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Background : 

Sanjad-Sakati syndrome (SSS), also 

known as Richardson-Kirk syndrome, has 

been classified as hypoparathyroidism-

retardation-dysmorphism (HRD) syndrome 

in the Online Mendelian Inheritance of Men 

(OMIM) no. 241410 (1). It is an autosomal 

recessive disorder that was initially 

described by Sanjad et al. in 1988 (2). It 

affects both sexes equally and contains a 

gene on chromosome 1q42-q43. It has 

severe and often deadly consequences (4).  

This disorder was found almost 

exclusively in people of Arab origin (5), with 

reported patients who were Saudi Arabian, 

Qatari, Palestinian, Kuwaiti, and Omani (6).  

Although the exact prevalence is 

unknown, the estimated incidence in Saudi 

Arabia ranges from 1:40000 to 1:600000 

live births (7). The syndrome is 

characterized by dysmorphic features, 

short stature hypoparathyroidism, and mild 

to moderate mental retardation (6). 

 

Case presentation 

Case 1 : 

 A four-and-a-half-year-old girl from a rural 

area presented with an attack of loss of 

bowel motion and vomiting lasting 2 days 

with refusal to feed. The family reported 

two previous attacks of acute gastroent-

eritis and a history of two attacks of 

seizures from early infancy; each attack 

lasted a few minutes with no change in the 

level of consciousness. She was delivered 

by vaginal delivery with a birth weight of 2 

Kg   .Regarding the family history, it has 

been found that the child had one dead 

sibling with the same clinical features, they 

reported the cause of death to be 

pneumonia. The child also has two alive 

siblings who were the product of 

consanguineous marriage (second-degree 

relatives). Besides, there were two 

nephews in the family with the same 

clinical features, one of them died at 4 with 

the cause of death unknown; furthermore, 

the family reported that she had a delay in 

walking time, speaking few words only and 
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she had some difficulties with obeying 

commands . 

On examination, the child looks 

conscious and, with some dehydration, 

smaller for her age, with failure to thrive. 

She also had some odd facial features 

(small deep-seated eyes, long philtrum, 

poor dentition, and depressed nasal 

bridge), and small hands and feet . 

Growth parameters: weight 9 kg (Z 

score -5.8), height 80 cm (Z score -5.7), 

and head circumference 46 cm (Z score -

4). New investigations revealed a white 

blood cell count of 21100× 109/L 

(neutrophils 46.2%), hemoglobin 9.9 gm/dl, 

platelets 310000× 109/L, and C-reactive 

protein-positive while her previous 

investigations showed thyroid function test 

4.7 µIU/ (0.25-5), T3= 1.19 nmol/l (0.92-

233), T4= 96 nmol/l (60-120). Serum 

calcium is 7 mg/dl and the ionized fraction 

is 1.8, Parathyroid hormone level is less 

than 1 Pg/ml (8.7-79.6).  

The echocardiogram report was normal 

and bone age was delayed (less than 1 

year). She is on one alpha drop and 

calcium supplementation. 

Due to the typical clinical and 

laboratory features, she is diagnosed with 

SSS although genetic testing was not done 

due to limited resources. 

 

   
Figure 1: Phenotypes of Sanjad-Sakati syndrome (SSS) in case number one  

(small deep-seated eyes, long philtrum, poor dentition, and depressed nasal bridge). 

 

Case 2 

A nine-month-old male infant presented 

with repeated vomiting and diarrhea with 

some dehydration. According to case 

history, he had a previous attack of seizure 

in early neonatal life due to low calcium in 

the blood. His family history reveals that he 

is the younger brother of the 

aforementioned case 1. While according to 

developmental history, he cannot sit yet 

but he can roll from back to front and the 

reverse way . 

On examination, he is conscious, alert, 

looks smaller than expected, and his vital 

signs are within normal for his age and 

sex. Growth parameter reads: weight 4Kg 

(Z score=-7), head circumference is 38 cm 

(Z score=-5.6) and height is 63cm (Z 

score=-4). He has a small head with deep-

seated eyes, a depressed nasal bridge, 

large ears, and dentition didn't start yet. 

There are no visible skin lesions and his 
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chest and abdominal examination were 

unremarkable His investigations showed 

that the serum calcium is 7.1 mg/dl, 

phosphate is 5.5 mg/dl, alkaline 

phosphatase is of 143 U/l., serum 

parathyroid hormone level is 2.1 Pg/ml 

(8.7-79.6), and the echocardiogram was 

normal. He was put on calcium 

supplementation and one alpha drop. 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

Figure 2: Small head with deep-seated eyes, a depressed nasal bridge, and large ears in case number two. 

 

 

Discussion 

Sanjad-Sakati syndrome is a rare 

autosomal recessive disorder that is 

described in the Arab world. The mutation 

is in the tubulin-specific chaperone E 

(TBCE) gene in chromosomal area 1q42-

q43 )5). 

This syndrome may share the 

dysmorphic features with other syndromes 

namely DiGeorge syndrome and Kenny-

Caffey Syndrome (6) although SSS and 

Kenny-Caffey syndrome have a mutation 

in the TBCE gene (8), the difference is that 

patients with Kenny-Caffey Syndrome 

have normal intelligence, exhibit 

macrocephaly, and the anterior fontanelle 

is large and closes late in KCS type 2 

patients(9). On the other hand, DiGeorge 

syndrome is characterized by 

hypoparathyroidism and has also T cell 

immunodeficiency and congenital cardiac 

anomalies, the two features that are not 

present in SSS (10). 

The facial features of patients with SSS 

have been shown in many studies and 

observations of microcephaly, deep-seated 

eyes, and short stature(2,11) . Errors of 

refraction, retinal vascular tortuosity, 

strabismus, and corneal opacities are 

some of the ophthalmic symptom (2). 

There is no cure for SSS but the 

treatment of  its patients is to control the 

high serum phosphate levels, and the 

adverse effects of therapy including 

generalized calcifications. This is done 

usually by giving calcium supplementation 

intravenously in case of seizure or orally 

plus the active form of vitamin D . 

Conclusion: 

Sanjad-Sakati syndrome is an autosomal 

recessive disease that is not uncommon in 

the Arab population. Although there is no 
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cure for this syndrome, the family can be 

given genetic counseling and prevent 

comorbidities. Due to limited resources, 

genetic testing was not done for these 

siblings, hopefully, it can be arranged in 

the future for them . 
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