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Welcome message
FT G ) LG 4a i o 8 B2 Wk U 5 A 1 0 7 A ke A Beaudet

Single Fetal Cell Testing for Noninvasive Prenatal Diagnosis:
Revolutionizing prenatal testing

PN HIBE G 25 2 10 A S JT Liu
Maternal and Fetal Medicine in China
A HEREIRER 10 A TY Leung

Maternal and Fetal Medicine in Hong Kong

20194 4 H 13 H

] 58 Keynote speech
BEXS RS WHg i i 2 421t 7 B Lee
Multi-omic Approach to Undiagnosed Diseases
KNS W9 I 1) DR ZHL A 9 07 1 C Eng
Genomic approaches to the undiagnosed patient
TONSL A KB A R A AL C Bacino

Biallelic Variants in TONSL and Bone Dysplasias
e B U 5 I 5 AT
Abstract presentation and Q&A

f S o] FERT AL A T A= BT %2 Prenatal Genetics and NIPT
Fe T AR VG I e 7 BT 2 I I'Van Den
Genome-wide sequencing for prenatal diagnosis Veyver
55 TY Leung
B0 AR B PRT 38 A 50 1R I 1 7 iU CEng
Non-invasive prenatal screening for a panel of Mendelian monogenic
disorders

R4 B 1 5 1) AT
Abstract presentation and Q&A
P& PB4 Lunch with symposium
B= e RMEARBIR Inborn Error Metabolism (IEM)
AL m) AR A 27 23 B 2 DA AVAE B A 2 AR R AR B 1 N F Scaglia
Utility of untargeted metabolomic analysis in the evaluation and
management of neurometabolic and mitochondrial disorders
Mother Factor to the Offspring Harboring Different Heteroplasmy of CS Liu
MtDNA 3243A>G Mutation

JURHIE R ) 5% 27 F Al J Chong
Genetics basis of paediatrics epilepsy
s 640 B U 5 ) 2 24
Abstract presentation and Q&A

B B R 2% Bone / Skeletal Genetics
Jifes 14 H 998 2 W R IR 7 B Lee
Brittle Bone Diseases Diagnosis and Treatment
BH KB ANERIGRTT R C Bacino
Therapeutic Advances in Achondroplasia
TBX6 R RAAH K S R AN, — RS R AR AR N Wu
[X /37 TBX6-assocaied congenital scoliosis (TACs) as a clinically
distinguishable subtype of congenital scoliosis
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DL Cardiac Genetics

Fe RVEC R FEN 5 B [R]85 4% S5 K ) 5 7]
Of mice and men: genetic architecture of congenital heart disease
TN kB R A% 2
Genetics of Aortic Diseases.
FIGANERP O IE G RIRG B A7: %€ TPML 37 5848
Familial atrial septal defect: identification of a novel TPM1 mutation
R S U 5 1) AT
Abstract presentation and Q&A

A FE A% % Reproductive Genetics
K1 R W T 1R a8 A% 23 A
Genetic analysis in sperm tail malformation
N RIEURES J) H BEAA RN B PR A FH AIE 7
Characterizing the role of maternal effect genes in human reproductive
outcomes.
R FH 35k AT AL Py B A S8 SCRRAE i A R a8 A 9 1A
Genome Sequencing defines the genetic etiology of recurrent miscarriage
couples
A S U 5 1) AT
Abstract presentation and Q&A

F TP B4 Lunch with symposium

HAth, Others
H PATREAH G A EA% 70 7
Everything genetic about autism
GOl R BRI Im PRI Fe 45 R — 2 T I pRasHE 2 oD TR 26
aCGH findings-five years’ experience in a clinical genetics centre
FPR B — 15 4R [a] it
Genomic disorder-15 years
i 126 478 L U0 5 ) B RA Y
Abstract presentation and Q&A
HeHK
I R IREE Clinical Trial

A L-citrulline 697 MELAS £E&0E — S0 B A 2 1 1 31 AR BA B
Phase 1 clinical trial with L-citrulline to treat nitric oxide deficiency in
MELAS syndrome
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Fetal Cortical Maldevelopment and Genetics.
i 126 478 L U0 5 ) B PR

Abstract presentation and Q&A
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Professor
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3rd BCM-CUHK Joint Symposium in Clinical Genetics:
Pre-Congress Workshop (2:00pm-5:45pm, 12 April 2019)
Mosaicism

Scientific Program 12 April 2013
1400-1415  Definition and Classification TY Leung

1415-1445  Chromosomal Mosaicism and phenotypes C Bacino
Confined placental mosaicism and

1445-1510 TY Leung
phenotypes

1510-1535 Mosaicism: Diagnostic by cytogenetic SW Cheung
method

1535-1600 Mosaicism: Diagnosis by molecular genetic R Choy
method

1600-1610 Tea break

1610-1630  Mosaicism and NIPT TY Leung

1630-1650  Mosaicism and in vitro culture SW Cheung

1650-1710 Gonadal mosaicism C Bacino

1710-1730 Mosaicism and Pre-implantation embryos R Choy

1730-1800  Single gene mutation and mosaicism F Scaglia

Overseas Conductors/Speakers

Carlos A. Bacino, MD, FACMG

Professor, Vice Chair Clinical Affairs
Molecular and Human Genetics,

Baylor College of Medicine

Director, Pediatric Clinical Genetics Service,

. %@X\\\\\\ Texas Children's Hospital

Sau-Wai Cheung, Ph.D., M.B.A.
Professor, Molecular and Human Genetics
Baylor College of Medicine

Fernando Scaglia, MD
Professor, Molecular and Human Genetics
Baylor College of Medicine
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3rd BCM-CUHK Joint Symposium in Clinical Genetics:
Pre-Congress Workshop (2:00pm-5:45pm, 12 April 2019)
Clinical Genome Sequencing and Bioinformatics
12 April 2019

Scientific Program

14:00-14:30  Understanding the technology of genome Christine
sequencing ENG

14:30-15:15 Strateglgs for processing and annotating Elvis DONG
sequencing data

15:15-15:30 Tea break

15:30-16:00  Practical tips: How to interpret WES report Christine ENG
with case illustration

16:00:16:30  Functional interpretation of CNVs Feng ZiianG

i ) Application of WES in Paediatrics with case Carlos
et sharing BACINO
17:00-17:30 Genome sequencing: a single test for Richard CHOY

comprehensive prenatal diagnosis

17:30-17:45 Discussion

Quverseas Conductors/Speakers

Carlos A. Bacino, MD, FACMG
Professor

¥ice Chair Clinical Affairs
Department of Molecular and Human Genetics,
Baylor College of Medicine

Director, Pediatric Clinical Genetics Service,
Texas Children's Hospital

Christine M Eng, MD

Professor, Molecular and Human Genetics
Baylor College of Medicine

Chief Quality Officer, Vice President
Executive Lab Director,

Baylor Miraca Genetics Laboratories
Director, Storage Disorders Clinic

Texas Children's Hospital
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