5)) ~ 2%

MR | EESIABREC PR EE= I - 8 SREB= (I - O SEREES
8 14 S A 0 - 19 WIS - 20 SR EI= (e - 22
YR I 8 - 21 BB - 22 SRR EIRIEE) - LLR>10Mb
B ESI(ONV) B8 (1p B3 BACHERERE ~ 20 BRSYBRATEREEE - 3p25pter
BRARIEIRRE - 4021 —a31 BUIEIREE - 60 BT BAIEIRTE - 8p B4 BAHE
I ~ Bp BRI EEE - Op EBSHBAMIEEE - 10p EDSHEMIEREE - 11
55 GSIEIREE - 110 H55HIRAEEIREE - 160 EBSYBAIEEEE - 18p H36:
oS ERE - 200 EERHIE BB AR -

oy e

e | it : AR - BCT™ i

W | il 10 mL

IR | RIBET: 2-5°C - BRI 96 1P - FERFHIBHEL (T
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2 HHE (-20°C)

IR

2-8°C 1 /2y i 1%

bR Ras

Ilumina NextSeq500/550

JE

fRIEVTFEIET - 2w ARk e T i U ERG 52 Ay DNA &ER > H AR
IMAE P AG FlFRE DNA S 8495 a0 DNA 7Y 5-30% - [NIE - FRE AME
RSz tpetal] (NIPT) SOt s i mavasii - S EMmATT e s
AR5 DNA EER - R —(UE PR ilo R A P & R A A HE T o0
gt A R R PR AR R E R (FIRE (T21) ~ BfEEEK
iE (T18) ~ ERFERAE (T13) ~ 21 St i B EASE (M21) ~ 18 SRt thfiG
FEAE (M18) Al 13 St BMEHRE (M13)) » MG e (B4
B » = X A EOAEREE ~ FIMIERHRE ~ 47, XYY EfEEE « 48 XXXXE
B ) ~ 3Mb LU EfSUINF BRI, (1p36 SRICIE(RET ~ 2033.1 GRICHERE
B~ 2211 SRICRE(REF » LGS FEMREF » SEOEMEEFATIRGEL N EAE SRS ) »
Fetufe — Ao/ BRA R E (7 S Cmie = (548 - 8 S miG =148 - 9 St
—5EG ~ M4 tie =15~ 19 SR = 5He - 20 S Cae =154
22 St tufie — e - 21 S ae B e - 22 SR R BEAEES) - LUE>10Mb
 ESERU(CNV) B (1p BRI ERISERRET ~ 29 BRITHRICIEREEF ~ 3p25—pter
FRISIEMERE ~ 4921>q31 BRIEMBEEE - 6q BRIBRIIEBEE - 8p ERITHRICE
= ~ 8p B PRI EMRRTE ~ Op BRI AEMRETE ~ 10p B G AEEE - 11q
HRITEROCIEMRRT ~ 11q BRI HRIEEREE ~ 16p ER PRI ERRET ~ 18p H 7y dh
SIEMEEE ~ 20p PRIEEREE) 2 JEl -

S

Z {HAE-3~+3 ZfH] -

Y

10 {E TAER -

IEH NI SR 23 ¥ - 36 46 R tefle - ROV HBEEHEA R -

{ERSHL T RESS AR R ~ WP SoRii - DUBIE BB - 2 it ia RS 4R %
tH—{FRSE 21 SR G AT HoAth i RARE A R N BEEEE
FE (2RSS 18 SR lG) MIEMIERE (ZH—FRE 13 st )
e RIA L RERERE - A REFEE - BEGREIY - RRINEIRI 2 EHas Bl
WERREE - IO =R HRRE R R ORRY - HEWR
R — R — RS RS - MR CRe B BRI E 2 — R —
fFRMEA RS - BB IR ILE MR RS  BH RAVAEMRE =
X FeCBGEARE ~ MIMRIERFEE ~ 47 XYY SEERE © flvNF BB AR 2

B RN Ry — e RS A TR BB R AEERT - bhR BETRE & T 8 LA
EZER BR BN AW EG R AR ] - B R W A 1p36
GROSAEMREF ~ 2033.1 BAIIERET ~ 22911 GRISAEMREF ~ LGS fERET ~ S8
TEMREF IR (R N BCRITE 528 - >10Mb J5 BeE=8(CNV) 22 20 RN Ry 7
A Gt B R B AN B B AR FE AU A BRI B A A INROL
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B BOmEAVER Btk E AR AR RV R R
&% ~ HHEIERE - T HMERRI NS -

NIPT fafll{EE F NGS (next generation sequencing ) fEzsthE &8 # T AR

KL P& R » A ARFENATE e 5 2T - e HL o PRI S -
FETI4E - PR AFEFPIE - AEEM A Eiany MR e H BRE - HLUE
SRATET I TR E AL RS AR DNA | B2 A 5 &% - FIH

iTEFGER IR SIS DNA &8 » ER N RIURREES IO

FEREE RSV -

fhisk

A AN EEREEE

BB IR G EIBDR Z (EEFTE

(5) RERERMAUEFER(FFA)

SARA O R R AR AT R (FRIE (T21)  BEFERE (T18) ~ Efg

WERTEE | A (T13)- 21 SR @i (M21) - 18 S G Bl (M18)
7113 SRR MBS (M13)) HOZERTRRG -

TN | K

*Tﬁf %% + 76 BB -BCTT™ 2 «

TR | 2 10 mL

o | TOBIRTFI 2:8°C - IR TE CORTE 96173 - FEFHAMEIE L ) BT
BT (-20°C) -

IR | 2.8°C F Ak -

IaEREEES | lllumina NextSeq2000
FRRTIZEIa - 2R T H WS 520 DNA 2R, - FLEHBAR iR
A R EL A DNA 255240 5 44k DNA £ 5-30% - [RIH: - JEA2 Atk
B ST R (NIPT) H B R - B P &7

