Contents

Prefice. . ... oo 14
Contributors. . . . .. .. X

1 Genetic Fingerprinting Using Microsatellite Markers in a Multiplex
PCR Reaction: A Compilation of Methodological Approaches

from Primer Design to Detection Systems. . . ... ... oottt 1
Jacqueline Kriiger and Dovit Schleinitz
2 Genotyping DNA Variants with High-Resolution Melting Analysis . . .. ... .. 17

Rolf HA.M. Vossen

3 High-Throughput Genotyping with TagMan Allelic Discrimination
and Allele-Specific Genotyping Assays . . ... ....ovitee e 29
Angelika Heissl, Bavbara Avbeithuber, and Ivene Tiemann-Boege

4 In Situ Single-Molecule RNA Genotyping Using Padlock Probes

and Rolling Circle Amplification . . . ......... .. .. i 59
Tomasz Kvzywkowski, Thomas Hauling, and Mats Nilsson
5 The MassARRAY® System for Targeted SNP Genotyping . .. ............. 77

Justine A. Ellis and Benjamin Ong

6 Targeted Capture and High-Throughput Sequencing Using
Molecular Inversion Probes (MIPs). . . ... ... o 95
Stuarvt Cantsilieris, Holly A. Stessman, Jay Shendure,
and Evan E. Eichler

7 Analyzing Copy Number Variation Using Pulsed-Field
Gel Electrophoresis: Providing a Genetic Diagnosis for ESHDIL ........... 107
Richard J.L.F. Lemmers

8 Analysis of Copy Number Variation Using the Paralogue
Ratio Test (PRT) .. ..o 127
Edward ]J. Hollox

9  Genotyping Multiallelic Copy Number Variation with Multiplex

Ligation-Dependent Probe Amplification (MLPA) . ...... ... ... . ..... 147
Suzan de Boev and Stefan J. White

10 Analysis of Multiallelic CNVs by Emulsion Haplotype Fusion PCR ... ... ... 155
Jess Tyson and Jobn A.L. Avmounr

11 Quantitative DNA Analysis Using Droplet Digital PCR. .. ............... 167
Rolf H.A.M Vossen and Stefan J. White

12 Full-Length Mitochondrial-DNA Sequencing on the PacBio RSII . ........ 179

Rolf HA.M. Vossen and Henk P.J. Buermans

Vii



viii

13

14

15

16

Contents

Targeted Locus Amplification and Next-Generation Sequencing . . . ........
Quint P. Hottentot, M. van Min, E. Splinter, and Stefan J. White

Efficient, Cost-Effective, High-Throughput, Multilocus Sequencing

Typing (MLST) Method, NGMLST, and the Analytical Software

Program MLSTEZ . .. ... ...
Yuan Chen and John R. Perfect

Rapid SNP Detection and Genotyping of Bacterial Pathogens

by Pyrosequencing . . .. ..... ot
Kingsley K. Amoako, Matthew C. Thomas, Timothy W. Janzen,

and Noriko Goji

Methods for Genotyping-by-Sequencing. . . ........ ... .. .. ... ...
Beth A. Rowan, Danelle K. Seymounr, Eunyoung Chae, Devek S. Lundbery,
and Detlef Weigel

Describing Sequence Variants Using HGVS Nomenclature
Johan T. den Dunnen



2 Springer
http://www.springer.com/978-1-4939-6440-6

Genotyping

Methods and Protocols

White, S.J.; Cantsilieris, S, (Eds.)

2017, X, 254 p. 65 illus., 55 illus. in color. With online
filesfupdate., Hardcover

ISEM: 978-1-4939-6440-5

& product of Humana Press



