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Kabe ¢pottntng Ba smiAé€el eva amnod ta 20 yovidla amnod tn Alota kat, amod tn Bacn dedopévwyv OMIM
(https://www.omim.org/), 6a emAEEEL Yla onUELaKn HETAAAAyh TIou odnyei oe avtikatdotaon evog
apwvo&Eoc amo Eva alro.
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ATM Q Options Display: &4 Highlights

+607585 o
Table of Contents * 607585

Title

ATM SERINE/THREONINE KINASE; ATM

Gene-Phenotype
Relationships

Text Alternative titles; symbols
Description
Cloning and ATAXIA-TELANGIECTASIA MUTATED GENE
Expression

Gene Structure

HGNC Approved Gene Symbol: ATM
Mapping
Gene Function Cytogenetic location: 11422.3 Genowmic coordinates (GRCh38) : 11:108,223,067-108,369,102 (from NCBI)

Molecular Genetics

Genotype/Phenotype Gene-Phenotype Relationships
Correlations
Animal Model . Phenotype . Pheno.type
) Location Phenotype MIM number Inheritance mapping key
. . 11g223 {Breast cancer, susceptibility to} 114480 AD, SMu 3
Allelic Variants Ataxia-telangiectasia 208900 AR 3

v

ATIO TN Alota ota aplotepd Ba smAe€oupe “Allelic Variants” kat 6a kateuBuvBolpe 0To KATW HEPOC TNG
oeAidag TTou TEPAAUBAVEL OAEC TIC HETAAAYECG TOU YOVIOIOU TIOU £€X0UV XAPAKTINPLOTEL WE TWPA.

H petaMayn ou 6a etiAé€ou e yia va avaAuooupe otnv doknon Ba Tpémnel va odnyel og avtikatdotaon
EVOC apvo&eog amod €va AAo, omwce autn Tou daivetal oTnv TAPAKATW €£lKOVA OTou n BaAivn
avtikabiotatal anod MNukivn (VAL2424GLY).
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protein showed that it retains inducible residual kinase activity. Age at onset was 17 years in one
brother and 22 years in the other, with mild ataxia, ocular movement abnormalities, and
identification of ocular telangiectasia. [+

.0005 ATAXIA-TELANGIECTASIA VARIANT

T-CELL PROLYMPHOCYTIC LEUKEMIA, SOMATIC, INCLUDED

BREAST CAD SUSCEPTIBILITY TO, INCLUDED

AT e 1528904921 »  RCV000003159...

McConville et al. (1996) reported a 7271T-G point mutation in the ATM gene in patients from 2
families with a mild form of ataxia-telangiectasia ('variant') (AT; 208900). The transversion results in
a val2424-to-gly (V2424G) substitution. They also reported another point mutation (F2827C;
607585.0006). The authors noted that point mutations are uncommon in AT. [+
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Avtibeta, n peTaAAayn Tou elkovidetal tapakdtw dev eival KatdAAnAn yla avaAucn ota tAaiola tng Adoknong
yiati odnyei oe epdavion mpowpou Kwdlkoviou Anéng (SER1512DEL) kat teppatiopd tng
npwTteivoouvBeonc (DEL=Deleterious mutation).
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The article by Kaidi and Jackson (2013) was retracted because the authors could not confirm the
results in some of the figures. @

v ALLELIC VARIANTS ( 33 Selected Examples):

Table View ClinVar

.0001 ATAXTA-TELANGIECTASIA, COMPLEMENTATION GROUP A

ATM, 3-BP DE @ 15786203976 v | RCV000003154...

In a Dutch family (AT3NG) in which ataxia-telangiectasia of complementation group A was
observed (ATA; 208900), Savitsky et al. (1995) found compound heterozygosity for mutations in the
ATM gene. One allele showed deletion of 3 bp, resulting in loss of serine-1512. ©

.0002 ATAXTA-TELANGIECTASIA, COMPLEMENTATION GROUP E

ATM, 9-BP DEL, CODONS 1198-1200 o 1587776547 v  RCVO000003163...
In an Australian familv of Irish/British ethnic extraction. Savitskv et al. (1995) found that 2 sibs with




