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Current controversies in prenatal diagnosis 2: Cell-free DNA
prenatal screening should be used to identify all chromosome
abnormalities

Lyn S. Chitty' @ | Louanne Hudgins® | Mary E. Norton®

VWL Great Ormond Sareet Institute of Chid

Huealth, Great Crmand Street NHS Foundation Abstract

Trust, London, LK Moninvasive prenatal testing (MIPT) uming cell-free DMA (cfDMA) from maternal serum has been
? Palistrics Midical Genetics, Stalond clinically available since 2011. This technology has revolutionized our ability to screen for the
Urdvarsity, Stanford, CA, LA common aneuploidies trisomy 21 (Down syndrome). triscmy 18, and trisomy 1:3. More recently,

: :
Diepartrent of Dlstetrics, Gyreookgy, and clinical laboratornies have offered screening for other chiomosome sbrommalities. incuding sex
Reproductiee Stienoes, University of

Califormia. San Francism, San Fraiam, Ch chromosome abnormalities and copy member variants (CNV) without litthe published data on
usa the semsifivity, specificity, and positive predictive value. In this debate, the pros and cons. of
Comumtndencs performing prenatal screening via ofDMNA for all chiomosome abronmalithes s discussed At the
Louanne Hudging, Pediatrics Medical tirmse of the debate in 2017, the general consensus was that the literature does not yet support.
Gamalicz. Starfond Ushvarslty. 200 Pasteur using this technology to screen for all chromosome abnormalifies and that education is key for

D, HI15, Stanford, CA 4305, USA
Emait thudgine@stanford sdu
Fumnding infonmation
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both providers and the patients so that the decision-making process is as informed a5 possible.

obgyn.onlinelibrary.wiley.com/doi/pdf/10.1002/pd.52167fbclid=IwARQj4Z7b5
Nd72UugCKxe]WuAYtVEByZ VRpiTcu8oWk/3 pxpF1kG5Tpl0g
HYFEFLEL! ZThThOBUNTEEREOREX (Mb) O—EA%!

TABLE1 Recurrent microdeletion syndromes with prevalence and deletion size

Syndrome Location Estimated Prevalence |W % 3 Mb
DiGearge 22q- 172,000 1.5-3 MB B5%
Wall-Hirschorm ap 1/50.000-1/ 20,000 19-35 Mb 7%
Cri du Chat 5p- 1/50.000 10-30 Mb 7%
Prader-Willi/ Angelman Dl 15112 120,000 5.0-40 Mb it
1p3é deleticn 1p3a- 175,000 1.5-10 Mb B5%
Miler Dieker Del 17p13.3 ~1/100,000 0.4-2Mb Very rare
EIEND

Syndrome---&EZEEDLE] Location--- %k L7-#FFT Estimated Prevalenc
e FRETLHEE Deletion Size- - REDKZZ % =3 Mb---ZDREA 3 Mb
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1p36 1p36R KIEIRE: 1/5,000 1.5~10Mb A
4p16.3 ;’”L’j't‘"’iﬂ‘m'}ﬁﬁ 1/20,000~50,000 1.9~3.5Mb x
5p15.2 EISFEIERE 1/50,000 10~30Mb O
15q11.2~q13  PrSTIAEREE 1/20,000 5~6Mb x
15g11.2~q13 T35 - JEIRES 1/20,000 5~6Mb X
22q11.2 T{+Ta-TIEIREY 1/2,000 1.5~3Mb X
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