	


	
	Pannicke et al. 1996 (18)
	Carpenter et al. 1996(16)
	Broome et al. 1996(8)
	Hallett et al. 1999(22)
	Classen et al. 2001(21)
	Baguette et al. 2002(23)
	Isoyama et al. 2003(24)

	Genetic
	
	Missense and frameshift mutations in exons 5 and 6
	N/A
	N/A
	N/A
	N/A
	Point mutation T218C in exon 3 and deletion A468 in exon 6
	N/A

	
	Infection
	Rec RTI, rec sepsis, persitent diarrhea
	T cell immunodeficiency
	Rec RTI, Rec AOM, Rec sinusitis, severe VZV
	N/A
	VZV
	CMCC, Rec RTI, fulminant VZV
	N/A

	Clinic
	Autoimmunity
	None
	Immune cytopenias
	None
	N/A
	None
	None
	N/A

	
	Others
	EBV related lypmhoma
	None
	None
	N/A
	None
	None
	N/A

	Pretransplantation Neurological Development
	
	Statomotoric retardation  at 6 months
	Spastic quadriplegia
	24 months: mild CP
	N/A
	6 months: truncal hypotonia. 12 months: sit but not crawling/walking, kyphosis and hypertonia and hyperreflexia of the limbs
	Generalized hypotonia, GDST at 5 months:  rolling back to the stomach, absence of sitting without support, hypertonia of extremities, babbling, reaching for objects, voluntary grasping
	N/A

	Age of   Transplantation (mo) and sex
	
	35, F
	60,M
	78, F
	48
	25, F
	12, F
	42, M

	
	Donor
	Haplo
	MSD
	9/10 RD
	N/A
	MSD
	MSD
	1st: Haplo, 2nd: MUD

	Transplantation
	Source
	BM
	BM
	BM
	N/A
	BM
	BM
	1st: BM 2nd: CB

	
	Conditioning Regimen
	N/A
	Bu/Cy/Mel/ATG
	Bu/Cy
	N/A
	Bu/Flu
	Bu/Cy
	1st:Cy/ATG 2nd: Bu/Cy

	
	GVHD Prophylaxis
	N/A
	N/A
	CsA+MTX
	N/A
	CsA
	CsA
	CsA+MTX

	Complications
	GVHD
	N/A
	N/A
	None
	N/A
	None
	Acute: Skin Gr(I)
	Acute: Skin Gr(II), GI Gr(III)

	
	Others
	systemic adenovirus infection
	N/A
	Sinusitis, CDT, renal failure, UTI
	N/A
	None
	None
	1st: 2ndary graft loss. 2nd:bacterial pneumonia

	Chimerism, %
	
	N/A
	N/A
	98
	100
	100
	100
	N/A

	Prognosis
(last F/U in months)
	
	Died, Adeno (36)
	A+W (72)
	A+W (89)
	A+W (96)
	A+W (44)
	Al+W (36)
	Died, bacterial pneumonia(45)

	Posttransplantation Neurological Development at last F/U
	
	N/A
	moderately-severe spastic CP; no progression in spasticity but no new developmental acquisitions milestones
	She scored in the average range on a full- scale IQ test and did well in school.
	no reversal, no further deterioration, of neurological abnormalities.
	50 months: speak in complete sentences, walk freely, spasticity, especially of legs, truncal hypotonia
	36 months the fine motor, adaptive, language, and social patterns are those of a 15- month-old child (has pincer movement of forefinger and thumb, builds tower of two cubes, scribbles, knows four to six words, reacts when wet or soiled).
	N/A

	
	
	Myers et al. 2004(12)
	Delicou et al. 2007(13)
	Aytekin et al. 2007(7)
	Singh et al. 2012(10)
	Brodzoski et al. 2015(20)
	Celmeli et al. 2015(9)
	Yeates et al. 2017(11)

	Genetic
	
	N/A
	N/A
	N/A
	N/A
	Exon 6 (14q13.1) c.729C>G (p.Asn243Lys) and c.746A>C (p.Tyr249Cys)
	Homozygous missense, exon 4 (p. A117T), c.349G>A
	Homozygous, exon 2, c.59A>C, p.20H>P

	
	Infection
	Treatment resistant candidiasis
	Orbital cellulitis,  salmonella sepsis,
	None
	Rec RTI, severe HSV stomatitis
	Rec RTI
	Rec RTI, bronchiectasis, severe VZV, HSV keratitis, oral moniliasis, Rec. skin ulcers
	Recurrent infections, CMV, Aspergillus

	Clinic
	Autoimmunity
	None
	AIHA, thrombocytopenia
	None
	None
	None
	None
	None

	
	Others
	Neutropenia
	Neutropenia
	None
	FTT
	None
	Sclerosing cholangitis, FTT
	Neutropenia