B | 695 DNA Z3 - FATHT— (O R R A 2R 7 T

T = AR R R (IR (T21) B
i (T18)~ EEGAE (T13) - 21 S @A (M21) - 18 SE (il
HLSAE (M18) 71 13 SRR OB EaE (M13)) 2 -

SHEMR | 5521 18 - 13 B (ol 7 (A75-5-+35 1 -

R | 10 [T -
7 )RS 23 B - 3% 46 Rl « J R S 7 -
B TR FL W Bty - DUEEEIE A+ SIS S

B | I 20 SR L - TR RS S o B s -

FEE (RS 18 SR A ) NI MIEE (2 —RSE 13 SRS )
&R L REIERE - A REFESE - KGRI - FRINEII S Eas B
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IR EE o NIPT faofll{sEFH NGS (next generation sequencing ) #23th
WA RERAZEE P Y ERHER - R RS 17 e e 07 U TH -
RETFIRRE - REFINAE - SFREMAFERFSE - A EE FyERSHY RS
HE@RAR - B ESET 720 oA e SRSk DNA | EE &
R 5 it > A ITiEsCER N IR SRS Bt R DNA 28 » BRI L
AR S S R PR AR R -

st | ek EEteEEE
BB IR G EIBDR Z (EEFTE

(6) Q EIFRAMMFEIEAEAR(FFAO)

SARA O R R AR AT R (FRIE (T21)  BEFERE (T18) ~ Efg
FE (T13) ~ 21 S A BEESE (M21) ~ 18 SRt (G B AGE (M18)
113 SRS EEARE (M13)) ~ M s (BWIRIE (45 X))~ =
X SRS E R (47, XXX~ FIRIERFEAE (47, XXY )~ 47 XYY JEREEE) -

feSptEE | U ERIERE IR (1 90AE8 - 290088 - 39T EHE - 490
TG - 5 SRALYEAT - 6 FELEEE - 7 JRVEE - 8 SRVEAS - 9 SRALVERS -
10 S5RZYEERS ~ 11 9R4Eds - 12 SRV RS ~ 14 9R4vds - 156 9vtde - 16
SRIVEREG - 17 SRALVEERS ~ 19 SRVERE - 20 SRALVERS ~ 22 SRAVEEE) HUE
Hilfmfe ©
ot ok
*ﬁﬁj %% © 95 YR -BCT™ 2 <
IeBeRERE | 2 10 mL
N TS (AR 2-8°C - MaBBIFULEETS 96 /NIZN » TERIG SRR (M8 o SE M A A
WIRUE | sty a00) -
WEIE M | 2-8°C R Ak -
IEREEES | Hllumina NextSeq2000
RN HE S - ZmaRARmaE - T HIEIAA 52 0T DNA &R > H SR
[m#F R SLRHEE DNA 2475 2 501HE DNA 17 5-30% - (At - JEE AN
FRSLAERSIRM (NIPT) Fifrdm iz amnyEsinm - SHEmAEFpas
HIAE5E DNAEER - MR ¥ — (e P R Y& s i 5 R T i
ol ERfgRG LA SRR IR R S R E R (FE (T21) ~ B{EEEE
kil iE (T18) ~ EFFEIE (T13) ~ 21 5L RS s AZASE (M21) - 18 SR fd

““ﬁ%%ﬁf“ (M18) A1 13 5RALEHSFRfEASIE (M13)) ~ MBS E (BN
FUIE ~ = X ZHEORSERRE ~ FIMIERIVIE ~ 47, XYY EERE) » DU EEE
3]5*5‘1:“’:%% B (15RL RS - 2 574 EH8 - 35RALEAE - 4 524 ERs - 5 9%
JLES - 6 SRAVEEHS - 7 T EES - 8 SRS - 9 SRLVEAS - 10 SR EES -

11 5% RS ~ 12 5774 0HE - 14 5504688 ~ 15 9724 0HS - 16 974 EmEs - 17
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FRAVERES ~ 19 PRS- 20 SRS ~ 22 SRS ) 2l o

S

5521~ 18 ~ 13 GRFv g Z {EAE-5~+3.5 Zfid] °
HAngg g8 (55 21+ 18~ 13 5Rv 8 2 M) S e e (88 Z {E4E-5~+5 2 f -

A

10 {ETAEX -

IEFE S EA 23 3 0 2R 46 (RAVEOES - ARSI H BEER A RS

{ERSHL A RE S5 AR S E ~ IP KON - U%EEF R R G SRS ARE 2
i —10REE 21 SRALEHG AT - 1 HME AR ARG R 5w - B EME
HFE (2 H—REE 18 R4S ) MR IVE (2 H—FREE 13 Svmig )

e R R - A RBHESR - IRWEIE - FRNERI L HER E R
WEIRKREE - FHINYER =R EERE RFEARELORAEYE » HEUHEE
RE L —re/ b — RGO - MR EE  HEURERE S — e —
FRIEZL RS - ELE MG T I AL e - B VA EIVE ~ =
X FLOEEERE ~ FIMIERFIVIE ~ 47, XYY EEEE -

