Children's Mercy Kansas City

SHARE @ Children's Mercy

Research at Children's Mercy Month 2021 Research at Children's Mercy Month

5-2021

Many Clinical Laboratories Performing Next-Generation
Sequencing Have No Future Plans To Migrate To GRCH38

Lisa A. Lansdon
Children's Mercy Kansas City

Maxime Cadieux-Dion
Children's Mercy Hospital

Byunggil Yoo
Children's Mercy Hospital

Neil Miller
Children's Mercy Kansas City

Ana S A Cohen
Children's Mercy Hospital

d

Seenex RAIS AR tierakahArS publication benefits you

Follow this and additional works at: https://scholarlyexchange.childrensmercy.org/research_month2021

Recommended Citation

Lansdon, Lisa A.; Cadieux-Dion, Maxime; Yoo, Byunggil; Miller, Neil; Cohen, Ana S A; Zellmer, Lee; Zhang,
Lei; Farrow, Emily; Thiffault, Isabelle; Repnikova, Elena; Cooley, Linda D.; Alaimo, Joseph; Porath, Binu;
Herriges, John; Saunders, Carol; and Farooqi, Midhat, "Many Clinical Laboratories Performing Next-
Generation Sequencing Have No Future Plans To Migrate To GRCH38" (2021). Research at Children's
Mercy Month 2021. 22.

https://scholarlyexchange.childrensmercy.org/research_month2021/22

This Poster is brought to you for free and open access by the Research at Children's Mercy Month at SHARE @
Children's Mercy. It has been accepted for inclusion in Research at Children's Mercy Month 2021 by an authorized
administrator of SHARE @ Children's Mercy. For more information, please contact histeel@cmh.edu.


https://scholarlyexchange.childrensmercy.org/
https://scholarlyexchange.childrensmercy.org/research_month2021
https://scholarlyexchange.childrensmercy.org/research_month
https://forms.office.com/r/pXN2VA1t4N
https://scholarlyexchange.childrensmercy.org/research_month2021?utm_source=scholarlyexchange.childrensmercy.org%2Fresearch_month2021%2F22&utm_medium=PDF&utm_campaign=PDFCoverPages
https://scholarlyexchange.childrensmercy.org/research_month2021/22?utm_source=scholarlyexchange.childrensmercy.org%2Fresearch_month2021%2F22&utm_medium=PDF&utm_campaign=PDFCoverPages
mailto:hlsteel@cmh.edu

Authors

Lisa A. Lansdon, Maxime Cadieux-Dion, Byunggil Yoo, Neil Miller, Ana S A Cohen, Lee Zellmer, Lei Zhang,
Emily Farrow, Isabelle Thiffault, Elena Repnikova, Linda D. Cooley, Joseph Alaimo, Binu Porath, John
Herriges, Carol Saunders, and Midhat Farooqi

This poster is available at SHARE @ Children's Mercy: https://scholarlyexchange.childrensmercy.org/
research_month2021/22


https://scholarlyexchange.childrensmercy.org/research_month2021/22
https://scholarlyexchange.childrensmercy.org/research_month2021/22

Many Clinical Laboratories Performing Next-Generation Sequencing Have No Future Plans to Migrate to GRCh38
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Introduction Results
_ — . . 2019 Clinical Constitutional NGS Testing Volume 1 Which of the following best applies to the clinical NGS testing in your laboratory?
Analysis of clinical next-generation sequencing (NGS) data 30 5 0-500 cases B We currently align our NGS data to GRCh38.
requires the Human Reference Genome (HRG) for alignment. Y 5 B 501-1,000 cases f 30 B We use both with a plan to migrate GRCh38 but have not set target date.
Build GRCh38 was released in December 2013 and resolved 'g 2 1.001-5 000 cases S 25 ! 1 We currently align our NGS data to GRCh37 and plan to migrate to GRCh38 after July 1, 2021.
. . . L e o © =W tly ali NGS data to GRCh37 to migrate to GRCh38 by July 1, 2021.
~1,000 issues from GRCh37, including erroneous calls within < 20 1 >10,000 cases S50 = CHITENTY aligh OUF > Gata 1o BRENS 7 ant Prai to MIBTate to Brt-n=e by MY &

o o _g M We currently align our NGS data to GRCh37 and plan to migrate to GRCh38 by January 1, 2021.
cllnlcally-relevant genes such as F5/ ADAMTSLZ/ RECQL4/ E 15 : 15 B We currently align our NGS data to GRCh37 and have no plans of migrating to GRCh38.
NCF1, and RPS17, among others. As most clinical laboratories S O 10

] : ] ] o 10 ]
are using build GRCh37, we were interested to learn their é 2 -
plans for migration to GRCh38, including their proposed ER E = = —
timelines and related concerns; therefore, we conducted a u_ 0 | | |
to defi th t land f I ' 0 All Respondents 0-500 Academic 501-1,000 >1,000 Academic 0-500 Commercial >1,000
tsurv.eY O deTine the current fahdscape of genhome alighmen All Respondents  Academic Commercial Diagnostic Academic Diagnostic Diagnostic Commercial
in clinical NGS. Diagnostic Diagnostic Diagnostic Diagnostic
Laboratory Type Laboratory Type/Size
Methods Results Conclusions
« . . . . . . - ) 1cl H .« . . « .
71 clinical laboratories performing constitutional NGS testing What factors influence your laboratory’s decision not to migrate to GRCh38? Clinical laboratories are divided
were invited to participate in an unvalidated online survey to ” 14 T about migrating to build GRCh38 due
understand general laboratory characteristics as well as s 12 - ® 0-500 Academic Diagnostic to limited resources. This is expected
motivation for migrating or not migrating to GRCh38. £ 10 % >1,000 Academic Diagnostic to change within the next 1 to 2 years
o] 1 0-500 Commercial Diagnostic .
Q8 - 011000 C . . as a variety of large-scale databases
: — -1, ommercial Diagnostic , ,
Predominant Laboratory Focus 5 ¢ ereie | (i.e. gnomAD, Genomics England,
o @ >1,000 Commercial Diagnostic .
4 13% = Academic Diagnostic 2 4 ClinVar, HGMD, etc.) have already
' 2 Academic Research 3 2 . N transitioned. We conclude that
Ao : .
3;10% = Commercial Diagnostic 0 I ] _____ I increased awareness of clinically-
The benefit of Insufficient  Insufficient  Insufficient Still assessing Other priorites Dependence Our lab sees relevant variation that may be missed
migrating to : .f.t.aff to external computing the cos’;s and (including orT c.o:cnmercial no. ben.efit of by NGS pipelines using build GRCh37
GRCh38 d(?es aC|.I|tat.e the resjources res.ources benefits. COVID-19). b|0|.n ormatic migrating to is needed, and orthogonal
24 77 not outweigh  migration.  availableto  available to alignment GRCh38. o .
’ ° the time and validate the facilitate the software. bioinformatics approaches to reduce
33 of 71 laboratories responded (46%), 31 of which monetary migration.  migration. the likelihood of missing such
confirmed NGS was conducted in their laboratory. cost. Responses variants should be considered.
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