Supplementary Table 2. Summary of genetic location, pathogenicity, phenotype and gene content associated with 5q14.3 - q15 deletions identified in subjects from literature and DECIPHER database.
	Item from decipher
	Position
	Bands
	Pathogenicity
	Phenotypes
	Genes in this region

	402731*
	chr5:76864244-92374244
	5q13.3 - 5q15
	Likely pathogenic
	Blindness, Dandy-Walker malformation, Delayed closure of the anterior fontanelle, EEG abnormality, Epicanthus, Everted lower lip vermilion, Exaggerated cupid's bow, Facial asymmetry, Facial hemangioma, High anterior hairline, High palate, Hydronephrosis, Hyperconvex nail, Hypertelorism, Hypertonia, Intellectual disability, Large earlobe, Macrocephaly, Macrotia, Malar flattening, Micrognathia, Misalignment of teeth, Muscular hypotonia, Narrow forehead, Nystagmus, Patent ductus arteriosus, Prominent nasal bridge, Proportionate short stature, Proptosis, Pulmonic stenosis, Recurrent infections, Small hand, Small nail, Spasticity, Strabismus, Ventricular septal defect, Vesicoureteral reflux
	ACOT12, AK056485, AK091866, AL050132, ANKRD34B, AP3B1, ARRDC3, ARSB, ATG10, ATP6AP1L, BC034940, BC039455, BC041393, BC047373, BC126296, BC132949, BHMT, BHMT2, CCNH, CETN3, CKMT2, CMYA5, COX7C, CRSP8P, DHFR, DMGDH, EDIL3, FAM151B, ADGRV1, HAPLN1, HM358977, HOMER1, JMY, LHFPL2, LINC00461, LOC100131067, LOC644936, LYSMD3, MBLAC2, MEF2C, MIR3607, MIR3660, MIR3977, MIR4280, MSH3, MTRNR2L2, MTX3, Metazoa_SRP, Mir_584, Mir_684, NBPF22P, OTP, PAPD4, POLR3G, RASA1, RASGRF2, RNU5E-1, RPS23, SCAMP1, SCARNA18, SERINC5, SPZ1, SSBP2, TBCA, THBS4, TMEM161B, TMEM167A, TRNA_Pseudo, VCAN, XRCC4, ZCCHC9, ZFYVE16


	368290*
	chr5:91906784-99659949
	5q14.3 - 5q21.1
	Pathogenic
	Global developmental delay
	SLF1, ARSK, BC107094, LINC01554, CAST, CHD1, DQ590013, DQ591060, DQ596041, DQ597441, ELL2, ERAP1, ERAP2, ARB2A, FAM81B, GLRX, GPR150, HM358988, JB137812, KIAA0825, LIX1, LNPEP, LOC100289230, MCTP1, MIR583, NR2F1, PCSK1, POU5F2, RFESD, RGMB, RHOBTB3, RIOK2, SPATA9, SKIC3, U6

	339448*
	chr5:84906983-91527049
	5q14.3
	Pathogenic
	Anteverted nares, Global developmental delay, Muscular hypotonia, Polyhydramnios, Seizure, Upslanted palpebral fissure
	AK056485, AK091866, AL050132, ARRDC3, BC034940, BC041393, BC126296, CCNH, CETN3, COX7C, ADGRV1, LINC00461, LYSMD3, MBLAC2, MEF2C, MIR3607, MIR3660, MIR4280, Metazoa_SRP, NBPF22P, POLR3G, RASA1, TMEM161B,


	287407*
	chr5:85338858-91705071
	5q14.3
	Pathogenic
	Generalized-onset seizure, Global developmental delay, Horizontal eyebrow, Joint hypermobility, Stereotypy
	AK056485, AK091866, AL050132, ARRDC3, BC034940, BC041393, BC126296, CCNH, CETN3, COX7C, ADGRV1, LINC00461, LYSMD3, MBLAC2, MEF2C, MIR3607, MIR3660, MIR4280, Metazoa_SRP, NBPF22P, POLR3G, RASA1, TMEM161B,


	401266*
	chr5:91064110-93896378
	5q14.3 - 5q15
	Likely pathogenic
	Flat occiput, Protruding ear, Strabismus, Uplifted earlobe
	AK056485, ARB2A, KIAA0825, NR2F1, POU5F2

	338845*
	chr5:96502439-97054481
	5q15
	Likely benign
	Low-set ears, Motor delay, Pineal cyst, Small for gestational age
	RIOK2

