1/26/2022 Nyresykdommer v02

C Oslo
universitetssykehus

Avdeling for medisinsk genetikk

Nyresykdommer

Genpanel, versjon v02

* 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).

For noen gener ligger alle ekson i omrader med segmentale duplikasjoner: CFHR1, CFHR3,
CLCNKA, CLCNKB

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 omrdader som er affisert av segmentale
duplikasjoner.

** Transkriptets kodende ekson.

Ekson
Gen Gen affisert
(HGNC (HGNC Transkript av Ekson** Fenotype
symbol) ID) segdup*
ACE 707 NM_000789.4 1-25 Renal tubular dysgenesis OMIM
ACTG2 145 NM_001199893.2 2-8 Visceral myopathy 1 OMIM
ACTN4 166 NM_004924.6 20-21 1-21 Glomerulosclerosis, focal segmental, 1
OMIM
ADAMTS13 1366 NM_139025.4 1-29 Thrombotic thrombocytopenic
purpura, hereditary OMIM
ADCK4 19041 NM_024876.3 2-15 Nephrotic syndrome, type 9 OMIM
ADCY10 21285 NM_001167749.2 3-30 {Hypercalciuria, absorptive,

susceptibility to} 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=ACE
https://www.omim.org/search/?index=entry&search=ACE
https://www.omim.org/entry/267430
https://www.omim.org/search/?index=entry&search=ACTG2
https://www.omim.org/search/?index=entry&search=ACTG2
https://www.omim.org/entry/155310
https://www.omim.org/search/?index=entry&search=ACTN4
https://www.omim.org/search/?index=entry&search=ACTN4
https://oslo-universitetssykehus.no/avdelinger/klinikk-for-laboratoriemedisin/avdeling-for-medisinsk-genetikk/enhet-for-hts-diagnostikk/segmentale-duplikasjoner
https://www.omim.org/entry/603278
https://www.omim.org/search/?index=entry&search=ADAMTS13
https://www.omim.org/search/?index=entry&search=ADAMTS13
https://www.omim.org/entry/274150
https://www.omim.org/search/?index=entry&search=ADCK4
https://www.omim.org/search/?index=entry&search=ADCK4
https://www.omim.org/entry/615573
https://www.omim.org/search/?index=entry&search=ADCY10
https://www.omim.org/search/?index=entry&search=ADCY10
https://www.omim.org/entry/143870
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Ekson
Gen Gen affisert
(HGNC (HGNC Transkript av Ekson** Fenotype
) ID

symbol) ) segdup*

AGT 333  NM_000029.4 2-5 Renal tubular dysgenesis OMIM

AGTR1 336 NM_009585.3 2 Renal tubular dysgenesis OMIM

AGXT 341  NM_000030.2 1-11 Hyperoxaluria, primary, type 1 OMIM

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

ANLN 14082 NM_018685.4 1-24 Focal segmental glomerulosclerosis 8
OMIM

APRT 626  NM_000485.3 1-5 Adenine phosphoribosyltransferase
deficiency OMIM

AQP2 634 NM_000486.5 1-4 Diabetes insipidus, nephrogenic, 2
OMIM

ARHGDIA 678 NM_001185078.2 2-6 Nephrotic syndrome, type 8 OMIM

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

ATP6VOA4 866 NM_020632.2 3-22 Distal renal tubular acidosis 3, with or
without sensorineural hearing loss
OMIM

ATP6V1B1 853 NM_001692.3 1-14 Distal renal tubular acidosis 2 with
progressive sensorineural hearing loss
OMIM

AVIL 14188 NM_006576.3 1-19 Nephrotic syndrome, type 21 OMIM
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https://www.omim.org/search/?index=entry&search=AGT
https://www.omim.org/search/?index=entry&search=AGT
https://www.omim.org/entry/267430
https://www.omim.org/search/?index=entry&search=AGTR1
https://www.omim.org/search/?index=entry&search=AGTR1
https://www.omim.org/entry/267430
https://www.omim.org/search/?index=entry&search=AGXT
https://www.omim.org/search/?index=entry&search=AGXT
https://www.omim.org/entry/259900
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=ANLN
https://www.omim.org/search/?index=entry&search=ANLN
https://www.omim.org/entry/616032
https://www.omim.org/search/?index=entry&search=APRT
https://www.omim.org/search/?index=entry&search=APRT
https://www.omim.org/entry/614723
https://www.omim.org/search/?index=entry&search=AQP2
https://www.omim.org/search/?index=entry&search=AQP2
https://www.omim.org/entry/125800
https://www.omim.org/search/?index=entry&search=ARHGDIA
https://www.omim.org/search/?index=entry&search=ARHGDIA
https://www.omim.org/entry/615244
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=ATP6V0A4
https://www.omim.org/search/?index=entry&search=ATP6V0A4
https://www.omim.org/entry/602722
https://www.omim.org/search/?index=entry&search=ATP6V1B1
https://www.omim.org/search/?index=entry&search=ATP6V1B1
https://www.omim.org/entry/267300
https://www.omim.org/search/?index=entry&search=AVIL
https://www.omim.org/search/?index=entry&search=AVIL
https://www.omim.org/entry/618594
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Gen Gen

(HGNC (HGNC Transkript

symbol) ID)
AVPR2 897
B9D1 24123
B9D2 28636
BBS1 966
BBS10 26291
BBS12 26648
BBS2 967
BBS4 969
BBS5 970
BBS7 18758
BBS9 30000
BICC1 19351
BMP4 1071
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NM_001243475.1

NM_030578.3

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_001080512.2

NM_001202.6

NM_057176.2

NM_015991.3

NM_000491.3

segdup*
NM_001146151.1
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Ekson** Fenotype

1-2 Diabetes insipidus, nephrogenic, 1
OMIM

2-7 ?Meckel syndrome 9 OMIM

2-4 ?Meckel syndrome 10 OMIM
Joubert syndrome 34 OMIM

1-17 Bardet-Biedl syndrome 1 OMIM

1-2 Bardet-Biedl syndrome 10 OMIM

2 Bardet-Biedl syndrome 12 OMIM

1-17 Bardet-Biedl syndrome 2 OMIM

1-16 Bardet-Biedl syndrome 4 OMIM

1-12 Bardet-Biedl syndrome 5 OMIM

1-19 Bardet-Biedl syndrome 7 OMIM

2-23 Bardet-Biedl syndrome 9 OMIM

1-21 {Renal dysplasia, cystic, susceptibility
to} OMIM

3-4 Microphthalmia, syndromic 6 OMIM

1-4 Bartter syndrome, type 4a OMIM

Sensorineural deafness with mild renal

dysfunction OMIM
2-3 C1q deficiency OMIM

2-3 C1q deficiency OMIM
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https://www.omim.org/search/?index=entry&search=AVPR2
https://www.omim.org/search/?index=entry&search=AVPR2
https://www.omim.org/entry/304800
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
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=BICC1
https://www.omim.org/search/?index=entry&search=BICC1
https://www.omim.org/entry/601331
https://www.omim.org/search/?index=entry&search=BMP4
https://www.omim.org/search/?index=entry&search=BMP4
https://www.omim.org/entry/607932
https://www.omim.org/search/?index=entry&search=BSND
https://www.omim.org/search/?index=entry&search=BSND
https://www.omim.org/entry/602522
https://www.omim.org/entry/602522
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
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Ekson
Gen Gen affisert
(HGNC (HGNC Transkript av Ekson** Fenotype
) ID

symbol) ) segdup*

C1QcC 1245 NM_172369.5 2-3 C1q deficiency OMIM

a 1318 NM_000064.4 1-41

C5orf42 25801 NM_023073.3 2-52 Orofaciodigital syndrome VI OMIM

CA2 1373 NM_000067.2 1-7 Osteopetrosis, autosomal recessive 3,
with renal tubular acidosis OMIM

CACNATD 1391 NM_000720.4 1-49 Primary aldosteronism, seizures, and
neurologic abnormalities OMIM

CACNA1TH 1395 NM_001005407.1 2-34 Hyperaldosteronism, familial, type IV
OMIM

CASR 1514 NM_001178065.1 2-7 Hyperparathyroidism, neonatal OMIM
Hypocalcemia, autosomal dominant
OMIM
Hypocalcemia, autosomal dominant,
with Bartter syndrome OMIM
Hypocalciuric hypercalcemia, type |
OMIM

