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LABORATORY REPORT
Name :JAIVARDHAN Sex/Age : Male/5 Months Case ID :30607801104
Ref By :Dr. Udhaya Kotecha Dis.Loc. : Pt ID :
Bill. Loc. :MODERN CLINICAL LABORATORY AMRITSAR Pt. Loc. :
Registration Date & Time : 20-Jun-2023 16:23 Sample Type : Whole Blood EDTA Ph # :
Sample Date & Time : 20-Jun-2023 16:23 Sample Coll.By : Ref Id :
Report Date & Time : 14-Jul-2023 10:14 Acc. Remarks : Ref Id 2 :

# For specimens received from non NCGM locations, it is presumed that it belongsto the patient as identified on the labels of the
container/Test Requisition Formand it has been verified as per GCLP (Good Clinical Lab Practices) by the referrer atthe time of
collection of the specimen. NCGM’s responsibility is limited to theanalytical part of the assay performed.

Dr. Ashka Prajapati
Consultant Clinical
Geneticist

Printed On :14-Jul-2023 10:24

MOLECULAR GENETIC ANALYSIS OF CONGENITAL CENTRAL HYPOVENTILATION SYNDROME
(CCHS-HADDAD)

Indication: ?HADDAD syndrome

Test Requested: PHOX2B repeats

Test

The PHOX2B gene was sequenced to investigate for the presence
of common polyalanine repeat expansion mutation PARM
(heterozygous in-frame duplication within the 20 alanine stretch
of the PHOX2B Protein) which could be the mutation causing
Congenital central hypoventilation syndrome in the affected child.

RESULT

JAIVARDHAN : Genotype – 20 / 27 GCN repeats

[Range – Normal: 20 GCN repeats; Uncertain significance: 21-23 GCN
repeats; Full penetrance: 24-33 GCN repeats]

Heterozygous inframe duplication observed in the 20 alanine stretch of
PHOX2B gene in the patient is positive for the common polyalanine repeat
expansion mutation (PARM), -27 ± 2 alanine repeats

Interpretation These results indicate the diagnosis of Congenital central
hypoventilation syndrome in the proband.
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Recommendation:
 Genetic counseling is advised to explain and discuss the results

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%.

It is important that all clinicians or persons requesting Molecular Genetic diagnostics tests are
aware of these data before acting upon these results.

The results assume that all patient information provided is correct.

This test and its analysis were performed in concordance with partner labs.

This report is for research purposes only, not for use in clinical diagnostic or therapeutic
applications.This test has not been validated by the FDA, NABL or CAP, and it has been determined
by the accrediting bodies that such validation is not required at this time.

For test performed on specimens received or collected from non-NSRL locations, it is presumed that
the specimen belongs to the patient named or identified as labeled on the container/test request
and such verification has been carried out at the point of generation of the said specimen by the
sender.

------------------ End Of Report ------------------

Page 3 of 3

30
60

78
01

10
4-

JA
IV

A
R

D
H

A
N

-5
 M

on
th

s-
M

al
e



PULMOZONE

PULMOZONE
SHOP NO. 3, M-BLOCK MARKET

SOUTH CITY, LUDHIANA

Phone : 9878522229

E-Mail : pulmozone@gmail.com

GST INVOICE

GSTIN : 03DKEPS2719R1ZM

M/s Sachin Sharma
610, Janta Colony,Near FC Sondhi Factory

PH.NO.: 9041315124

Invoice No. : A000387 Date :01/09/2023
Order No.   :
L.R. No.      :
Cases         :       0
Transport    :
Due Date    :

S.            Qty.      Product                                                                       HSN         Rate     SGST     CGST    Amount
1.  1 Bipap/NIV Rent 9019  3125.00  6.00  6.00  3125.00

S.NO.:
WARRANTY :

2.  1 Oxygen Concentrator Rent 9019  3125.00  6.00  6.00  3125.00
S.NO.:
WARRANTY :

BANK DETAIL:-HDFC BANk
A/C NO.:59209878522229
IFSC:HDFC0001388

SUB TOTAL  6250.00
SGST 6 %  375.00
CGST 6 %  375.00
CR/DR NOTE  0.00

Rs. Seven Thousand Only GRAND TOTAL  7000.00
Terms & Conditions
Goods once sold will not be taken back or exchanged.
Bills not paid due date will attract 24% interest. For PULMOZONE
All disputes subject to  Jurisdication only.
Prescribed Sales Tax declaration will be given.
-----------------------------------------------------------------
Certified that the particulars given above are true and correct          Checked By ______
and the amount indicated represents the price actually charged.                 E.&O.E. Authorised signatory

Our Software MARG Erp 01614608778,9357635785



PULMOZONE

PULMOZONE
SHOP NO. 3, M-BLOCK MARKET

SOUTH CITY, LUDHIANA

Phone : 9878522229

E-Mail : pulmozone@gmail.com

GST INVOICE

GSTIN : 03DKEPS2719R1ZM

M/s Sachin Sharma
610, Janta Colony,Near FC Sondhi Factory

PH.NO.: 9041315124

Invoice No. : A000348 Date :27/08/2023
Order No.   :
L.R. No.      :
Cases         :       0
Transport    :
Due Date    :

S.            Qty.      Product                                                                       HSN         Rate     SGST     CGST    Amount
1.  1 10005941 SG PULSE OXIMETER 9018  62500.00  6.00  6.00  62500.00

S.NO.: MBB2206157
WARRANTY :

BANK DETAIL:-HDFC BANk
A/C NO.:59209878522229
IFSC:HDFC0001388

SUB TOTAL  62500.00
SGST 6 %  3750.00
CGST 6 %  3750.00
CR/DR NOTE  0.00

Rs. Seventy Thousand Only GRAND TOTAL  70000.00
Terms & Conditions
Goods once sold will not be taken back or exchanged.
Bills not paid due date will attract 24% interest. For PULMOZONE
All disputes subject to  Jurisdication only.
Prescribed Sales Tax declaration will be given.
-----------------------------------------------------------------
Certified that the particulars given above are true and correct          Checked By ______
and the amount indicated represents the price actually charged.                 E.&O.E. Authorised signatory

Our Software MARG Erp 01614608778,9357635785
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