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Table S1. Hematological findings and other complications of 4 patients in our cohort. 

 Case 1 Case 2 Case 3 Case 4 

Range of 11q deletion (hg19) 124252297 
–134257553 

123396856 
–134121202 

122526757 
–134257553 

119440000 
–134939999 

Hematological findings     
Age at onset of cytopenia, months 121 191 0 0 
Bone marrow cellularity Normocellular Normocellular Hypocellular ND 

  Cytopenia Yes Yes Yes Yes 
     Neutropenia No No Yes No 

Anemia Yes Yes Yes No 
Thrombocytopenia Yes Yes Yes Yes 

Non-hematological findings     
Congenital heart disease Yes Yes Yes Yes 

HLHS No No No Yes 
VSD Yes Yes Yes Yes 
Shone’s complex No No No No 
ASD No No No No 
Others Yes Yes Yes Yes 

Skeletal abnormality Yes Yes No Yes 
Craniofacial abnormalities Yes Yes No Yes 

   Vertebral body anomalies No No No No 
   Scoliosis No No No No 

Hip dislocation No No No No 
Gastrointestinal tract malformation No No No No 

   Pyloric stenosis No No No No 
Gut malrotation No No No No 
Annular pancreas No No No No 
Anal abnormality No No No No 
Duodenal atresia No No No No 
Inguinal hernia No No No No 

  Urinary system malformation No No No Yes 
Unilateral kidney dysplasia No No No No 

   Horseshoe kidney No No No Yes 
Multicystic kidneys No No No No 
Hydronephrosis No No No No 

   Double urethers No No No No 
   Cryptorchidism No No No No 
  Mental retardation Yes Yes No Yes 
  Structural abnormality of the brain No No No No 

Enlarged ventricles No No No No 
Agenesis of corpus callosum No No No No 
Spina bifida No No No No 



 

Sensorineural deafness No No No No 
 Immunodeficiency No No No Yes 

CD4+ T lymphocytopenia No No No Yes 
Treatment     

Blood transfusion No No Yes Yes 
Bone marrow transplantation No No No No 

HLHS; hypoplastic left heart syndrome, VSD; ventricular septal defect, ASD; atrial septal defect, ND; not determined 
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Figure S1. Flow diagram of literature review 
A flow diagram was created by performing a search using the following formula: 

“Jacobsen syndrome”[MH] AND (“pancytopenia”[TIAB] OR “anemia"[TIAB] OR 

“neutropenia”[TIAB] OR “thrombocytopenia”[TIAB]) AND (“Cohort Studies"[MH] OR 

“Case Reports"[PT]) AND Humans[MH] AND (English[LA]) AND (“0000"[PDAT]: 

“2022/08/31"[PDAT]) 
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