NIPT £ fi{sE F NGS (next generation sequencing ) festb S 483 TTHYRE

KW P 5 & RHEE » R ARHENA T e 0 s T s - AR E L PRI % -
ZETINAE - TR HAEPIE - AEEM A Eiany RS H BR% - FHLUE
&R TR > TR E Y EE AR Y DNAHE&E%@%’W’i » \efz 0 A

e UER IR SR8 B is DNA &8 » e HiltEmisnE v ess

JERERE R -

fst

AR AN LR E S E

*albaes IR G R Z (ESFTAE -

(7) Q¥ IR AMI T ERER(FFAK)

felnrH H

= RAVERGIF B RS EE B (EIVE (T21) ~ BEEE (T18) ~ EfF
PE (T13) ~ 21 SR ERG FHAEESE (M21) ~ 18 SR+ RS B EAE ( M18)
113 SRS EMAERE (M13)) ~ MEvERSERTE (EE (45 X))~ =
X JLEFSEMBERE (47, XXX) ~ FMAIERFICE (47, XXY ) ~ 47, XYY JEERF »
48, XXX X JEMERE ) ~ TN g Btk (1p36 ShISEMERS ~ 2033.1 GhITEMBEERE -
22911 GRAEMERE - LGSE(EEF (8024.11-024.21 §12% ) ~ FHSSEERE
(5p15.33-p15.2 ﬂ’?é’i) FIRLEL NI E R (15911.2-913.1 6155 )) » DA

FIVERG IR IR A (198 - 2 5 Ealg - 39T ERE - 4 98 E
S - 5 RALEES - *@%“ 7 SRGL A ~ 8 RALAS - 9 FRALEAE ~ 10

SRAVERE ~ 11 5}"5*@%& 12 SRFvtgs ~ 14 924G ~ 15 574G - 16 5%
*@ﬁﬁ 17 5RZ%0ES ~ 19 SR5Y G - 20 5RYEHS ~ 22 5R4YEES) HYERT
Bt o

TR
/PREE

MR ; FE AR E-BCT ™ -
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faAa s

4=1f 10 mL

AP e

TRASIRITIS 2-8°C  ARHGAEUEETR 96 /NIFIN » JERFARAGHE (M 2 7 BE M AR
R EHE (-20°C)

IR

2-8°C 1 /2y i 1k

Tl as

Illumina NextSeq2000

JE

fRIEVTFEIET - 2w ARk e T i U ERG 52 Ay DNA &ER > H AR
IMAE P AG FFE DNA S 845 a0 DNA 7Y 5-30% - (NIt » FRE AME
Sz tRetal] (NIPT) SOt s i mavasik - SEMAETAras
AR5 DNAEER - R —(UE P ilo R A P & EHER A A T 70T
gt A R R PR AR R E R (FIRE (T21) ~ BfEEEK
iE (T18) ~ ERFERAE (T13) ~ 21 St hAG BREASE (M21) ~ 18 SRt thfiG
BEHE (M18) Rl 13 SR thig BMERgiE (M13)) ~ Mgy, (B9
BE ~ = X A EOARAEEEE ~ MIMIERARE ~ 47, XYY fEfEEE « 48 XXXXE
feeif) ~ U EmpaIR R B R (1 Fnie - 2 Jnie - 3t
4 5RO ~ 5 SRS © 6 STALEEG - 7 IR OG- 8 SRS~ 9 e
A~ 10 SRS ~ 11 SRAL G - 12 SR (0S ~ 14 SRS e ~ 15 St
16 S tufe ~ 17 S0 ~ 19 SRt tle - 20 et ~ 22 5 tie )
PAUR: 3 Mb BLER/INA Bt 2 (1p36 BROCIEEEF ~ 2933.1 BRICIERERF »
22011 GRISHEMARE ~ LGS IEMEEE ~ SEIVEMREFRIR (L NFERRERREE ) 2
JE\fz -

S

5521 ~ 13 B s Z {H1F-5~+3.5 7 [d -
5 18 SR fs Z {EAE-5~+4.5 7 [E] -

HAAGACAG (5 21~ 18 ~ 13 St (o 2 4N MBS (ulie Z {HAE-5~+5 2] -

R

10 {E TAER -

IR NI SR 23 ¥ - 3L 46 R tifle - OV HBEEEA R -

(ERSHLATRESS AR R ~ WP SR - DUBIE BB - 2t ia RS 4R %
HH—MFRER 21 SRALERGATEL - I EALE RAVIR R R R E R - BAEERE
FEE (RS 18 SR EES) NI MIEE (2 H—FRSE 13 SR EG )
e RIA L RERRERE - A REFEE - BEGREIY - RRINERI 2 EHas Bl
WERREE - IO =R R R O R HEWHR
RS — R — RIS G - MR ERe SR BN RN E % — ke —
RIS RS - BB B DRI MR RS  &E RAVAEMRE =
X ZLOREBRE ~ PIMIRRFIRE ~ 47 XYY EMREE - TUNF Bt e B

B RN Ry — e RS A TR BB R AEERT - bhR BETRE & T 8 LA
EZER BRBEAVN > AW EG R AR - B R PW A 1p36
GROCAEMREF ~ 2033.1 BAIERET ~ 22911 GRISAEMREF ~ LGS fERET ~ 5%
TEMEEF RO N B (B -
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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 Eieny MR H BaE - HLUE
EE&EET R ﬁffﬁﬁﬁﬁ%@éﬁ*”%}?eﬁ DNA HE e &z A

iR RGER IR A AC BN AR DNA & Fe il RS F RS

FREEE RSV R -

fhisk

A AN _EERE S E

Bt IR

BB (EREFTE

(8) Q& " IHEAMRL R REER(FFAW)

