!

' 6th

| ===

BEMECUHKEZT0
| L Ik Jaintisymposiumiin =
_Clinical Genetics = -

Baylor
College of
Medicine

Day1-15N

08:00-08:45

Registration i

08:45-09:00

Opening H-&

09:00-10:30

09:00-09:30

09:30-10:00

10:00-10:30

Plenary Session 1
Chairpersons: CHAU Matthew [& & ##; SUN Liqun 175

Uncovering Skeletal Development Related Disorders Through
Animal Modeling

A YIRS TR S B AR A B RIVEER

In Utero Therapy for Fetal Genetic Diseases

e LRI E NIETT

Genetic Risk Scores for Chronic Diseases and the Prevention

PR I8 % S -7 ST

Grand Ballroom4§3 4T

LEE Brendan

LEUNG Tak Yeung Z2{&E 4

HUANG Hefeng &= faf X,

10:30-11:00

Tea Break Z5&8k

11:00-12:30

11:00-11:25

11:25-11:50

11:50-12:15

12:15-12:22

12:22-12:29

Parallel Session 1A: NIPS (Singleton & Twins)
A=A CELAR 506D
Chairpersons: CHOY Richard Z%5%{%; LUO Qiong &3

Next-Generation Noninvasive Prenatal Screening: Expanding
Beyond Chromosomal Aneuploidy Detection

Hr— Il mifH e

MZE AR T ER A AR T2 AN

Non-invasive Prenatal Testing in the Management of Multiple
Pregnancies

ZRGI IR E H R BT A= Rk

Incidental Findings of Maternal Disorders During Prenatal Cell-Free
DNA Screening

T HiT 7 5 DNAH A 2 A2 R A BRI A B 2R A B

Abstract Presentation

Validation of prenatal comprehensive cell-free DNA screening for
multiple categories of fetal genetic disorders in general obstetric
population

) L2 BB R SR S R G R A (NIPS2.0) © {FE
NEFHHYRTIE SRR ST

Abstract Presentation

Utility of COATE-Seq-based non-invasive prenatal screening for
detecting multiple genetic disorders and fetal zygosity in twin
pregnancy: a prospective study

B T-COATE-SeqHy L Gll = Fili & AE X AR SRR 25 it (5955 B g L
SRR FF YN - —IRiTHE MR ST

Grand Ballroom $345/T

ZHANG lJinglan 5kE#5#

CHOY Richard Z£5%1{5E

CAO Ye il

XUE Shuwen EZRSC

LU Jiaqi FA 523
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11:00-12:30

11:00-11:25

11:25-11:50

11:50-12:15

12:15-12:22

12:22-12:29
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Parallel Session 1B: Genetic Evaluation & Counselling

BEE S G Osmanthus Room R T
Chairpersons: SCOTT Daryl; LIU Aixia X[ Z &

Amyotrophic Lateral Sclerosis: From Non-Treatable to Treatable,
Genetic Complexity, and Counselling Challenges

AILZE 4 2R L fE

MATLETT E W AT BB R 8 244 S5 & 1Bk
Genome-Wide Detection of Cytogenomic Changes Through
Different Methodologies DONG Zirui Elvis E
i NEipaprRoss: e eSS EE kAl DRl =G g 30 el

New Insights in Mitochondrial Medicine

LR AR BE 1 3 WL f

Abstract Presentation

Prenatal Identification of Novel CDH2 Variants Associated with
Neurodevelopmental and Cardiac Abnormalities

