SCIENTIFIC BULLETIN i 953 — gals (yilgs
Vol. 12, No. 37, Fall 2014 VPAY Sl XV 6 lacd ana g8 Jlow

CU « WAEE s & Y wiu OA- COMBHE /LT %2 v §
-, Y31 Cawae Auy %l ¢° Ct AOWAFHANE j¢AvE ok

¢ %t wiu O0A- CiBEPpaRg viblaz
cighna i wASpEIa £ 4@ R0 wiHtBNAS, v
U EVAE BoAA Aa tthsz« ¢ ROEAZOAA
BNA ¢ jOI(, .V a oyl Avu  C oA A
oG 6 C A ¥t wu  OA- {
EC,vA& WL £y ¢ vC Zwasr A
J  %AwWU %2 wlaeactolel)® Do
AzCAES wi-A - CU AFOAAEY ¢ V
OBWEel HABTWILV & My AF
oM T HABw COria G A BYeYEE, v C |
221° b 1 B %9 p A o pIERRRAE YA YCYamp!l H+++ 1y O %VQ%EMEZN'AA
v EBEwdd CRAIEY : CyEOY iy y ykvEeR &l 1 £ wa v CicAgn
COMAal A A wao Ct v vaBw ARl T B ¢ RE LW A CAEE P
Ayvi%u ! Ywz °Ewz %o.doNAg ¢ IRy KT VAY A%RGECAS
cvia\e Reow z i Cu @Ag« Yoy - 1 C%ﬁ\uwﬁthgationipdgxof tpeWospﬁpcﬁesErasesﬁﬂS’cfuhDNA
Ypm -UIC p&w & A¥azw 2v V4 ST EN Qc’l};lﬂl\,%%@ DI(I')AVnr%rZJprecipitaltiong'}éne 9A
B EWBAY %0 V| 2 EwE BACKNGRC viawaRp G ) 552 WA
CEVIAE ;i dEct-mE QW z 00 AEWE p ICEMDIMZ ¢ BREDE) \
1 WA E~Ay | AECOPFA) Ao & AEQDE £ e
151 wacoar O + [ G%GIivALg: e {y()c') w ®dR —oChly IR Y2v ¥aé  al wa

y N = Py . -, .
AC§e» PRmdvwy CAEEAEL 4 Epx Y | CVASE %QUSz Bw- 3P
5 %A« AE 1.6 Av 3¢ Hipnw Y& cxwnbp
U C v L AG Cwe  Seriona ¢ AEEY C1 C, E £ CBAWAC GApAaIING ! %2 Yew
DWAEGY x Adep AARDAT ELN i ¢Aw A vOyk & 3o ACo /i EVES
@B | CuyAE%E ¢v ¥y éc AEY WY YO E GEYER{ £ U ¢
0) 8% ¢v ¥%oai x»wi ¢{ 0$ X

7. fragile X syndrome

8 . Duchenne Muscular Dystrophy

9, Congenital Adrenal Hyperplasia

10 testing for single gene disorders

11 determininganeuploidies

12 AmericamCongress of Obstetricians and Gynecilogist (= ACOG)
13 The Society for MaterndFetal Medicine

. cell free fetal DNA (= cffDNA)

. cell free maternal DNA (=cfmDNA)

. digital PCR

. Massively Parallel Sequencifig MPS)

. non-compatibleRhD factors

. sex determination faX-linked genetic disorders
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http://en.wikipedia.org/wiki/RhD
http://en.wikipedia.org/wiki/X-linked_genetic_disorder
http://en.wikipedia.org/wiki/Aneuploidies
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8 . Bianchi
9. Tufts University School of Medicine in Boston, Massachusetts 1 Lim et al.
10 partial chromosome aneuploidy 2 Palomaki et al.
11 Mark Leach 3. Deng et al.
12 Cytotrophoblast 4. Dan et al.
'3, Syncytiotrophoblast ~ 5. Parental balanced robertsonian translocation
1. cell free placental DNA= cfoDNA  $ 6. Positive Predictive Value (=PPV)
7

15 confined placental mosaicism . Lewis et al.
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ARJPConsult Prenatal Screening and Diagnosis

(Based on ACOG screening recommendations, 2007,
ACOG Committee Opinions Recommendations, 2012)

