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Produced by PHE Knowledge and Library Services on behalf of PHE Screening, this is a 
monthly bulletin highlighting a collection of table of contents for journals containing articles 
about sickle cell and thalassaemia screening. The purpose of this alert is to provide you with 
the latest, best evidence about sickle cell and thalassaemia screening, to help you make 
informed decisions. 
   
Please note: PHE KLS has set up a separate COVID-19 Daily Alert of latest research. If you 
would like to receive this, please email libraries@phe.gov.uk. In addition to this, a page of 
resources about the coronavirus is available here. 
 
If you have any queries, please contact us at libraries@phe.gov.uk, and if you would like to 
request a literature search, please use the Knowledge and Library Services Enquiries Portal 
(PHE staff only). 
 
Please note that not all the articles and resources referred to in this alert are freely available. 
Some articles may require an Athens username and password, and for PHE and NHS staff, 
these can be obtained here. If you do not work for PHE, you may want to approach your local 
health library service to discuss how you may have access to library services. 
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American Journal of Obstetrics & Gynecology  
 
  Risk of Cervical Precancer and Cancer Among Uninsured and 
Underserved Women 2009-2017 
06 Oct 2020 

New guidelines for managing cervical precancer among US women directly use risk to guide 
clinical actions for individuals who are being screened. These risk-based management 
guidelines have previously only been based on risks from a large, integrated, health care 
system 

  February 2020 (vol. 222, no. 2, pages 181.e1 and 181.e9) 
06 Oct 2020 

Rizzolo A, Shah PS, Boucorian I, et al. Cumulative effect of evidence-based practices on 
outcomes of preterm infants born at <29 weeksô gestational age. Am J Obstet Gynecol 
2020;222:181.e1-10. 

  March 2020 (vol. 222, no. 3, pages 249.e1 and 249.e8) 
06 Oct 2020 

Obermair A, Asher R, Pareja R, et al. Incidence of adverse events in minimally invasive vs 
open radical hysterectomy in early cervical cancer: results of a randomized controlled trial. 
Am J Obstet Gynecol 2020;222:249.e1-10. 

  July 2020 (vol. 223, no. 1, pages 113.e1 and 113.e9) 
06 Oct 2020 

Stone J, Bianco A, Monro J, et al. Study To Reduce Infection Prior to Elective Cesarean 
Deliveries (STRIPES): a randomized clinical trial of chlorhexidine. Am J Obstet Gynecol 
2020;223:113.e1-11. 

  June 2020 (vol. 222, no. 6, page 624.e2) 
06 Oct 2020 

Shamshirsaz AA, Carusi D, Shainker SA, et al. Characteristics and outcomes of placenta 
accreta spectrum in twins versus singletons: a study from the Pan American Society for 
Placenta Accreta Spectrum. Research Letter. Am J Obstet Gynecol 2020;222:624.e1-2. 

  July 2020 (vol. 223, no. 1, pages B16 and B18) 
06 Oct 2020 

SMFM Publications Committee. SMFM Statement: Use of 17-alpha hydroxyprogesterone 
caproate for prevention of recurrent preterm birth. Am J Obstet Gynecol 2020;223:B16-18. 

  April 2019 (vol. 220, no. 4, pages B6 and B7) 
06 Oct 2020 

Society for Maternal-Fetal Medicine, Plante LA, Pacheco LD, Louis JM. Sepsis during 
pregnancy and the puerperium. SMFM Consult Series #47. Am J Obstet Gynecol 
2019;220:B2ï10. 

  May 2019 (vol. 220, no. 5, pages 473.e10-e11) 
06 Oct 2020 

Murugappan G, Li S, Lathi RB, et al. Increased risk of incident chronic medical conditions in 
infertile women: analysis of US claims data. Am J Obstet Gynecol 2019;220:473.e1-14. 

  March 2020 (vol. 222, no. 3, page 267) 
06 Oct 2020 

Ashwal E, Livne MY, Benichou JIC, et al. Contemporary patterns of labor in nulliparous and 
multiparous women. Am J Obstet Gynecol 2020;222:267.e1-9. 

