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AETT ABR I AR AR M 47 & » BRAI T A R & H e A - HE
FERL IR b B 22 vp B S5 B H B B ER R o T B A BB B R B RIE H
REILFEGIE - B8 BRI B R E AR & A (3 - A g E
B0 (L2 TERS (LBUNG Tak Yeung) 2% S & AR (Liona Poon)#f% 2 [F
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72 1981 FEEEBERAT » A PR AT - BT AL S
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FHEEPE > 1984 FERLA » B E AT £ 8% - HEREEEE
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flEfsth a1 B Belisard - i 2001 45 10 A Az - B EARES/DHE ~ KIFE -
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WA EeH V& BB TR ORI B ATy LR A B AR RRETK
TS ~ BeSAHER L RSN - AR EIE A B AR e R - 4
SUEHA G H BB LR BRI TAOM - SR EREA TR R T R A R
BARNREEZERE - EATRERUEENHATEAMRE - B im0
TEPREEAE ~ MR RE ~ PEEE - TR 2 EERER - ILHIEITRAR -
FIBRALE - #E &g > ENRIRE - g RERE - RIIRENRR
Ao DEFHER - R ORI I PRRAIR - ZBEYFIKEEALL
F AR H R E A A > SHREAH R R B A Y 4R B B B PR IR R R ey
KA &G 7140 - IREHVIH H H RAVAESOEE & PR (QF-PCR) ~ ZEOASifH
FldA (QMA) ~ =B EMIF (Low-Pass ) %5 o DNA $2HUE T FE BRI EA
AER - DNA T VB B B EEIRGRAV IR - INILIRIEPBRAVEEE(EIR
HEE -
QF-PCR AJLLfE Ry BLABHIR I H (JREE(REG ~ 2f8H0G ~ 22q11 FRBAAERE
B0 > WRTDUERIENRISH, - BAUEES - F/KFEEAE T T i AIRTH L
FUPER > GISHIRRA T R ORaE AT SR AR - PR T SR E EhR A fOP B -
HY A RG] BAER T IEFEIEA - B AR A DU R AR
e SR IEER) AVHET BB TFEMCRITEDE) - S882E
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PAPEEB & 7 R v e AP s o BN R S HE T -

#EZR FetalSeq ({RAEEMF-F5 HBEE BRI ) N PCT-A (FE AR RRE B E
EERH) A E A S EENFR (B2 ERREAARA —5 > iRt
seE—HE © R FetalSeq BRA 7 EEA (BGI/MGI) HY AR5 BGISEQ-
550RS - i —TFEREIAVERM > BLEEE - BIL T RAHIS SR -
B IE 1R B IE T BRI PR b IRy BS 0 - PR FH BRI BB ORI Fr > (] read 3E4R S0bp>
PP 2R 0.2-0. 3% AT DU SOKb HYEE#EAIRR K « G HE P G HIRRRI A ~
SRR T A RS Y B AT AR (B2 MERBIRE R YA
PPy 2 MR A R B B2 oA > B EAEERALITREAER - 2
BEHAERE PRI Y — (BB 25T © B THR R MR - 7S RS2ttt e
Bt NEREEPRIER] -

PCT-A 2B &0 N HEn IR G F > sRATAVZZZHY DAS600 MF-F-5& » LI H
FEAYI R e e A - FHFY PGT FEUNZEREUY » EXEIRVATAERT BV - IRtE
DNA F5l70 > A RESEREE . BRI - RS HET TELIAR Y - SRy
BRI R B 2 AT T IR G 2R (e - DU S 2 B A DNA HY18 - i
B GER B B b 1 - BRI o] UGE DNA 152K E it Lk e 22
FEMIFPEREEE - (B2 R RRATISE  OC & &%  IREEMEIFTA P YR —iE
W INBERIEfE S M A > A e 2040 | S0Kb K/ ONV HYEE#E 2L
BRI > —RRITHERAE 10Mb BLE - @8 A D2tk G HIEN  (H2E R

T FISE R Ry I 5 HIREREH - SR (EEEBTR SHVIRARTE AfL - IR ESS
FARSENERIER  ERIREE 2l A e 2 a2 5 ey E R
HANSERERE  ARHE—VHIITE o M1 FetalSeq —1% » ERVEERAER A
V3 SER ST o E 2% POT ] LLEE I RS MR 5 K58 i = [FIA FR R #0464
HER/D - RS WOA > IR REREEFIP R R R R AE - @E R
(E & 7 PRETE R AMER - ERT2 BT & A o (E2 A REZEE] 100kb



