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(X-linked) °
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Inheritance Disorder * 8% 2 HZEER N LB R
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RSE ~ HEEEBRIESE ~ NN EINGERERE -
RiZZEEMFragile X premutation carrier screen °
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BEMN (FRX1/7) ~ ZEMAEEMN (FRX
114) ~ BRZ21-FALEESIB AR IEE ERIg A E
(HEAZE1/13) ~ BE—FiRRELSPendred’ s
syndrome (% A=*X1/36) ~ AU AZ=4EE
SMA (FRZ*1/48) - XEBEEMITIEFragile X
syndrome#5 KX 51/143 - BRIAELREED,
expanded screenfVERARZ& R+ » UFHREIZGIB2

EEERNFTRERER @ BFEEE EXNXENR
+n D%ﬁgﬁi%{” ﬁ%
fa%

REXRFBENESGNEZR  HRFTELE

HWREEADE S =TERmAE Tcarrier screen > B
BIFCE R A #2217 B BU 2 1 M 3R AV EF A
(MFEERA) - SINMEZFcystic fibrosis
SMABI2EZRABE®A - carrier screenfxrHI
RERFKEEEEE - RIERMAEERNFEL AL
ER SRR MAZEREREN—IR -
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1. Screening for autosomal recessive and X-linked
conditions during pregnancy and preconception:
a practice resource of the American College of
Medical Genetics and Genomics (ACMG) 2021

2. ACOG 2017 Committee Opinion No. 690
Summary: Carrier Screening in the Age of
Genomic Medicine

3. ARERE

4 .Carrier screening for spinal muscular
atrophy (SMA) in 107,611 pregnant women
during the period 2005-2009: a prospective
population-based cohort study. PLoS One.
2011;6(2):e17067.

5. Fragile X syndrome carrier screening in pregnant
women in Chinese Han population. Sci Rep.
2019;9(1):15456.

6.Expanded carrier screening using next-
generation sequencing of 123 Hong Kong
Chinese families: a pilot study. Hong Kong Med
J.2021;27(1):177-183.
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A RIBRKBEARBEBRARNWEEN - EFEM
5 AR TEREETDZT0-907 » Hh—f4
FEEFR - ZHERHERNE RIERKBER®R
= BHOEBERE  RORBEBQERE 2
MEAE) ~ ERMRZE - EFEAFRMPEEME
BB WERXTERZINAERD LA - BELOER
EBEIRER - RERROBRIENKE  BIFERE
4 RE 527K fENon-immune Fetal Hydrops, NIFH)#Y
—E - HAEEVEEEEB TR AR ERESIME
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RHERMERE(SRE - BEREE - REMZRH
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VRS ~ ST AR ~ NRANEL ~ BEEH
BX - MR EEEENEE  EfREEEXTHN
FERMTERZELENER  EETEGDRE
EMRIET  AERXE - ERBERERERETY S
fEAEBBMNIERE  FHEIEE AR RIKS]
o UFBHARMERRNZRE  RBEFMEE
RERRAER - DESER -

A 5o At /3248 888240525 ~ Apgar
score 173817 EFMERRBWBKETFREN
B B E B LR EE DA R INERE
NEAREMEFRERFREEARE » N7
PSR ~ O - BB E RN MAEEEBRERE
2E - WKSIRBRKRER  AEPEEHERA
BEHX(B=) ’ Light's criteria2 #7158 @ LUK E Bk
(Lymphocyte>80%) /3192 & (Exudate) » &
xR L&L?LJEZH’](Congemtal Chylothorax)fIz2 T - %7
SR BREATEEREEIRF N ERBERE -
ﬂﬁ%fﬁﬂﬂ@ﬂ@l‘?ﬁ%-&%@l&@ﬁ%%ﬁ? » AR
B EXRRE IS BRI B s
T Sirolimus®/& 1 78 #A 2558 I AR 22472 FE 2R PR B
KE @ MERBH @ IR BAENEETREE - RNE
IEFH3OBNORIFHE LT ESEIBRE
INZEZIEEY)ER B ERKER  FEMDER
o