Tl IH H

= RIVERSIF R ERE A E B (FEIVE (T21) ~ BEFEE (T18) ~ EfF
FUE (T13) ~ 21 SRS BRMZASE (M21) ~ 18 948 A RHE ( |V|18)
113 SRV ERG BEMATE (M13)) ~ MEEEe T (BHIE (45, X)~ =
X ZLERHEERE (47, XXX) ~ FIMRFERFE (47, XXY) ~ 47 XYY SEERE -
48, XXX X JEMERE ) ~ fivIN 7 Btk (1p36 SRIEMERS ~ 2033.1 GRITEMERE -
22011 GREFEMERE - LGS fEEEE (8924.11-924.21 f12K ) ~ FHSSTE(RRT

(5p15.33-p15.2 @itk ) FIRBE/NFERUFINEZRT (15911.2-913.1 %)) ~
ERSIER RS AT (190 - 250088 - 39 EmAS - 490 EmlE - 5
SRAYEORS - 6 LS ~ 7 SRAYEES - 8 SRALEES - 9 SREYEE ~ 10 SR
B8~ 11 5l - 12 5Pl 14 e g8 - 15 v (g ~ 16 5t -
17 5RFv R ~ 19 SRALES - 20 5Rv g ~ 22 9vtig ) - DLA>10Mb
ECEH(CNV) & B E AT EfifR -

T A e
/BRE

MK ; FEE A EERME-BCTME -

A hRa i

“(f11 10 mL

TR OrReT

TS IRITN 2-8°C » MRS EULER % 96 /NIFIN - FEHRF A HE I L 1% 53 25 AT
2 Mt (-20°C)

IR

2-8°C N /el i%

Ty

Illumina NextSeq2000

JR B

fRIBVTFETES > 2w ARk s T i 2R Ay DNA BER - HEHSHHK
I AG S EE DNA &84y 5 a0 DNA Y 5-30% - [Nt > JERAME
Ra A Es ] (NIPT) Seifri@ i i m Rsikin - B Mg rras
FRG 52 DNAEER > A A — (U8 oAl A VT sRER 5 2R T 70T
A ERfgAG B RS EESTRRER RE N (BRIE (T21) ~ R
iE (T18) ~ EFFIRAE (T13) ~ 21 SO B EIRE (M21) ~ 18 SR mfis
BERE (M18) 1 13 gt BMEaaiE (M13)) » M Oia s (IE4Y
RE ~ = X ERIEREE ~ PIMIERFE ~ 47 XYY JERREE + 48 XXXX JE
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) ~ 3 Mb DLERUINA iR F (1p36 BAIERET » 2033.1 BRIAE(
B~ 22011 BRIEERET ~ LGS JEMRER ~ SESUE BRI SE N B E RS ) »
FerpadPR e RE (1 9ntas - 2 el - 3 Jntis - 4 I tule
5 9fsttiufia ~ 6 S tufia ~ 7 Sl 8 B0 ~ 9 B ~ 10 B
Os ~ 11 ST G - 12 9 tifia ~ 14 9t ~ 15 9t -~ 16 st
A~ 17 SR tefs - 19 e le ~ 20 SR G ~ 22 5k ds) 0 LUk >10Mb
F ECER(CNV) S H Z R -

S5

55 21 ~ 13 SR EG Z {(HAE-5~+3.5 Z[H]
5 18 ALl Z (HAF-5~+4.5 ZfH -

HArAG ARG (5 21~ 18~ 13 St (e 24N KM i Z {EAE-5~+5 2 -

ST

10 {E LAFEK

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

{EFEFL RS AR 5L ~ Wi ROBRNs « DA B > B H G S S 4R 2%
HH—0REE 21 SRR EL > HA R ARG YRS B s - BA RS
FUE (ZH—REE 18 R tads) MIEME (2 H—1REF 13 9Rvefs )
R sefEEE - A REFHESR - R - FRINEIZ HEER
WERREE - HYMLERE=REHERE hFEREBORERYE - HEURH
R —Rei/ b — e aRs - MR T HEURRRE S ke —
PRI RS > BB R B R My ds - &% REVAEINVE ~ =
X FeORHEERE - FIMIERFIVE ~ 47 XYY EERE o /N7 B S E H

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 (8 - >10Mb | ERE#I(CNV) 2 2URFE 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 > By SRR H R VR B i 5B
&% - BRelEnE - 17 RRIERPRINEE -

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 B IR B R iG DNA &8 » B s s Syt i

JEEERE R -

st

PR AT L ERREEE -

*algE IR GEIRIR Z ST -
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3. HERMUEEEIE:

R IE AU P it (FFD) ~ Q B IR AMERR S AL (aBS &k (FFDO) ~ Q £ P

TG —IEE AR A ERER(FFDP) ~ Q ¥ ™ =1 /\&—JHE ALl

LS EiiR (FFDM) ~ Q B PV IR AMERA Si J (1S A iR (FFDK) ~ Q 28 V" JE(=

AMERR s G Eite (FFDW) ~ FERE R EAUE FrEmta(FFA) ~ Q EIERE AMERG

SRS EIR (FFAO) ~ Q 2 P IEZ AMERG i 4L s iR (FFAK)f1 Q £ V'

