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Supplementary Material

Supplementary Table 1.Countries Represented
	Countries
	Number of patients (%)

	Argentina
	1 (2%)

	Australia
	2 (3%)

	Bahrain
	1 (2%)

	France
	5 (8%)

	India
	2 (3%)

	New Zealand
	1 (2%)

	Saudi Arabia
	1 (2%)

	Spain
	5 (8%)

	United Kingdom
	1 (2%)

	United States
	41 (68%)






Supplementary Table 2.Patient Genotypes
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Supplementary Table 3. Onset of symptoms stratified by clinical classification expanded

	 
	Total
	“Sit”
	“Walk”
	Missing Information on Ambulation

	Age at First Suspected (months)

	At Birth
	11
	7
	1
	3

	1 - 6 months
	13
	10
	1
	2

	7 - 12 months
	3
	2
	1
	0

	After 12 months
	4
	0
	4
	0

	Age at Diagnosis (months)

	At Birth
	4
	3
	0
	1

	1 - 6 months
	5
	5
	0
	0

	7 - 12 months
	7
	5
	1
	1

	After 12 months
	13
	5
	5
	3




























Supplementary Table 4:Hospitalization Events

	Hospitalization Event
	Number of Participants Represented
	Number of Reported Events
	Average Age in months at Reported Events
	Average Age in months at First Reported Event
	Number of Participants of the “Sit” Subgroup

	Pneumonia
	16
	45
	27
	24
	12 (75%)

	Respiratory Distress
	9
	15
	29
	23
	8 (89%)

	RSV Respiratory Infection
	7
	9
	27
	28
	6 (86%)

	Chest Infection
	1
	1
	32
	32
	1 (100%)

	Severe Cough
	1
	4
	32
	32
	1 (100%)

	Dehydration
	7
	13
	39
	34
	7 (100%)

	Poor Oral Intake
	1
	1
	19
	19
	1 (100%)

	Oxygen Desaturation
	1
	2
	20
	20
	1 (100%)

	Hypoglycemia
	3
	7
	39
	23
	3 (100%)

	Lung Collapse
	2
	2
	24
	24
	2 (100%)

	ParainfluenzaRespiratoryInfection
	2
	5
	20
	21
	2 (100%)
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LAMA2-01 "Sit"

c.2049_2050delAG

(p.Arg683Serfs*21) deletion frameshift Pathogenic

c.2049_2050delAG

(p.Arg683Serfs*21) deletion frameshift Pathogenic

LAMA2-02 "Sit"

c.2049_2050delAG

(p.Arg683Serfs*21) deletion nonsense Pathogenic

c7231: 1 bp

deletion/insertion of

11 bp

deletion/insertion unknown Likely Pathogenic

LAMA2-03 "Sit"

c.939_940delAT

(p.Cys314fs)

deletion frameshift Likely Pathogenic c.3976C>T (p.Arg1326Ter) missense nonsense Likely Pathogenic

LAMA2-04 "Sit"

c.3700_3701insAlu

(p.Phe1233

_Tyr1234ins8*)

insertion frameshift Likely Pathogenic Exon 65 Deletion deletion unknown Likely Pathogenic

LAMA2-05 "Sit"

c.2049_2050delAG

(p.Arg683Serfs*21) deletion frameshift Pathogenic c.7147C>T (p.Arg2383Ter) missense nonsense Pathogenic

LAMA2-06 "Sit"

c.2049_2050delAG

(p.Arg683Serfs*21) deletion frameshift Pathogenic -- -- -- --

LAMA2-07 "Walk"  c.413A>G (p.Tyr138Cys) missense missense Likely Pathogenic c.7888C>T (p.Arg2630Ter) missense nonsense Likely Pathogenic

LAMA2-08 "Sit"

c.817 A>T

(p.Arg273Ter)

missense nonsense Pathogenic Exon 49 Deletion deletion unknown Pathogenic

LAMA2-09 "Sit" c.1303C>T (p.Arg435Ter) missense nonsense Pathogenic

c.6268+2T>C

Intron 43

missense splice donor Pathogenic

LAMA2-10 "Walk" 

c.2049_2050delAG

(p.Arg683Serfs*21) deletion frameshift Pathogenic c.500A>C (p.Gln167Pro) missense missense Likely Pathogenic

LAMA2-11

Missing Information on 

Ambulation

c.6429+1G>T missense splice donor Pathogenic c.6429+1G>T missense splice donor Pathogenic

LAMA2-12 "Sit"

c.2049_2050delAG

(p.Arg683Serfs*21) deletion frameshift Pathogenic

c.4198C>T

(p.Arg1400Ter)

missense nonsense Pathogenic

LAMA2-13 "Walk" 

c.5260delG 

(p.Lys1753_Val1754insTer)

deletion nonsense Pathogenic -- -- -- --

LAMA2-14 "Sit" c.5914C>T (p.Gln1972Ter) missense nonsense Likely Pathogenic -- -- -- --

