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Homozygous Nonsense Variant in TGM1 (Kaunas) nternationa

) An expansion of.pher)otype: novel Journal of . International | 2022
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Controversy on the management of . .

3 . . . End Int t | | 2021
patients carrying RET p.V804M mutation ndocrine nternationa
Prenatal exome sequencing and
chromosomal microarray analysis in fetal
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propensity of ciliopathy genes causing
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. American Journal
Lessons Learned from Large-Scale, First- .
5 . . L . of Human International | 2019
Tier Clinical Exome Sequencing in a Highly .
. . Genetics
Consanguineous Population
Frontiers in
6 Sex Hormones Regulate SHANK Expression | Molecular International | 2018
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Foxpl expression is essential for sex-

7 specific murine neonatal ultrasonic
vocalization

A novel homozygous ARL13B variant in
patients with Joubert syndrome impairs its

guanine nucleotide-exchange factor
activity.

Homozygous missense mutation in the
LMANZ2L gene segregates with intellectual
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Mutations in the genes for thyroglobulin
and thyroid peroxidase cause thyroid
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