BRI RE B Ik 5 H A DG IR CDH2 JE PR H A A8 S R = Hir 12 W

Abstract Presentation

SNP-based tNGS increases the proportion of normal embryos in

PGT-A across all maternal age groups compared with NGS alone

and is associated with higher pregnancy rates JAIKLA Patthorn
BT 5tz 2 75 (SNP) HYEER QNI (INGS) AHELE

ai R (NGS) - FEFTA RHS AR nfE S tE A RTR %

FRAM (PGT-A) HIEFEIRAGHYELST - 5 E EYEIRREME R

CHONG Josephine 3R I

HUANG Taosheng & 54

WANG Handuo EHEF

12:30-13:30

12:45-13:00

13:00-13:15

12:40-13:20

Lunch Symposium

Lunch Symposium A: Sponsored by BGlI Genomics

TR A (PRERER)) Grand Ballroom $# 45T
Chairperson: LUO Qiong &1

Clinical Application and Consensus Interpretation of Expanded
Carrier Screening XU Chenming & /EHH
I M i Y I PR FH IR 5 e sk

Fetal Genetics During Early Development: New Insights From
Spatial Transcriptome

T2 I TR RR 8 LB B S HT GAO Ya i
Lunch Symposium B: Sponsored by Zhejiang Biosan Biochemical
Technologies Co., Ltd Osmanthus Room £EfR T
TR B (N LEZEYMEARRLBRAEEE))

Chairperson: CHOY Richard ZZ5¢{E

The performance of first trimester combined screening in the era of
early anomaly scan ZHENG MingMing %[SBHEH

BT A e Y R A A
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13:30-15:00

13:30-13:55

13:55-14:20

14:20-14:45

14:45-14:52

14:52-14:59

13:30-15:00

13:30-13:55

13:55-14:20

14:20-14:40

14:40-15:00
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Parallel Session 2A: Expanded Carrier Screening
¥ RE AR Lotus Room ELLT

Chairpersons: CHONG Josephine £/ i; LV Min BE&

Overview of Expanded Genetic Carrier Screening in Hong Kong
AR R HE T A A

The Practice and Exploration of Expanded Carrier Screening in
China

R AR AP EN SRR SRR

Disclosure of Personal Health Risks From Expanded Carrier
Screening

¥R E I TR A A (R XU 2

Abstract Presentation

Integrated Carrier Screening for Monogenic Disorders and
Chromosomal Abnormalities in High-Risk Hong Kong Couples: A
Prospective Cohort Study

PERR SR BRSBTS e NG RZE
HEYIRPR SRR - —IATHEME S IASE

Abstract Presentation

Prevalence of Aneuploidy Detected via Non-Invasive Prenatal
Testing (NIPT) in a Single Center in Metro Manila, Philippines

FER ARSI (NIPT) FEIERREER S e B s LA
INENIIREE AR A

LEUNG Tak Yeung 22747

LV Yan =

CAO Ye E {7

JIANG Suofanzi 2+

SY Irben Jeremy
Yuchongtian

Parallel Session 2B: Al and Bioinformatics

ANLERESEYMERF
Chairpersons: DONG Zirui Elvis Z1£%;; WANG Xinyue T2k

A Machine Learning Approach to ldentifying Low-Penetrance Genes
BTN SRR N B R E RN 774

Integrating Next-Generation Phenotyping and Exome Sequencing
for the Diagnosis of Rare Genetic Disorders

T —AREREF5INEFHN 2SS T2 s e 2 i
Artificial Intelligence-Assisted Karyotyping Analysis and Its Clinical
Applications in the Cytogenetics Diagnostic Laboratory

N T HE BRI o3 i S AT AHREE (5 72 i 9256 == FR A A
Research on Innovative Applications of the iMedImage Foundation
Model in Medical Imaging

% T iMedimage ® LA RIH RS2 G B8 FHBTSE

Osmanthus Room &R [T

SCOTT Daryl

HSIEH Tzung-Chien 52

CHAU Matthew & /552

LYU Zhengyang EF[H
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15:00-15:30

Tea Break 38K

15:30-17:00

15:30-15:55

15:55-16:20

16:20-16:45

16:45-17:10

Parallel Session 3A: In Utero Treatment for Genetic Diseases
BERRYE NIBIT

Chairpersons: CAO Ye & t7; ZHANG Jinglan 5K

In Utero Therapy for Thalassemia

R M E NVATT

RhD Blood Group Screening and Perinatal Management Strategies
in East Asian Populations