  May 2020 (vol. 222, no. 5, page B2) 
06 Oct 2020 

Society for Maternal-Fetal Medicine, Miller M, Timor-Tritsch IE, Gyamfi-Bannerman C. 
Society for Maternal-Fetal Medicine (SMFM) Consult Series #49: Cesarean scar pregnancy. 
Am J Obstet Gynecol 2020;222:B2-14. 

  Distinct microRNA profiles for complete hydatidiform moles at risk for 
malignant progression 
05 Oct 2020 
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MicroRNAs (miRNAs) are small non-coding RNAs with important regulatory functions. While 
well-studied in cancer, less is known about the role of miRNAs in premalignant disease. 
Complete hydatidiform moles are benign forms of gestational trophoblastic disease that 
progress to gestational trophoblastic neoplasia in up to 20% of cases; however, there is no 
well-established biomarker that can predict 

  A Chronicle of the 17OHP-C Story to Prevent Recurrent Preterm Birth 
05 Oct 2020 

Preterm birth is a substantial public health concern. In 2019, the United States preterm birth 
rate was 10.23%, which is the fifth straight year of increase in this rate. Moreover, preterm 
birth accounts for approximately one-in-six infant deaths, and surviving children often suffer 
developmental delay or long-term neurologic impairment 

  The diagnostic value of angiogenic / anti-angiogenic factors in 
differential diagnosis of preeclampsia 
28 Sep 2020 

The definition of preeclampsia is changing. However, with the addition of organ symptoms to 
the presence of hypertension in pregnancy instead of relying only on proteinuria, a more 
precise detection of women at risk for preeclampsia-associated adverse events has not been 
achieved 

  Decidualization resistance in the origin of preeclampsia 
28 Sep 2020 

Preeclampsia (PE) is a major obstetric complication with short- and long-term life-threatening 
consequences for both mother and child. Shallow cytotrophoblast (CTB) invasion through the 
uterine decidua into the spiral arteries is implicated in the pathogenesis of preeclampsia, 
though the cause of deficient arterial invasion remains unknown 

  PREVIOUS PRETERM CESAREAN DELIVERY AND RISK OF 
UTERINE RUPTURE IN SUBSEQUENT TRIAL OF LABOR 
28 Sep 2020 

Previous cesarean delivery is the major risk factor for uterine rupture in subsequent trial of 
labor. It has been suggested that a previous preterm cesarean delivery is associated with an 
increased risk of uterine rupture compared with a previous term cesarean delivery 

  Management of Clinical Chorioamnionitis: An Evidence-Based 
Approach 
28 Sep 2020 

The aim of this review was to examine the existing evidence about interventions proposed for 
the treatment of clinical chorioamnionitis, with the goal of developing an evidence-based 
contemporary approach for the management of this condition. Most trials that assessed the 
use of antibiotics in clinical chorioamnionitis included patients with a gestational age Ó34 
weeks and in labor 

  Complement Activation and Regulation in Preeclampsia and HELLP 
Syndrome 
25 Sep 2020 

The complement system is critical to human health due its central role in host defense and 
innate immunity. During pregnancy, the complement system must be appropriately regulated 
to allow for immunologic tolerance to the developing fetus and placenta 

  Epidemiology of COVID-19 in Pregnancy: Risk Factors and 
Associations with Adverse Maternal and Neonatal Outcomes 
25 Sep 2020 

COVID-19 may be associated with adverse maternal and neonatal outcomes in pregnancy, 
but there is little controlled data to quantify the magnitude of these risks or to characterize the 
epidemiology and risk factors. 