CC2D2A 29253 NM_001080522.2 3-38 COACH syndrome 2 OMIM
Meckel syndrome 6 OMIM

CCD(C28B 28163 NM_024296.4 2-6 {Bardet-Biedl syndrome 1, modifier of}
OMIM

CCDC41 17966 NM_016122.3 3-17 Nephronophthisis 18 OMIM

CD2AP 14258 NM_012120.3 1-18 Glomerulosclerosis, focal segmental, 3
OMIM

CD46 6953 NM_0023894  2-5 1-13 {Hemolytic uremic syndrome, atypical,
susceptibility to, 2} OMIM

CENPF 1857 NM_016343.4 2-20 Stromme syndrome OMIM

CEP164 29182 NM_014956.4 3-33 Nephronophthisis 15 OMIM
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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/search/?index=entry&search=C5orf42
https://www.omim.org/search/?index=entry&search=C5orf42
https://www.omim.org/entry/277170
https://www.omim.org/search/?index=entry&search=CA2
https://www.omim.org/search/?index=entry&search=CA2
https://www.omim.org/entry/259730
https://www.omim.org/search/?index=entry&search=CACNA1D
https://www.omim.org/search/?index=entry&search=CACNA1D
https://www.omim.org/entry/615474
https://www.omim.org/search/?index=entry&search=CACNA1H
https://www.omim.org/search/?index=entry&search=CACNA1H
https://www.omim.org/entry/617027
https://www.omim.org/search/?index=entry&search=CASR
https://www.omim.org/search/?index=entry&search=CASR
https://www.omim.org/entry/239200
https://www.omim.org/entry/601198
https://www.omim.org/entry/601198
https://www.omim.org/entry/145980
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=CD2AP
https://www.omim.org/search/?index=entry&search=CD2AP
https://www.omim.org/entry/607832
https://www.omim.org/search/?index=entry&search=CD46
https://www.omim.org/search/?index=entry&search=CD46
https://oslo-universitetssykehus.no/avdelinger/klinikk-for-laboratoriemedisin/avdeling-for-medisinsk-genetikk/enhet-for-hts-diagnostikk/segmentale-duplikasjoner
https://www.omim.org/entry/612922
https://www.omim.org/search/?index=entry&search=CENPF
https://www.omim.org/search/?index=entry&search=CENPF
https://www.omim.org/entry/243605
https://www.omim.org/search/?index=entry&search=CEP164
https://www.omim.org/search/?index=entry&search=CEP164
https://www.omim.org/entry/614845

1/26/2022

Gen Gen

(HGNC (HGNC Transkript
symbol) ID)

CEP290 29021 NM_025114.3
CEP41 12370 NM_018718.2
CFB 1037 NM_001710.5
CFH 4883 NM_000186.3
CFHR1 4888 NM_002113.2
CFHR3 16980 NM_021023.5
CFHR5 24668 NM_030787.3
CFI 5394 NM_000204.3
CHD7Y 20626 NM_017780.3
CHRMS3 1952 NM_000740.3
CHRNA3 1957 NM_001166694.1
CLCN5 2023 NM_001127899.3
CLCNKA 2026 NM_004070.3
CLCNKB 2027 NM_000085.5
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Ekson** Fenotype

2-54

1-11

1-18

1-22

1-6

1-6

1-10

1-13

2-38

1-6

3-15

2-20

2-20

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

Joubert syndrome 15 OMIM

{Hemolytic uremic syndrome, atypical,
susceptibility to, 4} OMIM

{Hemolytic uremic syndrome, atypical,
susceptibility to, 1} OMIM

{Hemolytic uremic syndrome, atypical,
susceptibility to} OMIM

{Hemolytic uremic syndrome, atypical,
susceptibility to} OMIM

Nephropathy due to CFHR5 deficiency
OMIM

{Hemolytic uremic syndrome, atypical,
susceptibility to, 3} OMIM

CHARGE syndrome OMIM

Prune belly syndrome OMIM

Bladder dysfunction, autonomic, with
impaired pupillary reflex and
secondary CAKUT OMIM

Dent disease 1 OMIM
Hypophosphatemic rickets OMIM
Nephrolithiasis, type | OMIM
Proteinuria, low molecular weight, with
hypercalciuric nephrocalcinosis OMIM

Bartter syndrome, type 4b, digenic
OMIM

Bartter syndrome, type 3 OMIM
Bartter syndrome, type 4b, digenic
OMIM
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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=CFB
https://www.omim.org/search/?index=entry&search=CFB
https://www.omim.org/entry/612924
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/235400
https://www.omim.org/search/?index=entry&search=CFHR1
https://www.omim.org/search/?index=entry&search=CFHR1
https://oslo-universitetssykehus.no/avdelinger/klinikk-for-laboratoriemedisin/avdeling-for-medisinsk-genetikk/enhet-for-hts-diagnostikk/segmentale-duplikasjoner
https://www.omim.org/entry/235400
https://www.omim.org/search/?index=entry&search=CFHR3
https://www.omim.org/search/?index=entry&search=CFHR3
https://oslo-universitetssykehus.no/avdelinger/klinikk-for-laboratoriemedisin/avdeling-for-medisinsk-genetikk/enhet-for-hts-diagnostikk/segmentale-duplikasjoner
https://www.omim.org/entry/235400
https://www.omim.org/search/?index=entry&search=CFHR5
https://www.omim.org/search/?index=entry&search=CFHR5
https://www.omim.org/entry/614809
https://www.omim.org/search/?index=entry&search=CFI
https://www.omim.org/search/?index=entry&search=CFI
https://www.omim.org/entry/612923
https://www.omim.org/search/?index=entry&search=CHD7
https://www.omim.org/search/?index=entry&search=CHD7
https://www.omim.org/entry/214800
https://www.omim.org/search/?index=entry&search=CHRM3
https://www.omim.org/search/?index=entry&search=CHRM3
https://www.omim.org/entry/100100
https://www.omim.org/search/?index=entry&search=CHRNA3
https://www.omim.org/search/?index=entry&search=CHRNA3
https://www.omim.org/entry/191800
https://www.omim.org/search/?index=entry&search=CLCN5
https://www.omim.org/search/?index=entry&search=CLCN5
https://www.omim.org/entry/300009
https://www.omim.org/entry/300554
https://www.omim.org/entry/310468
https://www.omim.org/entry/308990
https://www.omim.org/search/?index=entry&search=CLCNKA
https://www.omim.org/search/?index=entry&search=CLCNKA
https://oslo-universitetssykehus.no/avdelinger/klinikk-for-laboratoriemedisin/avdeling-for-medisinsk-genetikk/enhet-for-hts-diagnostikk/segmentale-duplikasjoner
https://www.omim.org/entry/613090
https://www.omim.org/search/?index=entry&search=CLCNKB
https://www.omim.org/search/?index=entry&search=CLCNKB
https://oslo-universitetssykehus.no/avdelinger/klinikk-for-laboratoriemedisin/avdeling-for-medisinsk-genetikk/enhet-for-hts-diagnostikk/segmentale-duplikasjoner
https://www.omim.org/entry/607364
https://www.omim.org/entry/613090
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Gen  Gen et
(HGNC (HGNC Transkript

symbol) ID) av

y segdup*
CLDN10 2033 NM_182848.3

CLDN16 2037 NM_006580.3

CLDN19 2040 NM_001123395.1

COL4A1 2202 NM_001845.6

COL4A3 2204 NM_000091.4

COL4A4 2206 NM_000092.5

COL4A5 2207 NM_000495.4

coQ2 25223 NM_015697.7

COoQ6 20233 NM_182476.3

CRB2 18688 NM_173689.7

CSPP1 26193 NM_024790.6

CTNS 2518 NM_004937.2

CTu2 28005 NM_001012759.2
CYP24A1 2602 NM_000782.4
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1-5

