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LHID:

Patient Name :
Age :

Lah Name:

17812817 Ske:

Mr ARSHAD HUSAN Sumple Recelved Date :
1Y 5m Department :

Dept of Laboratory Medicine Lab Sub Centre:

24-Jun-2025 15:32PM Sample Collection Date:

Miile
24-Jun-2025 15:32 PM

DEPT. OF EMERGENCY MEDICINE
Smart Lab New OPD Block

24-Jun-2025 13:24 PM

Reg Date :

Recommended By: Dr. Rakesh Yadav Lab Reference No: 2515987609
Sample Details : LH24062501749 Sample Type : Whole Blood

Report

HEMATOLOGY

Test Name Viethedotog Result uoM Reference
HB 518 bz 9.10 widl. 11.0-14.0
Hematoerit «mo e e 29.30 Yo 30-38
RBC count jupcdunce 3.78 1076/uL 39-5.1
WBC count (Fiuo. fiow g-_,-m,,...-r.,; 27.50 10%ul 6.0-16.0
Platelet count (mpedunces 87.00 1073/uL 200 - 550
MCV (Coteutated; 77.50 L 72 -84
MCH (catcutaeis 24.10 pg 25-29
MCHC Cntorets _ 310 g/dL 32-36
. https://www.childhelpinghapd.org/ |, (4
NEULEO (#fus thin cptamiers ; - % 30-60%
Lympho iwe flon cosmmen —_ % 29-65%
EOSiN0 Flu. fion ctomens) - %o 1-4%
MONO | Fius flon gtemerrss i Yo 2-10%
Baso (7 tun flow ey = Yo ‘ 0-1%
NRBC 29 %
Neutro - Abs (Calculaicd) s 10Vl 1.0-7.0
Lympho- Abs v vieas - 10l 35-11
Eosino - Abs «cu i, === 10%pl 0.1-1.0
Mono - Abs < .. utun s 10¥pl 02-1.0
Baso - Abs i« winta 10%ul 0.02 - 0.1

Remarks: RBC- Severe anisopoikilocytosis with microcytic hypochromic RBCs. Target cells 1+,
I'_olychrunwwphsl cells 3+, pencil cells 2+, tear drop cells 2+, nRBCs seen. PLT- As given. TLC- As
given DLC: Myelo: 06%, Metamyelo: 03%. Neutro: 46%, Lympho: 21%, Mono: 13%, Eosino: 07%
Basophil: 04%, No Hemoparasite seen, Impression: Microcytic Hypochromic anemia. Advice: 1. lru;\
.\Iudﬂ:‘? 2 Rcl:cyiucylc count 3. Stool Examimation for ova and cyst. 4. Hemoglobin HPLC (To rule owt
Beta Thalassemia / other Hemoglobinopathy if clinically indicated). 1/V/O len s]ﬁll. possibility of LEBP
must be ruled out: consider BM examination, if clinically indicated. Kindly correlate clinically.
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= ”dlls!nn I l[LJ\t. collect blood sumples by puncturing the rubber cap of the vacutainers. Manual opening of caps and filling it must be
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o= “..\I\IH\I }p Lab reports aie subjected w pre-analytcal ervors due o mappropriate patent preparation, phlebotomy practices. storage
o { . . 1 ! T 3! M . yz b
ansport. Please mtorm SMART Lab m case o any discrepancies with the expected results on the same day on Extno. 2526
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Medgenome Labs Ltd

Sy No 94/1C and 94/2, Tower-1, Veerasandra Village, Attibele Jj M E D G E N O M E
Hobi, Electronic City, Phase-1, Bangalore, Karnataka, 560100

DNA TEST REPORT— MEDGENOME LABORATORIES

: 1237281/ 9034404; 9034402; 9034399 Peripheral Blood in EDTA

11-03-2025
Asad (VT-304 B) . 22-03-2025
Dilnaz (VT-304 A) . 22-03-2025
Jugrafiya (VT-304) ~ 16-04-2025

. Dr. Neerja Gupta
All India Institute of Medical Sciences - Delhi

Additional family member (investigational) testing-1 variants (MGM277)

CLINICAL DIAGNOSIS / SYMPTOMS / HISTORY

The index patient, Arshad is a case of Juvenile myelomonocytic leukemia and was found to harbor a likely pathogenic variant,
c.185del in the NF1 gene. Siblings of the index patient are being evaluated for the same variant.