  Reply to Letter to the Editor: SMFM Consult Series #49 
24 Sep 2020 

  Reply to Letter to the Editor: SMFM Consult Series #51 
24 Sep 2020 

  Reply to Letter to the Editor: SMFM ñConsult Series #52 
24 Sep 2020 
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  Abortion experiences and preferences of transgender, nonbinary, and 
gender-expansive people in the United States 
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Transgender, nonbinary, and gender-expansive (TGE) people who were assigned female or 
intersex at birth experience pregnancy and have abortions. No data have been published on 
individual abortion experiences or preferences of this understudied population. 
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been shown to result in statistically significant improvements in clinical outcomes such as 
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A vital mission of the Society for Maternal-Fetal Medicine (SMFM) is to provide independent, 
objective, scientifically-based information and recommendations for providers, patients, and 
payors of high-risk pregnancy care 

  Improving Systematic Reviews in Obstetrics & Gynecology 
20 Sep 2020 

  Failure of physiological transformation and spiral artery atherosis: their 
roles in preeclampsia 
20 Sep 2020 

Physiological transformation with remodeling of the uteroplacental spiral arteries is key to a 
successful placentation and normal placental function. It is an intricate process that involves, 
but is not restricted to, complex interactions between maternal decidual immune cells and 
invasive trophoblasts in the uterine wall 

  Patient perceptions of health care differences within Catholic facilities 
20 Sep 2020 

  SARS-CoV-2 Antibodies in Pregnant Women Admitted to Labor and 
Delivery 
20 Sep 2020 

  Hydroxychloroquine early in Pregnancy and Risk of Birth Defects 
19 Sep 2020 

Hydroxychloroquine (HCQ) is generally considered safe in pregnancy for the treatment of 
rheumatic conditions, but studies have been too small to evaluate teratogenicity. Quantifying 
the risk of congenital malformations associated with early pregnancy exposure to HCQ is 
important both in the context of its ongoing use for rheumatological disorders as well as its 
potential future use for COVID-19 

  Reply to delayed versus immediate pushing in the second stage of 
labor in women with neuraxial analgesia: a systematic review and 
meta-analysis of randomized controlled trials 
17 Sep 2020 

  Re-Engineering Academic Departments of Obstetrics and Gynecology 
in a Pandemic World ï Much Learned and Done, More to Learn and Do 
17 Sep 2020 

  Letter to editor RE: Physical Exam Indicated Cerclage in Twin 
pregnancy: a Randomized Controlled Trial 
17 Sep 2020 

  Letters to the Editor Re: Re-Engineering Academic Departments of 
Obstetrics and Gynecology to Operate in a Pandemic World and 
BeyondïA Joint AGOS/CUCOG Statement 
17 Sep 2020 

  Reply: Physical Exam Indicated Cerclage in Twin pregnancy: a 
Randomized Controlled Trial 
17 Sep 2020 

  Pravastatin, proton pump inhibitors, metformin, micronutrients and 
biologics: new horizons for the prevention or treatment of preeclampsia 
15 Sep 2020 

There has been increasing research momentum to identify new therapeutic agents for 
preeclampsia. Most have adopted the pragmatic strategy of repurposing drugs. Pravastatin 
has been the most studied and there is significant preclinical and early phase trial evidence 
suggesting it may have therapeutic activity 

  Salpingectomy versus tubal ligation for sterilization: a systematic review 
and meta-analysis 
14 Sep 2020 

Following strong evidence and major organizations recommending salpingectomy over tubal 
ligation, we sought to perform a systematic review and meta-analysis comparing the 
intraoperative attributes and complication rates associated with these two procedures. 
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  The effect of donor and recipient race on outcomes of assisted 
reproduction 
12 Sep 2020 

A growing literature suggest that minority races, particularly Black women, have lower 
probability of live birth and higher risk of perinatal complications after autologous ART. 
However, questions still remain as to whether these racial disparities have arisen due to 
associations between race and oocyte/embryo quality, the uterine environment, or a 
combination of the two 

  Outcomes after the regionalization of care for high-grade endometrial 
cancers: a population-based study 
12 Sep 2020 

In June 2013, Ontario Health ï Cancer Care Ontario (CCO), the agency responsible for 
advancing cancer care in Ontario, Canada, published practice guidelines recommending that 
Gynaecologic Oncologists (GOs) at tertiary care centers manage the treatment of patients 
with high-grade endometrial cancers. This study examines the effects of this regionalization 
of care on patient outcomes. 

