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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.

Gen Gen Ekson

(HGNC (HGNC Transkript affisert av Ekson** Fenotype

symbol) D) segdup*

AHI1 21575 NM_001134830.1 2-27 Joubert syndrome 3 OMIM

ALG9 15672 NM_001077691.2 5-15 Gillessen-Kaesbach-Nishimura
syndrome OMIM

ALMS1 428 NM_015120.4 17-21 1-23 Alstrom syndrome OMIM

ANKS6 26724 NM_173551.3 1-15 Nephronophthisis 16 OMIM

ARL6 13210 NM_001278293.1 2-8 Bardet-Biedl syndrome 3 OMIM

B9D1 24123 NM_001243475.1 2-7 ?Meckel syndrome 9 OMIM

BoD2 28636 NM_030578.3 2-4 ?Meckel syndrome 10 OMIM

Joubert syndrome 34 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=AHI1
https://www.omim.org/search/?index=entry&search=AHI1
https://www.omim.org/entry/608629
https://www.omim.org/search/?index=entry&search=ALG9
https://www.omim.org/search/?index=entry&search=ALG9
https://www.omim.org/entry/263210
https://www.omim.org/search/?index=entry&search=ALMS1
https://www.omim.org/search/?index=entry&search=ALMS1
https://oslo-universitetssykehus.no/avdelinger/klinikk-for-laboratoriemedisin/avdeling-for-medisinsk-genetikk/enhet-for-hts-diagnostikk/segmentale-duplikasjoner
https://www.omim.org/entry/203800
https://www.omim.org/search/?index=entry&search=ANKS6
https://www.omim.org/search/?index=entry&search=ANKS6
https://www.omim.org/entry/615382
https://www.omim.org/search/?index=entry&search=ARL6
https://www.omim.org/search/?index=entry&search=ARL6
https://www.omim.org/entry/600151
https://www.omim.org/search/?index=entry&search=B9D1
https://www.omim.org/search/?index=entry&search=B9D1
https://www.omim.org/entry/614209
https://www.omim.org/search/?index=entry&search=B9D2
https://www.omim.org/search/?index=entry&search=B9D2
https://www.omim.org/entry/614175
https://www.omim.org/entry/614175
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Gen Gen
(HGNC (HGNC
symbol) D)
BBS1 966
BBS10 26291
BBS12 26648
BBS2 967
BBS4 969
BBSS 970
BBS7 18758
BBS9 30000
CC2D2A 29253
CCDC28B 28163
CCDC41 17966
CEP164 29182
CEP290 29021
CEP41 12370
COL4A1 2202

Transkript

NM_024649.4

NM_024685.3

NM_152618.2

NM_031885.3

NM_033028.4

NM_152384.3

NM_176824.2

NM_198428.2

NM_001080522.2

NM_024296.4

NM_016122.3

NM_014956.4

NM_025114.3

NM_018718.2

NM_001845.6
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Ekson
affisert av

Cystisk nyresykdom v02

segdup*

1-17

1-2

2-23

3-38

3-17

3-33

2-54

Ekson** Fenotype

Bardet-Biedl syndrome 1 OMIM

Bardet-Biedl syndrome 10 OMIM

Bardet-Biedl syndrome 12 OMIM

Bardet-Biedl syndrome 2 OMIM

Bardet-Biedl syndrome 4 OMIM

Bardet-Biedl syndrome 5 OMIM

Bardet-Biedl syndrome 7 OMIM

Bardet-Biedl syndrome 9 OMIM

COACH syndrome 2 OMIM

Meckel syndrome 6 OMIM

{Bardet-Biedl syndrome 1,
modifier of} OMIM

Nephronophthisis 18 OMIM

Nephronophthisis 15 OMIM

?Bardet-Biedl syndrome 14 OMIM
Joubert syndrome 5 OMIM
Meckel syndrome 4 OMIM
Senior-Loken syndrome 6 OMIM