IR AR St e fg Eita (FFAW) R HITH H -

(1) FEEEHE

a. TG EEIR NS 96 /NEF o BRIY 2-8°CIRAF

b. EPBET > BN NEIERNESR > B Rtiet e B s -
KRG TR AL 2-8°C MEIR /2 e % -

c. FEERBEAEERNE-BCTME » $ASGEEEHT -

(2 FEFELAFRENFLRE

a. EABREREESE -

b.  BEFTEREGEESE -

c. e LEEEA A Z &N (eiesnlth ) > DUFHES -

d. AEfrfretefadbdr ~ B - 8 - DA EHEE 2T -

4. TRASTEWRMA -
4.1 FeAstEdRAL -

4.1.1 FEREXEAUEFEita(FFD) « Q FIERE A VLG A thigfnta(FFDO) ~ J#
FAETEAUE it (FFA) AT Q EIR R AMERG A Gl Eita (FFAC) B A LA
TMEIREN > AEEHETT NIPT flll - R TIE NIPT gl -

(1) E(Z)hks -
(2) ZHERRIEIRED > Z4E -
(3) G 2 RS Tl ~ JHREERE -
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@ PE—ERERZ AR -
6)  ZEEAEE (BMETEIUERIN) -
6) ZmELEHSIREAAEOIRRY -
(7)  EENEARGEEY L - R EHE - EAERLKIER
AR 57K HE -
4.1.2 Q £ P -IuE—JR {2 AMERR S AL B RS AR (FFDP) ~
Q # P =+ )\ &I E AMERA S ARG B iR (FFDM) ~
Q 7 P IHE AMERE A RS AT HR(FFDK) ~ Q 27 V" JE A MR ke
REETRR(FFDW) ~ Q 2 P "JEE AMERS AL SRR (FRAK) 1 Q 2 V'
FER AVERG S e Enfa (FFAW) B DU NME—IREIL > AEGH#ET NIPT
felll > EERAETTIE NIPT fa &
(1) ZHEhs -
(2) ZREARIEIRER Ty 25 -
(3) Zm G P B RAE Tla ~ G HE -
(4) Z2im— N B RS -
(6) i & AR (BT ZHUERIN) -
(6) Zfm Bl S R B A A he
(7) EBH R EARGEREEY - LR - 155 EMHZE - SR RKER
HIAG e /KA -
4.2 fepe BRI RA]
4.2.1 FEREXIEAUEFEita(FFD) ~ Q FIFR AN Hat tigEita(FFDO) ~ Q
7 P e —IRE AR I AL E RS AR (FFDP) ~ Q B P =+ /(& —
I A MRS R AR R(FFDM) - Q 27 P IEE A MRS Ry e A A b
(FFDK) ~ Q 7 V" JR{2 ARG ST 4 (B ERg (FFDW) ~ REIIEZHEAUE P
EifR(FFA) ~ Q TIEE AMERR L RS ETfR(FFAO) ~ Q B "Y' IR AN
RS AL E R ER AR (FFAK) I Q T V' IR A MR 4L Ea B A A (FRAW) R A1
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HHEEALME-IR/ER - FEHTRIITRe e
(1) fefeEf R A & -
(2 mReHlEFREE L2 NERAER -
(3) PRABAR (JEAFBRME-BCTVE ) HABHERBN -
(4) mEeESIEERES RERRE N E -
(5) MmASTEMIATT -
(6) MmAZ rafEtL B EIAIL -
(7) i H 2 H 5 Uk HiEE @ 96 /N - (Rigie Ak Z A0 & LT HVETR
B > SRR BRI R EEE 20 - e haasd
%)
(8) IwHGA AR BRI SR -
(9) MEETEEFERAE3E -
(10) Zhp& RAERU NG 10 4 -
4.2.2 i BOFRAE - AR N THEE > ARBALRHRBTHE Z A E Tia ARG
SR SOR M
(1) AR ANRES T eiIRE R E BRI | -
(2) HE "SRR EBEANE ) 275 0 EEELSOURE -
(@) FHEFE iR EAE ) b AR R ) R o EEER
BRAr DABERE 1% S B -

5. FRAGhRI/ER :
5.1 5 ERERMAUEFAifR(FFD) ~ Q kR AMEia A CulGhita(FFDO) ~ Q
77 P e —IRE ARG S AL E RS ET AR (FFDP) ~ Q 2 P =+ /(& —
I ARG R S ER R (FFDM) ~ Q B P JE(= A MRS s e A A b
(FFDK) ~ Q 7 V" JR{2 A MR ST gL (e pg it (FFDW) ~ REIIEHEAUE P

EifR(FFA) ~ Q EIEE AMERE AL SRR (FFAO) ~ Q B " IkE Atk
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A 5e e e B Eig (FFAK) R Q B V'™ JE= A MR 5o 24 S & b (FRAW) R (R B
Stmba —18 > ATEMNRERIHE -