1-4

1-52

1-52

2-48

1-51

1-7

1-12

1-13

1-29

3-12

1-15

1-11

HELIX syndrome OMIM

Hypomagnesemia 3, renal OMIM

Hypomagnesemia 5, renal, with ocular
involvement OMIM

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

Alport syndrome 2, autosomal
recessive OMIM

Alport syndrome 3, autosomal
dominant OMIM

Hematuria, benign familial OMIM
Alport syndrome 2, autosomal
recessive OMIM

Hematuria, familial benign OMIM

Alport syndrome 1, X-linked OMIM

Coenzyme Q10 deficiency, primary, 1
OMIM

Coenzyme Q10 deficiency, primary, 6
OMIM

Focal segmental glomerulosclerosis 9
OMIM

Joubert syndrome 21 OMIM

Cystinosis, atypical nephropathic
OMIM
Cystinosis, nephropathic OMIM

Microcephaly, facial dysmorphism,
renal agenesis, and ambiguous
genitalia syndrome OMIM

Hypercalcemia, infantile, 1 OMIM

6/19


https://www.omim.org/search/?index=entry&search=CLDN10
https://www.omim.org/search/?index=entry&search=CLDN10
https://www.omim.org/entry/617671
https://www.omim.org/search/?index=entry&search=CLDN16
https://www.omim.org/search/?index=entry&search=CLDN16
https://www.omim.org/entry/248250
https://www.omim.org/search/?index=entry&search=CLDN19
https://www.omim.org/search/?index=entry&search=CLDN19
https://www.omim.org/entry/248190
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/203780
https://www.omim.org/entry/104200
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/entry/141200
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=COQ2
https://www.omim.org/search/?index=entry&search=COQ2
https://www.omim.org/entry/607426
https://www.omim.org/search/?index=entry&search=COQ6
https://www.omim.org/search/?index=entry&search=COQ6
https://www.omim.org/entry/614650
https://www.omim.org/search/?index=entry&search=CRB2
https://www.omim.org/search/?index=entry&search=CRB2
https://www.omim.org/entry/616220
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=CTNS
https://www.omim.org/search/?index=entry&search=CTNS
https://www.omim.org/entry/219800
https://www.omim.org/entry/219800
https://www.omim.org/search/?index=entry&search=CTU2
https://www.omim.org/search/?index=entry&search=CTU2
https://www.omim.org/entry/618142
https://www.omim.org/search/?index=entry&search=CYP24A1
https://www.omim.org/search/?index=entry&search=CYP24A1
https://www.omim.org/entry/143880

1/26/2022 Nyresykdommer v02

Ekson
Gen Gen affisert
(HGNC (HGNC Transkript av Ekson** Fenotype
) ID

symbol) ) segdup*

DACT1 17748 NM_016651.5 1-4 ?Townes-Brocks syndrome 2 OMIM

DCDC2 18141 NM_001195610.1 2-11 Nephronophthisis 19 OMIM

DGKE 2852 NM_003647.2 2-12 Nephrotic syndrome, type 7 OMIM
{Hemolytic uremic syndrome, atypical,
susceptibility to, 7} OMIM

DHCR7Y 2860 NM_001360.2 3-9 Smith-Lemli-Opitz syndrome OMIM

DMP1 2932 NM_004407.3 2-6 Hypophosphatemic rickets, AR OMIM

DSTYK 29043 NM_199462.2 1-12 Congenital anomalies of kidney and
urinary tract 1 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

EHHADH 3247 NM_001166415.1 3-7 ?Fanconi renotubular syndrome 3
OMIM

EMP2 3334 NM_001424.4 2-5 Nephrotic syndrome, type 10 OMIM

ENPP1 3356 NM_006208.2 1-25 Arterial calcification, generalized, of

infancy, 1 OMIM
Hypophosphatemic rickets, autosomal
recessive, 2 OMIM

EYA1 3519 NM_000503.5 3-18 Branchiootorenal syndrome 1, with or
without cataracts OMIM

FAH 3579 NM_000137.2 1-14 Tyrosinemia, type | OMIM

FAM20A 23015 NM_001243746.2 3-12 Amelogenesis imperfecta, type IG
(enamel-renal syndrome) OMIM

FAMS8A 28434 NM_152274.4 1-5 STAR syndrome OMIM
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https://www.omim.org/search/?index=entry&search=DACT1
https://www.omim.org/search/?index=entry&search=DACT1
https://www.omim.org/entry/617466
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=DGKE
https://www.omim.org/search/?index=entry&search=DGKE
https://www.omim.org/entry/615008
https://www.omim.org/entry/615008
https://www.omim.org/search/?index=entry&search=DHCR7
https://www.omim.org/search/?index=entry&search=DHCR7
https://www.omim.org/entry/270400
https://www.omim.org/search/?index=entry&search=DMP1
https://www.omim.org/search/?index=entry&search=DMP1
https://www.omim.org/entry/241520
https://www.omim.org/search/?index=entry&search=DSTYK
https://www.omim.org/search/?index=entry&search=DSTYK
https://www.omim.org/entry/610805
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=EHHADH
https://www.omim.org/search/?index=entry&search=EHHADH
https://www.omim.org/entry/615605
https://www.omim.org/search/?index=entry&search=EMP2
https://www.omim.org/search/?index=entry&search=EMP2
https://www.omim.org/entry/615861
https://www.omim.org/search/?index=entry&search=ENPP1
https://www.omim.org/search/?index=entry&search=ENPP1
https://www.omim.org/entry/208000
https://www.omim.org/entry/613312
https://www.omim.org/search/?index=entry&search=EYA1
https://www.omim.org/search/?index=entry&search=EYA1
https://www.omim.org/entry/113650
https://www.omim.org/search/?index=entry&search=FAH
https://www.omim.org/search/?index=entry&search=FAH
https://www.omim.org/entry/276700
https://www.omim.org/search/?index=entry&search=FAM20A
https://www.omim.org/search/?index=entry&search=FAM20A
https://www.omim.org/entry/204690
https://www.omim.org/search/?index=entry&search=FAM58A
https://www.omim.org/search/?index=entry&search=FAM58A
https://www.omim.org/entry/300707

1/26/2022

(HGNC Transkript

Gen Gen
(HGNC

symbol) ID)
FAN1 29170
FGF20 3677
FGF23 3680
FLCN 27310
EN1 3778
FRAS1 19185
FREM1 23399
FREM2 25396
EXYD2 4026
GANAB 4138
GATA3 4172
GATM 4175
GLA 4296
GLI3 4319
GLIS2 29450

file:///data/Nyre_v02-web.html

NM_014967.4

NM_019851.3

NM_020638.2

NM_144997.7

NM_212482.1

NM_025074.6

NM_144966.5

NM_207361.6

NM_021603.3

NM_198335.4

NM_001002295.2

NM_001482.2

NM_000169.2

NM_000168.5

NM_032575.2

Ekson
affisert
av
segdup*

Nyresykdommer v02

Ekson** Fenotype

2-14

1-3

1-3

4-14

1-46

1-74

3-38

1-24

1-5

1-25

2-15

1-6

Interstitial nephritis, karyomegalic
OMIM

?Renal hypodysplasia/aplasia 2 OMIM

Hypophosphatemic rickets, autosomal
dominant OMIM

Birt-Hogg-Dube syndrome OMIM

Glomerulopathy with fibronectin
deposits 2 OMIM

Fraser syndrome 1 OMIM

Bifid nose with or without anorectal
and renal anomalies OMIM

Fraser syndrome 2 OMIM

Hypomagnesemia 2, renal OMIM

Polycystic kidney disease 3 OMIM

Hypoparathyroidism, sensorineural
deafness, and renal dysplasia OMIM

Cerebral creatine deficiency syndrome
3 OMIM

Fanconi renotubular syndrome 1
OMIM

Fabry disease OMIM

Pallister-Hall syndrome OMIM

Nephronophthisis 7 OMIM
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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=FGF20
https://www.omim.org/search/?index=entry&search=FGF20
https://www.omim.org/entry/615721
https://www.omim.org/search/?index=entry&search=FGF23
https://www.omim.org/search/?index=entry&search=FGF23
https://www.omim.org/entry/193100
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=FN1
https://www.omim.org/search/?index=entry&search=FN1
https://www.omim.org/entry/601894
https://www.omim.org/search/?index=entry&search=FRAS1
https://www.omim.org/search/?index=entry&search=FRAS1
https://www.omim.org/entry/219000
https://www.omim.org/search/?index=entry&search=FREM1
https://www.omim.org/search/?index=entry&search=FREM1
https://www.omim.org/entry/608980
https://www.omim.org/search/?index=entry&search=FREM2
https://www.omim.org/search/?index=entry&search=FREM2
https://www.omim.org/entry/617666
https://www.omim.org/search/?index=entry&search=FXYD2
https://www.omim.org/search/?index=entry&search=FXYD2
https://www.omim.org/entry/154020
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=GATA3
https://www.omim.org/search/?index=entry&search=GATA3
https://www.omim.org/entry/146255
https://www.omim.org/search/?index=entry&search=GATM
https://www.omim.org/search/?index=entry&search=GATM
https://www.omim.org/entry/612718
https://www.omim.org/entry/134600
https://www.omim.org/search/?index=entry&search=GLA
https://www.omim.org/search/?index=entry&search=GLA
https://www.omim.org/entry/301500
https://www.omim.org/search/?index=entry&search=GLI3
https://www.omim.org/search/?index=entry&search=GLI3
https://www.omim.org/entry/146510
https://www.omim.org/search/?index=entry&search=GLIS2
https://www.omim.org/search/?index=entry&search=GLIS2
https://www.omim.org/entry/611498

