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For more detailed information, please refer to your clinician or visit our I
website MBEMESEN - THANENESEEN  NHAERFVER: |
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Printing material sponsored by (ENRI##4 & Bh&): I
N Liauw’s Family Reproductive Genomics Programme I

B . ., s, s, i, ., s

R

&

#EA
=

RE=

WiIEEE -

LY

fely!
MU

a2

WRKRIFEEHIIEHR —ERIERE
A 2 B 12 15 5 25% U 18

SE5 &
( XZEF

prag==

—+— /CAR

B MEIE BRI N ) o
=TT EIEIR/PRID )

-3

TEERTERRETE ?

BMEERETEEREENRFNERS
CHAEAR - BRE—RAEE EBEAEURS
A —RREELES - AZHEM
BEERBTEERENTANEBCER

F—BEE0E
REMRERE
Non-working gene

as condition

[

]

RE -

[

FREEDNAE R

(BlEmOoK -~ SNEME

)

BERUBTEGRE

- Sk

[

A (1020K)

]

EE IR RN =

- BECSHERB LN RBEEFFEDT—F
REEELEEFRHNBRRE  QIEHEE
BB E LR E RS AKRE ;

- BIEEEFREZORFEORAILIESRE
—ERNBRRE  REoEEEAT
SZEBEMNERT  BRESZEENE
mE R

- EERZIARAIE REIEERE &R
MERZRE - BIo] R BETHEIES
EKER  E—SPRBRAEEZE
RiEELEEER2BIEBELLER
FEEEH ST RIEE -

WARLE A\ B R sz IR & ?

ECSIFRIA N A RHEZRIREEZ

- BEEEHNRPRIIMERN (%) RFE
FHZE ;

- E’g‘;ﬁ%;@/\lﬁﬁﬁﬂiﬁﬁﬁ?ﬁi%@%%%
\ o ;

- ANLEBEEXRMPIHINE - HiFE

- BABHRAAREBSERKRE ;

<3

- MZRHRMEIROKRE -

EEIIEWAIEREEIR

« ECSRBERAE D EREBERHERNE
- ECSHCARAE —RBEREENAEER
%Efé - ABERRZ B EAAVE S
=
- ZERBEREREEERRELRRAE

% BABESTSEBIRBAMOIBENY - B

I\

. RERUABERBEE—TERE -




Department of Obstetrics and Gynaecology /
The Chinese University of Hong Kong

Expanded Carrier Screening

What is expanded carrier screening

(ECS)?

Carrier screening is a type of genetic test
which identifies whether you and/or your partner
are carriers of a genetic disorder which can be
passed on to your baby. ECS is based on next-
generation sequencing technology and offers
carrier screening for 289 genetic disorders (plus
13 add-on genetic disorders with variable
presentation) using a single panel regardless of
ancestry or geographic origin.

What is a carrier?

A carrier is a person who does not have
symptoms or only has mild symptoms, but
carries one copy of non-working gene for a
genetic disorder. Most individuals do not know
their carrier status prior to screening.

If you and your partner both are carriers of the
same disorder, there is a 25% chance that your
baby will be affected with the disorder except
for X-linked recessive disorders.

Genetic conditions recommended

for screening by ACMG and ACOG
ERREEBHUARABHTE  SERFEERGEREGENER

Condition Gene
" ACMG! ACOG?
BN IR
Alpha-Thalassemia HBA1/HBA2 Y
FRL A
Beta Thalassemia HBB Y
ZEUM G E
Bloom Syndrome BLM Y
AR
Canavan Disease ASPA Y Y
TS O E RN R
Cystic Fibrosis CFTR Y Y
BRI LA
Familial Dysautonomia IKBKAP Y Y
FRIRIEE TR TE
Fanconi Anemia, Group C FANCC Y
B E =y nleisl
Gaucher Disease GBA Y
EE AR
Mucolipidosis, Type IV MCOLN1 Y
FEIREEIVAL
Niemann-Pick Disease, Types A/B SMPD1 Y
JE S ICrfiE AIBEL
Sickle Cell Disease HBB Y
SiRATAE £
Spinal Muscular Atrophy SMN1 Y
BRI 2
Tay-Sachs Disease HEXA Y Y

REERREE

1 American College of Medlcal GEHE(ICS &Genomlcs Genet Med. 2013 Jun;15(6):482-3.
2 American College of O & www.acog.org/About-ACOG/ACOG-Di ics/Carrier-

How is the test carried out?

[ Pre-test Genetic Counseling ]
I

DNA sampling
(e.q. saliva or peripheral blood)

[ Expanded Carrier Screening ]
I .

[ Report (within 10-21 calendar days)

Advantages of ECS

* For couples who are not carriers, ECS
provides reassurance that their child will be
at a significantly reduced risk of developing
any of the genetic disorders covered by this
test;

« If the test indicates both you and your
partners are carriers of the same disorder(s)
before pregnancy, you can choose assisted
reproductive technologies to have a baby
with a reduced risk of disorder(s).

+ If the test indicates both you and your partner
are carriers of the same disorder(s) during
the early pregnant, you can pursue prenatal
testing to determine whether your pregnancy
is affected, and to ensure the appropriate
management for your baby.

Who will benefit from this test?

People who (are):

* choose premarital screening,
pregnancy or in early pregnancy ;

* planning to bear a healthy baby by assisted
reproductive technology;

+ planning to donate eggs, sperm, or embryos;

* have a history of abnormal pregnancy for
unknown reason;

* consanguineous marriage.

planning a

Important notes for this test

« ECS detects known
mutations on ECS panel;

* It is unable to detect all disease-causing
mutations for each disease, nor for all known
genetic disorders;

* It does not eliminate 100% of the risk of

. havmg an affected pregnancy. A normal test

: Jlt does not guarantee a normal baby.

disease-causing




