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An Overgrowth Disorder Associated with Excessive Production of cGMP due to a
im 3L RR%4 | Gain-of-Function Mutation of the Natriuretic Peptide Receptor 2 Gene
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[{B BI(Purpose)]

[iZC®IZ] CNP(CEINaF R F F)-NPR2 (NaFl|[R X7 F FZFE2) 3 7 L RISHNBEBE R
WEETHS, BLXIICNP-NPRZERCEEIZLVEFEFELEERZERL, AV 7T LB
BOBBIZOWTRE Lie DESI] 12mER. & +2.75D, FHEIE< bR THEBUOBEALE 3
BThoT, BREZRD. BHEEEIRETHo =, B8, BFEARIZLREDEERR
ZRD, BRICAER X CERTEEEIT 258D [BR] (NP NPRRRDOBEEFRERE, RIEL
B RO, Tev U ADERKRVZORRBM O

(772 b G AR (Methods/Results)) ‘

NPPC, NPR2, NPRIBI=F % direct sequenceiElc X W #EHT LARB L UMEE., B F1L8IZNPR2
catalytic domain®R—ELICT I/ BEBREH D RER (p. Val883Met) 2 FE Uiz, BRNPR2
G F ZHEK293AMIRE |2 BRI S BLE CNPIZ R B cOMP RS B BT L b = 5, 2 BB 55k 36 3
FO CTIICNPERMNEHITB UV T OMPIRE X LR LU, FIZONPERINIC X ¥ cOMPIE BS i3 I8 R R R ADIT B
RS REREBEHRI Y ERE U, BRI EENPRIBEFERE T 3Tev Y AR{ER LK
LZA BAERS U RICHBELUTERESZE L, RECGPPERED LA LR

(# #5(Conclusion)) <
NPRARIE F OREE AL R £ A EHRORR AR CHHTRE L, BREICHH 5
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[iZ Coic] ONP(CENaFUR 2T F)-NPR2 (NaFl B 7 F W gElh2) & FARENEEEFLCEECH D, e
JZCNP-NPRZRZRDERFI LV RAREZELEERERBR L, AT/ FA e BFABOBEIISOTRET L EM] 1258
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direct sequenceiBE(Z L VAT LA X TUEHE., B FHAFICNPR2 catalytic domain®@[E—Etic 7 I / BeER &4
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OEREMFTCADTRELE, BRERIKBITANP-NPR2Y 7 FARIEE FPRUYALBWCEETHA I L 25
BLk, SEHEMEESCHERSR EcOMPEABEFICERTHERBDOTH, B4 —4y bR VEDAEEENE
Zbis,
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