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7KH 6L[WK $QQXDO 1DWLRQDO &RQIHUHQFH RI WKH 6RFLHW\ IRU —QGLDQ $FI
DQG WKH —-QGR 86 6\PSRVLXP RQ *HQHWLF 1HXURPXVFXODU 'LVRU&WUV z
WR UGLIRYHPEHU ~W ZDV MRLQWO\ RUJDQL]JHG E\ WKH '"HSDUWPHQW R OH(
RI OHGLFDO 6FLHQFHV 1-06 DQG WKH &HQWUH IRU '1$ )LQJHUSULQWLQJ DQG
IXQGLQJ VXSSRUW IURP WKH —-QGR 86 6FLHQFH DQG 7THFKQRORJ\ )RUXP -866
ZDV 7UDQVODWLRQDO 5HVHDUFK LQ *HQHWLF 1HXURPXVFXODU 'LVRUGHUV )
FRQIHUHQFH ZDV IROORZHG E\ D SRVW FRMIHRHIQFEHIZR UNVERBHRQRQ WKH WK
'"HFRGLQJ *HQHWLF -QYHVWLIJDWLRQV -QWHUSUHWDWLRQRI1*6DQG 2WKHU
7KH WDONV RQ WKH 4UVW GD\RIWKH FRQIHUHQFH IRFXVVHG RQ PROHFXODU |
GLVFXVVLRQV RQ WKH VHFRQG GD\ ZHUH SULPDULO\ UHODWHG WR FOLQLFDO
PDQDJHPHQW DQG UHFHQWO\DYDLODEOH WKHUDSHXWLF RSWLRQV IRU JHQH\
GHOLEHUDWLRQV Rl WKH WKLUG GD\ IRFXVVHG RQ HPHUJLQJ WKHUDSLHV DQ
DQ —-QGR 86 DV ZHOO DV 1DWLRQDO FRQVRUWLXP IRU LPSURYLQJ WKH FDUH F
GLVRUGHUV DQG SURPRWLQJUHVHDUFKLQ WKH 4HOG
JLIW\ IRXULQWHUQDWLRQDO DQG -QGLDQ IDFXOW\DQG UHJLVWHUHG GH
RI &OLQLFDO *HQHWLFV 1HXURORJ\ 3HGLDWULF 1HXURORJ\ 3HGLDWULFV -
ZHOO DV EDVLF VFLHQFH UHVHDUFKHUV DWWHQGHG WKH FRQIHUHQFH 7KH
66 $JDUZDO RUDWLRQ E\ 'U ODGKXUL +HJGH &KLHI 6FLHQWL4F 2]FHU 3HUNLC
(PRU\ —QVWLWXWH 86$% WKH'U -& 9HUPD 2XWVWDQGLQJ 5HVHDUFKHU $ZDUG
DQG &KDLUSHUVRQ -QVWLWXWH Rl OHGLFDO *HQHWLFV DQG *HQRPLFV 6LU
SUHVHQWDWLRQ RIWKH 'U66 $JDUZDO <RXQJB6FLHQWLVW $ZDUG WR 'U $QXVKD
0DQLSDO 1LQHW)\ IRXUVFLHQWL4F DEVWUDFWY ZHUH VXEPLWWHG RXW RI ZK
ZHUH FKRVHQ IRU SRGLXP SUHVHQWDWLRQ LQ WKH &DVH 5HSRUWV DQG &DVH
RUDO SUHVHQWDWLRQ LQ WKH &0LQLFDO 5HVHDUFK DQG %DVLF 6FLHQFHV FD
6-$0* ZDV DOVR FRQGXFWHG GXULQJ WKH FRQIHUHQFH 7KH SRVW FRQIHUHQ
DQG ZDV DWWHQGHG E\ GHOHJDWHV 7KH VFLHQWL4F DJHQGD RI WKH FR(
DSSUHFLDWHG E\DOO WKH SDUWLFLSDQWV
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Dr Shyam § cAganval Ovalion, 2019
Do Madhwe; Hegde

Dr Madhuri Hegde, Vice President & Chief Scientific Officer at PerkinElImer Genomics, and Adjunct Professor of
Pediatrics and Applied Biology at Emory University and Georgia Institute of Technology, USA, is one of the world's
leading experts in the field of medical genetics. Her work, primarily focusing on the application of genetic and
genomic technologies in clinical diagnostics, has greatly facilitated the use of these technologies in clinical
practice. Her areas of specialization include genetic neuromuscular disorders and development of novel and high
throughput methodologies for clinical genetic diagnostics.