  Association between Delivering Liveborn Twins and Acute Psychiatric 
Illness within One Year of Delivery 
11 Sep 2020 

Having twins is associated with more depressive symptoms compared to having singletons. 
However, the association between having twins and psychiatric morbidity requiring 
Emergency Department (ED) visit or inpatient hospitalization is less well-known. 

  The association between fetal head station at the first diagnosis of the 
second stage of labor and delivery outcomes 
11 Sep 2020 

Controversy surrounds the impact of the fetal head station on labor duration and mode of 
delivery. Whereas an extensive body of evidence has been published evaluating fetal head 
station in early labor, there is a paucity of data on the impact of fetal head descent during the 
second stage. 

  Efficacy of Resuscitative Infusion with Hemoglobin Vesicles in Rabbits 
with Massive Obstetric Hemorrhage 
11 Sep 2020 

Hemoglobin vesicles have been developed as artificial oxygen carriers, and they have the 
potential to serve as a substitute for red blood cell transfusion. 

  Personalized assessment of cervical length improves prediction of 
spontaneous preterm birth: a standard and a percentile calculator 
09 Sep 2020 

A sonographic short cervix length (<25 mm during mid-gestation) is the most powerful 
predictor of preterm birth. Current clinical practice assumes that the same cervical length cut-
off value should apply to all women when screening for spontaneous preterm birth, yet this 
approach may be suboptimal 

  STABILITY OF SARS-Cov-2 RNA IN PLACENTA AND FETAL CELLS 
09 Sep 2020 

  Reply to SARS-CoV-2 Vertical Transmission and RNA Stability 
09 Sep 2020 
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  Timing of induction for term prelabor rupture of membranes and 
intravenous antibiotics 
06 Oct 2020 

Publication date: Available online 6 October 2020Source: American Journal of Obstetrics & 
Gynecology MFMAuthor(s): Federica BELLUSSI, Alessandra LIVI, Josefina DIGLIO, Jacopo 
LENZI, Lucia MAGNANI, Gianluigi PILU 
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  16 people followed me and 4 people unfollowed me // automatically 
checked by fllwrs.com 
30 Sep 2020 

  go.nature.com/34dzfPE 
29 Sep 2020 

  While GWAS variants at 17q21.31 appear associated with both obesity 
and osteoporosis, the mechanism remains to be explored 
go.nature.com/3kYCDEO 
29 Sep 2020 

  Cascade testing is the process of offering families genetic testing for a 
genetic condition identified in a proband. This review identifies patient, 
family and organisational factors which influence this process. 
go.nature.com/3mYYq0Z 
29 Sep 2020 

  This observational study suggests that enzyme replacement therapy in 
#Fabrydisease can improve vascular function. 
nature.com/articles/s4143é 
29 Sep 2020 

  Could environmentally driven epigenetic alterations explain the 
increasing prevalence of mental illness in the young? 
go.nature.com/30hOBBE 
29 Sep 2020 

  Hypophosphatasia (HPP) is caused by pathogenic variants in the ALPL 
gene. Analysis of a large patient cohort suggests diverse mutational 
mechanisms. Severe phenotypes are associated with bi-allelic variants 
and dominant-negative mutations. go.nature.com/348RSEn 
29 Sep 2020 

  Benign adult familial myoclonic epilepsy 1 is associated with a TTTCA 
expansion in SAMD12. This paper identifies the first non-Japanese and 
non-Chinese affected family and implies that the expansion may have 
arisen from a common ancestor around 12 000 years ago. 
29 Sep 2020 

  Variants in COCH are a well known cause of autosomal dominant 
hearing impairment. This paper identifies bi-allelic loss of function 
variants in COCH, establishing an additional recessive mode of 
inheritance. nature.com/articles/s4.14é 
29 Sep 2020 