51 EmEdAERE

BRith FI| 235 S fERespiration (2021 IF 3.966)
MR AR IR T RAERRISUBR DT A
A1990F F2018FEE157F L ~ 7530IME %K & %
BRI RRAEREIE T R28% - BEERXRT1% @ FHEHE
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FEA34E ~ HAFEE2,65457 ° 57%/EEE ~ 79%
REARL - BIZRETRNBREERNEERE
3k(Lymphangiectasis)  fiiZl %5 A~ 2 (Pulmonary
hypoplasia) * MR EEEE(MUEKE « BEKE
BNKRERS) - BEHRENKBRNFERES -
RHELHFBEIFRIILS - TREBBEERINK
SI ~ ERWRRBRER - KSR 2FIREEX
B~ =R mAS ~ BAK(Octreotide) ~ 4 KD
Z(somatostatin) ~ (L MERDIEREET - AR
IhE 768%4 - ILEXRTEZIRBK DI KNBE K
=B FE - ERENEEREE - BERNS
B~ ESHENERBEBRNZ D BEMILRIAEK
4 ERBEETEEROERNER -

)
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. Rocha G, Fernandes P, Rocha P, Quintas C,
Martins T, Proenca E. Pleural effusions in the
neonate. Acta Paediatr. 2006 Jul; 95(7): 791-8.

2. Santos S, Mansour S, Thilaganathan B. et al.
Prenatal diagnosis of non-immune hydrops
fetalis: what do we tell the parents? Prenat
Diagn. 2011; 31: 186-195.

3. Agarwal S, Anderson BK, Mahajan P, Fernandes
CJ, Margolin JF, lacobas I. Sirolimus efficacy
in the treatment of critically ill infants with
congenital primary chylous effusions. Pediatr
Blood Cancer. 2022 Feb; 69(2):€29510.

4. Resch B, Yildiz GS, Reiterer F. Congenital

chylothorax of the newborn: a systematic

analysis of published cases between 1990 and

2018. Respiration. 2022; 101(1):84-96.
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DUR BRI SEE M s SR Al sTam o

ISR ITER

BEEX I EFELENESE  EBEEAR
SR R ER o IRIE1984FE F2014FE st - &
BRIZZBNARER B L E59.8%  (BEEITRA
FESUE RERIENARTMAFTAR - FlanFE i
MR A REZRFEBEBENERITERIOE60%  iRIF
et EEBRERN 18T 4452 WHIEZRIRH X
#10.2% » EPBEINNERNRE °

SBFSIZEXE B (i Standard drink
ST XS 1Z 4 B8 {17 (Standard drink) 2 — @& 25555
KR AR BEMNZE (ethanoliEE ) Ko &2
H—RETEAR - NEBERZERELEMARR -
Bllan7E 3= B — B2 2 28 (T AR K S KKV 14 52 A0E
¥ BIEAR—EEEBMANSE105ESS -
A I BETEBUR N AR P RERRE - 7
ERH - —EREB AN R0.63 5K LA T (fL oz)
WIxE 2B - ME—HE125 4 REEHR ) (350cc)HInE
B~ — 53 HREE AR B (150cc)IALE @ Z=21.55
SR EER T (44 co)I40%ZUE o
S EAE A B A R K B S AR R R
NHERE SRR LEAY R R G AR
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121l oz of g-9flozof _  Sflozof 1.5 oz shot of
regularbeer —  maltliquor table wine 80-proof spirits
(shownina (whiskey, gin, rum,
12 oz glass) vodka, tequila, etc.)
LEL\!]
about 5% about 7% about 12% about 40%
alcohol alcohol alcohol alcohol
The percent of “pure” alcohol, expressed here as alcohol by volume (alc/vol), varies by beverage

KEEE - B0 - BEE  DILERBBERER
KB -
B REEEETR -

EsERE

RIEXEThe National Institute on Alcohol
Abuse and AlcoholismE% » (TR BEZRZIEN
o IR EERRABEIERES LIS —ERA
BT EREE B ABREVE -

SRR

RIEXHEYERRES "M, PERAE
RERBUREBMUANEE AR ERR - Tt , BR
ARERICEESISEREE ML LR MBERR
FiZZ|S=2HH0.08%NESRENTERL

BRI E

BRI URIRA BB IR EARRETR - iR
fEHIE R EPHSERS RE T UERBIUE2/ MR
EXHSRERNERRE BREEIIRZER
SEKBREER "TIREBBEERE (fetal alcohol
syndrome) FAS | fIfEfzIg N - FASHIRFEE R4
RIEZ  TAER BEET  UROE- K&
MBS - 4N - ERHRBERAERERAE S
WINRE - (BHARSE - RE& - RSEEPNER -