RhD (24§28 5 4 B el HAE B RS

Gene Editing-Mediated Gene Therapy for Genetic Diseases
R w7 SH B R R ERVETT

Autoinflammatory and Autoimmune Diseases: Diagnosis and
Targeted Therapy

EL A S L RIEPERR | DI ST

Lotus Room 3EFEIT

LEUNG Tak Yeung Z2{% 17

DUAN Honglei FE4T %

YANG Hui ¥}

ZHOU Qing & &

15:30-17:00

15:30-15:55

15:55-16:20

16:20-16:45

16:45-16:52

16:52-16:59

Parallel Session 3B: New Genetic Disorders

Wit s

Chairpersons: LO Fai Man Ilvan FS¥E3Z; JIN Pengzhen £&[i52
Gene Discovery in the Clinic: Seeing Things for What They Are
EARFEVERZ IR ¢ JlHZ2 S5k

The Development and Validation of Antisense Oligonucleotide
Therapies for Genetic Disorders

BB E Y S B E B &I TN & S ETE

The Nuclear Functions of MIWI/piRNA in Spermatocytes
MIWI/piRNA

TERE R AHA R X DR

Abstract Presentation

Underrecognized genome-wide uniparental disomy and triploidy
in human blastocysts revealed by a concurrent preimplantation
genetic testing approach

i —Mp—Ih = A RTRERG IS (& FARI T A8 A BERE Rk
HFE IR 2 AR SO N B 2R AR =5

Abstract Presentation

CASE REPORT: NEW VARIANT (NOVEL) OF TCF4 GENE
ASSCOCIATED WITH PITT - HOPKINS SYNDROME

PP e © SPitt-HopkinsZR & fIEAHRHITCRAZL AR & Rl )

TR

Osmanthus Room E:fRT
SCOTT Daryl

LIU Pengfei YIJfig &,

LIU MoFang YI|%k 7%

LI YingZ= 3

HUYEN, Vu Thi
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Parallel Session 4A: Genetics in Reproduction
09:00-10:30 4:FHIR(EF Lotus Room SEE[T
Chairpersons: SCAGLIA Fernando; CHEN Min [}
09:00-09:25 Ovarian Aging: Genetic Background and Micro-Environmental
Factors ZHANG Dan 5k}
UNEEAL © BEE RSN EHRE
09:25-09:50 Concurrent Preimplantation Genetic Testing for Aneuploidies,
Structural Rearrangements, and Monogenic Conditions,
Integrating the .Detect|on of Triploidy and Genome-Wide Absence CHAU Matthew [
of Heterozygosity
WEREtE A RS Z A0 (FREEfE A ~ B =5 AR )
FAGE =B 2B R H Ze A TR AR
09:50-10:15 Mosaicism and First Trimester Pregnancy Loss . S
e SR CHOY Richard %
10:15-10:22 Abstract Presentation
Defects in CFAP46 lead to oligoasthenoteratozoospermia by
impairing manchette and sperm tail assembly in humans and mice HU Tongyao #iH & 1%
CFAPA46 EL[RJdA e i it 2 N S/ N EEkE 2 S ts - Re el 22 21
HSED GRS E
10:22-10:29 Abstract Presentation
Pregnancy Outcomes of Atypical Ploidy Embryos with Normal
Preimplantation Genetic Testing for Aneuploidy (PGT-A) Using
Targetet;l Next Generat.lon Sequencing Combined with Single- JAIKLA Patthorn
Nucleotide Polymorphism Array Approach
KRR — AN P45 & R 2 SR (SNParray) 77
AT AR RS ARG FAN (PGT-A) Z JRHUIE{ARE
REANIEIRES 5T
Parallel Session 4B: IEM and Endocrinology
09:00-10:30 S RMEAIEELFE SN WFE Osmanthus Room £ [T
Chairpersons: CHONG Josephine £/ Ji; ZHANG Jinglan Fk#%#
09:00-09:25 Treating Urea Cycle Disorders as a Model for Approaching Inborn
Errors of Metabolism LEE Brendan
PREEIFEGHY G TE A B I ST A
09:25-09:50 Use of Metabolomics in Inborn Errors of Metabolism SCAGLIA Fernando
(AN RS wiN E R A Tp Tt 4 eave sl N ASE!
09:50-10:15 Mitochondrial Deafness: Genetics, Prevention and Treatment e o
Sl R AR - T S6rT GUAN Mimxin T 51
10:15-10:22 Abstract Presentation
Characterization of ciliopathies diagnosed by prenatal exome .
sequencing in fetuses w?(h ultrasougnd abnoer?alities ZHU Xiaofan RiEH
7RI AT A B RS T (R S S iR LT B REE 2 A
10:22-10:29 Abstract Presentation
Prenatal Management of Maternal Pelvic Adnexal Mass Highly
Suspicious of Malignancy: Some Experience Can Be Taken from A .
Revrt)ersed Deciduaﬁzed Eﬁdometriorr:wa YANG Vi #es
EEMREEEEN EHANM X BT AT A « BT NEN L
HE
10:30-11:00 Tea Break %8R
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Parallel Session 5A: Genetics in Infertility