  Almost 50% of human proteins are acetylated at their N-termini by the 
NatA N-terminal acetyltransferase complex. This paper further 
delineates the phenotype associated with variants in NAA10, which 
encodes part of the complex. go.nature.com/30kCfZD 
29 Sep 2020 

  29 people followed me and 4 people unfollowed me // automatically 
checked by fllwrs.com 
28 Sep 2020 

  Our October Editor's choice paper: Digenic inheritance of subclinical 
variants in Ras-MAP kinase genes may cause some cases of Noonan 
syndrome. nature.com/articles/s4143é 
27 Sep 2020 
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  New european guideline on genetic testing in inherited glomerulopathy. 
@Kidney_Research nature.com/articles/s4143é 
27 Sep 2020 

  #LiFraumenisyndrome was identified around 50 years ago, given the 
spectrum of malignancies involved it is now called the heritable TP53-
related cancer (hTP53rc) syndrome. Interpretation of germline p53 
variants is challenging and management is complex. 
27 Sep 2020 

  What are the implications for clinical practice of the ABC v St Georges 
Healthcare NHS Trust case? nature.com/articles/s4143é 
27 Sep 2020 

  This guideline helps show the way. nature.com/articles/s4143é 
27 Sep 2020 

  A virally delivered genome editing strategy for FOXG1 associated 
#Rettsyndrome @Rettsyndrome nature.com/articles/s4143é 
27 Sep 2020 

  What is the inflammasome and how does genetics influence it? 
nature.com/articles/s4143é 
27 Sep 2020 

  Could lack of genetic knowledge among court judges interfere with 
legal proceedings? nature.com/articles/s4143é 
27 Sep 2020 

  First international consensus guidelines for cancer screening in PTEN 
tumour hamartoma syndrome. @PTENFoundation 
nature.com/articles/s4143é 
27 Sep 2020 

  Need to keep up to date with the latest #genomics research? Check out 
the October edition of @ejhg_journal 
27 Sep 2020 

  Does knowing more about the genetics and severity of autosomal 
recessive conditions make you more likely to use expanded carrier 
screening? This study of families affected by mucopolysaccharidosis 
type III (MPS III) suggests so. nature.com/articles/s4143é 
27 Sep 2020 

  Confirmation of a new cause of paroxysmal dyskinesia: 3 new cases 
with bi-allelic variants in PDE2A. nature.com/articles/s4143é 
27 Sep 2020 

  What sample size is required to produce polygenic risk scores for 
prostate cancer? @ProstateUK nature.com/articles/s4143é 
27 Sep 2020 

  The top @altmetric scorer from the September edition of @ejhg with a 
score of 22 is: nature.com/articles/s4143é 
27 Sep 2020 

  Welcome to the September 2020 @ejhg_journal twitter journal club. we 
are discussing: nature.com/articles/s4143é 
25 Sep 2020 

  Our paper shows that genetic counselling may need improvement at an 
individual level. Routine outcome monitoring could help to explore the 
needs of counselees before, during, and after genetic counselling. It 
could also help to identify counselees who worsen at an early stage. 
25 Sep 2020 
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  It is still unknown if theoretically formulated, commonly shared, 
professional goals of genetic counselling are achieved, for whom and 
why. Our study hopes to contribute to the evidence-based knowledge 
on these topics with the aim of improving the genetic counselling 
process. 
25 Sep 2020 

  We performed a large outcome study among 1479 counselees at group 
and individual level and operationalized the goals of genetic counselling 
into cognitive and affective outcomes: empowerment, perceived 
personal control and anxiety. 
25 Sep 2020 

  A surprising effect was that many counselees remained stable on 
perceived personal control (66%) and anxiety (76%) after genetic 
counselling. Another surprising and a new finding was that around 10% 
of counselees showed clinically relevant worsening on each outcome. 
25 Sep 2020 