BRILAFELZAONEBSESHREER
2 AEBEHRENEZ2HEELR - &I
M= R EBZABBERL  BFEASERBN
R NRE - HEMEREL  ERHEEE
K ZE 1) 2 A9 EFS (low-to-moderate levels of
maternal alcohol comsumption * Bl 1E 2R A
122 UK unitsf9’H ; Si&E32 gryERs)as A aemba
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OEBRAE MEINEREINENRR - £—2H
RBERHREREERANWAY - ERER/H PR
MR —REREES DRIRE -

BRI MR E
JRA ERNEZMFLAVSISHOE © B BISCRE B
PSS ERUER M EL IR P R B 5%~6 %A ERE 2@
BEFEAZRNMR - BIEHHBRIE - 35
WERSENASEIRETENRERE - Bl
B SRR — R EE M AERBI A G H/\Z
FELARERER2 NERBRY - ERSR
BBUNPENESERBBFESANRRE @ 1
SUTIEERNER  EMENZFINEERD -
BIZNR A SR AE B AU AYE RS RN IR T 6-8/)\FRp 2 R A
AR LRSI ARIE HER - mBERAER R
WENASFEETENERIETEH D NEE -

ERE

FOBERBNPERNRRZHAEERNTE -
TR T IRENZZ2RERE  2REIENRER
R - BEEMILNENAREE -

.

J
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Obesity in Pregnancy
N Engl J Med. 2022 Jul 21;387(3):248-259.
PMID: 35857661

DOI: 10.1056/NEJMra1801040

LR TR M SES07 BN — R X REE
R ERENZHNEE - E&H LK 0 BMI 230
TE S IEH (obesity) » MZRHEHAIZ1E1E2016
FEBMAET#25.5% » 1£20204F EF/29.5% °
HHENERZE - EMNZMEERENESEMER
(Insulin resistance) * EIZZIBREFR » B EFHEE
EEENVR -  BLREMEKNEEEERRK
& (Low-grade inflammation) B2 R4 HY &2 1L
(Metabolic changes) ' F3ZZ BRI G AELLIE
ERNAZMEETS o WUREBESEMNERNE
BHKEAKRED - BRIEEEHZE - EENRR

e

1. Popova S, Lange S, Shield K, et al. Comorbidity
of fetal alcohol spectrum disorder: a
systematic review and meta-analysis. Lancet
2016;387:978-87.

3. Chudley AE, Conry J, Cook JL, et al. Public
Health Agency of Canada's National Advisory
Committee on Fetal Alcohol Spectrum Disorder.
Fetal alcohol spectrum disorder: Canadian
guidelines for diagnosis. CMAJ 2005;172(5
Suppl):S1-S21.

3. Mamluk L, Edwards HB, SavovicJ, et al. Low
alcohol consumption and pregnancy and
childhood outcomes: time to change guidelines
indicating apparently ‘safe’ levels of alcohol
during pregnancy? A systematic review and
meta-analyses. BMJ Open 2017;7:e015410.
doi:10.1136/bmjopen-2016-015410.

4. Haastrup MB, Pottegard A, Damkier. Alcohol and
breastfeeding. Basic Clin Pharmacol Toxicol,
2014, 114, 168-173.

5. Dejong K, Olyaei A, Lo JO. Alcohol use in
pregnancy. Clin Obstet Gynecol 2019; 62(1):
142-155.

RS EEAD | ERF A

RS ~ R E(ME) - X EERERK
B2 O RAEMNBE LLE(0dds Ratio) » HAMEIK
FEPRI® ~ TEERELL AR R A BB L Odds ratio
>3.00 © ME & (Macrosomia) * large of gestational
age * ER#ERNE (failure of labor to progress)fy
P5&E b Odds ratio >2.00 - XEH&E NS E IER LM
EREREBRNEER TERZ(ERH - E2F  4E
BI—EIMEA ~ EREAE « ERFEE) @ REERK
BRI —L2EE&H -

Cell-free DNA screening for prenatal detection
of 22g11.2 deletion syndrome

Am J Obstet Gynecol. 2022 Jul;227(1):79.e1-79.
ell.

