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Spot diagnosis case 1
Kabuki syndrome
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myadasianluaauwusnidu clinical diagnosis lasdl 5 cardinal manifestations ‘laun

1. Typical facial features: Elongated palpebral fissures with eversion of the lateral third of
the lower eyelid; arched and broad eyebrows with the lateral third displaying sparseness
or notching; short columella with depressed nasal tip; large, prominent, or cupped ears

2. Skeletal anomalies: Spinal column abnormalities, including sagittal cleft vertebrae,
butterfly vertebrae, narrow intervertebral disc space, and/or scoliosis, Brachydactyly V
Brachymesophalangy Clinodactyly of fifth digits

3. Dermatoglyphic abnormalities: persistence of fetal fingertip pads

4. Mild to moderate intellectual disability

5. Postnatal growth deficiency
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lasanansn definite diagnosis "L@i’l,u;jﬁﬁﬂizi’ﬁ infantile hypotonia, developmental delay and/or

intellectual disability, uazilastnsvios 1 Tava9 major criteria leun

1. Pathogenic or likely pathogenic variant in KMT2D or KDM6A
2. Typical dysmorphic features 'laur long palpebral fissures with eversion of the lateral

third of the lower eyelid uasflagneton 2 Tasasaldil laun
2.1 Arched and broad eyebrows with the lateral third displaying notching or
sparseness

2.2 Short columella with depressed nasal tip

2.3 Large, prominent or cupped ears

2.4 Persistent fingertip pads
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