1/26/2022

Gen Gen .

(HGNC  (HGNC Transkript affisert

symbol) D) av
segdup*

GPC3 4451 NM_001164618.1

GREBIL 31042 NM_001142966.1

GRHPR 4570 NM_012203.2

GRIP1 18708 NM_021150.4

HAAO 4796 NM_012205.3

HNFIB 11630 NM_001165923.3

HNF4A 5024 NM_175914.4

HOGA1 25155 NM_001134670.1

HOXA13 5102 NM_000522.5

HPRT1 5157 NM_000194.2

HPSE2 18374 NM_021828.4

HSD11B2 5209 NM_000196.4

IFT122 13556 NM_ 0182623  13-18

IFT140 29077 NM_014714.3

IFT172 30391 NM_015662.3

IFT27 18626 NM_006860.4

file:///data/Nyre_v02-web.html

Ekson

Nyresykdommer v02

Ekson** Fenotype

1-8

3-33

1-9

1-24

1-10

1-9

1-10

1-3

1-2

1-9

1-12

1-5

1-29

3-31

1-48

1-7

Simpson-Golabi-Behmel syndrome,
type 1 OMIM

Renal hypodysplasia/aplasia 3 OMIM

Hyperoxaluria, primary, type Il OMIM

Fraser syndrome 3 OMIM

Vertebral, cardiac, renal, and limb
defects syndrome 1 OMIM

Renal cysts and diabetes syndrome
OMIM

Fanconi renotubular syndrome 4, with
maturity-onset diabetes of the young
OMIM

Hyperoxaluria, primary, type Il OMIM

?Guttmacher syndrome OMIM
Hand-foot-uterus syndrome OMIM

Hyperuricemia, HRPT-related OMIM
Lesch-Nyhan syndrome OMIM

Urofacial syndrome 1 OMIM

Apparent mineralocorticoid excess
OoMIM

Cranioectodermal dysplasia 1 OMIM

Short-rib thoracic dysplasia 9 with or
without polydactyly OMIM

Short-rib thoracic dysplasia 10 with or
without polydactyly OMIM

Bardet-Biedl syndrome 19 OMIM
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https://www.omim.org/search/?index=entry&search=GPC3
https://www.omim.org/search/?index=entry&search=GPC3
https://www.omim.org/entry/312870
https://www.omim.org/search/?index=entry&search=GREB1L
https://www.omim.org/search/?index=entry&search=GREB1L
https://www.omim.org/entry/617805
https://www.omim.org/search/?index=entry&search=GRHPR
https://www.omim.org/search/?index=entry&search=GRHPR
https://www.omim.org/entry/260000
https://www.omim.org/search/?index=entry&search=GRIP1
https://www.omim.org/search/?index=entry&search=GRIP1
https://www.omim.org/entry/617667
https://www.omim.org/search/?index=entry&search=HAAO
https://www.omim.org/search/?index=entry&search=HAAO
https://www.omim.org/entry/617660
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=HNF4A
https://www.omim.org/search/?index=entry&search=HNF4A
https://www.omim.org/entry/616026
https://www.omim.org/search/?index=entry&search=HOGA1
https://www.omim.org/search/?index=entry&search=HOGA1
https://www.omim.org/entry/613616
https://www.omim.org/search/?index=entry&search=HOXA13
https://www.omim.org/search/?index=entry&search=HOXA13
https://www.omim.org/entry/176305
https://www.omim.org/entry/140000
https://www.omim.org/search/?index=entry&search=HPRT1
https://www.omim.org/search/?index=entry&search=HPRT1
https://www.omim.org/entry/300323
https://www.omim.org/entry/300322
https://www.omim.org/search/?index=entry&search=HPSE2
https://www.omim.org/search/?index=entry&search=HPSE2
https://www.omim.org/entry/236730
https://www.omim.org/search/?index=entry&search=HSD11B2
https://www.omim.org/search/?index=entry&search=HSD11B2
https://www.omim.org/entry/218030
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

1/26/2022

Gen Gen .

(HGNC  (HGNC Transkript affisert

symbol) D) av
segdup*

IFT43 29669 NM_001102564.1

IFT80 29262 NM_020800.2

INF2 23791 NM_001031714.3

INPPSE 21474 NM_019892.5

INVS 17870 NM_014425.3

IQCB1 28949 NM_001023570.2

ITGA3 6139 NM_002204.4

ITGA8 6144 NM_003638.3

JAG1 6188 NM_000214.2

KAL1 6211 NM_0002162  10-14

KANK2 29300 NM_001136191.2

KCNJ1 6255 NM_153764.2

KLHL3 6354 NM_017415.2

KMT2D 7133 NM_003482.3

KYNU 6469 NM_003937.2

file:///data/Nyre_v02-web.html

Ekson

Nyresykdommer v02

Ekson** Fenotype

1-9

2-20

2-22

1-10

2-17

3-15

1-25

1-30

1-26

1-14

3-13

1-15

1-54

2-14

?Cranioectodermal dysplasia 3 OMIM

Short-rib thoracic dysplasia 2 with or
without polydactyly OMIM

Glomerulosclerosis, focal segmental, 5
OMIM

Joubert syndrome 1 OMIM

Nephronophthisis 2, infantile OMIM

Senior-Loken syndrome 5 OMIM

Interstitial lung disease, nephrotic
syndrome, and epidermolysis bullosa,
congenital OMIM

Renal hypodysplasia/aplasia 1 OMIM

Alagille syndrome 1 OMIM

Hypogonadotropic hypogonadism 1
with or without anosmia (Kallmann
syndrome 1) OMIM

Nephrotic syndrome, type 16 OMIM

Bartter syndrome, type 2 OMIM

Pseudohypoaldosteronism, type IID
OoMIM

Kabuki syndrome 1 OMIM

?Hydroxykynureninuria OMIM
Vertebral, cardiac, renal, and limb
defects syndrome 2 OMIM
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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=INF2
https://www.omim.org/search/?index=entry&search=INF2
https://www.omim.org/entry/613237
https://www.omim.org/search/?index=entry&search=INPP5E
https://www.omim.org/search/?index=entry&search=INPP5E
https://www.omim.org/entry/213300
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=ITGA3
https://www.omim.org/search/?index=entry&search=ITGA3
https://www.omim.org/entry/614748
https://www.omim.org/search/?index=entry&search=ITGA8
https://www.omim.org/search/?index=entry&search=ITGA8
https://www.omim.org/entry/191830
https://www.omim.org/search/?index=entry&search=JAG1
https://www.omim.org/search/?index=entry&search=JAG1
https://www.omim.org/entry/118450
https://www.omim.org/search/?index=entry&search=KAL1
https://www.omim.org/search/?index=entry&search=KAL1
https://oslo-universitetssykehus.no/avdelinger/klinikk-for-laboratoriemedisin/avdeling-for-medisinsk-genetikk/enhet-for-hts-diagnostikk/segmentale-duplikasjoner
https://www.omim.org/entry/308700
https://www.omim.org/search/?index=entry&search=KANK2
https://www.omim.org/search/?index=entry&search=KANK2
https://www.omim.org/entry/617783
https://www.omim.org/search/?index=entry&search=KCNJ1
https://www.omim.org/search/?index=entry&search=KCNJ1
https://www.omim.org/entry/241200
https://www.omim.org/search/?index=entry&search=KLHL3
https://www.omim.org/search/?index=entry&search=KLHL3
https://www.omim.org/entry/614495
https://www.omim.org/search/?index=entry&search=KMT2D
https://www.omim.org/search/?index=entry&search=KMT2D
https://www.omim.org/entry/147920
https://www.omim.org/search/?index=entry&search=KYNU
https://www.omim.org/search/?index=entry&search=KYNU
https://www.omim.org/entry/236800
https://www.omim.org/entry/617661