RESULT SUMMARY

Analysis for the variants detected by Next Generation Sequencing in the NF1 gene of the index patient, Arshad

Name, Gende

yriant’ report d1n the l\.-'arl’ént detected Cllmcal cundrtxon

Sampie ID Age hirs e mdex patlent .m famlivmember* offarmly member
3 L EEe e patientse i el . ol B S B
Asad ?
1. 9034404 Brother ! Absent Asymptomatic
Male, 7 years i ‘
Dilnaz chrl7:g.29483121AT>A;
2. 9034402 £ Sis T Absent Asymptomatic
Female, 7 yealyttps /T wwl/’ %:h'i’f&l‘r?el pi ﬁéﬁﬁﬁ Brg/
Jugrafiya, ,
3. 9034399 Pamale, o yaas Sister ! _ Absent Asymptomatic

* The variant analysis in Sanger sequencing is based on the NF1 gene reference sequence NM_001042492.3 (GRCh37) [1]. The
exon number and nucleotide numbers will differ based on the reference file chosen and the database used.

INTERPRETATION

A likely pathogenic variant in exon 2 of the NF1 gene (chr17:g.29483121AT>A; c.185del;p.Leu62Ter) was detected in the index
patient by NGS (Tested at Lifecell Diagnostics; Lab ID: 41000207274).

The same likely pathogenic variant is not detected in the asvmptninatit siblings of the index patient, Asad (Fig.1A), Dilnaz
(Fig.1B) and Jugrafiya (Fig.1C).

The index sample which is positive for the variant in exon 2 of the NF1 gene (chr17:g.29483121AT>A) has not been tested by
Sanger sequencing in MedGenome Labs Ltd. Hence the results obtained need to be carefully correlated. Testing of the index
samples by the same method in parallel to the other family members is recommended for confirmation.

RECOMMENDATION

Genetic Counselling is recommended to interpret the significance of these results.

TEST METHODOLOGY

Exon 2 of the NF1 gene was PCR-amplified and the products were sequenced using Sanger sequencing. In case of mosaicism in
leucocytes, the detection limits of Sanger sequencing for presence of varlant are ~20%. The sequence was aligned to available
reference sequence NM_001042492.3 [1] to detect variants using variant analysis software programs. Variant classification
follows the tenets of American College of Medical Genetics (ACMG) guidelines [2].

Samples Tesled: Siblings of Arshad (Sample IDs: 9034404 9034402 & 9034399)

e CAP

Test performed al: MedGenome Labs Lid., Bangalore ACCREDITED
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!. " ECHOCARDIOGRAPHY REPORT

DEPARTMENT OF CARDIOLOGY, CARDIOTHORACIC CENTRE
ALL INDIA INSTITUE OF MEDICAL SCIENCE, NEW DELHI-110029

NAME : Arshad Husan AGE T 1Y SEX ‘M DATE : 22/05/2025
ECHO No CV No t UHID No : 107832517 C,R.No
HEIGHT : cm WEIGHT : kg BSA : m2 Ref. Phy :
Quality of Imaging Adequate Referring Diagnosis
Done By Dr T Saurav Chacked By Dr :
MITRALVALVE 5 T _ TR
Morphology  AML- B1 Normal i Tickening O Colcfication O Flutter
O Vegetation O Prolapse O sam O Doming
pML- B Normal """ O Thickening O Calcification O Prolapse
R )
O Paradoxical O Motion O Fixed
Subvalvular Deformity O Present O Absent
Doppler 7} E‘_Zé:ﬁﬁa O Abnormal
Mitral Stenosis O Present O Absent RR Interval msec
EDG mmHg  MDG mmHg  MVA cm2
Mitral regurgitation O Absent O  Trivial 0O Mid
O Moderate O Severe
Remark
TRICUSPID VALVE - B SR A
Morphology 7] O Atresia O - Thickening - O Calcification
= Fhsqus //wwwfbméeﬁwmmg hahdPerg?
Doppler O Abnormal
Tricuspid Stenosis O Present O Absent RR Interval msec
EDG mmHg MDG mmHg
Tricuspid regurgitation O Absent O Trivial O mid
O Moderate O severe
Fragmented Signals Valocity m/sec Pred.RVSP-RAP+ mmiig
Remark
PULMONARY VALVE " B R T B NG
Morphology Thickening D Dommg
Doppler Abnormal
Pulmonary Stenosis O Present O Absent
Level PSG mmHg Pulmonary 0 mm
annulus ;
Pulmonary O Present O Absent
Regurgitation
Early diastolic mmHg End diastolic mmHg
gradient gradient
Remark
Print Date 5/22/2025 Page 1 of 3
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Sample 1D ; 2025-50834

Y
Pntient : ARSHAD HUSA , ,
k Potient's Blood GM UHID: 107832817 =
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