Bone Marrow Failure

Characterization and genotype-phenotype correlation of patients with
Fanconi anemia in a multi-ethnic population
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Novel mutations detected in patients with Fanconi anemia in Israel.

Gene HGVS (gene) HGVS (Coding) HGVS (Protein) HGMD H:ar;st RefSeq ID ( A(c:lci:s‘:;n) M_::;tei?n GERP (score) Z':;Z?:v Prediction Ref.
(score)

N,\;’EONOC(;\{% .46044_46045insG 21722173 insG p. Ser725Valfs*69 1004868 0 2;8;:‘2 not c(‘_’s";e)”’ed Anull ff;js:ﬂq’g;g:‘:at“’” (1)
N,\;’EONOCAES g.77948A>C (IVS43-2a>c) .4261-2A5C splice site 5042812 0.00002 rs915983602 pathogenic g;zegf‘z conserved (5.4) d(;”;;ggi;‘)g A "”"li(isl';czastiﬁ?g:r:‘i?“""' @)
NMFleNOC(;\{% ex6-31 del €G044343 mu/:antil;"r\fllai;?yd:;::;e)nic )
N,\;’EONOC(;\{% g.77427_77428insT ¢.4069_4070 insT p.Ala1357Valfs*68 0 2;8;:‘2 C"("Ssl:rg")ed Anull ff;js:ﬂq’g;g:‘:at“’” pf,hpi;
NMFleNOC(;\bS ex31-37del (61010320 mu/:antil:J"nfllaiLiTyd:;:::;e)nic o
N,\;’EONOC(?{ . £.77964_77964delT €.4275delT p.Aspl427Thr fs*6 CD004867 0 g;zegf‘z not (C_‘Z'"Zsz)r"ed Anull lﬂgjx;;{‘;xg:‘:a""” 3)
N,\;’jONgg% £.70051C>T €.3490C>T p.Prol164Ser CM146020 0.001 rs545772434 g;zegf‘z C°("Sszr5")ed Missenspeatrﬁz;:i"' likely pTahpi:r
N,\;’EONOC(;\{% .69801C>T €.3382C5T p.GIn1128Ter CM1010319 | 0.00001 151439817346 E:(ce%zgte:?;snsl)c 2;8;:‘2 C"("Ssl:rg")ed A ”””“(k”e‘::;:';;?g’;‘]‘it:“"”' w
NMFleNOC(;\bS ex1-24del mu/:antil:J"nfllaiLiTyd:;::;;e)nic pT:pi:r
N,\;’EONOC(?{ - .17489_17492delGCTG .891_893delGCTG p.Trp298Serfs*12 0 g;zegf‘z g n:lle()f;m:g&%tzglili:swe 3)
NMFleNOC(;\{% ex1,2,4,5del mu/:antil;"r\fllai;?yd:;::;e)nic pT:pi:r




. ! Highest ClinVar Mutation splicing - -
Gene HGVS (gene) HGVS (Coding) HGVS (Protein) HGMD MAF RefSeq ID (Accession) Taster GERP (score) dbscSNV Prediction Ref.
(score)
FANCA; S Likely pathogenic Disease conserved damaging A null (splice site) mutation, This
NM_000135 g7826>A (IVs2+1g>a) C185+1G>A splice site 00001 re891323617 | (Rcv000674205) | Causing (5.3) (0.9999) likely pathogenic paper
FANCA; S Likely pathogenic Disease conserved damaging A null (splice site) mutation, This
.51 28+2 2 2 . 1 1 102
NM_000135 g51770T>C (1VS28+2T>0) C2TT8+2T>C splice site 00000 re1458001028 | (2 v000671287) | Causing (5.21) (0.965) likely pathogenic paper
FANCA; not conserved A large deletion inc. ex16-17, This
NM_000135 €.1471401_1626+395del (-0.71) likely pathogenic paper#
FANCC; Disease conserved A null (nonsense) mutation, This
NM_000136 8:68425C>T c7CT P. GIn3Ter 0 Causing (5.13) likely pathogenic paper
FANCD1/BRCA2; pathogenic conserved A null (nonsense) mutation, This
NM_000059 g.41098_41098delG ¢.7579delG p.Val2527Ter 0 rs1555286294 (RCV000680273) (5.48) likely pathogenic paper
FANCD1/BRCA2; pathogenic conserved A null (frame shift) mutation, This
.82 2 8 .Leu3232 *1
NM_000059 §82733_82733deln c.9693delA p-Leu3232Phefs*17 0 (RCV000680274) (4.21) likely pathogenic paper
FANCG; Disease conserved A null (nonsense) mutation, This
NM_004629 8:56280>G €1742C>6 p-Sersg1Ter 0 Causing (5.11) likely pathogenic paper
FANCG; S conserved damaging A null (Splice site) mutation, This
NM_004629 g.1879A>G (IVS4+3 A>G) ¢.510+3A>G splice site 0 (5.75) (0.998) likely pathogenic paper
FANCJ; pathogenic Disease conserved A null (nonsense) mutation, This
NM_032043 g.62255C>T c.1126C>T p. GIn376Ter 0.00002 rs1028347439 (RCV000581764) Causing (5.21) likely pathogenic paper

The mutations listed in this table include those published exclusively by our group. # A similar but not identical deletion of exons 16-17 was

published in (4).

GERP - Genomic Evolutionary Rate Profiling; HGMD - Human Gene Mutation Database; HGVS - Human Genome Variation Society; MAF - Minor Allele
Frequency; Ref. — Reference; RefSeq - Reference Sequence.
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