(Y53 HEE > 10Mb LL_EAY CNV &5 SRA LLBI A (E - A2 AT > 22 A8 Luminex
Wit & G Kz PE A1 karyoliteBoBs sRA » A LUGHI B gy
JREELERG - W DUME R PGT BY—MEMEE T - Z ¥ 5Bl EAE(E Y
Prenatal BoBs R&E/H/E—F& - HESKINE - fEFREEFE T A PSR
B EamER -

SRR BT > B2 H AT EESHRFES] (chromosome microarray
analysis, CMA) (i@t RS HRBr AT ER 1R Y BATtE - RS EFEERER
RN ERE SRR ZSV6 - S lEEEHY aCGH+SNP P&k
FSREPRAgAIEY 0 - B 1 AoHiFE H 38 52 (Copy Number Variation, CNV)»
72 m] DU R O e 2 MEIRRE - 28 17 A O EE 3 9> 3R %% (Uniparental
disomy, UPD) e FAEEHM Angilent ASIMIETIEE - BI55E H )5
BT RIIGE « B ATEAEEAH A BRI RCAEEE - A T BbHEYERE -
B HE AR - SRAEE R FENEA SNP 2Ret o] DU HlBh I & 1
AREE (loss of heterozygosity,LOH) e HAKH BT LOH B T M&&HIIHA -
{RA T HER UPD 28RN o FHINESREIEEAYIR R » SCRIACRRTE R o] LA AR [
(FEE - @58 UPD A DMERREIE Bl PUSAHEL » (HR G RARREN

T

$E=R > PETMEUE (www. geneimprint.com) °

LOH i3 EZ=#R72 UPD » &8 UPD tiidE4#02 LOH »  LOH #&7rHY UPD LEZ
BHE —H#% (isodisomy, iUPD) > AEefe ~EEME 4G (heterodisomy,
hUPD) - IEF N E A FE R AL > G R T2 &R - £52E
R = AR R SH ER R A 2 R A RS A R R B LOH > A SR Cuia s %
{EA R B LOH » BARERALEHEHY LOH « REHENAE T > ER T EE—
DTS TSR - TRAVPFEIFE S - T HHR BB A RFRER - &
HH S EAR AR A UWER - NIR A — it IFEECE © 5990 HF P R
FERGR RIS R BRI E ] > AR ARSNGB — 8l - DU


http://www.geneimprint.com/

B ~ AFT ~ ZRE R R n Y B B s A w A AR AR > m] AR ER %
FYSEE B - S B (ER AT - B A TR LU e BE0K » R EJTAN G
MR ER - CHZEARZE - lHAEERE S AR - Wi flthry ik & 46
FyBsEE - LOH HYME—UHEE » ARSI T 2Efiiy 25 - (AL > &7
SRR A P el % o BIEESE2E - ERrE R EE -
HRAY(E BRI ER - BN R R RIE B R RGN - (B2 - iR iR
= AR NS AERT 2 2 REVENEE - & S5 AR — sy 2 (L S pm PR
AP o INILEE TAREEEAVERLE - /TR R BERRIAER > B8 HE
IEFEREEER - R RBREE  OEREKERAH (variant of
uncertain clinical significance, VOUS) HYZEHA -

{E N SRESHY RN B R SE R IR E AR

1. HIER RN LB BEIEY > 2&#E (G LogRtio) !

2. BRIRIEFAVR B > AR -

UCSCF B RVIN ~ e iRty )

DGV ( ABFHHYHRE(S S - BiBhHENE & BIMEEE)

DECIPHER(OMIM B-NEVE & » R EEFEEEN  EOAHENGGE: &
sE L AR OERE - DURERTEER)

ClinGen &3 BREARIVEIR(ER. RO FEAEIEREUE (372 HERMER
EERIEISY)

