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Patient Details

Name . MADHURI BHASKAR SexIAge : “ FEMALE / 32 Years CaselD : 21107401264
Ref By 1 Dr.Deepti Saxena Dis.loc. : . PT.ID : 2022903396
Test :  ORION (WES-Whole Exome Bill.Loc. : SGPGI HOSPITAL, LUCKNOW PT. Loc.

Name Sequencing)

Sample Details

Registration Date &: 2022-11-15 Sample Type : Whole Blood EDTA Ph # Re
Time 16:19:33
Sample Date & Time: 2022-1-15 RefID 1. : Acc.Remarks:
: 16:19:00
Report Date & Time : 2022-11-30 Ref ID 2 > " PT.loc.
~ 10:34:51 AM

Clinical History

Conscnguinity: Absent

Clinical symptoms: features of weakness and episodes of syncopal attacks 3-4 times within a period of 4 months 1 year back. Hfo
difficulty in night vision with no history of chest pain or diabetes or hypertension.

Investigations done:

Serum triglycerides- 786 mg/dl, serum cholesterol- 144 mg/dl, HDL- 36 mg/dI, LDL- 58.7 mg/dI, VLDL- 157.2 mg/dl, RBS- 97mg/dI
and hbalc- 5.6 %

Family history: Proband’s mother passed away at 46years of age due to myocardial infarction

Clinical suspicion: Familial hypertriglyceridemia.

Test Results and Ihterpretati_on ;

HETEROZYGOUS VARIANT OF UNCERTAIN SIGNIFICANCE (VUS) DETECTED: CLINICAL CORRELATION RECOMMENDED

Summary of Variants

Gene and : Exon/intron: Variant

Transcript. Number - Nomenclature Zygosity Classification Disease Ll Inheritance
c.853CT Hypertriglyceride
© APOAS Uncertain P glycend Autosomal
- (NM_0013719041) Exon 3 p.Leu285Phe Heterozygous ianifi mia, susteptibility Soitinai
i - [Depth-56X] significanc to}
Variant Details
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