6. MRERGERIER
6.1 EREXRMEAEFERR(FFD) » FEFRER AU FAnfn (FFA)
(1) ERMEEEN TR BIE Z FK » REA NS E i TiER
a. 5B 13SRLEESRE
b. 55 18 SRLEHSRE
c. B2l yRttaigE o
d  BEERIRRK -
6.2 QFIHE AMERG A SERR(FFDO)
(1) ERMEEEN TS BET Z FBoK » NEA N B e I
a. 13 GRLEASRE -
b. 518 YEL s -
C. 21 SRLEESRE
dHEERERE -
e. BERTRIATK -
6.3 Q= " HIuG—IEE ARG AL RS ERfR (FFDP) Q B P Ik = AMERASI ALt
At (FFDK)
(1) Ehlas S T Bk & Bt faoK - ABAL A S e Tl -
a. 13RO -
b. 518 R (OREEE -
C. E2lBRLmpEREE -
d M mpsR
e /A B S

f. BEBRIATROK -
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6.4 QT "™ =1/ /\&—IFE AL A SRR (FFDM)/ Q 2 V" RS AIERE 5T
G ER i (FFDW)
(1) ERAGERN NIRRT TR - AR A B TR
a. P 13 SRALEASRE -
b. 55 18 SRYLEOHGEE -
C. =5 21 gL g Y -
d. MEZLEOHSERE -
e. fUINA BEREFE -
f. il — fo/EERS
g. >10Mb 5 ERERI(CNV) &
h. BEBERIATR K -
6.5 QEIFZ AMEAa 4 e EitR(FFAO)
(1) ERHEERA TS B FoK » REA A B g TEg
a. =5 13 gEufupi A o
b. 5 18 SRALEAC K -
C. 21 g -
d. PELoasFE -
e. JLEESIRR(ERE R -
f. BhRATROK -
6.6 QIR AMERE AL RS TR (FFAK)
(1) ERHIsERA TSk B2 Tk - REA A B EETEg
a. % 13 ST -
b. 25 18 SRALEHC K -
C. 21 SRR -
d. MEFEEERE -
e. FyEESIRRE(EAG R

69



f. IR B 2
BEERIART K -
6.7 Q¥ V" IR{Z AMERG ST AL (L BS AR (FFAW)
(1) EtNEERA N EIRB B Z TR > R B TE
a. 5 13 A OAR R -
b. 55 18 S Oie R -
C. 21 AR
d. MG RE
e. TUINA BRERAR R -
f. ORIRREREE
g. >10Mb 5 BRE#(CNV) &£
h. BEEERIRTEXK -

7. RRAEfRAF

7.1 FEERERMACERFERR(FFD) ~ Q HIER AtEia S eufghita(FFDO) ~ Q
7 Pl U —IEE AR LA e BSERR(FFDP) ~ Q B P =+ (& —
JEE ARG R AR (FFDM) ~ Q ¥ PR = A MRS Ry (e A Ef b
(FFDK) ~ Q £ "™ JR{2 A LR S B B8 Eite (FFDW) ~ R CREIHEE P
ERR(FFA) ~ Q EIEE AMERA LA A8 ERfR(FFAO) ~ Q B "' IR AL
A S L R ER IR (FFAK) R Q 21 V"™ JE{= ARG F L RS R bR (FFAW)  BRS(E
Wtz 96 /NP - R e R O & - R IR 2 i (-20°C) -

8. HR&E/EATTEESE UK RIRFa] B fE SR
8.1 FEEEXRUEFARfR(FFD) ~ Q IR AR Cufghita(FFDO) ~ Q
77 P s —IRE A MR SIS RS ER AR (FFDP) ~ Q 28 P =+ (& —

JER AMERR AL E RS ERFR(FFDM) ~ Q B P JRE A MR f AL e B A iR
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10.

(FFDK) ~ Q ¢ V" JR{2 ARG ST AL (e pS itk (FFDW) ~ REIIERHEAUER?
EifR(FFA) ~ Q EIEE AMERE AL A ERIR(FFAO) ~ Q B P IEE Atk
RS E R ERR(FFAK)FI Q B V" JRE AMERR fl AL LB BT bR (FFAW)
(1) MReg/HRGREESE « (02) 27951777 /fHE : (02) 2795-5627
(2) Yrfiefe] - E— 3875 9:00~18:00

(3) fEEHFR] © H—F A 9:00~18:00
SN
9.1 WENENZFERES -2 R —BhiE

9.2 NIPT sHAEREREIESE AR — PRSI

G

101 FEEESREE (QF), &K
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1. mIE:

RN B A 0 A PR BRI 5% i R fE Al > S8 S TRl R N B e A
[RAFIPAREANE PR ZeSaIH H - tabarE H B2 RN 20 0hKR -

B s
HAPIHY 'S

(1)
(2)
©)
(4)
(%)
(6)

(7)