	359588*
	chr5:94927116-101916299
	5q15 - 5q21.1
	Likely pathogenic
	Astigmatism, Global developmental delay, High palate, Intellectual disability, borderline, Myopia, Pes planus, Poor motor coordination
	ARSK, BC107094, LINC01554, CAST, CHD1, DQ574682, DQ583509, DQ591060, DQ596041, DQ596042, DQ597441, ELL2, ERAP1, ERAP2, FAM174A, GLRX, GPR150, HM358988, JB137812, LIX1, LNPEP, LOC100133050, LOC100289230, MIR583, PCSK1, RFESD, RGMB, RHOBTB3, RIOK2, SLCO4C1, SLCO6A1, SPATA9, ST8SIA4, U6


	402517*
	chr5:91093501-102566688
	 5q14.3 - 5q21.1
	Likely pathogenic
	
Macrocephaly

	AK056485, SLF1, ARSK, AX747345, BC107094, LINC01554, CAST, CHD1, DQ574682, DQ583509, DQ590013, DQ591060, DQ596041, DQ596042, DQ597441, ELL2, ERAP1, ERAP2, ARB2A, FAM174A, FAM81B, GIN1, GLRX, GPR150, HM358988, JB137812, KIAA0825, LIX1, LNPEP, LOC100133050, LOC100289230, MCTP1, MIR583, NR2F1, PAM, PCSK1, POU5F2, PPIP5K2, RFESD, RGMB, RHOBTB3, RIOK2, SLCO4C1, SLCO6A1, SPATA9, ST8SIA4, SKIC3, U6


	394349*
	chr5:92374244-115272101
	5q15 - 5q23.1
	Likely pathogenic
	Abnormality of the gallbladder, Abnormality of the liver, Horseshoe kidney, Intellectual disability, Kyphosis, Mandibular prognathia, Neoplasm of the colon, Neoplasm of the gastrointestinal tract, Scoliosis, Talipes equinovalgus
	7SK, AK021888, AK097686, SLF1, AP3S1, APC, ARSK, ATG12, AX747345, BC034788, BC107094, LINC01554, C5orf30, CAMK4, CAST, CCDC112, CDO1, CHD1, DCP2, DQ574682, DQ583509, DQ590013, DQ591060, DQ596041, DQ596042, DQ597441, EFNA5, ELL2, EPB41L4A, ERAP1, ERAP2, ARB2A, FAM174A, FAM81B, FBXL17, FEM1C, FER, FLJ11235, FLJ43978, GIN1, GLRX, GPR150, HM358988, HP07349, JB023059, JB137812, KCNN2, KIAA0825, LIX1, LNPEP, LOC100133050, LOC100289230, LOC100289673, MAN2A1, MCC, MCTP1, MIR583, Metazoa_SRP, NR2F1, NREP, NUDT12, PAM, PCSK1, PGGT1B, PJA2, POU5F2, PPIP5K2, RAB9BP1, REEP5, RFESD, RGMB, RHOBTB3, RIOK2, SLC25A46, SLCO4C1, SLCO6A1, SNORA13, SNORA51, SPATA9, SRP19, ST8SIA4, STARD4, TMED7-TICAM2, TMEM232, TRIM36, TSLP, TSSK1B, SKIC3, U4atac, U6, WDR36, YTHDC2, ZRSR1


	248692*
	chr5:90194288-94773411
	5q14.3 - 5q15
	Likely pathogenic
	Abnormal eyebrow morphology, Abnormality of the tongue, Attention deficit hyperactivity disorder, Clinodactyly of the 5th finger, Delayed speech and language development, Hypermetropia, Intellectual disability, Joint hypermobility, Low-set ears, Macrocephaly, Muscular hypotonia, Narrow mouth, Nystagmus, Sandal gap, Short foot, Short palm, Truncal obesity, Upslanted palpebral fissure, Visual impairment