	Pretransplantation Neurological Development
	
	10 months: borderline gross motor skills. 15 months: ataxia, hypotonia, and expressive speech delay
	6 months: spastic muscular hypertonia. Bayley III scale showed an age of three months.
	Truncal hypotonia and mild developmental delay
	Gross motor delay from 3 months
	9 mo: unable to sit without support, general muscular hypotonia, hold his head. 24 mo: truncal ataxia, areflexia of the lower extremities, general muscular hypotonia, unable to walk independently, bilateral pes planus
	cerebral palsy, spastic paraplegia, ataxia, delayed psychomotor development
	Irritable, developmental delay and hypotonia

	Age of   Transplantation (mo) and sex
	
	42, M
	48, M
	25, M
	16, M
	30, M
	168, F
	16, F

	
	Donor
	5/6 UD
	MSD
	MRD
	MUD x2
	9/10 UD
	MUD
	MSD

	Transplantation
	Source
	CB
	N/A
	BM
	BM
	BM
	PBSC
	BM

	
	Conditioning Regimen
	Bu/Cy/ATG
	Bu/Cy/ATG
	None
	1st: Flu/Mel/Alem  2nd:Flu/Treo/Alem
	Bu/Flu/Alem
	Flu/Mel/ATG
	None

	
	GVHD Prophylaxis
	CsA+C/s
	Tacro+MTX
	CsA
	CsA+MMF
	MTX+CsA+ C/s
	CsA+MMF + defibrotide (history of cholangitis, VOD prophylaxis)
	CsA

	Complications
	GVHD
	Acute: Skin
	None
	None
	None
	Acute: Skin Gr(III)
	None
	Acute: Skin Gr(I)

	
	Others
	None
	Mucositis and enteritis (grade I)
	BCGitis, HA.
	1st: 2ndary graft loss. 2nd: none
	mucositis grades II- III, metapneumovirus, CMV enteritis, engraftment syndrome
	CMV viremia
	None

	Chimerism, %
	
	98
	100
	100
	60 (CD3 chimerism)
	100
	100 (without B cell engrafment)
	93( T cell chimerism)

	Prognosis
(last F/U in months)
	
	A+W (54)
	A+W (60)
	A+W, on IVIG (57)
	A+W (28)
	A+W (51)
	A+W (NA)
	A+W (45)

	Posttransplantation Neurological Development at last F/U
	
	54 months: normal receptive language and cognitive abilities, mild expressive speech delay; gross motor delay, hypotonia.
	60 months: ability to stand, walk, and run with persistent mild leg spasticity.
	57 months: normal receptive language and cognitive abilities, persistent spasticity of the lower extremities.
	Walk independently and speech improving
	51 mo: gross and fine motor skills: 36-48 mo; cognitive and social/emotional skills: 48 mo; language skills: 36 mo, persisting hyporeflexia in the lower extremities without spasticity
	N/A
	mild-moderate developmental delay, global hypotonia, articulate few words due to pharyngeal hypotonia,normal comprehension,sit unaided, stand, walk with support.






























	
	
	Schejter et al (P4) 2020(4)
	Schejter et al (P3) 2020(4)
	Schejter et al (P2) 2020(4)
	Kutukculer et al. (P2) 2020(25)
	Torun et al (P1) 2022(14)
	Torun et al (P2) 2022(14)

	Genetic
	 
	Homozygous mutations: c.635T>G p.(Leu212Arg) 
	Homozygous mutation c.635T>G p.(Leu212Arg)
	 Homozygous mutation, c.244C>T p.(Gln82Ter)
	Homozygous mutation IVS -3-18 G>A  
	Homozygus splice site mutation in exon 4, c.286-18G>A
	Homozygus mutation in exon 3 c.265G>A (p.Glu89Lys)

	
	Infection
	Rec menengitis, diarrhea
	sinopulm inf, diarrhea
	CMCC, fevers, diarrhea
	Rec RTI
	Disseminated VZV after the vaccination 
	CMV infection

	Clinic
	Autoimmunity
	None
	None
	AIHA
	None
	None
	ITP

	
	Others
	FTT
	FTT
	None
	Microcephaly
	None
	Ptosis

	Pretransplantation Neurological Development
	 
	No developmental delay 
	Motor delay but normal speech development: he grasped objects at 5 months of age, sat at 11 months of age, and spoke two words at 1 year of age.  18 mo: unable to crawl or stand. 
	Mild hypotonia, very mild developmental delay, walked with support, slight hyperreflexia of her lower limbs. 
	Neuromotor development delay
	10 mo: unable to sit without support, DDST: language, 10 mo; motor skills, 5 mo; hypotonia.
	DDST: Mild-moderate developmental delay,  walk with support, construct a few two-word sentences, hyperreflexia 