Joubert syndrome 15 OMIM

Angiopathy, hereditary, with
nephropathy, aneurysms, and
muscle cramps OMIM
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https://www.omim.org/search/?index=entry&search=BBS1
https://www.omim.org/search/?index=entry&search=BBS1
https://www.omim.org/entry/209900
https://www.omim.org/search/?index=entry&search=BBS10
https://www.omim.org/search/?index=entry&search=BBS10
https://www.omim.org/entry/615987
https://www.omim.org/search/?index=entry&search=BBS12
https://www.omim.org/search/?index=entry&search=BBS12
https://www.omim.org/entry/615989
https://www.omim.org/search/?index=entry&search=BBS2
https://www.omim.org/search/?index=entry&search=BBS2
https://www.omim.org/entry/615981
https://www.omim.org/search/?index=entry&search=BBS4
https://www.omim.org/search/?index=entry&search=BBS4
https://www.omim.org/entry/615982
https://www.omim.org/search/?index=entry&search=BBS5
https://www.omim.org/search/?index=entry&search=BBS5
https://www.omim.org/entry/615983
https://www.omim.org/search/?index=entry&search=BBS7
https://www.omim.org/search/?index=entry&search=BBS7
https://www.omim.org/entry/615984
https://www.omim.org/search/?index=entry&search=BBS9
https://www.omim.org/search/?index=entry&search=BBS9
https://www.omim.org/entry/615986
https://www.omim.org/search/?index=entry&search=CC2D2A
https://www.omim.org/search/?index=entry&search=CC2D2A
https://www.omim.org/entry/619111
https://www.omim.org/entry/612284
https://www.omim.org/search/?index=entry&search=CCDC28B
https://www.omim.org/search/?index=entry&search=CCDC28B
https://www.omim.org/entry/209900
https://www.omim.org/search/?index=entry&search=CCDC41
https://www.omim.org/search/?index=entry&search=CCDC41
https://www.omim.org/entry/615862
https://www.omim.org/search/?index=entry&search=CEP164
https://www.omim.org/search/?index=entry&search=CEP164
https://www.omim.org/entry/614845
https://www.omim.org/search/?index=entry&search=CEP290
https://www.omim.org/search/?index=entry&search=CEP290
https://oslo-universitetssykehus.no/avdelinger/klinikk-for-laboratoriemedisin/avdeling-for-medisinsk-genetikk/enhet-for-hts-diagnostikk/segmentale-duplikasjoner
https://www.omim.org/entry/615991
https://www.omim.org/entry/610188
https://www.omim.org/entry/611134
https://www.omim.org/entry/610189
https://www.omim.org/search/?index=entry&search=CEP41
https://www.omim.org/search/?index=entry&search=CEP41
https://www.omim.org/entry/614464
https://www.omim.org/search/?index=entry&search=COL4A1
https://www.omim.org/search/?index=entry&search=COL4A1
https://www.omim.org/entry/611773

1/26/2022 Cystisk nyresykdom v02

Gen Gen Ekson

(HGNC (HGNC Transkript affisert av Ekson** Fenotype

symbol) D) segdup*

CSPP1 26193 NM_024790.6 1-29 Joubert syndrome 21 OMIM

DCDC2 18141 NM_001195610.1 2-11 Nephronophthisis 19 OMIM

DYNC2H1 2962 NM_001080463.1 1-90 Short-rib thoracic dysplasia 3 with
or without polydactyly OMIM

DZIP1L 26551 NM_173543.3 2-16 Polycystic kidney disease 5 OMIM

FAN1 29170 NM_014967.4 2-14 Interstitial nephritis, karyomegalic
OMIM

FLCN 27310 NM_144997.7 4-14 Birt-Hogg-Dube syndrome OMIM

GANAB 4138 NM_198335.4 1-25 Polycystic kidney disease 3 OMIM

GLIS2 29450 NM_032575.2 1-6 Nephronophthisis 7 OMIM

HNF1B 11630 NM_001165923.3 1-9 Renal cysts and diabetes
syndrome OMIM

IFT122 13556 NM_018262.3 13-18 1-29 Cranioectodermal dysplasia 1
OMIM

I[FT140 29077 NM_014714.3 3-31 Short-rib thoracic dysplasia 9 with
or without polydactyly OMIM

