Table S1 Growth data and laboratory findings of our patient.
	Phenotype
	Parameters
	Value

	Birth characteristics
	Weight (kg)
	3.2

	
	Length (cm)
	50

	First visit
	Age (years)
	9.5

	
	Weight (kg)
	30

	
	Height (cm)
	128.5

	
	HC (cm)
	51

	Endocrine evaluation
	Peak GH (ng/ml)
	19.54

	
	IGF-1 (ng/ml)
	192

	
	FT3 (pmol/L)
	6.22

	
	FT4 (pmol/L)
	16.89

	
	TSH (mIU/L)
	1.31

	
	PRL (uIU/ml)
	46.48

	
	FSH (mIU/ml)
	3.58

	
	LH (mIU/ml)
	0.97

	
	E2 (pmol/L)
	79.65

	
	P (nmol/L)
	0.81

	
	T (nmol/L)
	< 0.24

	Skeletal system
	Chronologic age (years)
	9.5

	
	Bone age (years)
	11.9


Note: Abbreviations: HC: head circumference; GH, growth hormone; IGF-1, insulin-like growth factor 1; FT3, free triiodothyronine; FT4, free thyroxine; TSH, thyrotropin; PRL, prolactin; FSH, Follicular-stimulating hormone; LH, Luteinizing hormone; E2, Estradiol; P, progesterone; T, testosterone. 


Table S2 Patients with ZMIZ1 mutations in our study and previously reported.
	Family
	Patient
	cDNA change
	Protein change
	Age (years)
	Gender
	Inherited
	Mutation type
	Domain
	Reference

	1
	1
	c.40C>T
	p.Arg14*
	9.5
	Female
	De novo
	Nonsense
	TPR
	Present study

	2
	2
	c.899C>T
	p.Thr300Met
	11.7
	Male
	De novo
	Missense
	Ala-rich domain
	Carapito et al. 2019


	3
	3
	c.859G>A
	p.Ala287Thr
	12.3
	Female
	De novo
	Missense
	Ala-rich domain
	

	4
	4
	c.3112dup
	p.Thr1038Asnfs*4
	12.3
	Female
	De novo
	Frameshift
	TAD
	

	5
	5
	c.899C>T
	p.Thr300Met
	1.5
	Female
	De novo
	Missense
	Ala-rich domain
	

	6
	6
	c.893C>T
	p.Thr298Ile
	5.8
	Male
	De novo
	Missense
	Ala-rich domain
	

	7
	7
	c.2752dup
	p.Gln920Profs*34
	20
	Female
	De novo
	Frameshift
	TAD
	

	8
	8
	c.272A>G
	p.Lys91Arg
	3
	Female
	De novo
	Missense
	TPR
	

	9
	9
	c.2610C>T
	p.Ser870Ser
	6.6
	Male
	De novo
	Synonymous
	TAD
	

	10
	10
	c.887C>A
	p.Thr296Lys
	8.5
	Female
	De novo
	Missense
	Ala-rich domain
	

	11
	11
	c.1386dup
	p.Thr463Hisfs*14
	19
	Female
	De novo
	Frameshift
	Pro-rich domain
	

	12
	12
	c.3097-2A>G
	p.?
	1.3
	Male
	De novo
	Splicing
	TAD
	

	13
	13
	c.3021del
	p.Phe1008Leufs*7
	3.5
	Male
	De novo
	Frameshift
	TAD
	

	14
	14
	c.1386dup
	p.Thr463Hisfs*14
	7
	Female
	NA
	Frameshift
	Pro-rich domain
	

	
	15
	c.1386dup
	p.Thr463Hisfs*14
	10
	Male
	NA
	Frameshift
	Pro-rich domain
	

	
	16
	c.1386dup
	p.Thr463Hisfs*14
	11
	Male
	NA
	Frameshift
	Pro-rich domain
	

	15
	17
	c.887C>T
	p.Thr296Ile
	7
	Female
	De novo
	Missense
	Ala-rich domain
	

	16
	18
	c.2835del
	p.Met946Cysfs*61
	13.4
	Female
	De novo
	Frameshift
	TAD
	

	17
	19
	t(X;10)(q27.3;q22.3)
	17
	Female
	De novo
	Translocation
	NA
	

	18
	20
	t(10;12)(q22.2;q24.3)
	2.8
	Female
	De novo
	Translocation
	NA
	

	19
	21
	c.1310del
	p.Pro437Argfs*84
	7
	Male
	Paternal
	Frameshift
	Pro-rich domain
	Latchman et al. 2020

	
	22
	c.1310del
	p.Pro437Argfs*84
	12
	Male
	Paternal
	Frameshift
	Pro-rich domain
	

	
	23
	c.1310del
	p.Pro437Argfs*84
	53
	Male
	Maternal
	Frameshift
	Pro-rich domain
	

	20
	24
	c.1491+2T>C
	p.?
	5
	Female
	Paternal
	Splicing
	Pro-rich domain
	Phetthong et al. 2021

	21
	25
	c.2330G>A
	p.Gly777Glu
	5
	Female
	De novo
	Missense
	MIZ
	Lu et al. 2022

	22
	26
	t(10;19)(q22.3;q13.33)
	11
	Female
	De novo
	Translocation
	NA
	Córdova-Fletes et al. 2015


Note: All the variants are described using the NM_020338.4 (GRCh37/hg19) transcript of ZMIZ1 and confirmed by Mutalyzer program (https://mutalyzer.nl/). Abbreviations: NA: not applicable; TPR, tetratricopeptide repeat; MIZ, SP-RING/MIZ domain; TAD, transactivation domain. 
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