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ALL INDIA INSTITUTE OF MEDICAL SCIENCES, NEW DELHI -110029

RS TR

(DEPT. OF EMERGENCY MEDICINE) UHID No:104049259
m’vfm‘i(Emergency No): 2018/030/0113798 f&HT DATE: 06/10/2018 AT TIME: 09:37:17 AM
NON-MLC
#ATH NAME: BABY RISHI KUMAR HIT AGE : 1 years 3 months X /SEX : F
S/O @ SUSHIL KUMAR
9dar ADDRESS: Heplel §EAT HNO: VILL PINAPRA FATEHYABAD T/ ﬁE'FFITSTRF,F'I‘-\-I{')I I: DISTT AGRA
MEI@S CITY/BLOCK: T PIN:
ST STATE: UTTAR PRADESH SIHATY H. PHONE NO:
ATETSe MOBILE NO: 7063924814 T Location: Pacdiatrics Emergency
4T BROUGHT BY: Relative : FATHER Criticality: Red / Yellow / Green
Triage: iv !
tege Bospomsvel gep /min BP mmHg RR /min sp02 %

Unresponsive
Shifted to Paeds/ Main/ New Emergency

Presenting Complaints

Primary Assessment (ABCDE) : Assessment Pentagon

| Airway Circulation Disability
‘ Open & stable : Yes/No HR........./min GCSin
. If No........
J' CEF secs. Pupil size........../min
Breathing: RR ........ /min - i
Efforts: Normal/Poor/increased BP........mmHg Pupillary Reactions.............
| Auscultation:
! Air entry: Peripheral pulse: Poor/Good Motor activity:
Normal/poor/Differential ®Normal & Symmetrical/Asymetrical/
Central pulse:Poor/Good & Posturing/Flacidity/Seizure
8 Added sounds:
‘ None/Stridor/Wheeze/Crackles Skin temp: Warm/cool Blood Sugar............mg/dl
Exposure:
| SpOZ2 on Room air......... Others =11
: Colour:Normal/pallor/cyanosis
‘ mottled
Any other skin lesions............

Diagnosis




All India Institute of Medical Sciences

Genetics Unit, Department of Pediatrics, Ansari Nagar, New Delhi - 110029
Tel: 011-26594585, 26593558 Fax: 011-26588663, 26588411

SPINAL MUSCULAR ATROPHY GENETIC ANALYSIS REPORT

Name: Rishi Kumar
Age: 17 months
Sex: Male

Referred by:

Lab No.: SMA-2283

Date of sample collection: 12-10-18
Type of sample: EDTA blood
Quality of sample: Adequate

Reason for referral: Molecular analysis for SMA

Results:

Name | Typeof
Sample

Test Performed

 Result

! Rishi Kumar Blood
[z = ToETen vl

PCR/RFLP for exon 7 of SMN gene

L

Deletion identified in exon 7
of SMN gene

Interpretation: A homozygous deletion in exon 7 of SMN gene was identified. This confirms the

dizanosis of SMA in Rishi Kumar.

Comments: In the DNA sample exiracted from blood, Exon 7 of SMN gene was amplified by PCR &

" RFLP was carried out using Dral restriction enzyme.

Notes: Because of their complexity and their potential implications for other family members, all genelic tests should

be accompanied by genelic counseliing. Although all precautions are taken during moiecular genetic tests, the |
currentiy available dala indicates that the technical error rate for all types of molectilar DNA analysis is approximately

2-3%. it is important that the clinicians or individuals requesting molecular geietic dizgnostic tests are aware of these

data before acting upon these results. The results assume that all the patient information provided is correct.
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Division of Genetics
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