1/26/2022 Nyresykdommer v02

Gen Gen Ekson

. ffi
(HGNC (HGNC Transkript :v Isert Ekson** Fenotype
) ID

symbol) ) segdup*

LAGE3 26058 NM_006014.4 1-3 Galloway-Mowat syndrome 2, X-linked
OMIM

LAMB2 6487 NM_002292.3 1-32 Nephrotic syndrome, type 5, with or
without ocular abnormalities OMIM

LMX1B 6654 NM_001174146.1 1-8 Focal segmental glomerulosclerosis 10
OMIM
Nail-patella syndrome OMIM

LRIG2 20889 NM_014813.3 1-18 Urofacial syndrome 2 OMIM

LRP4 6696 NM_002334.3 1-38 Cenani-Lenz syndactyly syndrome
OMIM

LZTFL1 6741 NM_001276378.1 4-12 Bardet-Biedl syndrome 17 OMIM

MAGED2 16353 NM_177433.3 2-12 Bartter syndrome, type 5, antenatal,
transient OMIM

MAGI2 18957 NM_012301.3 1-22 Nephrotic syndrome, type 15 OMIM

MAPKBP1 29536 NM_014994.2 2-31 Nephronophthisis 20 OMIM

MEFV 6998 NM_000243.2 1-10 Familial Mediterranean fever, AD OMIM
Familial Mediterranean fever, AR OMIM

MKKS 7108 NM_170784.2 3-6 Bardet-Biedl syndrome 6 OMIM
McKusick-Kaufman syndrome OMIM

MKS1 7121 NM_001165927.1 1-18 Bardet-Biedl syndrome 13 OMIM
Joubert syndrome 28 OMIM
Meckel syndrome 1 OMIM

MOCOS 18234 NM_017947.4 1-15 Xanthinuria, type Il OMIM

MUCT 7508 NM_001204285.1 1-9 Tubulointerstitial kidney disease,
autosomal dominant, 2 OMIM

MYO1E 7599 NM_004998.3 1-28 Glomerulosclerosis, focal segmental, 6

file:///data/Nyre_v02-web.html

OMIM
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https://www.omim.org/search/?index=entry&search=LAGE3
https://www.omim.org/search/?index=entry&search=LAGE3
https://www.omim.org/entry/301006
https://www.omim.org/search/?index=entry&search=LAMB2
https://www.omim.org/search/?index=entry&search=LAMB2
https://www.omim.org/entry/614199
https://www.omim.org/search/?index=entry&search=LMX1B
https://www.omim.org/search/?index=entry&search=LMX1B
https://www.omim.org/entry/256020
https://www.omim.org/entry/161200
https://www.omim.org/search/?index=entry&search=LRIG2
https://www.omim.org/search/?index=entry&search=LRIG2
https://www.omim.org/entry/615112
https://www.omim.org/search/?index=entry&search=LRP4
https://www.omim.org/search/?index=entry&search=LRP4
https://www.omim.org/entry/212780
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=MAGED2
https://www.omim.org/search/?index=entry&search=MAGED2
https://www.omim.org/entry/300971
https://www.omim.org/search/?index=entry&search=MAGI2
https://www.omim.org/search/?index=entry&search=MAGI2
https://www.omim.org/entry/617609
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=MEFV
https://www.omim.org/search/?index=entry&search=MEFV
https://www.omim.org/entry/134610
https://www.omim.org/entry/249100
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=MOCOS
https://www.omim.org/search/?index=entry&search=MOCOS
https://www.omim.org/entry/603592
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=MYO1E
https://www.omim.org/search/?index=entry&search=MYO1E
https://www.omim.org/entry/614131

1/26/2022 Nyresykdommer v02

Ekson
Gen Gen affisert
(HGNC (HGNC Transkript av Ekson** Fenotype
) ID

symbol) ) segdup*

MYOCD 16067 NM_001146312.2 1-14 Megabladder, congenital OMIM

NADSYN1 29832 NM_018161.5 1-21 Vertebral, cardiac, renal, and limb
defects syndrome 3 OMIM

NEK1 7744 NM_001199398.1 3-35 Short-rib thoracic dysplasia 6 with or
without polydactyly OMIM

NEKS8 13387 NM_178170.3 1-15 ?Nephronophthisis 9 OMIM
Renal-hepatic-pancreatic dysplasia 2
OMIM

NIPBL 28862 NM_133433.4 2-47 Cornelia de Lange syndrome 1 OMIM

NOS1AP 16859 NM_014697.3 1-10 Nephrotic syndrome, type 22 OMIM

NOTCH2 7882 NM_024408.4 14 1-34 Alagille syndrome 2 OMIM
Hajdu-Cheney syndrome OMIM

NPHP1 7905 NM 207181.2 1-20 Joubert syndrome 4 OMIM

Nephronophthisis 1, juvenile OMIM
Senior-Loken syndrome-1 OMIM
NPHP3 7907 NM_153240.4 1-27 Meckel syndrome 7 OMIM
Nephronophthisis 3 OMIM
Renal-hepatic-pancreatic dysplasia 1

OMIM
NPHP4 19104 NM_015102.4 2-30 Nephronophthisis 4 OMIM
Senior-Loken syndrome 4 OMIM
NPHS1 7908 NM_004646.3 1-29 Nephrotic syndrome, type 1 OMIM
NPHS2 13394 NM_014625.4 1-8 Nephrotic syndrome, type 2 OMIM
NR3C1 7978 NM_001018075.1 2-9 Glucocorticoid resistance OMIM
NR3C2 7979 NM_001166104.1 2-8 Hypertension, early-onset, autosomal

dominant, with exacerbation in
pregnancy OMIM
Pseudohypoaldosteronism type |,
autosomal dominant OMIM
file:///data/Nyre_v02-web.html 12/19


https://www.omim.org/search/?index=entry&search=MYOCD
https://www.omim.org/search/?index=entry&search=MYOCD
https://www.omim.org/entry/618719
https://www.omim.org/search/?index=entry&search=NADSYN1
https://www.omim.org/search/?index=entry&search=NADSYN1
https://www.omim.org/entry/618845
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=NIPBL
https://www.omim.org/search/?index=entry&search=NIPBL
https://www.omim.org/entry/122470
https://www.omim.org/search/?index=entry&search=NOS1AP
https://www.omim.org/search/?index=entry&search=NOS1AP
https://www.omim.org/entry/619155
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=NPHS1
https://www.omim.org/search/?index=entry&search=NPHS1
https://www.omim.org/entry/256300
https://www.omim.org/search/?index=entry&search=NPHS2
https://www.omim.org/search/?index=entry&search=NPHS2
https://www.omim.org/entry/600995
https://www.omim.org/search/?index=entry&search=NR3C1
https://www.omim.org/search/?index=entry&search=NR3C1
https://www.omim.org/entry/615962
https://www.omim.org/search/?index=entry&search=NR3C2
https://www.omim.org/search/?index=entry&search=NR3C2
https://www.omim.org/entry/605115
https://www.omim.org/entry/177735