Dr 1 C Verma Outstanding Pesearcher cAward. 2019

Dr Ratna Puri is Professor and Chairperson of the Institute of Medical Genetics and Genomics at Sir Ganga Ram
Hospital, New Delhi. She is a clinician par excellence and also an outstanding academician. She has a keen interest
in research and has been the Principal Investigator in numerous projects. She is a member of the Undiagnosed
Disease Network International of the National Institutes of Health, USA and Task force on Rare Diseases of the
Department of Health Research, Government of India. She has authored around 100 research publications in
numerous peer-reviewed journals and has presented several papers at national and international conferences.

Dr Shyam S cAganval Young Stientist cAwaed 2019
Dr cAusha Utarills, Tstitate of Bioinformalics, Bangalore

Dr. Anusha Uttarilli completed her Ph.D. in human/medical genetics at the Centre for DNA Fingerprinting and
Diagnostics in Hyderabad and obtained her Ph.D from Manipal Academy of Higher Education, Manipal. Her thesis
was focused on the molecular genetic analysis of inherited metabolic disorders, in specific mucopolysaccharidoses
under the guidance of Dr. Ashwin B Dalal. She worked as a National Postdoctoral Fellow at Kasturba Medical College
in Manipal on molecular characterization of lysosomal storage disorders under the mentorship of Dr. Girisha KM. At
10B, she is integrating genomics, proteomics and cell-based studies to study various genetic disorders.
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800-'LVDQHZEHJLQQLQJ WR(MBKH W0 R Q MFKKHD DLLQ WHRGWR IH@MWW\ 4UVW FHQW XU\
-QGLD 800-'DLPVWR FUHDWH DZDUHQHVV DERXW JHQHWLF GLVRUGHUV DPR
GLDJQRVWLFVLQ KRVSLWDOV VR WKDW WKHIUXLWV RIGHYHORSPHQWYV LQ PH!
SODQ RI WKH 800-' LQLWLDWLYH LV WR OLQN WKH ZHOO HVWDEOLVKHG FHQW!
FHQWUHV DQG WR HVWDEOLVK FOLQLFDO JHQHWLFV IDFLOLWLHV LQ GLVWULF
IRUJHQHWLF GLVRUGHUV DQG LPSDUW ODWHVW PHGLFDO JHQHWLFV HGXFDW
WKHHUD RIPROHFXODU PHGLFLQH

7KH 800-' FHQWUHV DW '%7 1-'$1 .HQGUDV DQG $VSLUDWLRQDO 'LVWULT
+RQRXUDEOH +HDOWK OLQLVWHU 'VRFUWREHMDUGKDQ RQ

800-'SODQV WR ZRUN DW WKUHH OHYHOV RI PHGLFDO FDUH ZKLFK ZLOO ZRU|
EHWZHHQ WUDLQLQJDQG HVWDEOLVKPHQW RIGLDJQRVWLF VHUYLFHV 7KH W}

—-)HOORZVKLS LQ *HQHWLF+DRQIBMRRYWVDLQLQJ IRU VL[ PRQWKY ZLOO EH
ZRUNLQJ LQ JRYHUQPHQW KRVSLWDOV ZLWK VWDWH RI WKH DUW '1$ ED
GLVRUGHUYV

-1-'$1 . HQGUDYV >'LDIJQRVWLFRMSQWDBY@ZLWK LQWHUHVWHG GRFWRUV FR
DQGEDVLFLQIUDVWUXFWXUHKDYHEHHQ VHOHFWHG DQG KDYHEHHQ IXQG

~3UHYHQWLRQRI*HQHWLF 'LVRUGHUV LQ&HGWUBW LRGN GS L IU\DWWIRFYDO G LV W
D SURJUDP IRU SUHYHQWLRQ RI JHQHWLF GLVRUGHUV LQFOXGLQJ EHWD W
WUHDWDEOH GLVRUGHUV 7KLV ZLOO EH D SURWRW\SH RI DQ RXWUHDFK
GLDJQRVWLFV WR WKH SRSXODWLRQ DQG OHDG WKH ZD\WR LQFRUSRUDWH