Click here for topics associated with this algorithm

Screening Recommendations
« All women, regardless of age, should have the option of invasive testing
« Maternal age of 35 years alone should not be used as a cutoff to determine who is offered screening versus who is offered invasive
testing, however maternal age does play a role in determining a priori risk for certain fetal abnormalities
» This algorithm provides a guideline. Women may choose screening options alternate to what is recommended by their risk category after
appropriate pretest counseling

. Pt <35 years old at delivery
. Normal fetal ultrasound or no . Either Pt or partner are

. No previous fetus/baby with

. Neither pt nor partner are known

Pretest counseling/assess pafient risk
for fetal aneuploidy
I

v v

LOW RISK OTHER HIGH RISK

HIGH RISK o
At least one of the following: (NIPT may not be appropriate)

. Pt 235 years old at delivery (advanced maternal age)

. An increased risk for trisomy 13, 18 or 21 by traditional
maternal serum aneuploidy screen

. An abnormal fetal ultrasound with findings consistent with
trisomy 13, 18, 21 or Turner syndrome

. Previous fetus/baby with chromosome aneuploidy

known carriers of a
chromosome rearrangement
{translocation or inversion)
Abnormal ultrasound not
consistent with trisomy 13,
18, 21 or Turner syndrome

ultrasound
aneuploidy

carriers of a chromosome
rearrangement (translocation or

inversion)
Serum marker screening NIPT ) amniocentesis or CVS

v v

If NIPT is positive, offer If NIPT is negative in the presence of US anomalies, IENIRTisinEgativesin t_he
b 4 h : 2 5 i £ absence of US anomalies,
genetic counseling and offer genetic counseling and amniocentesis/CVS for nd 4
3 : . offer 2" trimester AFP
amniocentesis/CVS to confirm chromosomes +/- microarray
(only) screen for NTD

(Patient presents in 1% trimester) Q’atient presents in 2nd trimesteD—

FIRST TRIMESTER: If nuchal translucency >3.5mm and aneuploidy screens are negative, offer patient

genetic counseling with NIPT or amniocentesis/C\/S; targeted US or fetal echo or both

v

First Trimester Screen
Gntegrated Screen, Specimen #1 ) (Sequential Screen, Specimen #1 ) Note: Regardless of screen results, 2™
trimester AFP (Only) should be offered

i »  high risk low risk
Low risk pending 2™ Genetic counseling with NIPT Low risk for
specimen or amniocentesis/CVS DS or T18

SECOND TRIMESTER:

Gntegrated Screen, Specimen #2 ) (Sequential Screen, Specimen #2) ( Quad Screen )4
I

high risk < l > low risk
EDD is correct Level Il US to confirm dating If EDD changes by 10 or more days
T and presence of twins and/or based on US (Quad and Serum
within 10 days -
fetal/placental abnormalities Integrated only) — recalculate

Genetic countelin with sovensiclonhs; s, and
NIPT F tg ¥ [¢——  highrisk lowrisk ——» ONTD; no further testing
or amniocentesis S —— -

AFP — Alpha Fetoprotein, CRL — Crown Rump Length, CVS — Chorionic Villus Sampling, DIA — Dimeric Inhibin A, DR - Detection Rate, DS — Down
Syndrome, hCG — Human Chorionic Gonadotropin, NIPT — Non-Invasive Prenatal Testing, NT — Nuchal Translucency, ONTD — Open Neural Tube Defect,
PAPP-A — Pregnancy-Associated Placental Protein A, Pt — Patient, SPR — Screen Positive Rate, T18 — Trisomy 18, uE3 — Unconjugated Estriol

¢ C/Ep «
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1. Kagan et al.
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7. deletion 1 Evans et al.
8 duplication 2. Contingent
9. inversion 3. Clark-Ganheart et al.
10 placenta accrete 4. diagnosed post partum with cancer
11 fetal loss 5. Krantz et al.
6

12 cervical cerclage . Journal of Clinical Medicine
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.Kang et al.
.FASTER
. early onset of preeclampsia
. Olsen et al.
. Maternal characteristic
. Placental growth factor (= PIGF)
. uterine artery Doppler pulsatility index

. Intrauterine Growth Restriction (= IUGR)
.small for gestational age (= SGA)

10 Umbilical artery Doppler

11 AbsentReverseEnd DiastolicVelocity (= AREDV)
12 Spencer et al.

13 maternal factors

14 Preterm Birth

15 early preterm
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