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Molecular Genetics \

Institute of Medical Genetics & Genomics
Phone: 91-11-42251992; 42251993

Email: dnasgrh@gmail.com, sgrhgenetic@yahop.in

2023-December Molecular Lab No: 23H790

Hosp Reg No: 3292159 Data Type: Faslq files NGS Lab ID: 23_215
Request Received: 09-12-2023 Reporting Date: 16-03-2024
NGS data ID: 23H790-Abbas [CDFD] Genelics Referenc: G23-5820

Referred by: Dr. Ratna Dua Puri (SGRH, New Delhi)

Name: Abbas Hussain DOB: 08-04-2023 Gender: Male

Clinical Indication: Abbas Hussain, 8 months old baby presented with the chief clinical complaints of failure t©©
gain height and weight with normal development. On examination, mild frontal bossing, right fifth finger
clinidactyly, smooth philtrum and thin upper lip were noted. No cafe-au-lait spots or l;m.tg asymmeitry.

Clinical Impression: ? 3M Syndrome, Mulibrey nanism. M)

w4

Consanguinity: No. Clinical history: Nof:j,\}\
Test Requested: Exome data analysis. Data received from (;D%B [23H790-Abbas]
N\ ’,"/:
. {\”\:\w
Results: No clinically significant “Pathogénie” or “Likely pathogenic” single nucleotide
variants/Indels identified maiching with the described phenotype.
\J
Variant Details: > O
iGene Variant Location %y:g{ns]ty Disease Disease Variant Classification
PNY; : Inheritance (ACMG)
OBSL1:c.4043 G>A Exon 12,,\\ Heterozygous |3-M syndrome 2 Autosomal Variant ol uncertain
[NM_015311.3] p.Arg13{BFﬁ5 Recessive significance
Nun-s?ﬂéfﬁrmous

o\ Variant

No Second sequencing vaﬁ’irm identified in OBSL1 gene.
b | \

Other genes [CU L?,CCIﬁIE-] associated with 3-M syndrome were also screened for sequence level variants (SNV/Indels).

Recommendations: 4 Please correlate the results with other laboratory and clinical findings.

# Genetic Counselling is strongly recommended to explain and discuss the results.
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Sir Ganga Ram Hospital Marg, Rajinder Nagar, New Delhi-110060, INDIA
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Kalawati Saran Children's Hospital
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Bangla Sahib Marg, New Delhi-110001

{4 / Tel. No. : 23344160, 23344162-65
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Please note:

*  Although all precautions are taken during Molecular Genetic testing the currently available data indicate that }.
the technical error rate for all types of Molecular DNA analysis is approximately 2%. : a
Itis important that all clinicians or persons requesting Molecular Genetic diagnostic tests are aware of these .
data before acting upon these results,
*  The results assume that all patient information provided is correct.
——
Analysed by Reviewed By: Authorised by
el Aattane Liss O I
Samarth Kulshrestha Dr. Pallavi Sinha \(?ﬁjkalna D Puri
Bioinformatics Analyst DrNB Fellow * Sr. Consultant, Chairperson
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Appendix: ACMG Classification, Methodology 2.\
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Sri Sathya Sai Sanjeevani International Centre For Child Heart Ca
Bhagola, NH-2, Delhi-Mathura Road, Palwal Dst ,Haryana-1.
Telephone : +918010119000
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ormal Coronaries

Lefi arch, No PDA/CoA
Normal Ventricular function
Severe PAH

Eina) Diagnosis: - L Rilatera
Large Subaortic VSD with inlet extension BD shunt, Additional tiny apical VSD(2 shunts) BD shunt, Bilatera
SVC,Severe PAH

Child Hear sion:
= 5W To meet surgical team. Follow up with local pediatrician for routine care, Family counselled

Prescription Notes:

Syp Furoped 0.5mIBD (¢ >—O .
Tab Aldactone 6.25mg BD o—0
Tonoferon drop 5 drop BD s
Vitamin D3 drop 1ml OD o

Advice:

IE Prophylaxis

Avoid dehydration
Vaccination as per schedule

Category:
1A

Dr. Paramvir Singh Dr. Adhi Arya Dr. Anuj Sharma
Senior Consultant Consultant Consultant
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NANHI MUSKAN FOUNDATION
WE CARE LIKE A MOTHER
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REG. NO : 412057 | CIN NO.: U8B100DL2023NPL412057 | PAN NO. : AAICN7859H
Address: 11 G/F VILLAGE-KHANPUR SOUTH DELHI NEW DELHI-110062
MOBILE : +91 8810220564 | E-MAIL : NANHIMUSKANFOUNDATION@GMAIL.COM




