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* Enkelte genomiske regioner har lav eller ingen sekvensdekning ved eksomsekvensering. Dette
skyldes at de har stor likhet med andre omrader i genomet, slik at spesifikk gjenkjennelse av
disse omradene og pavisning av varianter i disse omradene, blir vanskelig og upalitelig. Disse

genetiske regionene har vi identifisert ved & benytte USCS segmental duplication hvor omrader

stagrre enn 1 kb og 290% likhet med andre regioner i genomet, gjenkjennes
(https://genome.ucsc.edu).

Vi gjer oppmerksom pa at ved identifiseringav ekson oppstrems for startkodon kan
eksonnummereringen endres uten at transkript ID endres.

Avdelingens websider har en full oversikt over omrader som er affisert av segmentale
duplikasjoner.

** Transkriptets kodende ekson.
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1241 NM_015991.3

1242 NM_000491.4

1245 NM_172369.4

1318 NM_000064.3

1630 NM_004357.4

4883 NM_000186.3 8-10, 20-22
24668 NM_030787.3
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Ekson** Fenotype

2-3
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2-3

1-41

3-9

1-22

1-10

C1q deficiency OMIM

C1q deficiency OMIM

C1q deficiency OMIM

C3 deficiency OMIM

Nephropathy with pretibial
epidermolysis bullosa and deafness
OMIM

Complement factor H deficiency
OMIM

Nephropathy due to CFHR5
deficiency OMIM
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https://oslo-universitetssykehus.no/avdelinger/klinikk-for-laboratoriemedisin/avdeling-for-medisinsk-genetikk/enhet-for-hts-diagnostikk/segmentale-duplikasjoner
https://www.omim.org/search/?index=entry&search=C1QA
https://www.omim.org/search/?index=entry&search=C1QA
https://www.omim.org/entry/613652
https://www.omim.org/search/?index=entry&search=C1QB
https://www.omim.org/search/?index=entry&search=C1QB
https://www.omim.org/entry/613652
https://www.omim.org/search/?index=entry&search=C1QC
https://www.omim.org/search/?index=entry&search=C1QC
https://www.omim.org/entry/613652
https://www.omim.org/search/?index=entry&search=C3
https://www.omim.org/search/?index=entry&search=C3
https://www.omim.org/entry/613779
https://www.omim.org/search/?index=entry&search=CD151
https://www.omim.org/search/?index=entry&search=CD151
https://www.omim.org/entry/609057
https://www.omim.org/search/?index=entry&search=CFH
https://www.omim.org/search/?index=entry&search=CFH
https://oslo-universitetssykehus.no/avdelinger/klinikk-for-laboratoriemedisin/avdeling-for-medisinsk-genetikk/enhet-for-hts-diagnostikk/segmentale-duplikasjoner
https://www.omim.org/entry/609814
https://www.omim.org/search/?index=entry&search=CFHR5
https://www.omim.org/search/?index=entry&search=CFHR5
https://www.omim.org/entry/614809
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NM_001845.5
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NM_000092.4

NM_000495.4

NM_212482.2

NM_052985.3 15-20

NM_002473.5

NM_000276.3
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Ekson** Fenotype

1-52

1-52

2-48

1-51

1-46

1-31

2-41

1-24

Angiopathy, hereditary, with
nephropathy, aneurysms, and
muscle cramps OMIM

Alport syndrome, autosomal
dominant OMIM

Alport syndrome, autosomal
recessive OMIM

Hematuria, benign familial OMIM
Alport syndrome, autosomal
recessive OMIM

Hematuria, familial benign

Alport syndrome OMIM

Glomerulopathy with fibronectin
deposits 2 OMIM

Cranioectodermal dysplasia 1 OMIM

Epstein syndrome OMIM
Fechtner syndrome OMIM

Dent disease 2 OMIM
Dent disease 2 OMIM
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https://www.omim.org/search/?index=entry&search=COL4A1
https://www.omim.org/search/?index=entry&search=COL4A1
https://www.omim.org/entry/611773
https://www.omim.org/search/?index=entry&search=COL4A3
https://www.omim.org/search/?index=entry&search=COL4A3
https://www.omim.org/entry/104200
https://www.omim.org/entry/203780
https://www.omim.org/entry/141200
https://www.omim.org/search/?index=entry&search=COL4A4
https://www.omim.org/search/?index=entry&search=COL4A4
https://www.omim.org/entry/203780
https://www.omim.org/search/?index=entry&search=COL4A5
https://www.omim.org/search/?index=entry&search=COL4A5
https://www.omim.org/entry/301050
https://www.omim.org/search/?index=entry&search=FN1
https://www.omim.org/search/?index=entry&search=FN1
https://www.omim.org/entry/601894
https://www.omim.org/search/?index=entry&search=IFT122
https://www.omim.org/search/?index=entry&search=IFT122
https://oslo-universitetssykehus.no/avdelinger/klinikk-for-laboratoriemedisin/avdeling-for-medisinsk-genetikk/enhet-for-hts-diagnostikk/segmentale-duplikasjoner
https://www.omim.org/entry/218330
https://www.omim.org/search/?index=entry&search=MYH9
https://www.omim.org/search/?index=entry&search=MYH9
https://www.omim.org/entry/153650
https://www.omim.org/entry/153640
https://www.omim.org/search/?index=entry&search=OCRL
https://www.omim.org/search/?index=entry&search=OCRL
https://www.omim.org/entry/300555
https://www.omim.org/entry/300555