	AK056485, AK091866, SLF1, ARRDC3, DQ590013, ARB2A, FAM81B, ADGRV1, KIAA0825, MCTP1, Metazoa_SRP, NR2F1, POU5F2

	395528*
	 chr5:92374244-115272101
	5q15 - 5q23.1
	
Likely pathogenic

	2-3 toe syndactyly, Arachnodactyly, Asymmetry of the thorax, Frontal bossing, High anterior hairline, High palate, Increased number of teeth, Intellectual disability, Joint laxity, Long face, Long philtrum, Long toe, Macrotia, Muscle weakness, Neoplasm of the colon, Pes cavus, Protruding ear
	7SK, AK021888, AK097686, SLF1, AP3S1, APC, ARSK, ATG12, AX747345, BC034788, BC107094, LINC01554, C5orf30, CAMK4, CAST, CCDC112, CDO1, CHD1, DCP2, DQ574682, DQ583509, DQ590013, DQ591060, DQ596041, DQ596042, DQ597441, EFNA5, ELL2, EPB41L4A, ERAP1, ERAP2, ARB2A, FAM174A, FAM81B, FBXL17, FEM1C, FER, FLJ11235, FLJ43978, GIN1, GLRX, GPR150, HM358988, HP07349, JB023059, JB137812, KCNN2, KIAA0825, LIX1, LNPEP, LOC100133050, LOC100289230, LOC100289673, MAN2A1, MCC, MCTP1, MIR583, Metazoa_SRP, NR2F1, NREP, NUDT12, PAM, PCSK1, PGGT1B, PJA2, POU5F2, PPIP5K2, RAB9BP1, REEP5, RFESD, RGMB, RHOBTB3, RIOK2, SLC25A46, SLCO4C1, SLCO6A1, SNORA13, SNORA51, SPATA9, SRP19, ST8SIA4, STARD4, TMED7-TICAM2, TMEM232, TRIM36, TSLP, TSSK1B, SKIC3, U4atac, U6, WDR36, YTHDC2, ZRSR1


	385361*
	 chr5:91402678-107659969
	5q14.3 - 5q21.3
	Pathogenic
	Intellectual disability
	7SK, AK056485, SLF1, ARSK, AX747345, BC107094, LINC01554, C5orf30, CAST, CHD1, DQ574682, DQ583509, DQ590013, DQ591060, DQ596041, DQ596042, DQ597441, EFNA5, ELL2, ERAP1, ERAP2, ARB2A, FAM174A, FAM81B, FBXL17, GIN1, GLRX, GPR150, HM358988, JB137812, KIAA0825, LIX1, LNPEP, LOC100133050, LOC100289230, MCTP1, MIR583, Metazoa_SRP, NR2F1, NUDT12, PAM, PCSK1, POU5F2, PPIP5K2, RAB9BP1, RFESD, RGMB, RHOBTB3, RIOK2, SLCO4C1, SLCO6A1, SPATA9, ST8SIA4, SKIC3, U6


	395604*
	 chr5:92374244-115272101
	 5q15 - 5q23.1
	Likely pathogenic 
	Autistic behavior, Broad face, Deeply set eye, Feeding difficulties in infancy, Frontal bossing, Gingival overgrowth, Intellectual disability, Mandibular prognathia, Microtia, Neoplasm of the colon, Small for gestational age, Strabismus, Thickened ears
	7SK, AK021888, AK097686, SLF1, AP3S1, APC, ARSK, ATG12, AX747345, BC034788, BC107094, LINC01554, C5orf30, CAMK4, CAST, CCDC112, CDO1, CHD1, DCP2, DQ574682, DQ583509, DQ590013, DQ591060, DQ596041, DQ596042, DQ597441, EFNA5, ELL2, EPB41L4A, ERAP1, ERAP2, ARB2A, FAM174A, FAM81B, FBXL17, FEM1C, FER, FLJ11235, FLJ43978, GIN1, GLRX, GPR150, HM358988, HP07349, JB023059, JB137812, KCNN2, KIAA0825, LIX1, LNPEP, LOC100133050, LOC100289230, LOC100289673, MAN2A1, MCC, MCTP1, MIR583, Metazoa_SRP, NR2F1, NREP, NUDT12, PAM, PCSK1, PGGT1B, PJA2, POU5F2, PPIP5K2, RAB9BP1, REEP5, RFESD, RGMB, RHOBTB3, RIOK2, SLC25A46, SLCO4C1, SLCO6A1, SNORA13, SNORA51, SPATA9, SRP19, ST8SIA4, STARD4, TMED7-TICAM2, TMEM232, TRIM36, TSLP, TSSK1B, SKIC3, U4atac, U6, WDR36, YTHDC2, ZRSR1


