nwyTna a¥yinn
SCIENTIFIC COUNCIL

7N NRI2TN NMNTNOAN
Israeli Medical Association

1T R1971 71N
17w mnnnan

P0053-2025

3 + /N PYN HY MHINNHNN DIPD NIYNAY NAINH NIWINPN MI9D
NN APV

1. Girirajan S. Phenotypic heterogeneity of genomic disorders and rare copy-
number variants. N Engl J Med. 2012 Oct 4. PMID: 22970919; PMCID:
PMC3494411.

2. Bernstein-Molho R. Diagnostic yield of multigene panel testing in an Israeli
cohort: enrichment of low-penetrance variants. Breast Cancer Res Treat.
2020 Jun; PMID: 32303989.

3. Marangoni M. Implementation of fetal clinical exome sequencing:
Comparing prospective and retrospective cohorts. Genet Med. 2022 Feb.
PMID: 34906519.

4. Haimov D. Nonmalignant Features Associated with Inherited Colorectal
Cancer Syndromes-Clues for Diagnosis. Cancers (Basel). 2022 Jan 26. PMID:
35158896.

5. Manickam K. Exome and genome sequencing for pediatric patients with
congenital anomalies or intellectual disability: an evidence-based clinical
guideline of the American College of Medical Genetics and Genomics
(ACMG). Genet Med. 2021 Nov; PMID: 34211152.

6. Levy B. Chromosomal mosaicism: Origins and clinical implications in
preimplantation and prenatal diagnosis. Prenat Diagn. 2021 Apr; PMID:
33720449.

7. Srinivasan P. The context-specific role of germline pathogenicity in
tumorigenesis. Nat Genet. 2021 Nov. PMID: 34741162



8.

10.

11.

12.

nwyTnn axyinn
SCIENTIFIC COUNCIL

7N NRI2TN NMNTNOAN
Israeli Medical Association

1T R1971 71N
17w mnnnan

Richards S. Standards and guidelines for the interpretation of sequence
variants: a joint consensus recommendation of the American College of
Medical Genetics and Genomics and the Association for Molecular
Pathology. Genet Med. 2015 May. PMID: 25741868; PMCID: PMC4544753.

Riggs ER. Technical standards for the interpretation and reporting of
constitutional copy-number variants: a joint consensus recommendation of
the American College of Medical Genetics and Genomics (ACMG) and the
Clinical Genome Resource (ClinGen). Genet Med. 2020 Feb. PMID:
31690835; PMCID: PM(C7313390.

Viotti M. Let the data do the talking: the need to consider mosaicism during
embryo selection. Fertil Steril. 2021 Nov; PMID: 34627598, PMCID:
PMC(C8585724.

Gillmore JD. CRISPR-Cas9 In Vivo Gene Editing for Transthyretin
Amyloidosis. N Engl J Med. 2021 Aug 5; PMID: 34215024.

Mellis R. Diagnostic yield of exome sequencing for prenatal diagnosis of
fetal structural anomalies: A systematic review and meta-analysis. Prenat
Diagn. 2022 May. PMID: 35170059; PMCID: PM(C9325531.