BOR R EE -~ mERE - B

HEE

B ENME T Z SN R R -

VRE R EH - E R TIeON Z ER A T Ba EEA A MeaEA
FEE/DEIT 1 RNEFEX PSR TE & DU R S 54 2 H 0 -

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. TErHHERRBRERE

(1) ZRIRZE LR

Tl tH H

T T il B AN ~ B E BT A 207 (Pathogenic/Likely
Pathogenic)% 7
TAAE P - et il 5 A

AAAS -~ ABCA12- ABCA4-~ ABCB11- ABCB4 -~ ABCC6~ ABCC8~ ABCD1 ~
ACAD9 - ACADM ~ ACADS - ACADSB - ACADVL ~ ACAT1 ~ ACOX1 ~
ACSF3 ~ ADA - ADAMTS2 ~ 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 ~
BCS1L - BLM ~ BRIP1 ~ BSND ~ BTD ~ BTK ~ CANT1 » CAPN3 ~ CASQ2 -~
CBS ~ CC2D1A -~ CDH23 ~ CEP290 ~ CERKL ~ CFTR ~ CHM ~ CHRNE -~
CHRNG ~CIHHTA~CLN3~CLN5~CLN6~CLN8-~CLRN1-CNGA3-CNGB3 -
COL11A2~-COL4A3~COL4A4-COLAA5-COL7AL~-CPS1-CPT1A-~CPT2 -~
CRB1-CTNS-CTSC-CTSD-CTSK-CYBA-CYBB-CYP11B1-CYP11B2 -
CYP17Al1 -~ CYP19A1 - CYP1B1 - CYP21A2 - CYP27Al1 - CYP27B1 -~ DBT -
DCLRE1C - DDB2 -~ DHCR7 ~ DHDDS ~ DKC1 ~ DLD ~ DMD ~ DNAHS5 -~
DNAI1-DNAI2~DNAL1-DOK7-DPYD-DYSF-EDA-EDAR-EIF2AK3 -
EIF2B5 ~ IKBKAP ~ EMD ~ ERCC2 - ERCC3 ~ ERCC4 ~ ERCC5 ~ ERCC6 -~
ERCC8-~ESCO2-ETFA~ETFB~ETFDH-~ETHE1-EVC-EVC2~ EXOSC3 -
EYS~F11-F2-F8-F9 - FAH - FAM161A - FANCA - FANCC - FANCG -~
FH-FKRP~FKTN-G6PC-G6PD ~ GAA-~GALC-GALE~GALK1-GALNS -
GALNT3 -~ 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 -
GUCY2D -~ GUSB - HADHA -~ HADHB - HAX1 ~ HBAL1 - HBA2 - HBB -
HEXA~HEXB -~ HFE ~ HFE2 ~ HGD ~ HGSNAT ~ HLCS - HMGCL ~» HMOX1 -
HOGAL -~ HPD ~ HPS1 ~ HPS3 ~ HPS4 ~ HSD17B3 ~ HSD17B4 ~ HSD3B2 -~
HYLS1 -~ IDS ~ IDUA -~ IL2RG ~ ITGB3 ~ IVD ~ KCNJ11 ~ LAMA2 - LAMAS -~
LAMB3 - LAMC2 ~ LCAS5 ~ LDLR ~ LDLRAP1 ~ LHCGR -~ LIFR ~ LIPA -
LIPH ~ LOXHD1 ~ LPL ~ LRPPRC ~ LYST - MAN2B1 - MAT1A ~ MCCC1 -
MCCC2 - MCOLNL1 ~ MECP2 - MED17 ~ MEFV ~ MESP2 - MFSD8 ~ MKKS -
MKS1 ~ MLC1 ~ MLYCD - MMAA ~ MMAB ~ MMACHC - MMADHC -~
MOCS1 ~ MPI ~ MPL ~ MPV17 - MRE11 - MTHFR~ MTM1~ MTRR ~MTTP -~
MUT ~ MYO15A - MYO7A ~ NAGLU ~ NAGS - NBN ~ NDRG1 - NDUFAF5 -~
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NDUFS4 - NDUFS6 ~ NEB ~ NEU1~NLRP7~NPC1-NPC2~NPHP1-NPHS1 -
NPHS2 ~ NROB1 ~ NR2E3 ~ NTRK1 ~ OAT ~ OCRL ~ OPA3 ~ OTC ~ PAH -
PANK2 -~ PC -~ PCCA -~ PCCB -~ PCDH15 - PDHA1 ~ 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 -
RPE65 ~ RPGRIP1L ~ RS1 ~ RTEL1 ~ SACS ~ SAMD9 - SAMHD1 ~ SBDS -~
SEPSECS ~ SERPINAL - SGCA -~ SGCB ~ SGCD ~ SGCG ~ SGSH ~ SLC12A3 -
SLC12A6 ~ SLC17A5 ~ SLC19A2 ~ SLC22A5 ~ SLC25A13 ~ SLC25A15 -
SLC25A20 ~ SLC26A2 ~ SLC26A3 ~ SLC26A4 ~ SLC35A3 ~ SLC37A4 -
SLC39A4 ~ SLC3AL1 ~ SLC45A2 ~ SLC4A11 ~ SLC6A8 ~ SLC7A7 ~ SLC7A9 ~
SMARCAL1 ~ SMN1 ~ SMPD1 ~ SRD5A2 ~ ST3GALS5 ~ STAR ~ STRC -
SUCLA2 - SUMF1 -~ SURF1 ~ TAT ~ TCIRG1 ~ TECPR2 ~ TFR2 ~ TGML1 -~
TH~TMC1-TMEM216 - TPO~TPP1-TREX1~TRIM32 - TRIM37 ~ TRMU -~
TSEN54 ~ TSFM ~ TSHB ~ TSHR ~ TTC37 ~ TTN ~ TTPA~TYMP ~ TYR -~
TYRP1-UGT1Al - UPB1 -~ USHI1C ~ USH2A - VPS13A ~ VPS13B ~ VPS45 -
VPS53 ~ VRK1 ~ VSX2 ~ VWF ~ WAS ~ WISP3 - WNT10A ~ WRN ~ XPA -
XPC - ZFYVEZ26

FETAEAE o S i I &
FMR1 £ CGG 18 kel ~ RV METEEE AR HI(OTOF ¢.5098G>C K,
MTRNR1 (12s rRNA) m.1555A>G) ~ B/ NE 2 5~ 4 (RTD)E R HI(AGT
€.857-619_1269+243delinsTTGCCTTGC) ~ SMN1 k& SMN2 [ faH]
(Real-time PCR)

