CASE REPORT: RARE UFSP2 C:344724'FOQUNDER

Figure 1. Family Pedigree
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RESULTS

Trio whole exome sequencing (WES) conducted in 2019 did not
report any medically significant variants. Reanalysis of WES genomic
data 1n 2023 1dentified biparental inheritance of pathogenic UFSP2
c.344T>A founder variants. The UFSP2 phenotype was consistent
with the patient's features. Table 1 compares the patients in the
literature.
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Anthropometry
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Figure 2. Sequencing data view from Integrative genomic viewer (IGV) for the UFSP2 gene
and the UFSP2 ¢.344T>A variants in our patient.

Our patient V.4 Ni et al (2021)
Male 3 males, 5 females

Raha et al (2023)

Paper

1 female, 1 male

Sex

Current age, years 4.5 years and 6 months

2 - 11 years
Pakistani/ Afghani
<3rd centile — 10t centile

<3rd centile — 25 centile

Palestinian Not specified

13.7 kg, 4 years (2nd
centile

96.6 cm, 4 years (1st

Country (Ethnicity)

Weight, age (percentile) <3t centile, 87 centile

Z
=

Height, age (percentile)

centile)
. | Progressive microcephaly
(.)CClp ital Fronta 45cm (age 2 <15 centile) <3 centile — 10 centile i
Circumference, age o - <3™ centile
(percentile) HC at birth 35.5cm (35

centile)

Seizures (2 days - 7

Initial symptom (age) Seizures (8 months) Seizures (5 months)

months)

Generalised

1 patient with Infantile Infantile spasms

Epilepsy type Infantile spasms (resolved)

spasms

ID not specified
Occasionally vocal to
nonverbal

Convergent squint,

Mod-to-severe GDD Severe GDD, not specified

Nonverbal, babbles Not specified

Hypotonia Not specified, normal

alternating esotropia,

exotropia Not specified

And normal

Unilateral esotropia (Right)
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