Figura suplementaria 1. Electroencefalograma.
Supplementary Figure 1. Electroencephalogram.
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Figura suplementaria 2. Resultados de secuenciacion.

Supplementary Figure 2. Sequencing results.

Patient name: NN Ssmpl tpe Blood Reportdate:  08/04/2020
DOB: 122172018 Sample collection date:  07/21/2020 invitse

Sex Female Sample accession date:  07/23/2020 Clinical team:  Katlin De La Rosa Poueriet
MRN:

Reason for bsting Test performed

Diagnostic test for a personal history of disease Sequence analysis and deletion/duplication testing of the 192 genes

listed in the Cenes Analyzed section.
Multsple panels [genes ordered: see Methods for complete hist

@ RESULT: POSITIVE

One Pathogenic variant identified in TCF4. TCF4 is associated with autosomal dominant Pitt-Hopkins
syndrome.

Additional Variant(s) of Uncertain Significance identified.

CEME VARIANT ZYCOsITY VARIANT CLASSIFICATION

TCF4 I 7IBC-T (pArg380Trp) heteroaygous PATHOCENIC

CACNEB4 10835 A (Slent) heterozygous Uncertain Significarce

DlAPHT CITRATHC [ple395Th) heterorppous Uncertain Significance

POLG € 138_13%nsCCAACA (p Clin34_Cln33dup) Fetero gt Urcertain Significarce

SCNEA C1319C»C (p.Clu307Cln) heterozygous Urcertain Significarce
About this test

This diagnostic test evaluates 192 gene(s) for variants (genetic changes) that are associated with genetic disorders. Diagnostic
genetic testing, when combined with family history and other medical results, may provide information to clarify individual risk,
support a cinical diagnosis, and assist with the development of a personakized treatment and management strategy.




Figura suplementaria 3.

Supplementary Figure 3.




