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A disease with many faces
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Fanconi syndrome & Fanconi Anemia
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Keys: o= missense mutation, e = nonsense mutation, A = small deletion/insertio
duplication, l = aberrant splicing/splice site mutation, ¥ = large insertion,
large deletion, X translation initiation.



Gene: FANCA ENSGO0000187T41

Description

Location

Transcripts =

Show [Nl El entries

Name
FANCA-001
FANCA-DD2
FANCA-0D3
FANCA-004
FANCA-DDG
FANCA-015
FANCA-D26
FANCA-02T7
FANCA-028
FANCA-D30
FANCA-201
FANCA 00T
FANCA-0DE
FANCA-010
FANCA-011
FANCA-D12
FANCA-013
FANCA-D16
FANCA-01M19
FANCA-020
FANCA-D21
FANCA-022
FANCA-023
FANCA-031
FANCA 005
FANCA-009
FANCA-014
FANCA-0M1T7
FANCA-D18
FANCA-024
FANCA-025
FANCA-029
FANCA-032

Transcript 1D
EMNSTO00000359301

EMNSTO0000568369
EMSTO0000359302

EMNSTO0000543736

EMNSTO0000563673

ENMSTO0000567457

EMNSTO0000567879

EMNSTO0000561 722

EMNSTO00005644 75

ENSTO0000564870

EMSTO0000534992

EMNSTO0000566409

EMNSTO0000567205

EMNSTO0000567943

EMNSTO0000563513

EMNSTO0000565552

EMNSTO0000567621

EMNSTO0000567510

EMSTO0000563510

EMNSTO0000563318

EMNSTO0000567988
EMSTO0000561660

EMNSTO0000568626

EMNSTO000056T 284

EMNSTO0000566889

EMNSTO0000305699

EMSTO0000566133

EMNSTO0000563 767

EMNSTO0000561667

EMSTO0000564 969

EMNSTO0000568983

EMNSTO0000562424

ENMSTO0000567883

Fanconi anemia, complementation group A [Source:HGMC Symbol Acc:3582]
Chromosome 16: §9.803.957-89 883.065 reverse strand.

This gene has 33 transcripts

Length (bp)
5451
4601
1641
1000
1694
959
713
696
732
460
1088
395
413
860
AT1
812
618
461
633
6045
915
762
72T
481
2201
1430
761
T8
528
850
726
745
650

Show/hide columns

Protein 1D
EMSPO0000373952

ENSPO0000456629
EMSPO00003T3IT53

EMSPO0000443409

ENSPO000045644 3

ENSPO0000456397

ENSPO0000457006

ENSPO0000456608

EMNSPO0000454 977

ENSPO0000456481

EMSPO000044 3675

EMSPO000045764 7

ENSPO000045T02T

ENSPO0000455341

EMSPO0000455945

ENSPO0000456T722

ENMSPO0000456 762

EMNSPO0000455969

ENSPO0000456993

EMSPO0000457370

ENSPO000045429 7T
EMSPO0000456558

EMSPO0000455974

Mo protein product
Mo protein product
Mo protein product
Mo protein product
Mo protein product
Mo protein product
Mo protein product
Mo protein product
Mo protein product
Mo protein product

Length (aa)
1455
1424
297
265
316
154
214
195
240
153
302

41
63
158
114
210
125
101
51
ir
109
182
168

Biotype

ng
FProtein coding

Monsense mediated decay

Monsense mediated decay

Monsense mediated decay

Monsense mediated decay

Monsense mediated decay

Monsense mediated decay

Monsense mediated decay

Monsense mediated decay

Monsense mediated decay

Monsense mediated decay

Monsense mediated decay

Monsense mediated decay

Processed transcript

R

Retained intron

CDS incomplete

CCDS

CCDS32515

CCDS42221
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DNA interstrand crosslinks
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Carcinogenic factors:
Nucleotide cross-linkers, ionizang radiation, oxygen radicals, chemicals
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In unknown cases: NGS- Whole exon sequencing

In known cases: MLPA - PCR — HRM - sequencing

Multiplex ligation- dependent probe amplification (MLPA)



HRM

Corbett or Rotor-Gene 6000 Multiplexing Instrument
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