PMID: 35033576
DOI: 10.1016/j.ajog.2022.01.002
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Bl ERERGRIEESTIREGRE
BER)E5 K - B EICell-free DNAE AJ LUETT R0 82
WY& B 8% £ (Copy Number Variation)2 47
HrhE%22q11.2 deletion syndrome(or DiGeorge
syndrome EEBIERE) @ e RNEEEM
/NERZK (Microdeletion) @ [thZR 72 2 Jo R4/ g
RIGEMK BB ERNEERRA - AR EETE
SNP(single-nucleotide polymorphism)&EHEfcell-
free DNA{=38122911.2 deletion syndromefy3kIg °
LEAR TR BIREYE ~ 22O ERER IR TR @ R FE6(E R
KE21EEZ R0 - WEKHIE R E A SNP-based
cell-free DNAFEE2E G - WAZHNZ L EE
f£/ Chromosome Microarray #EZRDNARRT ° HF
TUAE RN 720,887 B2 » #8HE 18,289 B X
ERRDE » BHEB 12002 E1/22911.2 deletion
syndrome (HRBER/NFEHRAARE EDN
Nested Deletions $£511) » [thZRIEAE LA FEHHAY B
1TE1:1524 - §1¥22911.2 deletion syndrome -
Cell-free DNAR B4 RE 17976 (98.3%)AER
B~ 38 (0.2%)A=ER ~ 275 (1.5%)AEER
(nonreportable) © =124 EFE B Cell-free DNA
BOAIEAR  HBRE - FRE - GUHEER M TE
B4 1 75.0% ~ 99.84% ~ 23.7% ~ 99.98% - 714
#R(non-reportable) W EEF » WRBERED R
22q11.2 deletion syndrome ° EER EHEAVES
£ » Cell-free DNART ORI 10ME (B - thAig0R)
HYERE M A BURE83.3% ~ A5 EE99.95% ~ [BETE
BI{E52.6% ~ IMETERI(E99.99% - (RIZ 14+ K (False
positive rate)#£0.16% ©[£450.05% (P <0.001) o &
Mg - IEER AR Cell-free DNAR] LUgR] H
KELDHI22q11.2 deletion syndromefdZ (10/12)
W B RIENISEEZ(0.05%)

Cell-free DNA screening for trisomies 21, 18,
and 13 in pregnancies at low and high risk for
aneuploidy with genetic confirmation

Am J Obstet Gynecol. 2022 Aug;227(2):259.e1-
259.e14.

PMID: 35085538
DOI: 10.1016/j.ajog.2022.01.019

Cell-free DNAE LMK » E&WRRERK
FERER  AMZ BB RE N LIER TR
BER RTBRBEERBM AT (HEERM &
ARt HIERELEEABRRARNEE - LT
=—ERIEMS « ZHROMNBRUEMRE - RIF6ER
RIL21EBERL - HFFTTUER Y 20,1948 5247
Hrh17,851 (88.4% )N AR ERERDE - =&
133D RIF B R B (1001& Trisomy-21

18 fiiftrisomy-18 » 154/ Trisomy-13)  Cell-
free DNATEAR /& B B = J2 B s B A8 R) b5 14 89 Eb 1)
A 0.27% £ 2.2% (P <0.001) » EERIGEEHND
=78 % B9 Trisomies (T21/T18/T13)MBURE A
96.3% ~ HREE/99.93% ; BERKEDEEL
Trisomies BRI E £99.0%  FEE /99.87% °
MERRFERRREFNIFREREB TR EER
20N : Trisomy-21: 85.7% vs 97.5% (P =0.058) -
Trisomy-18: 50.0% vs 81.3% (P =0.283) ~
Trisomy-13: 62.5% vs 83.3% (P =0.58) - [ltAff5Cth
#t#Cell-free DNASEAE R (no call )i » {thf95EIR
Cell-free DNA fi£787~ 45 R (failed results)f9EFES -
HE N BARNEE - IFEERER(Trisomy)HLL
B = LLE S HI(2.8% vs 0.7%, P =0.01) » KHEFZEHY
a1 EPEEERZ M - Cell-free DNADA
SNHRERSEE  BUTRRIEETrisomy-21/4
85.7% » FE=FEH R Trisomiesk74.3% ° 2. Z247
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