Supplementary Table 3. Clinical and Molecular Findings in the Reported Cases of DEDSSH (1–6)
	Family 
	Family 1

(4 cases)
	Family 2

(4 cases)
	Family 3

(2 cases)
	Family 4

(2 cases)
	Family 5

(1 cases)
	Family 6
(2 cases)
	Family 7
(2 cases)
	Family 8
(1 cases)

	Study
	Alazami et al 2015
	Loucks et al 2015
	Riazuddin et al 2017
	Sekiguchi et al. 2018
	Nakajima et al. 2018
	Urreizti et al 

2019
	Present study

2025

	Origin 
	Saudi Arabia
	North America
	Pakistan
	Iran
	Japan
	Malta
	Yemen
	Egypt

	DPH1 Variant
	Zygosity
	Homozygous
	Homozygous
	Homozygous
	Homozygous
	Compound heterozygous
	Homozygous
	Homozygous
	Homozygous

	
	Type
	Missesnse
	Missesnse
	Missesnse
	INDEL-frameshift
	INDEL-frameshift/missense
	Missense
	Missense
	Missesnse

	
	Nucleotide change
	c.701T>C
	c.17T>A
	c.1144C>T
	c.1227delG
	c.289delG/c.491T>C
	c.374T>C
	c.335A>G
	c.359T>C

	
	Amino acid change
	p.(Leu234Pro)
	p.(Met6Lys)
	p.(Pro382Ser)
	p.(Ala411Argfs*91)
	p.(Glu97Lysfs*8)/ p. (Leu164Pro)
	p.(Leu125Pro)
	p.(Tyr112Cys)
	p.(Leu120Pro)

	Phenotype
	Developmental delay/intellectual disability
	4/4
	4/4
	2/2
	2/2
	1/1
	2/2
	2/2
	1/1

	
	CNS malformations
	4/4
	0/2
	NA
	2/2
	1/1
	1/1
	1/1
	1/1

	
	Hypotonia
	4/4
	0/4
	1/2
	0/2
	0/1
	2/2
	2/2
	1/1

	
	Epilepsy
	NA
	1/1
	NA
	1/2
	0/1
	2/2
	1/2
	0/1

	
	Abnormal head circumference 
	NA 
	Macrocephaly  1/1
	NA
	NA
	Microcephaly 1/1
	Microcephaly
	0/2
	N/A

	
	Unusual skull shape
	4/4
	4/4
	NA
	2/2
	1/1
	2/2
	2/2
	1/1

	
	Dysmorphic features
	4/4
	4/4
	2/2
	2/2
	1/1
	2/2
	2/2
	1/1

	
	Sparse scalp hair
	4/4
	4/4
	NA
	2/2
	1/1
	2/2
	2/2
	1/1

	
	Dental abnormalities 
	NA
	1/4
	NA
	2/2
	NA
	2/2
	2/2
	N/A

	
	Short stature
	4/4
	3/4
	NA
	2/2
	1/1
	2/2
	2/2
	1/1

	
	Hand/foot anomalies
	4/4
	4/4
	NA
	2/2
	NA
	2/2
	2/2
	N/A

	
	Abnormal toe nails
	3/4
	4/4
	2/2
	2/2
	1/1
	2/2
	2/2
	1/1

	
	Heart malformation 
	3/4
	0/4
	NA
	1/2
	0/1
	1/2
	2/2
	1/1

	
	Renal anomalies
	3/4
	1/4
	NA
	0/2
	0/1
	NA
	0/2
	N/A

	
	Abnormal genitalia 
	2/4
	NA
	NA
	NA
	1/1
	1/2
	1/2
	0/1

	Others
	Bifid uvula, hypotonia
	Visual impairment (2/4), sleep apnea (1/4), bilateral inguinal hernia (1/4), ADHD (1/4), anxiety (1/4), failure to thrive (1/4)
	Autism, motor weakness
	Cleft palate, widely spaced teeth, scleral pigmentation, bilateral single transverse palmar crease, kyphoscoliosis (1/2), ADHD and anxiety (1/2)
	Bilateral single transverse palmer creases, IUGR, required mechanical ventilation at birth
	Bilateral hernia (1/2), keratoconus, hypothyroidism (1/2)
	Anxiety (1/2); unilateral single transverse palmar crease (1/2)
	Bilateral microphthalmia
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