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Chromosomal Microarray Analysis: for selected or unselected women with

amniocentesis?

Shin-Yu, Lin
Dept. of OBS&GYN, National Taiwan University Hospital

Chromosomal microarray analysis can identify chromosomal aneuploidy and other
large changes in the structure of chromosomes that would otherwise be identified by
standard karyotype analysis, as well as submicroscopic abnormalities that are too small to
be detected by traditional modalities. In 2016, The ACOG and the Society for
Maternal- Fetal Medicine made the following recommendations and conclusions for the
use of chromosomal microarray analysis in prenatal diagnosis—'This test typically can
replace the need for fetal karyotype in cases with fetal sonographic anomalies”” Down
syndrome risk is increased with maternal age. However, most submicroscopic genetic
changes identified by chromosomal microarray analysis are not associated with increasing
maternal age; therefore, the use of this test can be considered for all women, regardless of
age. | will talk about the pros and cons when applying CMA in prenatal amniocentesis.
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Thyroid function screening in pregnancy: risk factor-based or universal?

Hyperthyroidism occurs in 0.2— 0.7% of pregnancies. Inadequately treated maternal
hyperthyroidism is associated with (1). Greater risk preeclampsia with severe features (2).
Maternal heart failure (3). Thyroid storm than treated controlled maternal thyrotoxicosis.
Inadequately treated hyperthyroidism for fetal outcome is associated with an increase in
(1). Medically indicated preterm deliveries (2). Low birth weight (3). Miscarriage, and
stillbirth.

Overt hypothyroidism complicates 0.2— 1.0% of pregnancies. May be indistinguishable
from common signs or symptoms of pregnancy, such as (1). Fatigue, constipation, cold
intolerance, (2). Muscle cramps, and weight gain (3). Edema, dry skin, hair loss, and a
prolonged relaxation phase of deep tendon reflexes. Adverse perinatal outcomes such as
(1). Spontaneous abortion, preeclampsia, preterm birth (2). Abruptio placentae, and
stillbirth (3). Low birth weight and impaired neuropsychologic development.

Universal screening for thyroid disease in pregnancy is not recommended by The
American College of Obstetricians and Gynecologists, the Endocrine Society, and the
American Association of Clinical Endocrinologists. But indicated testing of thyroid function
should be performed in women. Such as (1). A personal or family history of thyroid disease
(2). Type 1 diabetes mellitus, or clinical suspicion of thyroid disease.

The American Thyroid Association currently finds that there are insufficient data to

recommend for or against universal thyroid screening.

[published erratum appears in Thyroid 2017;27:1212] Thyroid 2017;27:315- 89. (Level
(1)



B SENREISEED TAB
&% o T - SRHNRREED FER
SY24 SEHNEREED AR

SEMRERGEES EhEam

Shall We Screen for Vitamin D Deficiency and Iron Deficiency Anemia at the First

Antenatal Examination?

Chin-Ru Ker, MD
Department of OB/GYN, Kaohsiung Medlical University Hospital, Kaohsiung, Taiwan

Undesirable perinatal outcomes including gestational diabetes, pre-eclampsia,
preterm birth, low birth weight, stillbirths and Cesarean section rates are found to be
associated with low vitamin D level, which also directly influence vitamin D status and bone
health in the neonates. Most practice guidelines around the world suggest routine
supplement of colecalciferol 400 units daily for all women and endorse a stepwise
approach to access vitamin D status. At booking appointments, pregnant women should
be accessed for risk factors such as vegetarian, limited sun exposure, dark skin, veiled
customs, ethnic minorities, office workers, night shifters and body mass index greater than
30-40 kg/m2. If present, 1000 units of colecalciferol daily should be given and serum level
of 25-hydroxy vitamin D level is measured to guide further management. However, the
supporting reports are inconsistent and largely heterogenous in study designs, seasonality,
latitudes, body mass index, vitamin D supplementation and laboratory methodology.
Recommendation of vitamin D supplementation beyond that contained in a prenatal
vitamin should await more robust evidence from better designed studies.

Iron deficiency anemia in pregnancy is linked to poor gestational weight gain, fetal
growth restriction, preterm delivery, delivery complications and depression in the mother;
the newborns can also be iron deficient with impairments in cognition and
neurodevelopment. Current practices in the United States, United kingdom, Australia and
Canada are agreeable in screening for anemia with full blood count at booking
appointments. If anemic (Hgb< 110g/L), a trial of oral iron supplement (60-100mg per day)
is usually initiated, of which a lack of response prompts subsequent investigations for other
causes. Serum ferritin testing should be reserved for possible hemoglobinopathies, anemia
of infection, vitamin B12 or folic acid deficiency, unexplained iron deficiency or suspected
chronic blood loss. At present, there is insufficient evidence to recommend for routine
screening for iron status or routine iron supplementation in pregnant women. Higher
quality evidence from randomized control trials and economic studies are needed to
assess the clinical and cost effectiveness of such practices.
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BEERAENM S - BmEFRESE(Medecins Sans Frontieres, MSF)&EsEE SRV EIE
TENKSE DBV HEBRZAEEHIFFRK  DEEREE  EEXFEHE  BAMKBR  EEY
MERMEHENDIEE - WHO HFET 8T ER - URBIEEEXRREE 10% - |MEIREVIRRE
SRS TR -

2017 F#Et - ETERFSEEMRZ=E M (Khost Maternity Hospital, KMH) 2 F4 E
22856 AR - BIRE4EE 513 AR BIEEERRE 2.24% - E2NAIHEINE? MIREMAORE -
hERBEANREG - 8EE—BRFESNEBABEDZEN S THE —FEHELHE ©
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Symposium First Trimester Anatomical Screening: Nuchal Translucency and
Beyond

It is well documented that a large nuchal translucency is associated with increased risk
of structural anomalies and genetic syndromes, even in the absence of aneuploidy. Focusing
only on screening for chromosomal anomalies and postponing the anatomical assessment to
the second trimester may result in delaying the detection of major structural malformations.
The performance of early anatomical scan for most abnormalities ultimately depends on their
association with easily detectable markers and a policy decision as to the objectives of the scan.
Which Anomalies Should be Targeted in Early Pregnancy? [2019 ISUOG]

1. Nearly always detectable (approximately 90-100%):
(1) Severe CNS anomalies (anencephaly, alobar holoprosencephaly, encephalocele)
(2) Ectopic cordis
(3) Abdominal wall defects (omphalocele, gastroschisis, limb-body wall complex / body
stalk anomaly, megacystis)
2. Potentially detectable (approximately 2-90%):
(1) Congenital diaphragmatic hernia
(2) Major heart defects (TGA, DORV, CoA, HLHS, septal defects)
(3) Spina bifilar
(4) MCDK
(5) Skeletal disorders (lethal skeletal dysplasia, limb reduction, polydactyly)
3. Virtually undetectable (<2%):
1) Cerebellar hypoplasia

(

(2) Agenesis of corpus callosum

(3) Echogenic lung lesions (CPAM, extralobar BPS)

(4) Gl disorders (duodenal artesian, bowel obstruction, anal atresia)
(5) Mild renal anomalies (duplex kidneys, hyponephrosis)

(6) Ovarian cysts

(7) Fetal tumors

Early suspicion of lethal or severe fetal abnormalities allows not only for change in the
diagnostic pathway (e.g. invasive genetic testing in preference to cfDNA), but also for timely
reproductive choices and optimised clinical management. In these patients, early
decision-making has the additional benefit of being associated with lower long-term
psychological morbidity.