IFT172 30391 NM_015662.3 1-48 Short-rib thoracic dysplasia 10
with or without polydactyly OMIM

|FT27 18626 NM_006860.4 1-7 Bardet-Biedl syndrome 19 OMIM

IFT43 29669 NM_001102564.1 1-9 ?Cranioectodermal dysplasia 3
OMIM

I[FT80 29262 NM_020800.2 2-20 Short-rib thoracic dysplasia 2 with
or without polydactyly OMIM

INPP5E 21474 NM_019892.5 1-10 Joubert syndrome 1 OMIM
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https://www.omim.org/search/?index=entry&search=CSPP1
https://www.omim.org/search/?index=entry&search=CSPP1
https://www.omim.org/entry/615636
https://www.omim.org/search/?index=entry&search=DCDC2
https://www.omim.org/search/?index=entry&search=DCDC2
https://www.omim.org/entry/616217
https://www.omim.org/search/?index=entry&search=DYNC2H1
https://www.omim.org/search/?index=entry&search=DYNC2H1
https://www.omim.org/entry/613091
https://www.omim.org/search/?index=entry&search=DZIP1L
https://www.omim.org/search/?index=entry&search=DZIP1L
https://www.omim.org/entry/617610
https://www.omim.org/search/?index=entry&search=FAN1
https://www.omim.org/search/?index=entry&search=FAN1
https://www.omim.org/entry/614817
https://www.omim.org/search/?index=entry&search=FLCN
https://www.omim.org/search/?index=entry&search=FLCN
https://www.omim.org/entry/135150
https://www.omim.org/search/?index=entry&search=GANAB
https://www.omim.org/search/?index=entry&search=GANAB
https://www.omim.org/entry/600666
https://www.omim.org/search/?index=entry&search=GLIS2
https://www.omim.org/search/?index=entry&search=GLIS2
https://www.omim.org/entry/611498
https://www.omim.org/search/?index=entry&search=HNF1B
https://www.omim.org/search/?index=entry&search=HNF1B
https://www.omim.org/entry/137920
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=IFT140
https://www.omim.org/search/?index=entry&search=IFT140
https://www.omim.org/entry/266920
https://www.omim.org/search/?index=entry&search=IFT172
https://www.omim.org/search/?index=entry&search=IFT172
https://www.omim.org/entry/615630
https://www.omim.org/search/?index=entry&search=IFT27
https://www.omim.org/search/?index=entry&search=IFT27
https://www.omim.org/entry/615996
https://www.omim.org/search/?index=entry&search=IFT43
https://www.omim.org/search/?index=entry&search=IFT43
https://www.omim.org/entry/614099
https://www.omim.org/search/?index=entry&search=IFT80
https://www.omim.org/search/?index=entry&search=IFT80
https://www.omim.org/entry/611263
https://www.omim.org/search/?index=entry&search=INPP5E
https://www.omim.org/search/?index=entry&search=INPP5E
https://www.omim.org/entry/213300
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(HGNC Transkript

Gen Gen
(HGNC

symbol) D)
INVS 17870
1QCB1 28949
LZTFL1 6741
MAPKBP1 29536
MKKS 7108
MKS1 7121
MUC1 7508
NEK1 7744
NEKS8 13387
NOTCH2 7882
NPHP1 7905
NPHP3 7907
NPHP4 19104
OFD1 2567

