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Gene-Phenotype Relationships

Phenotype Phenotype
Location Phenotype MIM number Inheritance mapping key
15q12-q13 [Skin/hair/eyve pigmentation 1, blond/brown hair] 227220 AR 3
[Skin/hair/eve pigmentation 1, blue/nonblue eves] 227220 AR 3
Albinism, brown oculocutaneous 203200 AR 3
Albinism, oculocutaneous, type II 203200 AR 3

location R RIFXE R AL EBAEFHAIE; phenotype K FREFAEXHIFREL, phenotype
MIM number R FRFREH MIM 455, inheritance KRR E, 2IEZEFMREELE, 40 AR
EIEELEARENEE AD ZELEABMEZ, SMuBIERMRRE, RiIrRTHREH
SHESHUIMAERERRMEMAEE X, phenotype mapping key RFRFIMES X, 3 RFE
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Search results
Items: 5

[ rs1800414 [Homo sapiens]
1.

Variant type: SHY
Alleles T=AC [Hide Flanks]

ARGATGAATGCCAGGGAC ARACGAATTGAGGAAAAAC ATGAAGAT ARC Ak
ATCCCAACACTGTCAGGCAT TTGGOGAGCAGAATCCCGTCAGATATCCTA
[1/0ic]

GUTGTAAGAGAGAAACC AT ASCTCATTTACTCTGLACAMCCTTCTGACTC
CTGCAGCGTGTCAT AACCTACGC AACT GGARTCACGACAGAT TTCACGAG

Chromosome 15:27951891 (GRCh38)
15:28197037 (GRCh37)
Canonical SPDI NC_000015.10:27951890:T:A,NC_000015.10:27951890.T.C
Gene: OCA2 (Varview)
Functional Consequence: missense_variant,genic_downstream_transcript_variant,coding_sequence_variant
Clinical significance: benign
Validated by frequency, by alfa by cluster
MAF C=0.003892/500 {ALFA)

C=0.00027/1 (TWINSUK)
C=0.000446/2 {Estonian)
mare
HGVS: NC_000015.10:9.27951891T=A, NC_000015.10:9.27951881T=C,
NC_000015.9:0.28197037T=A, NC_000015.9:9.28197037T=C,
NG_009846 1°g 152422A>T, NG_009846 1:9 152422A>G, NM_000275 3:c 1844A>T,
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...more
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