TR i N
e MR 5 FF(EAH & EDTA raeiiE] > PRifE H it Ae R 52 -
/%K?F\‘
Tmha Ao e 2R B 2~-3 mL AHE[/Dj 2 mL
TG PRIT TAG ORI 2-8°C
HERER(T 2-8°C B2 2%
Thermo lon S5
P LightCycler 480 Real time PCR Instrument
Inmies . .
ABI 3500 Genetic Analyzer £ ABI 3500XL Genetic Analyzer
Thermal Cycler (F5E 5 &l sH K fE2s ABI Veriti)
" SNRZ 0 RS R R LAY E S AT A TR - AR -
AERfEVE ~ ST AR B R R MR i e IR - FEARER - IR
JR ARG (R - (A5 A BRI R P p B AR R ZE 8 A - SCAgH]

FEEHEAAUE FP(NGS)Hi i DNA | BHRHET T ARURE - > & THcie 1k
SRR RS - 0 FE SRR ClinVar \ RTINS S Eish B f Tt AR DUFIRE
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BB R - AR HAUE R E LA 14044 ESiEE 1~ (Amplicon) & &
420 {EELAI NS T~ - DAEmAwRT E 22 5L 2GR (hotspot) - S+ ¥ T
(Pathogenic/Likely Pathogenic)ZE[R[SE 5 » HERI A FE BEAL H I S8 L (single
nucleotide variant, SNV) ~ /NF B AJER4 (insertion/deletion, indel) ~ HBAL
Bl HBA2 ELRIFF E A HE T AT -

¥ NGS e Riss 2 PR E AR SR 7 F0H - DA Tagman £R$H%
Real-time PCR ~ £ EEI/KE-F Tl - BE A5 FMR1 CGG
expansion ~ OTOF ¢.5098G>C - MTRNRL1 (12s rRNA) m.1555A>G ~ SMN1
copy number variation ~ AGT ¢.857-619_1269+243delinsTTGCCTTGC - 52
el SMA 4H SMN1 & SMN2 E A faH] (Real-time PCR) ~ FMR1 E:[X CGG
EEIERH] ~ B TSR A AR HI(OTOF ¢.5098G>C J 12s rRNA
m.1555A>G) ~ B/IVE# H A 2 (RTD) AR -

S

1 AR HITAAE PP G 2 B R AR 242 2o 1 (Pathogenic/Likely
Pathogenic) % 5

2. FMR1 AR CGG HE# Fy<45 =X

3. OTOF #[A ~ MTRNR1 (12s rRNA)Z: R4 OTOF ¢.5098G>C 5,
MTRNR1 (12s rRNA) m.1555A>G S5

4. AGT FE[H4E AGT ¢.857-619 1269+243delinsTTGCCTTGC 7 #ft4k

5.  SMNI1 E A fEfmGRL

20 {ETAFK -

NP SRS Dl CBIRITE) WYRSRTR(E » —(BARE SO — (B
EIRH - BB R SR B BB R I B B AR A TR
PR © 7 S FRBERAN W (SNSRI R
SR A [RR R - (BB ERIER - 505 MR RS
R SR B BRS AT RERERIRE - 2ATT - AN PRI R
HEPRIET 1 S B « A0S RHRIEIG Kol —RBpER T
PR+ /NP BRI 2 7 P TR A5 -

fst

AR AT EERRERE
ZE ORI AL RS E BaE FHEL T QR code ##4E -

*algE AR GEIRR Z ST -

3. HEMUEEEIE:

31 EeTrEEHE
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(1) HETFEZERIEE 8 /N » S 2-8°CE AT -
(2) MBI - BRI R o e R B S
TR RTE 2-8°C T S A T -
(3) FIEEM A R Y A - 5 A RSN -
3.2 FEEEEHEE
(1) EAERHR TR -
(2) FeprakHRm R -
3.3 HHl FRERCA T AR AN CRRBRAIRS ) » LIRS, -
3.4 B IR MAE R - FEAR - DN - BRI T -

RRAE B
4.1 tRBHEU R IEIEAL :
(1) iR A 2
(2) fEEEAR (kiR EED 2mL) -
(3) PRBABEATT(MRIES EDTAE) -
(4) fRREREEATT -
(5) IRESAERIHEECS REUREG B I SURE TIRMEZUFS -
(6) MURRASH SEEFRE -
() FEEEEmERE S
(8) fmfabéin HIEEE =W HAER 14 R2LE -
4.2 fRBERIFRRE © AeBS A TIRUE - ABRALRHRATHE R E TR IR AR
A TR -
(1) B ABIEE " REIRAE R A |
(2 FHE "SRR AR ) 2585 WEEEDEEUWE -
@) FEEFIE T IeESIRRE S E BRI BB | EREE o FHEEA

A DAMERS & i pa
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5. TRASHRAIER :
5.1 ZERINZE 0N - ARBRATU AR OR S Ui ae =8 > AR bR Bl H

6. MRERGEFIER
6.1 ZRIRZE 0
(1) EWAERN T RSB oK AR BE i TiEe
a. HREGT
b.  [FIAIGT
. FREPRNL : & CFTR KR! polyT - polyTG 455 » FRHAENF AR
€.350G>A J5 AL HEL AR -

d. EHEHRER

7. REERE
7.1 ZERINZE DRI &R R IR b it 4°C = IR IHE -

8. WRGR/HHSTEESE - W IRFR R fESERE R
8.1 ZZRINZL AR
(1) WH4E/ERFEEE 1 (02) 27951777 /{4 : (02) 2795-5627
(2) s ¢ A — 35N 9:00~18:00

(3) fEFEHFRY : H—= A 9:00~18:00

0. LEER
9.1 WMENENFHREET-ELER—BE
9.2 JEIEETfmHNEEAEIERE AR — N EE S
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10. B -

101 FES2KEE T(QF), BRIK -
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