PubMed EEHFHEARIIIFEAERE -

3. dEEES - BH&AR R
FERT CNV A i H BB - ZERT ONV A flsi (1 VOUS By R 2 (A -
CUHK,Choy) ; FRZ25CBE &L 1 Bt ds R DA B A E © fR 2 FAVERIR (B 8
kR ~ SFESREIEEER (R B R T H I T
BIfESEE T & A REsa AU RIR2ER - DRI 7S 2SR A 2 i (s ey N 2
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‘B HSEG EERN AR E RN R =R -

= HEE
H A RKEE A B HIE Ry MBSl (National Health Service, NHS)HHH
BBTEIECE BRI EABRERBIHIR » 152 - Filo - (£
R - 4 SRS E SR - AMEUERERER - H
B HE RIBIZ B » 12 S OR B9 B & - BAERET
TREEeRVES - KEERER SEfHET - st EENHERE R
FHEENRER2AT NTHAIER » iR R KB - BB T 5
ESfili(general practitioner, CP)HVERZERA REE—TEZ - HELZ T~ &
EHRRES T MR —3F

TR R R Em A A A E R R AR (RERBHT 6P ~ BhEL
midwives) P MIZR « FHIAEZEBTZEH 0 - FrbABR T % S AR - [FIREHD
AT - RIbERIN SR E T - b rBE A BEE
—LEHMARE - FrAfRE R~ G HEEIMIYNE - Bl —EwRER - 4
ik 12 BHYERAGR - EEEIRIRFIE T - DA EHRIEE viability
scan (BRASLOBE - BEEE crown-rump length, CRL)RIMIK ~ IR/ ~ f55
FOZ B RE - EEBRE IR > AL E B R REE AR (first
trimester Down syndrome screening): BHEGIUEAE(L( S -hCG, PAPP-A)
K SRR A BT HYIEE (nuchal translucency scan) ° FEEME > 4% 11-
13+6 MY ERER T HERNIRKERE - B RIEEiRZ LT (nuchal
translucency scan + maternal serum biomarkers) o AN » i3S {EIFHAAEE
TR ERTERROH  FEER - BES T BESEEIRGIHE - 5
HREE ~ IEBIR K T E Bk L 8 =0 (doppler in ductus venosus,

umbilical artery and uterine artery) o Z{EiGERIEENIFLY 25~30 7
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$ > 5 R EBEEREE(risk of 1/100~1/500) HIHRHEIEE AMEERTL 1 BEH
M (non-invasive prenatal testing, NIPT, EHERE 99%) - FHR{EERRLS
RPE G TR AVERSEREEREL (chorionic villous sampling, CVS)
SRR (amniocentesis ) DU -

FERGE AR BT PR e T - SLA A = (scan room) » H
ti—fH] scan room JRFH Ssfia 5 FlTE (fetal surgery room) » AHERITHYRELR
TEETRAE B A midwi fe S8R AT A2 AT REIC BRI BAE 2 MIH 2 2 A A
HEEERY » (EEARE A YA - B ERY midwife ERERE - B ER
B A R RIES R ERE—E midwi fe MM NILBRELC SRR
B B RS AL R SRV AN T —fL midwife - JT{EIREMIIFE -
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LP: Liona WA: Maggie

€C: Candice HL: Hong Lei
M h KA:Kub JT: Joyce
arc PC: Piya £G: Emma
CM: Ching Man YY: Yigun

