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Zygosity Homozygous (REIESK) . Heterozygous (ANFOHEE{AR) . Hemizygous (NIIEEHR) ZRUET,

Transcript: HGVSc, HGVSp
HGVSc : coding nucleotideZ15UL. 3% =9 dnucleotideD&HES L ZRLET,
HGVSp : proteinZzigL. %9 dcodonDES LV /HEZ{tE R~UET,

HGVS
Description

[Clinvar®Germline ClassificationlCS2#ENTVWSERNVF7 > MDD FH]

B Bz
Pathogenic - OVAUNZ
Likely Pathogenic RSB ENNSTAIUNZN
Uncertain significance R DEENKREED/ U7~
Likely Benign ISLETORIEE R ISTAVIUNZN
Benign EH0/U7>~
Pathogenic, low penetrance EZEZRORY/ U7 >
Likely pathogenic, low penetrance RESERORIIDBIFEENF L7~
Established risk allele RIBZRNIERB ARV, IRBFEREUZAINFEIIL TV U7
Likely risk allele RIBRNIER ARV, IRBFEREUZAIDEIEE N 3D/ U7 >
Uncertain risk allele RIBRNIER(ARL TREFAEVRINKIETE R/ U7 >~
Drug response FEYOEERET /U7~
Conflicting classifications of pathogenicity [Classification®I>t>HANESNTLRLIUT >~
not provided XakBIROEER(EHB M., ClassificationhVEERSN TLRWT> K~