NM_014425.3

NM_001023570.2

NM_001276378.1

NM_014994.2

NM_170784.2

NM_001165927.1

NM_001204285.1

NM_001199398.1

NM_178170.3

NM_024408.4

NM_207181.2

NM_153240.4

NM_015102.4

NM_003611.3

file:///data/Nyrecyster_v02-web.html

Cystisk nyresykdom v02

Ekson

affisert av Ekson** Fenotype

segdup*
2-17

3-15

4-12

2-31

3-6

1-4 1-34

1-20

1-27

2-30

1-23

Nephronophthisis 2, infantile
OMIM

Senior-Loken syndrome 5 OMIM

Bardet-Biedl syndrome 17 OMIM

Nephronophthisis 20 OMIM

Bardet-Biedl syndrome 6 OMIM
McKusick-Kaufman syndrome
OMIM

Bardet-Biedl syndrome 13 OMIM
Joubert syndrome 28 OMIM
Meckel syndrome 1 OMIM
Tubulointerstitial kidney disease,
autosomal dominant, 2 OMIM

Short-rib thoracic dysplasia 6 with
or without polydactyly OMIM

?Nephronophthisis 9 OMIM
Renal-hepatic-pancreatic dysplasia
2 OMIM

Alagille syndrome 2 OMIM
Hajdu-Cheney syndrome OMIM

Joubert syndrome 4 OMIM
Nephronophthisis 1, juvenile
OMIM

Senior-Loken syndrome-1 OMIM
Meckel syndrome 7 OMIM
Nephronophthisis 3 OMIM
Renal-hepatic-pancreatic dysplasia
1 OMIM

Nephronophthisis 4 OMIM
Senior-Loken syndrome 4 OMIM

Joubert syndrome 10 OMIM
Orofaciodigital syndrome | OMIM
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https://www.omim.org/search/?index=entry&search=INVS
https://www.omim.org/search/?index=entry&search=INVS
https://www.omim.org/entry/602088
https://www.omim.org/search/?index=entry&search=IQCB1
https://www.omim.org/search/?index=entry&search=IQCB1
https://www.omim.org/entry/609254
https://www.omim.org/search/?index=entry&search=LZTFL1
https://www.omim.org/search/?index=entry&search=LZTFL1
https://www.omim.org/entry/615994
https://www.omim.org/search/?index=entry&search=MAPKBP1
https://www.omim.org/search/?index=entry&search=MAPKBP1
https://www.omim.org/entry/617271
https://www.omim.org/search/?index=entry&search=MKKS
https://www.omim.org/search/?index=entry&search=MKKS
https://www.omim.org/entry/605231
https://www.omim.org/entry/236700
https://www.omim.org/search/?index=entry&search=MKS1
https://www.omim.org/search/?index=entry&search=MKS1
https://www.omim.org/entry/615990
https://www.omim.org/entry/617121
https://www.omim.org/entry/249000
https://www.omim.org/search/?index=entry&search=MUC1
https://www.omim.org/search/?index=entry&search=MUC1
https://www.omim.org/entry/174000
https://www.omim.org/search/?index=entry&search=NEK1
https://www.omim.org/search/?index=entry&search=NEK1
https://www.omim.org/entry/263520
https://www.omim.org/search/?index=entry&search=NEK8
https://www.omim.org/search/?index=entry&search=NEK8
https://www.omim.org/entry/613824
https://www.omim.org/entry/615415
https://www.omim.org/search/?index=entry&search=NOTCH2
https://www.omim.org/search/?index=entry&search=NOTCH2
https://oslo-universitetssykehus.no/avdelinger/klinikk-for-laboratoriemedisin/avdeling-for-medisinsk-genetikk/enhet-for-hts-diagnostikk/segmentale-duplikasjoner
https://www.omim.org/entry/610205
https://www.omim.org/entry/102500
https://www.omim.org/search/?index=entry&search=NPHP1
https://www.omim.org/search/?index=entry&search=NPHP1
https://www.omim.org/entry/609583
https://www.omim.org/entry/256100
https://www.omim.org/entry/266900
https://www.omim.org/search/?index=entry&search=NPHP3
https://www.omim.org/search/?index=entry&search=NPHP3
https://www.omim.org/entry/267010
https://www.omim.org/entry/604387
https://www.omim.org/entry/208540
https://www.omim.org/search/?index=entry&search=NPHP4
https://www.omim.org/search/?index=entry&search=NPHP4
https://www.omim.org/entry/606966
https://www.omim.org/entry/606996
https://www.omim.org/search/?index=entry&search=OFD1
https://www.omim.org/search/?index=entry&search=OFD1
https://www.omim.org/entry/300804
https://www.omim.org/entry/311200
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Gen Gen Ekson