	398415*
	chr5:92374244-115272101
	5q15 - 5q23.1
	Likely pathogenic
	Abnormality of the ureter, Anterior creases of earlobe, Aortic valve stenosis, Arrhythmia, Bifid uvula, Broad neck, Decreased testicular size, Downslanted palpebral fissures, Downturned corners of mouth, Feeding difficulties in infancy, Gastroesophageal reflux, Hiatus hernia, High palate, Hypothyroidism, Inguinal hernia, Intellectual disability, Macrocephaly, Multiple lipomas, Muscular hypotonia, Neoplasm of the gastrointestinal tract, Obesity, Proportionate short stature, Recurrent infections, Scoliosis, Short 5th finger, Weak cry
	7SK, AK021888, AK097686, SLF1, AP3S1, APC, ARSK, ATG12, AX747345, BC034788, BC107094, LINC01554, C5orf30, CAMK4, CAST, CCDC112, CDO1, CHD1, DCP2, DQ574682, DQ583509, DQ590013, DQ591060, DQ596041, DQ596042, DQ597441, EFNA5, ELL2, EPB41L4A, ERAP1, ERAP2, ARB2A, FAM174A, FAM81B, FBXL17, FEM1C, FER, FLJ11235, FLJ43978, GIN1, GLRX, GPR150, HM358988, HP07349, JB023059, JB137812, KCNN2, KIAA0825, LIX1, LNPEP, LOC100133050, LOC100289230, LOC100289673, MAN2A1, MCC, MCTP1, MIR583, Metazoa_SRP, NR2F1, NREP, NUDT12, PAM, PCSK1, PGGT1B, PJA2, POU5F2, PPIP5K2, RAB9BP1, REEP5, RFESD, RGMB, RHOBTB3, RIOK2, SLC25A46, SLCO4C1, SLCO6A1, SNORA13, SNORA51, SPATA9, SRP19, ST8SIA4, STARD4, TMED7-TICAM2, TMEM232, TRIM36, TSLP, TSSK1B, SKIC3, U4atac, U6, WDR36, YTHDC2, ZRSR1


	384476*
	chr5:96189429-105510808
	5q15 - 5q21.3
	Likely pathogenic
	Behavioral abnormality, Neurodevelopmental delay, Spasticity, Strabismus
	AX747345, BC107094, C5orf30, CHD1, DQ574682, DQ583509, DQ591060, DQ596041, DQ596042, DQ597441, ERAP2, FAM174A, GIN1, HM358988, JB137812, LIX1, LNPEP, LOC100133050, LOC100289230, NUDT12, PAM, PPIP5K2, RAB9BP1, RGMB, RIOK2, SLCO4C1, SLCO6A1, ST8SIA4, U6


	376072*
	chr5:92774789-93416170
	5q15
	Pathogenic
	Delayed speech and language development, Motor delay, Muscular hypotonia
	ARB2A, NR2F1, POU5F2

	366564*
	chr5:92922775-95222400
	5q15
	
Pathogenic

	Delayed speech and language development
	SLF1, ARSK, LINC01554, DQ590013, ELL2, ARB2A, FAM81B, GLRX, GPR150, KIAA0825, MCTP1, NR2F1, POU5F2, RFESD, RHOBTB3, SPATA9, SKIC3

	401281*
	chr5:93040286-95499240
	 5q15
	Likely pathogenic

	Constipation, Dolichocephaly, Frontal bossing, Iris coloboma, Long philtrum, Low-set ears, Muscular hypotonia, Myopia, Narrow mouth, Nystagmus, Telecanthus, Thin upper lip vermilion

	SLF1, ARSK, LINC01554, DQ590013, ELL2, ARB2A, FAM81B, GLRX, GPR150, KIAA0825, MCTP1, MIR583, POU5F2, RFESD, RHOBTB3, SPATA9, SKIC3

	Engels H et al. Patient 1**(1)
	chr5:87975410- 93668872
	5q14.3-q15
	patient
	Severe mental retardation, Muscular hypotonia with feeding difficulties, Febrile seizures, Myocardial hypertrophy, Transverse palmar creases, Long fingers, Café-au-lait spots, Large ears, Chronic constipation Frequent infections, EEG abnormality

	CETN3, AC093510.2, POLR3G, LYSMD3 and the proximal part of ADGRV1 ***

	Engels H et al. Patient 2**(1)
	chr5: 86206067-86341427, 90 044836-90139366
	5q14.3
	patient
	Severe mental retardation, Muscular hypotonia with feeding difficulties, Febrile seizures, Brachycephaly, Low anterior hairline, Visual preoccupation with stripes, Fetal increased nuchal translucency, EEG abnormality

	CETN3, AC093510.2, POLR3G, LYSMD3 and the proximal part of ADGRV1 ***

	Engels H et al.  Patient 3**(1)
	chr5: 88448144- 92022455
	5q14.3-q15
	patient
	Severe mental retardation, Muscular hypotonia with feeding difficulties, Febrile seizures, Hyperopia and strabismus convergens, Long fingers, Large ears, Sensitivity to noise, EEG abnormality

	CETN3, AC093510.2, POLR3G, LYSMD3 and the proximal part of ADGRV1 ***

	Hotz A et al. Patient 1**(2)
	chr5: 87646931- 91754042
	5q14.3
	patient
	Microcephaly, Hydrocephalus, Wide colon convolutions, Broad nasal bridge, Upslanting palpebral fissures, and small eyes, EEG abnormality