	Age of   Transplantation (mo) and sex
	
	6,5, M
	18, M
	30, F
	13,M
	15, F
	31, F

	 
	Donor
	MRD
	MSD 
	MRD
	 5/6 UD
	MSD 
	MRD

	Transplantation
	Source
	BM 
	BM
	BM
	BM
	BM
	BM

	 
	Conditioning Regimen
	Flu/Treo/ATG
	Flu/Treo
	Bu/Cy 
	N/A
	None
	Bu/Flu/ATG

	
	GVHD Prophylaxis
	CsA 
	CsA 
	CsA+MTX 
	N/A
	CsA 
	CsA+MTX 

	Complications
	GVHD
	Acute skin Gr(I) GI Gr(I)
	None 
	Acute skin Gr(II) Chronic: GI+Skin 
	N/A
	None
	None 

	 
	Others
	Paraflu, line infect, EBV, CMV
	RSV, paraflu 3, adeno, EBV, staph aureus,BCGitis, rec. AOM
	Stridor, GI bleeding, VOD
	VOD, multiorgan failure
	None
	CMV enteritis

	Chimerism, %
	 
	100
	100
	100
	N/A
	N/A
	99

	Prognosis
(last F/U in months)
	 
	A+W, on IVIG (14)
	A+W (36)
	A+W (138) 
	DİED, VOD (14)
	A+W (25)
	A+W(55)

	Posttransplantation Neurological Development at last F/U
	 
	12 mo: stand, walk with support, speak 3 words. 
	26 mo: walk, speech is appropriately for his age, some mild ataxia. 
	Normal, particularly motor and cognitive development, she is an excellent grade five student attending a regular school. 
	N/A
	Sit unassisted,walk with support, construct two-word sentences, DDST:  developmental delay in every area
	55 mo: count to 20, knew the colors, walk without support, could not stand on one foot, mild ataxia





	
	
	P1
	P2
	P3
	P4
	P5

	Genetic
	 
	Homozygous mutation, c.349G>A (p.A117T)(p.Ala117Thr) 
	Homozygus mutation, deletion of exon3-5
	homozygot missense mutation (p.R67P(c.200G>C)
	homozygot missense mutation (p.R67P(c.200G>C)
	N/A

	
	Infection
	Treatment resistant oral candidiasis, rec RTI, rec sepsis, CMV retinitis and viremia
	Severe gastroenteritis, CMV retinitis
	Rec RTI, tuberculosis
	wheezing
	None

	Clinic
	Autoimmunity
	AIHA, ITP
	None
	None
	None
	None

	
	Others
	Neutropenia
	None
	None
	Spasm in upper extremity, eczema, food allergy
	FTT, neutropenia

	Pretransplantation Neurological Development
	 
	18 mo: global developmental delay, mild truncal hypotonia; 38 mo: unable to speak, unable to walk, sit wihout support
	12 mo: gross motor delay (only hold head), no speeach
	Gross developmental delay, dystonica, hold head: 6mo, sit wihout support 12 mo, walk with support: 24 mo
	6 mo: mild hypotonia, hold head, sit with support
	3 mo: hold head steady, unsopprted; 6 mo: roll over from tummy to back

	Age of   Transplantation (mo) and sex
	
	38, M
	18, M
	60, M
	16, M
	12, F

	 
	Donor
	MSD
	MSD
	6/6 UD
	6/6 UD
	5/6 RD

	Transplantation
	Source
	BM
	BM(on day 79 DLI)
	BM
	BM
	BM ( on DAY 180, DLI*3)

	 
	Conditioning Regimen
	Treo/Flu/MSC
	Treo/Flu/MSC
	N/A
	Treo/Flu
	None

	
	GVHD Prophylaxis
	CsA+MMF
	CsA+MMF
	N/A
	CsA+MMF
	CsA

	Complications
	GVHD
	None
	None
	N/A
	None
	Acute: GI

	 
	Others
	Cerebrocerebellar atrophy, minimal ventriculomegaly due to cardiopulmoner arrest during HSCT
	İleus, slipped capital femoral epiphysis 
	Respiratory tract infection
	 EBV viremia, posttransplant lymphoprolipherative disease, cyclosporin A hypersensitivity 
	Low chimerism

	Chimerism, %
	 
	100
	100
	N/A
	32 (infection free and normal PNP enzyme)
	96

	Prognosis
(last F/U in months)
	 
	A+W(74)
	A+W(73)
	Died posttransplant 14th day
	A+W(37)
	A+W(60)

	Posttransplantation Neurological Development at last F/U
	 
	74 mo: speak with articulation problems, walk and run with mild ataxia; DDST: social and emotional: 36 mo, language/communication: 51 mo, gross motor skills: 33 mo, minor motor skills: 51 mo
	walk with mild ataxia from 30 months, DDST: social and emotional: 30 mo, language/communication: 45 mo, gross motor skills: 18 mo, minor motor skills: 51 mo
	N/A
	37 mo: walk without support, speak several single words; DDST: social and emotional: 24 mo, language/communication: 24 mo, gross motor skills: 18 mo, minor motor skills: 22 mo
	60 mo: walk without support, speak several single words; DDST: social and emotional: 36 mo, language/communication: 15 mo, gross motor skills: 27 mo, minor motor skills: 16 mo










