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Table 1. Gene set analysis results

(a) Synapse-related gene sets N genes K g%l;s\g iy OR (95% CT) B Holm-adjusted P
PSD 685 134 1.39(1.05,1.84) 0.00038 0.0034
PSD/ARC 28 12 1.55(0.77,3.13)  0.062 0.12
PSD/NMDAR 61 15 262(1.11,6.18)  0.0029 0.015
PSD/PSD-95 65 25 1.96 (1.08,3.54) 0.00072 0.005
PSD/mGIuRS 39 6 3.63(0.84,1574) 0.0038 0.015
Presynapse 431 91 1.37(1.00,1.88)  0.0011 0.0066
Presynapse/Synaptic vesicle 344 76 1.33(0.95,1.84) 0.0066 0.02
Presynapse/Pre-synaptic active zone 173 31 2.79(1.25,6.21) 0.00008 0.00088

All tests were one-sided assuming enrichment in cases using exonic CNVs. "N genes" and "N genes
hit by CNVs" refer to the number of genes in the set and the number of unique genes that had at
least one exonic CNV hit (=1 bp overlap), respectively. OR indicates the increase in risk for
schizophrenia correcting for rate and size of exonic CNVs. Pemp was calculated by 100,000
permutations.

Abbreviations: ARC, activity-regulated cytoskeleton-associated complex; CI, confidence interval; CNV,
copy number variation; NMDAR, N-methyl-D-aspartate receptor; OR, odds ratio; PSD, postsynaptic
density



Table 2. Phenotype data for patients with DLG2 deletion

Patient1

Patient2

Patient3

Diagnosis Schizophrenia Schizophrenia Schizophrenia
Age/sex 37TM S54/F 58/F
Education (years) 12y 12y 9y
Age at Onset (years old) 35yo 31yo 15 yo

Core symptoms

Persecutory delusions,

auditory hallucinations,

negative symptoms

Delusions, auditory
hallucinations, mood swing,
agpressive outbursts

Delusions, hallucinations,
social withdrawal

Hospitalizations: number and

duration (year) L L8y ¥
Antipsychotics
(chlorpromazine 100 mg/day 684 mg/day 400 mg/day
Treatmen equivalent)
t
Treatment
e None None None
resistance

CT: frontal atrophy, lateral

Brain imaging/laboratory tests :
Bt ¥ ventricular enlargement

<< DLG2 k%% b0 3 %Ot a e B ORIR LB > >
Abbreviations: SCZ, schizophrenia
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