TR R E

Chairpersons: CHOY Richard Z23%(5; LV Min 25

Spindle Assembly and Female Fertility

DI S LM B

Loss-of-Function in Genes From Chromosome X and Its Role in
Infertility

X Fe R BN DIRE R A B FHYIE A

Genetic Pathogenesis and Clinical Intervention of
Asthenoteratozoospermia

SRR i 035 % S0 M LER A G PR 79

Abstract Presentation

Application of Combined Karyotyping and Mate-Pair Genome
Sequencing in Recurrent Pregnancy Loss

FLE R 3 BT & Mate-pairill] FrRORAE & & M Hr Y N A
Abstract Presentation

A Compound Heterozygote of Novel Variants in FSHR Related to
Primary Amenorrhea: The First Case in Vietnam

SRR AAE A KIFSHREER B &R G R A e B 5 1110
1114

Parallel Session 5B: Microbiome & Autism

WAEMAS B AE
Chairpersons: SCAGLIA Fernando; CHEN Min [

Lotus Room SEE[T

WANG Lei T &

DONG Zirui Elvis E&FEH

LIU Chunyu Y75

ZHENG Yuting ¥ £ 45

TRANG Dao

Osmanthus Room R T

11:00-11:25 Deciphering the Genetics of Autism Spectrum Disorder ) .
e e e g o LO Fai Man lvan FF#ET
Fe it E PAE 1S 21 RhS Y 3 % 7
11:25-11:50 Genetics of Childhood Food Allergy ;
. e rpe LEUNG Ting Fan Z2%Ef
JLE P SR 5 B Fan “RALID
11:50-11:57 Abstract Presentation

Early Bladder Shunting for Fetal Megacystis due to De Novo
MYOCD Variant [ MYOCD E:N 4= S806 ) LE R
HI AR BE AR

WANG Yue F3H

11:57-12:04 Abstract Presentation
Novel ACAN Mutations and Therapeutic Effect of rhGH in a
Single-center Cohort of Chinese Short Stature Children and a -
revigew of the literature CHEN Yao [i535:
A R ORI LEEACANES R 28 0 i i R AR KR T
RPNF ST B SR E >

12:04-12:11 Abstract Presentation
Validation of Multiplex Long-Read Sequencing for Precise CAG
Repeat Expansion Profiling in Spinocerebellar Ataxias CHUN Yuet Lam Z= H Bk
MY TR P 3R A B/ M PR e A T B Y
CAGEHE I 1

12:11-12:18 Abstract Presentation

Case Report: Prenatal Diagnosis Of 3MC Syndrome Caused By A
Homozygous Novel MASP1 Pathogenic Variant