(HGNC (HGNC Transkript affisert av Ekson** Fenotype

symbol) D) segdup*

PDE6D 8788 NM_002601.3 1-5 Joubert syndrome 22 OMIM

PKD1 9008 NM_001009944.2 1-33 1-46 Polycystic kidney disease 1 OMIM

PKD2 9009 NM_000297.3 1-15 Polycystic kidney disease 2 OMIM

PKHD1 9016 NM_138694.4 2-67 Polycystic kidney disease 4, with or
without hepatic disease OMIM

PMM?2 9115 NM_000303.2 1-8 Congenital disorder of
glycosylation, type la OMIM

RPGRIPTL 29168 NM_001127897.4 2-25 ?COACH syndrome 3 OMIM

Joubert syndrome 7 OMIM
Meckel syndrome 5 OMIM

SALL1 10524 NM_002968.2 2-3 1-3 Townes-Brocks branchiootorenal-
like syndrome OMIM
Townes-Brocks syndrome 1 OMIM

SDCCAG8 10671 NM_006642.5 1-18 Bardet-Biedl syndrome 16 OMIM
Senior-Loken syndrome 7 OMIM

SEC61A1T 18276 NM_013336.3 1-12 Tubulointerstitial kidney disease,
autosomal dominant, 5 OMIM
TCTN2 25774 NM_024809.4 1-18 ?Meckel syndrome 8 OMIM
TMEM107 28128 NM_183065.2 1-5 ?Joubert syndrome 29 OMIM
Meckel syndrome 13 OMIM
TMEM138 26944 NM_016464.4 2-5 Joubert syndrome 16 OMIM
TMEM216 25018 NM_016499.5 3-5 Joubert syndrome 2 OMIM

Meckel syndrome 2 OMIM

TMEM231 37234 NM_001077418.2 1-7 Joubert syndrome 20 OMIM
Meckel syndrome 11 OMIM