  Outcomes of genetic counselling are usually presented at group level, 
which may mask individual differences in change scores that reveal 
clinically important information. This study explored outcomes, as well 
as their determinants, at an individual level. 
25 Sep 2020 

  11 people followed me and 3 people unfollowed me // automatically 
checked by fllwrs.com 
25 Sep 2020 

  One foot longer than the other. Novel pathogenic NAA10 variant 
specifically links NatA mediated N-terminal acetylation to 
hemihypertrophy @ejhg_journal Thx all contributors incl patients and 
families! @medofak_uib @HelseVest @UCHealthNews 
@proteintermini rdcu.be/b7Fp0 pic.twitter.com/FMJjqNanfl 
24 Sep 2020 

  The October edition of @ejhg_journal is online now. 
nature.com/ejhg/volumes/2é 
24 Sep 2020 

  12 people followed me and 4 people unfollowed me // automatically 
checked by fllwrs.com 
22 Sep 2020 

  The @ejhg_journal September journal club will be at 1000 GMT on 
Friday 25th Sept. we will discuss: nature.com/articles/s4143é 
18 Sep 2020 

  Do please join us for some lockdown friendly learning. 
18 Sep 2020 

  Very nice paper from Arianna showing the utility of the #100KGP to 
identify pathogenic variants leading to rare genetic diseases. 
twitter.com/ejhg_journal/sé 
18 Sep 2020 

  A novel next generation based sequencing technique for spinal 
muscular atrophy #SMA identifies a carrier frequency in China of 1/73. 
nature.com/articles/s4143é 
18 Sep 2020 
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  What factors influence wether a woman will disclose her BRCA test 
result to family members?go.nature.com/3iKgRE9 
18 Sep 2020 

  Further evidence of an association between Osteopathia Striata and 
#WilmsTumor go.nature.com/32H3XBp 
18 Sep 2020 

  Check out the latest online research @ejhg_journal 
18 Sep 2020 

  Further delineation of the phenotype associated with TRAPPC4 
homozygous variants. go.nature.com/2ZQm9qp 
18 Sep 2020 

  Exome sequencing has a high diagnostic yield in adults with focal 
segmental glomerulosclerosis. go.nature.com/2ZKFbhB 
18 Sep 2020 

  Research based re-analysis of whole genome sequencing data from 
the 100 000 Genomes Project confirms UBAP1 variants as a cause of 
hereditary spastic paraparesis. go.nature.com/32G5GGR 
18 Sep 2020 

  What genomic results should be reported from prenatal testing? 
Susceptibility loci, adult onset diseases, variants of uncertain 
significance?go.nature.com/3cdXYaq 
18 Sep 2020 

  11 people followed me and 2 people unfollowed me // automatically 
checked by fllwrs.com 
18 Sep 2020 

  What is the meaning of a 'genomic resultô in the context of pregnancy? 
Fostering international discussions about how decisions around 
disclosure are made and how uncertainty is communicated. Via 
@ejhg_journal nature.com/articles/s4143é 
pic.twitter.com/MzTW2b6yTi 
16 Sep 2020 

  19 people followed me and 2 people unfollowed me // automatically 
checked by fllwrs.com 
14 Sep 2020 

  Cool...cell free DNA can possibly be used for molecular diagnosis of 
vascular malformations. nature.com/articles/s4143é 
13 Sep 2020 

  New paper on genome sequencing in @ejhg_journal from 
@Centogene Genome seq can solve exome "negative" cases. BUT - in 
a significant proportion of cases this was due to the genomic variant not 
being associated with a known disease initially rather than superiority of 
GS. 
11 Sep 2020 

  9 people followed me and one person unfollowed me // automatically 
checked by fllwrs.com 
11 Sep 2020 

  Now online in @ejhg_journal: A relatively common homozygous 
TRAPPC4 splicing variant is associated with an early-infantile 
neurodegenerative syndrome pubmed.ncbi.nlm.nih.gov/32901138/ 
#TRAPPC4 
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