[image: ]Table 1. Summary of Clinical Features. Total 21, females 10 (48%), GDD 21, mild 18 (86%), motor delay 10 (48%), speech 6 (29%), behavioural 13 (62%), hypotonia 13 (62%), seizures 9 (43%), hand and feet 9 (43%), hyperlaxity 4 (19%), craniofacial 14 (67%)
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(total n = 21) %

Gender 

Male 11 52

female 10 48

Weight 

Obesity 1 5

Underweight 2 10

Height

Short Stature 3 14

Tall Stature  2 10

Head Circumference

Microcephaly 5 24

Macrocephaly 0 0

GDD/ID 21 100

Mild 18 86

Moderate-severe 3 14

Regression 1 5

Motor Delay 10 48

Speech Delay 20 95

Behavioural anomalies 13 62

Sleeping Difficulties 10 48

Neurological

Hypotonia 13 62

Seizures 9 43

MRI findings 7 33

Malformations 

Cardiac 4 19

Renal 0 0

Genital  2 10

Vision 6 (+1) 29

Hearing  0 0

Dental 4 19

cleft lip/palate 0 0

Hand & feet anomalies 8 38

Hyperlaxity 4 19

Hyperhidrosis 3 14

Recurrent infections  4 19

otitis media 1 5

Craniofacial  14 67

Thin upper Lip 7 33

long & smooth philtrum 6 29

Bulbous/broad  nasal tip 8 38

Results table
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Clinical Features Garg/Goel (21) % Literature (85) | % | Total (n=106) %
Behavioural anomalies 13 62 51 60 64 60
Cleft lip/palate 0 0 5 6 5 5
Facial Dysmorphism 14 67 69 81 83 78
Hearing 0 0 0 0 0 0
Hypotonia 13 62 45 53 58 55
Macrocephaly 0 0 4 5 4 4
Microcephaly 5 2 21 25 26 25

Mild Intellectual Disability 18 86 35 41 53 50
MRI brain anomalies 7 33 21 25 28 26
Obesity 1 5 23 27 24 23

Otitis Media 1 5 3 4 4 4
Recurrent infections 4 19 14 16 18 17
Seizures 9 43 23 27 32 30

short stature 3 14 21 25 24 23
Vision 6 29 29 34 35 33
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Category Clinical Features Points Notes 

Major 

Mild Intellectual Disability/ 

Global Developmental Delay

2 −1 point if severity > mild

Facial Dysmorphism  2

 +1 point if characteristic 

dysmophism

Behavioural anomalies 2

 +1 point if 

aggression–hyperactivity 

Hypotonia 2  - 

Minor

Seizures or seizure like 

episodes

1  - 

Sleep Disturbances  1  - 

Microcephaly 1  - 

Structural Brain anomalies 1 Non specific

Hand or foot anomalies 1

e.g. brachydactyly, unusual palmar 

creases, clinodactyly

Non-supportive 

Features 

cleft palate, otitis media, or 

hearing loss 

-1
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Score Range Interpretation

≥7 Strongly suggestive of FBXO11-related NDD

5–6 Moderate clinical evidence; supportive of pathogenicity

3–4 Low to moderate clinical correlation; variant may be VUS

<3 Weak or non-specific phenotype; alternative diagnosis likely