TMEMZ237 14432 NM_001044385.2 1-12 Joubert syndrome 14 OMIM
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https://www.omim.org/search/?index=entry&search=PDE6D
https://www.omim.org/search/?index=entry&search=PDE6D
https://www.omim.org/entry/615665
https://www.omim.org/search/?index=entry&search=PKD1
https://www.omim.org/search/?index=entry&search=PKD1
https://oslo-universitetssykehus.no/avdelinger/klinikk-for-laboratoriemedisin/avdeling-for-medisinsk-genetikk/enhet-for-hts-diagnostikk/segmentale-duplikasjoner
https://www.omim.org/entry/173900
https://www.omim.org/search/?index=entry&search=PKD2
https://www.omim.org/search/?index=entry&search=PKD2
https://www.omim.org/entry/613095
https://www.omim.org/search/?index=entry&search=PKHD1
https://www.omim.org/search/?index=entry&search=PKHD1
https://www.omim.org/entry/263200
https://www.omim.org/search/?index=entry&search=PMM2
https://www.omim.org/search/?index=entry&search=PMM2
https://www.omim.org/entry/212065
https://www.omim.org/search/?index=entry&search=RPGRIP1L
https://www.omim.org/search/?index=entry&search=RPGRIP1L
https://www.omim.org/entry/619113
https://www.omim.org/entry/611560
https://www.omim.org/entry/611561
https://www.omim.org/search/?index=entry&search=SALL1
https://www.omim.org/search/?index=entry&search=SALL1
https://oslo-universitetssykehus.no/avdelinger/klinikk-for-laboratoriemedisin/avdeling-for-medisinsk-genetikk/enhet-for-hts-diagnostikk/segmentale-duplikasjoner
https://www.omim.org/entry/107480
https://www.omim.org/entry/107480
https://www.omim.org/search/?index=entry&search=SDCCAG8
https://www.omim.org/search/?index=entry&search=SDCCAG8
https://www.omim.org/entry/615993
https://www.omim.org/entry/613615
https://www.omim.org/search/?index=entry&search=SEC61A1
https://www.omim.org/search/?index=entry&search=SEC61A1
https://www.omim.org/entry/617056
https://www.omim.org/search/?index=entry&search=TCTN2
https://www.omim.org/search/?index=entry&search=TCTN2
https://www.omim.org/entry/613885
https://www.omim.org/search/?index=entry&search=TMEM107
https://www.omim.org/search/?index=entry&search=TMEM107
https://www.omim.org/entry/617562
https://www.omim.org/entry/617562
https://www.omim.org/search/?index=entry&search=TMEM138
https://www.omim.org/search/?index=entry&search=TMEM138
https://www.omim.org/entry/614465
https://www.omim.org/search/?index=entry&search=TMEM216
https://www.omim.org/search/?index=entry&search=TMEM216
https://www.omim.org/entry/608091
https://www.omim.org/entry/603194
https://www.omim.org/search/?index=entry&search=TMEM231
https://www.omim.org/search/?index=entry&search=TMEM231
https://www.omim.org/entry/614970
https://www.omim.org/entry/615397
https://www.omim.org/search/?index=entry&search=TMEM237
https://www.omim.org/search/?index=entry&search=TMEM237
https://www.omim.org/entry/614424
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Gen Gen Ekson

(HGNC (HGNC Transkript affisert av Ekson** Fenotype

symbol) D) segdup*

TMEM67 28396 NM_153704.5 1-28 COACH syndrome 1 OMIM
Joubert syndrome 6 OMIM
Meckel syndrome 3 OMIM
Nephronophthisis 11 OMIM
{Bardet-Biedl syndrome 14,
modifier of} OMIM

TRAEF3IPT 17861 NM_015650.4 1-17 Senior-Loken syndrome 9 OMIM

TRIM32 16380 NM_012210.3 2 ?Bardet-Biedl syndrome 11 OMIM

TSC1 12362 NM_001162426.2 3-23 Tuberous sclerosis-1 OMIM

TSC2 12363 NM_000548.4 2-42 Tuberous sclerosis-2 OMIM

TTC21B 25660 NM_024753.4 1-29 Nephronophthisis 12 OMIM

UMOD 12559 NM_003361.3 2-11 Tubulointerstitial kidney disease,
autosomal dominant, 1 OMIM

VHL 12687 NM_000551.3 1-3 von Hippel-Lindau syndrome
OMIM

WDR19 18340 NM_025132.3 1-36 ?Cranioectodermal dysplasia 4
OMIM
?Short-rib thoracic dysplasia 5
with or without polydactyly OMIM
Nephronophthisis 13 OMIM
Senior-Loken syndrome 8 OMIM

WDR35 29250 NM_001006657.1 1-28 Cranioectodermal dysplasia 2
OMIM
Short-rib thoracic dysplasia 7 with
or without polydactyly OMIM

WDR60 21862 NM_018051.4 1-25 Short-rib thoracic dysplasia 8 with
or without polydactyly OMIM

XPNPEP3 28052 NM_022098.3 1-10 Nephronophthisis-like
nephropathy 1 OMIM

ZNF423 16762 NM_001271620.1 3-8 Joubert syndrome 19 OMIM

Nephronophthisis 14 OMIM
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