1/26/2022

(HGNC Transkript

Gen Gen
(HGNC

symbol) ID)
NUP107 29914
NUP133 18016
NUP160 18017
NUP205 18658
NUP85 8734
NUP93 28958
OCRL 8108
OFD1 2567
OSGEP 18028
PAX2 8616
PBX1 8632
PDE6D 8788
PDSS2 23041
PHEX 8918
PKD1 9008

file:///data/Nyre_v02-web.html

NM_020401.2

NM_018230.2

NM_015231.1

NM_015135.3

NM_024844.5

NM_014669.4

NM_000276.3

NM_003611.3

NM_017807.3

NM_003987.4

NM_002585.3

NM_002601.3

NM_020381.4

NM_000444.5

Ekson
affisert
av
segdup*

NM_001009944.2 1-3

Nyresykdommer v02

Ekson** Fenotype

1-28

1-26

1-36

1-43

1-19

2-22

1-24

1-23

1-11

1-11

1-9

1-5

1-22

1-46

Galloway-Mowat syndrome 7 OMIM
Nephrotic syndrome, type 11 OMIM

?Galloway-Mowat syndrome 8 OMIM
Nephrotic syndrome, type 18 OMIM

?Nephrotic syndrome, type 19 OMIM

?Nephrotic syndrome, type 13 OMIM

Nephrotic syndrome, type 17 OMIM

Nephrotic syndrome, type 12 OMIM

Dent disease 2 OMIM
Lowe syndrome OMIM

Joubert syndrome 10 OMIM
Orofaciodigital syndrome | OMIM

Galloway-Mowat syndrome 3 OMIM

Glomerulosclerosis, focal segmental, 7
OMIM

Papillorenal syndrome OMIM
Congenital anomalies of kidney and
urinary tract syndrome with or without
hearing loss, abnormal ears, or
developmental delay OMIM

Joubert syndrome 22 OMIM

Coenzyme Q10 deficiency, primary, 3
OMIM

Hypophosphatemic rickets, X-linked
dominant OMIM

Polycystic kidney disease 1 OMIM
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https://www.omim.org/search/?index=entry&search=NUP107
https://www.omim.org/search/?index=entry&search=NUP107
https://www.omim.org/entry/618348
https://www.omim.org/entry/616730
https://www.omim.org/search/?index=entry&search=NUP133
https://www.omim.org/search/?index=entry&search=NUP133
https://www.omim.org/entry/618349
https://www.omim.org/entry/618177
https://www.omim.org/search/?index=entry&search=NUP160
https://www.omim.org/search/?index=entry&search=NUP160
https://www.omim.org/entry/618178
https://www.omim.org/search/?index=entry&search=NUP205
https://www.omim.org/search/?index=entry&search=NUP205
https://www.omim.org/entry/616893
https://www.omim.org/search/?index=entry&search=NUP85
https://www.omim.org/search/?index=entry&search=NUP85
https://www.omim.org/entry/618176
https://www.omim.org/search/?index=entry&search=NUP93
https://www.omim.org/search/?index=entry&search=NUP93
https://www.omim.org/entry/616892
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/309000
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
https://www.omim.org/search/?index=entry&search=OSGEP
https://www.omim.org/search/?index=entry&search=OSGEP
https://www.omim.org/entry/617729
https://www.omim.org/search/?index=entry&search=PAX2
https://www.omim.org/search/?index=entry&search=PAX2
https://www.omim.org/entry/616002
https://www.omim.org/entry/120330
https://www.omim.org/search/?index=entry&search=PBX1
https://www.omim.org/search/?index=entry&search=PBX1
https://www.omim.org/entry/617641
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=PDSS2
https://www.omim.org/search/?index=entry&search=PDSS2
https://www.omim.org/entry/614652
https://www.omim.org/search/?index=entry&search=PHEX
https://www.omim.org/search/?index=entry&search=PHEX
https://www.omim.org/entry/307800
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

1/26/2022

Gen Gen

(HGNC (HGNC Transkript av
symbol) ID)

PKD2 9009 NM_000297.3
PKHD1 9016 NM_138694.4
PLCE1 17175 NM_016341.3
PMM2 9115 NM_000303.2
PRPS1 9462 NM_002764.4 7
PTPRO 9678 NM_030667.3

REN 995 NM_000537.4
ROBO2 10250 NM_001128929.3
ROR2 10257 NM_004560.3
RPGRIP1L 29168 NM _001127897.4
RRM2B 17296 NM_001172478.1
SALL1 10524 NM_002968.2 2-3
SCARB2 1665 NM_005506.3
SCNN1T1A 10599 NM_001159575.1

file:///data/Nyre_v02-web.html

Ekson
affisert

segdup*

Nyresykdommer v02

Ekson** Fenotype

1-15

2-67

2-32

1-8

1-26

1-10

1-25

1-9

2-25

1-12

1-13

Polycystic kidney disease 2 OMIM

Polycystic kidney disease 4, with or
without hepatic disease OMIM

Nephrotic syndrome, type 3 OMIM

Congenital disorder of glycosylation,
type la OMIM

Gout, PRPS-related OMIM

Nephrotic syndrome, type 6 OMIM

Renal tubular dysgenesis OMIM
Tubulointerstitial kidney disease,
autosomal dominant, 4 OMIM

Vesicoureteral reflux 2 OMIM

Robinow syndrome, autosomal
recessive OMIM

?COACH syndrome 3 OMIM
Joubert syndrome 7 OMIM
Meckel syndrome 5 OMIM

Mitochondrial DNA depletion
syndrome 8A (encephalomyopathic
type with renal tubulopathy) OMIM
Townes-Brocks branchiootorenal-like
syndrome OMIM

Townes-Brocks syndrome 1 OMIM
Epilepsy, progressive myoclonic 4, with
or without renal failure OMIM

Pseudohypoaldosteronism, type |
OoMIM
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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=PLCE1
https://www.omim.org/search/?index=entry&search=PLCE1
https://www.omim.org/entry/610725
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=PRPS1
https://www.omim.org/search/?index=entry&search=PRPS1
https://oslo-universitetssykehus.no/avdelinger/klinikk-for-laboratoriemedisin/avdeling-for-medisinsk-genetikk/enhet-for-hts-diagnostikk/segmentale-duplikasjoner
https://www.omim.org/entry/300661
https://www.omim.org/search/?index=entry&search=PTPRO
https://www.omim.org/search/?index=entry&search=PTPRO
https://www.omim.org/entry/614196
https://www.omim.org/search/?index=entry&search=REN
https://www.omim.org/search/?index=entry&search=REN
https://www.omim.org/entry/267430
https://www.omim.org/entry/613092
https://www.omim.org/search/?index=entry&search=ROBO2
https://www.omim.org/search/?index=entry&search=ROBO2
https://www.omim.org/entry/610878
https://www.omim.org/search/?index=entry&search=ROR2
https://www.omim.org/search/?index=entry&search=ROR2
https://www.omim.org/entry/268310
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=RRM2B
https://www.omim.org/search/?index=entry&search=RRM2B
https://www.omim.org/entry/612075
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=SCARB2
https://www.omim.org/search/?index=entry&search=SCARB2
https://www.omim.org/entry/254900
https://www.omim.org/search/?index=entry&search=SCNN1A
https://www.omim.org/search/?index=entry&search=SCNN1A
https://www.omim.org/entry/264350

1/26/2022

Gen Gen

(HGNC (HGNC Transkript
symbol) ID)

SCNN1B 10600 NM_000336.2
SCNN1G 10602 NM_001039.3
SDCCAG8 10671 NM_006642.5
SEC61A1 18276 NM_013336.3
SGPL1 10817 NM_003901.4
SIX5 10891 NM_175875.4
SLC12A1 10910 NM_001184832.2
SLC12A3 10912 NM_001126108.1
SLC22A12 17989 NM_144585.3
SLC26A1 10993 NM_134425.3
SLC2A2 11006 NM_001278659.2
SLC2A9 13446 NM_001001290.1
SLC34A1 11019 NM_003052.5
SLC34A3 20305 NM_001177317.1

file:///data/Nyre_v02-web.html

Ekson
affisert
av
segdup*

Nyresykdommer v02

Ekson** Fenotype

2-13

2-13

1-18

1-12

2-15

2-27

1-26

1-10

2-3

4-10

2-13

2-13

2-13

Liddle syndrome 1 OMIM
Pseudohypoaldosteronism, type |
OMIM

Liddle syndrome 2 OMIM
Pseudohypoaldosteronism, type |
OMIM

Bardet-Biedl syndrome 16 OMIM
Senior-Loken syndrome 7 OMIM

Tubulointerstitial kidney disease,
autosomal dominant, 5 OMIM
Nephrotic syndrome, type 14 OMIM
Branchiootorenal syndrome 2 OMIM
Bartter syndrome, type 1 OMIM