PR+ EMASPLISIAY 4T AL 25 S M &
PRI

NGUYEN Hao
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12:30-13:30

Lunch Symposium-&ifif<s

Lotus Room SESLIT

12:30-13:30

13:30-15:00

13:30-13:55

13:55-14:20

14:20-14:45

14:45-14:52

14:52-14:59

Lunch Symposium-&ifift<

Parallel Session 6A: Genetics in Macrosomia & FGR

EXRILSH)LERKZIRAVEES

Chairpersons: LEUNG Ting Fan Z2%Zfifj; SUN Liqun F)NI7EE

The Genetic Etiologies of Fetal Growth Restriction

fa ) LA 2 [RAYIE Z 7RI

Genetic Diagnosis of Fetal Macrosomic Syndrome
ERILGEIERRE T2

Prenatal Imaging Findings Associated With Genetic Conditions of
Heterogeneous Etiology
SRR SR G BRI T RTS8 7R I

Abstract Presentation

Retrospective analysis of outcomes and follow-up of 507 fetal cases

with pathogenic and likely pathogenic chromosomal microdeletion

and microduplication detectived by CNV-seq in a single center from

2018 to 2024

EA L[] 53 172018 22202447 B[] 2£ CNV-seq 2 (507 (51|

Tt B AT BEEUR AL AR TR R ~ TEEE ARG LR GRS &

KRBV

Abstract Presentation

Clinical and Molecular Findings in MECP2 Duplication Syndrome: A

Retrospective Single-Centre Study in the Hong Kong Chinese

Population

EARE NBBEMECP2EE S5 5E Z MR S0 THRAE © Bl

PR T

Osmanthus Room R [T

Grand Ballroom43 45T

SUN Luming #)\E&EH

LEUNG Tak Yeung 2117

SUN Liqun f#pI7EE

XU Jingjing {3t &

LAl Pok Nga ZR{# %k

13:30-15:00

13:30-13:55

13:55-14:20

14:20-14:45

14:45-14:52

14:52-14:59

Parallel Session 6B: Genetics of CAKUT

CAKUT Y3t %% (SeRME B I OB ERTE )
Chairpersons: LO Fai Man Ilvan FS¥E3Z; JIANG Ying &5
Contribution of Genomic Imbalance in Prenatal Congenital
Anomalies of the Kidney and Urinary Tract (CAKUT)

AR AP FAG )L CAKUT BY TRk

Paediatrics in CAKUT

CAKUT iy ) LEME 2

High-Risk and Family Screening of Fabry Disease

JEAT BRI e AU B R i R

Abstract Presentation

The role of placental DNA methylation in the association between
mercury and manganese exposure and risk of neural tube defects
JI6 7 DNAFT LAV AE SR AN 2 5 55 4 48 48 SR o 00 R BB HH R
Abstract Presentation

A Woman with Hypoparathyroidism, Sensorineural Deafness, and
Renal Dysplasia Syndrome - Genetic Basis, Clinical Features, and
Management of the Disease

—H BRI R - S Mt HE- SLAE R RS
(AT — — 2 BRR A S B ~ (R ATT

Osmanthus Room R T

CHOY Richard Z%5% %

SCAGLIA Fernando

MAO Jianhua£21E

JIN Lei 725

NG Ho Hei {Li:Z




' 6th

VSa bl - F el =.{ﬁ} ] Y o ) .
HEMECUHKEZIU A sy
Jaint Symposmm,m ; Medicin

~Clinical-Genetics ™

Day 2 - 16 November 2025 (Sunday) Page 8

15:00-15:30

Tea Break ZX&%

15:30-17:00

15:30-16:00

16:00-16:30

16:30-17:00

Plenary Session 2
Chairpersons: DONG Zirui Elvis Z=f%%g; LIU Aixia Y[ Z & Grand Ballroom #3457

Gut Microbiome and Allergic Diseases

IR S T A LEUNG Ting Fan ZRZE5)

Clinical Trials in Mitochondrial Disease

Ll BRI Rt SCAGLIA Fernando

From Genetic Associations to Genes and Spatial Cellular Contexts
for Human Complex Diseases

YANG lJian # &
MBS BRI IR B 22 [RI AR RERA R AE B 2% A i T e PE A