KN: Katrina e

WEDNESDAY THURSDAY FRIDAY
25 26 27 28 01 02 03
|cve: 35
[WM/HL/ 33/ (PC)
" |Data/Outcome & PE
"
04 05 06 07 10
cvE: 35 [Semi-Auto BP Study:  |)er/evr: 34/35
[MM/HL/ 3/ (PC) KN Le/pCivY cvr: 36
ART:9E CVF: 36 (after 10:30) evE: 35 [KN/HL/JJ/(PC)
| RE |CVE: :
kN |wnssiecr ML) PE Screening:
Data/Outcome: Data/Outcome: 4 KA
kN KN |ART: 3 USG: YY
DSS1: YY |Grand round: YY KN
(CVE: 35
cve: 35 Cardiac: 7E lcVE: 35 [CM/JI/YY I (PC)
WoAZHL/ 1/ (PC) [CMI/PC/YYIKN/EG cMrJJrPC PE Screening: -
M |Data/Outcome: cvr: 35 Brain: 37 Ec KN/, 1
KN [NA/HLJJILPY (KA) LP/PC/KN/YY [Data/Outcome:
Data: YY Course: HL KN
{Data: HL
1 12 13 14 15 16 17
cvE: 35 Semi-Auto BP Study: |\ ercvr. 34/35
WATHL/1J/ (PC) KN L /pcivy cv: 36 e
ART:9E CVF: 36 (after 10:30) ove: 35 [KN/HL/JJ/(PC) & (BSH
" kv [MMHLLJI/(PC) T e |PE Screening: == e are
Data/Outcome: Data/Outcome: .34 KA
P KN |ART: 3. USG9: Yy G
DSS1: YY |Ground round: YY KN
cvE: 35 diac: 7E cve: 3 CVF:
WAZHL/ 11/ (PC) [CC/CMIPCIYYIKNIEG oy 133/(PC) (CM/JJ/YY/(PC) Data/Outcome:
M |Data/Outcome: cvE: 35 rain: 37 PE Screening: KN
KN [WAZHL/ JU/LP 1 (KA) S KN
Data: YY LP/PC/KN/YY Data: HL
18 19 20 21 23 24
CVE: 35 [semi-Auto BP Study:
WAZHL/JJ/(PC) KN ART/CVE: 34/35 cvF: 36
1 [ART:9E CVF: 36 atter 10:30) [LPIPC/YY LG
kN PE Screening:
o [MM/HL/JJ/( lcvE: 35 KA
Data/Outcome: KN/HLZJ3/(PC) s KN
kN wc: vy lusce: vv
Amnio: YY
CVE: 35 Cardiac: 7E cve: 35 ICVF: 35
MA/HL/ )1 (PC) CCICMPCIYYIKNIEG  Felr ey KN/YY/ 13/ (PC)
M |Data/Outcome: cve: 35 e =S PE Screening: KNI,
KN [WA/HLJJILP1 (KA) ILp/pervY ES
pata: Y¥ 5 Data: HL
25 26 27 28 29 30 31
CcvE: 35
MM/ J/PC [LKS clinics will be [LKS clinics will be cvF: 36 CcvE: 35
ART:9E used for Medical used for Medical KN/HL/JJ/(PC) [MM/HLIJ31YY/ (PC)
M len student’s exam] student’s exam] PE Screening: Data/Outcome & PE
s Data/Outcome: Data/Outcome: KA
= KN/MM. (KN [MPC: YY. KN/ ST
Amnio: YY
[LKS cinics will be cvF: 35
[LKS clinics will be used for Medical Ve 35 CM/YY/33/(PC)
used for Medical student’s exam] WHL/JJ/WU PE Screening:
M |student’s exam] Cardiac: 7E 37 EG KN/NOATT
Data/Outcome: [cmrpC/vy/kN/EG/ ) [Braing Data/Outcome:
KN/ Data/Outcome: LRLBCIRNAYY: KN
WA IData: HL

g~ w5

fE R observers » FMAVEENEEENEIRFI2 Kig R T ilrs  @HEEETH
fERPRERAL - (BRI E A ] DR — BRI ATEHE T - f£i5d
HEARE observers » FAREEZAT » BEFEHAMEIZRAYE A A & L]
TR E EIFERENEE - 25—{E temporary HYBEEREH » FRLET AR LA
TR ATERVEFR P VKRR — IR E Y TIFRt/2 2% Dr. Poon
AYH 28 IERT Seat & > BCHGEF R U ZE - o] DUE SRR A R R0 {AT e
FeTARIATIRE U R R R AERE - R E S ALY

P

12



\

e

ReEf e KRBt 7Bt ES EEE 2T e - ERAH
GRMEEE B TR ERER Y e EEEYE
GRUEF LUBEHERG L7 B —H R - —E R R R E - B8
SRR EAERS > S [ BRSNS R ELEE  FEN AR TR RS
AURa R aRs - FRZHT - RERREESSE - L TBTSORE RESR
e HH ARG 5 BB 0 B 25 B H B B B e o T A U AR R R
18 HREZALEEE » B8 RIHE ARG S RS BRI I » S0 S e
LLEREIARU A AR ES > SR R A 1B S N B BT B - EE AT
PR EASFLUES WD R AR E T RN D BEAGE -