	MEF2C, ARRDC3, MECP2, C3ORF58***

	Hotz A et al. Patient 2**(2)
	chr5: 89910653- 89968372
	5q14.3
	patient
	Psychomotor retardation, Myoclonic epilepsy, Truncal hypotonia, Strabismus divergens, Broad forehead and Downslanting palpebral fissures, EEG abnormality

	MEF2C, ADGRV1***

	Zepeda-Mendoza C et al. Patient M1**(3)
	chr5: 95053729- 103537589	
	5q15-q21.2
	patient
	hypertelorism and macrocephaly

	CHD1, PCSK1, CAST***

	Zepeda-Mendoza C et al. Patient D1**(3)
	chr5: 95049966- 103532095
	5q15-q21.2
	patient
	Speech delay, Motor delays
	CHD1, PCSK1, CAST***

	Zepeda-Mendoza C et al. Patient D3**(3)
	chr5:95049966-103537589
	5q15-q21.2
	patient
	Speech delay, Failure to thrive, Dysmorphic craniofacial appearance, Wide front and hypertelorism

	CHD1, PCSK1, CAST***

	Zepeda-Mendoza C et al. Patient D4**(3)
	chr5:95049966-103532095		
	5q15-q21.2
	patient
	Speech delay, Dysmorphic craniofacial appearance with hypertelorism, Mild midface hypoplasia, Borderline macrocephaly

	CHD1, PCSK1, CAST***

	Cardoso C et al. Patient 1**(4)
	chr5: 88945075- 105929496
	5q14.3-q15
	patient
	Generalized hypotonia, Developmental delay, Minor cranial, Facial dysmorphic features, Left eye exotropia, Generalized tonic-clonic seizures

	
LYSMD3, NR2F1, MCTP1, ADGRV1, ARB2R, ELL2, 
FAM81B, POU5F2, CETN3, ARRDC3, C5OR36, KIAA0825, POLR3G, SKIC3, SLF1***

	Cardoso C et al. Patient 2**(4)
	chr5: 87086298- 95538640
	5q14.3-q15
	patient
	Developmental delay, Infantile spasms, Epileptic spasms, Minor dysmorphic features (High
 forehead, Frontal bossing, Hypertelorism, Anteverted nostrils, High arched eyebrows, depressed nasal bridge, Thick columella, Long philtrum, Thin lips, and Micrognathia), No language, EEG abnormality
	
LYSMD3, NR2F1, MCTP1, ADGRV1, ARB2A, ELL2, 
FAM81B, POU5F2, CETN3, ARRDC3, C5OR36, KIAA0825, POLR3G, SKIC3, SLF1***

	Cardoso C et al. Patient 3**(4)
	chr5: 88659488- 94986541
	[bookmark: _Hlk193399981]5q14.3-q15
	patient
	Triangular shaped head, Poor Truncal tone, Variable tone of the limbs, Myoclonic seizures, Macrocephaly, Severely delayed (Developmental delay) and had no speech, EEG abnormality
	
LYSMD3, NR2F1, MCTP1, ADGRV1, ARB2A, ELL2, 
FAM81B, POU5F2, CETN3, ARRDC3, C5OR36, KIAA0825, POLR3G, SKIC3, SLF1***


Summary:
Similar clinical phenotypes shared with our patient (indicated in blue). EEG abnormality: 9 cases; Variable and nonspecific facial deformities: 17 cases; Motor retardation: 4 cases; Developmental delay: 12 cases; Intellectual disability: 10 cases; Speech/language delay: 8 cases; Febrile Seizure: 4 cases; Epilepsy 2 cases. 
Genes in the 5q14.3-q15 region same with our patient (indicated in red). ADGRV1:11 cases; ARRDC3: 7 cases; NR2F1: 14 cases; ARB2A: 14 cases; POU5F2: 15cases; KIAA0825: 14 cases; SLF1: 13 casess;MCTP1: 13 cases; FAM81B: 13 cases; SKIC3: 12 cases; ARSK: 10 cases; GPR150: 10 cases; RFESD: 10 cases; SPATA9: 10 cases; RHOBTB3: 10 cases; GLRX: 10 cases; LINC01554 10 cases; ELL2 13 cases; CAST: 12 cases; MIR583: 9 cases; PCSK1: 12 cases; ERAP1: 8 cases; ERAP2: 9 cases; LNPEP 9 cases; LIX1: 9 cases; RIOK2: 10 cases.
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