Gitelman syndrome OMIM

Hypouricemia, renal OMIM

?Nephrolithiasis, calcium oxalate OMIM

Fanconi-Bickel syndrome OMIM

Hypouricemia, renal, 2 OMIM

?Fanconi renotubular syndrome 2
OMIM

Hypercalcemia, infantile, 2 OMIM
Nephrolithiasis/osteoporosis,
hypophosphatemic, 1 OMIM
Hypophosphatemic rickets with
hypercalciuria OMIM
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https://www.omim.org/search/?index=entry&search=SCNN1B
https://www.omim.org/search/?index=entry&search=SCNN1B
https://www.omim.org/entry/177200
https://www.omim.org/entry/264350
https://www.omim.org/search/?index=entry&search=SCNN1G
https://www.omim.org/search/?index=entry&search=SCNN1G
https://www.omim.org/entry/618114
https://www.omim.org/entry/264350
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=SGPL1
https://www.omim.org/search/?index=entry&search=SGPL1
https://www.omim.org/entry/617575
https://www.omim.org/search/?index=entry&search=SIX5
https://www.omim.org/search/?index=entry&search=SIX5
https://www.omim.org/entry/610896
https://www.omim.org/search/?index=entry&search=SLC12A1
https://www.omim.org/search/?index=entry&search=SLC12A1
https://www.omim.org/entry/601678
https://www.omim.org/search/?index=entry&search=SLC12A3
https://www.omim.org/search/?index=entry&search=SLC12A3
https://www.omim.org/entry/263800
https://www.omim.org/search/?index=entry&search=SLC22A12
https://www.omim.org/search/?index=entry&search=SLC22A12
https://www.omim.org/entry/220150
https://www.omim.org/search/?index=entry&search=SLC26A1
https://www.omim.org/search/?index=entry&search=SLC26A1
https://www.omim.org/entry/167030
https://www.omim.org/search/?index=entry&search=SLC2A2
https://www.omim.org/search/?index=entry&search=SLC2A2
https://www.omim.org/entry/227810
https://www.omim.org/search/?index=entry&search=SLC2A9
https://www.omim.org/search/?index=entry&search=SLC2A9
https://www.omim.org/entry/612076
https://www.omim.org/search/?index=entry&search=SLC34A1
https://www.omim.org/search/?index=entry&search=SLC34A1
https://www.omim.org/entry/613388
https://www.omim.org/entry/616963
https://www.omim.org/entry/612286
https://www.omim.org/search/?index=entry&search=SLC34A3
https://www.omim.org/search/?index=entry&search=SLC34A3
https://www.omim.org/entry/241530

1/26/2022

Gen

Gen

(HGNC Transkript

(HGNC

symbol) ID)
SLC36A2 18762
SLC3A1 11025
SLC4A1 11027
SLC4A4 11030
SLCS5A2 11037
SLC6A19 27960
SLC6A20 30927
SLC7A9 11067
SLC9A3R1 11075
SMARCAL1 11102
SOX17 18122
STRA6 30650
TBC1D8B 24715
IBX18 11595
TCTN2 25774
TFAP2A 11742

file:///data/Nyre_v02-web.html

NM_181776.2

NM_000341.4

NM_000342.4

NM_001134742.1

NM_003041.3

NM_001003841.2

NM_020208.4

NM_014270.5

NM_004252.5

NM_014140.3

NM_022454.4

NM_001199040.1

NM_017752.2

NM_001080508.3

NM_024809.4

NM_001042425.1

segdup*

Nyresykdommer v02

Ekson** Fenotype

1-10

1-10

2-20

2-25

1-14

1-12

1-11

2-13

1-6

3-18

1-2

1-19

1-21

1-18

1-7

Hyperglycinuria OMIM

Cystinuria OMIM

Distal renal tubular acidosis 1 OMIM
Distal renal tubular acidosis 4 with
hemolytic anemia OMIM

Renal tubular acidosis, proximal, with
ocular abnormalities OMIM

Renal glucosuria OMIM
Hyperglycinuria OMIM
Hyperglycinuria OMIM

Cystinuria OMIM
Nephrolithiasis/osteoporosis,

hypophosphatemic, 2 OMIM

Schimke immunoosseous dysplasia
OMIM

Vesicoureteral reflux 3 OMIM
Microphthalmia, syndromic 9 OMIM
Nephrotic syndrome, type 20 OMIM
Congenital anomalies of kidney and
urinary tract 2 OMIM

?Meckel syndrome 8 OMIM

Branchiooculofacial syndrome OMIM
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https://www.omim.org/search/?index=entry&search=SLC36A2
https://www.omim.org/search/?index=entry&search=SLC36A2
https://www.omim.org/entry/138500
https://www.omim.org/search/?index=entry&search=SLC3A1
https://www.omim.org/search/?index=entry&search=SLC3A1
https://www.omim.org/entry/220100
https://www.omim.org/search/?index=entry&search=SLC4A1
https://www.omim.org/search/?index=entry&search=SLC4A1
https://www.omim.org/entry/179800
https://www.omim.org/entry/611590
https://www.omim.org/search/?index=entry&search=SLC4A4
https://www.omim.org/search/?index=entry&search=SLC4A4
https://www.omim.org/entry/604278
https://www.omim.org/search/?index=entry&search=SLC5A2
https://www.omim.org/search/?index=entry&search=SLC5A2
https://www.omim.org/entry/233100
https://www.omim.org/search/?index=entry&search=SLC6A19
https://www.omim.org/search/?index=entry&search=SLC6A19
https://www.omim.org/entry/138500
https://www.omim.org/search/?index=entry&search=SLC6A20
https://www.omim.org/search/?index=entry&search=SLC6A20
https://www.omim.org/entry/138500
https://www.omim.org/search/?index=entry&search=SLC7A9
https://www.omim.org/search/?index=entry&search=SLC7A9
https://www.omim.org/entry/220100
https://www.omim.org/search/?index=entry&search=SLC9A3R1
https://www.omim.org/search/?index=entry&search=SLC9A3R1
https://www.omim.org/entry/612287
https://www.omim.org/search/?index=entry&search=SMARCAL1
https://www.omim.org/search/?index=entry&search=SMARCAL1
https://www.omim.org/entry/242900
https://www.omim.org/search/?index=entry&search=SOX17
https://www.omim.org/search/?index=entry&search=SOX17
https://www.omim.org/entry/613674
https://www.omim.org/search/?index=entry&search=STRA6
https://www.omim.org/search/?index=entry&search=STRA6
https://www.omim.org/entry/601186
https://www.omim.org/search/?index=entry&search=TBC1D8B
https://www.omim.org/search/?index=entry&search=TBC1D8B
https://www.omim.org/entry/301028
https://www.omim.org/search/?index=entry&search=TBX18
https://www.omim.org/search/?index=entry&search=TBX18
https://www.omim.org/entry/143400
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=TFAP2A
https://www.omim.org/search/?index=entry&search=TFAP2A
https://www.omim.org/entry/113620