BEAD o B RFESATEAE R S AR ASPRE trial AYTEEA - S {EFHEH
FEGERAAE 2017 FEE8F4E NEIM > ASPRE  trial V4SS > Z2HA 16 HERIEE
46(EFH 150mg (Y aspirin ZRTFERG FHARTENIRAE - WWRAEE HE 57 158AT 5-
10 K- GEFIRR/ D 80%LA L F 33 B T HARTERTEE 4= LUR A 60%HIRE FisE Uiy »
EERE R — EEmER A HiER  EEARIEREES TEOMN

FSERIZ Y 13 RS E2 O ATE R RIS — 2R ERR R (11-13 ) -
B A 7 2 R M R R R (U (- = B AR R FE 8 > 0% (PLGA,
PAPP-A) RIS ZHTBR L - =N E 2 —EFR hm Rk » MEREZEX
HIPTHTUCERERE 36 # » Sdh— (BT ERE RIS AE 2R - 45 SRS H T2
Z [T UCEE AR B A - T DU R AR R 14 (<34 18) FRAAiTE 82%:
PRF-EEME (<37 1) FRIATE 62% @ IR T RIBIFEGAHE - 2 Hiry
A ERIEZAE 16 FELIRTAS BT UC AR - 7 DS B Ll oy R
HESTEGPRAS L » 1M Dr. Poon {E & SME G LIS » RN I EIAV4S F 0T AL
VOB TR AR AR TN MOATIN trial - BRESIFEEHE
&R BRTILIERZESE & T roEs R  ClEEs—EHTA
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SERAE A

HNERXAENNE > A RPREL S A AR - B E R
S % H CIEA AR B A~ (SR A AR g 2 AR O
FEE RN RG H B BRI < 5 ~ 7 TR HHET B CREAE R i LA e
WHEEC  TREAMGIAR T ZEZEN - R T BN B RHTERLE
FIES BAYBSEISOR - 1 AR M B R A e B ER S8 F AR - 2B R
HIAIHES B AR H T 2 —  BEERHY - ZRBARKAIRR - THE— TR
FEANFEAEMATE - 28— TR A MFER IR 7 IRRIE - i HAT AR 52 Ay
AA B AN SR EEE FAERTE ) - A S A R iR AR
RERA - MECRFHIE Z 805 [ Ry B e KD -

- EEEREIH

TEEATE (pre-eclampsia) AYSE ALY 2-8% » J2 45 B A2 i AL 1 /2 BASE
U R fff8)E (maternal and perinatal mortality and morbidity)AJ¥E
FHNZ —[2] - KB FZ Bl E R S 2 & (American Congress  of
Obstetricians and Gynecologists, ACOG)AViE: - HAI/5HE IS
F o FEEEEEAY A O E (demographic characters) K29 52 (medical
history) 2RI H ATRERYE IR T « HEEIATERAAY National Institute for
Health and Clinical Excellence (NICE)¥55[JRE4t » BAEREG R T
FHIX EARAE  EEERTEY 35-40%0FEERTES ST o IR ] DURFRHES
AR - EREEBHEE S  SEa4EYYHE (FEBIRM7RAE,
uterine artery pulsatility index)FIZEYEEfER(placenta growth
factor, PIGF; pregnancy associated plasma protein-A, PAPP-A)AY&E
R BLAUEE > (Ha]LIAESHVRMAR (detection rate)[3]

BB TR ATEAVER TR R 1.21% (b Ay 2010 4EAVERET4ESE » 1998
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Fh 0.87%, P<0.001)[4] - FEEZERTEAVIENN - 152 EEATE YA S
fafiE(relative risk, RR)W#ES - 40 skl EAVAERHY RR £ 5.13 &%
[4] - BLAISHRISHY LRSS » BREFPEFI TR ERS - R
A DATHHFEREA R ARG i W RIS ERE SRR TR -
BRI I3 R B R e P i b PR A Fe B R B AV AR %S - IRl E A
2 HRIEEEREENIE(E - v DAEARBe S T EARTEAERAR > PR
B AEHEE » AR KR ERMFE » BB R EE -

ELRAVEL 7> A BRAE & A& NIPT F4G1H Dennis Lo H AT NIPT HY4E
BEMREREAIR - Had s A RZE & 1 A8 EEz T R
AR A] B A AT HLA A 28 -

th ~ 25308
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