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Bernardinelli-Seip congenital lipodystrophy type 2
EES protein homolog, Bscl2, Gng3lg, MNCb-2630, HMNS5, Yigh: A, /MR, KE
MGC4694, SPG17, Spastic paraplegia 17
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This gene encodes the multi-pass transmembrane protein protein seipin. This protein localizes fEfERM: BKEIZHRE 20°CTigF—5, Bk SRR
to the endoplasmic reticulum and may be important for lipid droplet morphology. Mutations in fETFEMK: & 0.15% ProClin300 BAfE5I, 100 ug/mL &1
this gene have been associated with congenital generalized lipodystrophy type 2 or EAREM 50%H MAVEA T MR,
Berardinelli-Seip syndrome, a rare autosomal recessive disease characterized by a near
absence of adipose tissue and severe insulin resistance. Alternatively spliced transcript
variants encoding different isoforms have been found for this gene.
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