1/26/2022 Nyresykdommer v02

Ekson
Gen Gen affisert
(HGNC (HGNC Transkript av Ekson** Fenotype
) ID
symbol) ) segdup*
THBD 11784 NM_000361.3 1 {Hemolytic uremic syndrome, atypical,
susceptibility to, 6} 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
TMEM237 14432 NM_001044385.2 1-12 Joubert syndrome 14 OMIM
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
TNXB 11976 NM_019105.6 17-18,20- 2-44 Vesicoureteral reflux 8 OMIM
21,23-24,
27-28, 32-
44
TP53RK 16197 NM_033550.4 1-2 Galloway-Mowat syndrome 4 OMIM
TPRKB 24259 NM_016058.2 2-5 Galloway-Mowat syndrome 5 OMIM
TRAE3IP1 17861 NM_015650.4 1-17 Senior-Loken syndrome 9 OMIM
TRIM32 16380 NM_012210.3 2 ?Bardet-Biedl syndrome 11 OMIM
TRPC6 12338 NM_004621.5 1-13 Glomerulosclerosis, focal segmental, 2
OMIM
TSC1 12362 NM_001162426.2 3-23 Tuberous sclerosis-1 OMIM
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https://www.omim.org/search/?index=entry&search=THBD
https://www.omim.org/search/?index=entry&search=THBD
https://www.omim.org/entry/612926
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
https://www.omim.org/search/?index=entry&search=TMEM67
https://www.omim.org/search/?index=entry&search=TMEM67
https://www.omim.org/entry/216360
https://www.omim.org/entry/610688
https://www.omim.org/entry/607361
https://www.omim.org/entry/613550
https://www.omim.org/entry/615991
https://www.omim.org/search/?index=entry&search=TNXB
https://www.omim.org/search/?index=entry&search=TNXB
https://oslo-universitetssykehus.no/avdelinger/klinikk-for-laboratoriemedisin/avdeling-for-medisinsk-genetikk/enhet-for-hts-diagnostikk/segmentale-duplikasjoner
https://www.omim.org/entry/615963
https://www.omim.org/search/?index=entry&search=TP53RK
https://www.omim.org/search/?index=entry&search=TP53RK
https://www.omim.org/entry/617730
https://www.omim.org/search/?index=entry&search=TPRKB
https://www.omim.org/search/?index=entry&search=TPRKB
https://www.omim.org/entry/617731
https://www.omim.org/search/?index=entry&search=TRAF3IP1
https://www.omim.org/search/?index=entry&search=TRAF3IP1
https://www.omim.org/entry/616629
https://www.omim.org/search/?index=entry&search=TRIM32
https://www.omim.org/search/?index=entry&search=TRIM32
https://www.omim.org/entry/615988
https://www.omim.org/search/?index=entry&search=TRPC6
https://www.omim.org/search/?index=entry&search=TRPC6
https://www.omim.org/entry/603965
https://www.omim.org/search/?index=entry&search=TSC1
https://www.omim.org/search/?index=entry&search=TSC1
https://www.omim.org/entry/191100

1/26/2022

(HGNC Transkript

Gen Gen
(HGNC

symbol) ID)
1SC2 12363
1TC21B 25660
UMOD 12559
VHL 12687
VPS33B 12712
WDR19 18340
WDR34 28296
WDR35 29250
WDR4 12756
WDR60 21862
WDR73 25928
WNK1 14540
WNK4 14544
WNT4 12783
WNT5A 12784

file:///data/Nyre_v02-web.html

NM_000548.4

NM_024753.4

NM_003361.3

NM_000551.3

NM_018668.4

NM_025132.3

NM_052844.3

NM_001006657.1

NM_033661.4

NM_018051.4

NM_032856.3

NM_014823.3

NM_032387.4

NM_030761.4

NM_003392.4

Ekson
affisert
av
segdup*

Nyresykdommer v02

Ekson** Fenotype

2-42 Tuberous sclerosis-2 OMIM

1-29 Nephronophthisis 12 OMIM

2-11 Tubulointerstitial kidney disease,
autosomal dominant, 1 OMIM

1-3 von Hippel-Lindau syndrome OMIM

1-23 Arthrogryposis, renal dysfunction, and
cholestasis 1 OMIM

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

1-9 Short-rib thoracic dysplasia 11 with or
without polydactyly OMIM

1-28 Cranioectodermal dysplasia 2 OMIM
Short-rib thoracic dysplasia 7 with or
without polydactyly OMIM

1-11 Galloway-Mowat syndrome 6 OMIM
1-25 Short-rib thoracic dysplasia 8 with or
without polydactyly OMIM

1-8 Galloway-Mowat syndrome 1 OMIM

1-26 Pseudohypoaldosteronism, type IIC

OMIM

1-19 Pseudohypoaldosteronism, type IIB
OMIM

1-5 ?SERKAL syndrome OMIM

1-5 Robinow syndrome, autosomal

dominant 1 OMIM
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https://www.omim.org/search/?index=entry&search=TSC2
https://www.omim.org/search/?index=entry&search=TSC2
https://www.omim.org/entry/613254
https://www.omim.org/search/?index=entry&search=TTC21B
https://www.omim.org/search/?index=entry&search=TTC21B
https://www.omim.org/entry/613820
https://www.omim.org/search/?index=entry&search=UMOD
https://www.omim.org/search/?index=entry&search=UMOD
https://www.omim.org/entry/162000
https://www.omim.org/search/?index=entry&search=VHL
https://www.omim.org/search/?index=entry&search=VHL
https://www.omim.org/entry/193300
https://www.omim.org/search/?index=entry&search=VPS33B
https://www.omim.org/search/?index=entry&search=VPS33B
https://www.omim.org/entry/208085
https://www.omim.org/search/?index=entry&search=WDR19
https://www.omim.org/search/?index=entry&search=WDR19
https://www.omim.org/entry/614378
https://www.omim.org/entry/614376
https://www.omim.org/entry/614377
https://www.omim.org/entry/616307
https://www.omim.org/search/?index=entry&search=WDR34
https://www.omim.org/search/?index=entry&search=WDR34
https://www.omim.org/entry/615633
https://www.omim.org/search/?index=entry&search=WDR35
https://www.omim.org/search/?index=entry&search=WDR35
https://www.omim.org/entry/613610
https://www.omim.org/entry/614091
https://www.omim.org/search/?index=entry&search=WDR4
https://www.omim.org/search/?index=entry&search=WDR4
https://www.omim.org/entry/618347
https://www.omim.org/search/?index=entry&search=WDR60
https://www.omim.org/search/?index=entry&search=WDR60
https://www.omim.org/entry/615503
https://www.omim.org/search/?index=entry&search=WDR73
https://www.omim.org/search/?index=entry&search=WDR73
https://www.omim.org/entry/251300
https://www.omim.org/search/?index=entry&search=WNK1
https://www.omim.org/search/?index=entry&search=WNK1
https://www.omim.org/entry/614492
https://www.omim.org/search/?index=entry&search=WNK4
https://www.omim.org/search/?index=entry&search=WNK4
https://www.omim.org/entry/614491
https://www.omim.org/search/?index=entry&search=WNT4
https://www.omim.org/search/?index=entry&search=WNT4
https://www.omim.org/entry/611812
https://www.omim.org/search/?index=entry&search=WNT5A
https://www.omim.org/search/?index=entry&search=WNT5A
https://www.omim.org/entry/180700

1/26/2022

Gen Gen

(HGNC (HGNC Transkript
symbol) ID)

WT1 12796 NM_024426.5
XDH 12805 NM_000379.4
XPNPEP3 28052 NM_022098.3
ZIC3 12874 NM_003413.4
ZMPSTE24 12877 NM_005857.4

ZNF423 16762

file:///data/Nyre_v02-web.html

NM_001271620.1

Ekson
affisert
av
segdup*

Nyresykdommer v02

Ekson** Fenotype

1-10

1-36

1-10

1-3

1-10

3-8

Nephrotic syndrome, type 4 OMIM

Xanthinuria, type | OMIM

Nephronophthisis-like nephropathy 1
OMIM

VACTERL association, X-linked OMIM

Mandibuloacral dysplasia with type B
lipodystrophy OMIM

Joubert syndrome 19 OMIM
Nephronophthisis 14 OMIM
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https://www.omim.org/search/?index=entry&search=WT1
https://www.omim.org/search/?index=entry&search=WT1
https://www.omim.org/entry/256370
https://www.omim.org/search/?index=entry&search=XDH
https://www.omim.org/search/?index=entry&search=XDH
https://www.omim.org/entry/278300
https://www.omim.org/search/?index=entry&search=XPNPEP3
https://www.omim.org/search/?index=entry&search=XPNPEP3
https://www.omim.org/entry/613159
https://www.omim.org/search/?index=entry&search=ZIC3
https://www.omim.org/search/?index=entry&search=ZIC3
https://www.omim.org/entry/314390
https://www.omim.org/search/?index=entry&search=ZMPSTE24
https://www.omim.org/search/?index=entry&search=ZMPSTE24
https://www.omim.org/entry/608612
https://www.omim.org/search/?index=entry&search=ZNF423
https://www.omim.org/search/?index=entry&search=ZNF423
https://www.omim.org/entry/614844
https://www.omim.org/entry/614844