LAMA2-15 "Sit" c.2556delT (p.Phe852fs) deletion frameshift Pathogenic

c.6919_6920delTA

(p.Tyr2307fs)

deletion frameshift Pathogenic

LAMA2-16 "Sit" c.1291A>T (p.Lys431Ter) missense nonsense Likely Pathogenic -- -- -- --

LAMA2-17

Missing Information on 

Ambulation

c.523G>T (p.Glu175Ter) missense nonsense Pathogenic

c.2049_2050delAG

(p.Arg683Serfs*21) deletion frameshift Pathogenic

LAMA2-18

Missing Information on 

Ambulation

c.6993-2A>G: IVS49-2A>G missense splice acceptor Pathogenic c.6993-2A>G: IVS49-2A>G missense splice acceptor Pathogenic

LAMA2-19

Missing Information on 

Ambulation

c.2049_2050delAG

(p.Arg683Serfs*21) deletion frameshift Pathogenic c.4645C>T (p.Arg1549Ter) missense nonsense Likely Pathogenic

LAMA2-20

Missing Information on 

Ambulation

c.7743_7747del 

(p.Tyr2582AsnfsTer33)

deletion frameshift Likely Pathogenic

c.7743_7747del 

(p.Tyr2582AsnfsTer33)

deletion frameshift Likely Pathogenic

LAMA2-21 "Sit" c.3630delT (p.Ile1210fs) deletion frameshift Pathogenic c.8244+1G>A  missense splice donor Pathogenic

LAMA2-22

Missing Information on 

Ambulation

c.3630delT (p.Ile1210fs) deletion frameshift Pathogenic c.8244+1G>A missense splice donor Pathogenic

LAMA2-23 "Sit" c.2556delT (p.Phe852LeufsTer36) deletion frameshift Pathogenic -- -- -- --

LAMA2-24 "Walk" 

c.6566delC

(p.Arg2189fs)

deletion frameshift Pathogenic

c.437C>T

(p.Ser146Phe)

missense missense Pathogenic

LAMA2-25 "Walk"  c.2350dupT (p.Tyr784fs) duplication frameshift Likely Pathogenic

c.2584 T>C,

(p.Cys862Arg)

missense missense Likely Pathogenic

LAMA2-26 "Walk"  c.2350dupT (p.Tyr784LeufsX3) duplication frameshift Pathogenic c.2584T>C (p.Cys862Arg) missense missense Likely Pathogenic

LAMA2-27 "Walk" 

Deletion of Exons 3

to 4

deletion unknown Likely Pathogenic

c.6596T>G

(p.Met2199Arg)

missense missense Likely Pathogenic

LAMA2-28

Missing Information on 

Ambulation

c.3038-7G>A missense unknown Pathogenic c.1467 1G>C missense unknown Pathogenic

LAMA2-29 "Sit"

c.5260delG 

(p.Lys1753_Val1754insTer)

deletion nonsense Likely Pathogenic

c.5914C>T

(p.Gln1972Ter)

missense nonsense Likely Pathogenic

LAMA2-30 "Sit" c.5234+1G>A missense splice donor Likely Pathogenic c.638delA (p.Glu213GlyfsTer6) deletion frameshift Likely Pathogenic

LAMA2-31 "Sit" c.363C>A (p.Tyr121Ter) missense nonsense Pathogenic c.5781delT (p.Tyr1928ThrfsTer36) deletion frameshift Pathogenic

LAMA2-32 "Sit"

c.1854_1861dup

(p.Leu621fs)

duplication frameshift  Pathogenic c.7810C>T (p.Arg2604Ter) missense nonsense Pathogenic

LAMA2-33 "Walk"  c.3736-2A>G missense splice acceptor Likely Pathogenic -- -- -- --

LAMA2-34 "Sit" c.1207-1G>A missense splice acceptor Likely Pathogenic c.3976C>T (p.Arg1326Ter) missense nonsense Pathogenic

LAMA2-35 "Sit"

c.1976C>A

(p.Ser659Ter)

missense nonsense Pathogenic c.3976C>T (p.Arg1326Ter) missense nonsense Pathogenic

LAMA2-36 "Sit" c.5374G>T (p.Glu1792Ter) missense nonsense Pathogenic c.4960-2A>G  missense splice acceptor Likely Pathogenic

LAMA2-37 "Sit" c.3630delT (p.Ile1210MetfsTer14) deletion frameshift Pathogenic

c.5260delG 

(p.Lys1753_Val1754insTer)

deletion nonsense Pathogenic

LAMA2-38 "Sit"

c.2049_2050delAG

(p.Arg683Serfs*21) deletion frameshift Pathogenic

c.4049delG

(p.Arg1350HisfsTer12)

deletion frameshift Likely Pathogenic

LAMA2-39 "Sit" c.1A>G (p.Met1Val) missense

affects translation 

initiator codon (ATG)

Likely Pathogenic c.1A>G (p.Met1Val) missense

affects translation 

initiator codon (ATG)

Likely Pathogenic

LAMA2-40 "Sit"

c.2049_2050delAG

(p.Arg683Serfs*21) deletion frameshift Pathogenic c.5290dupG (p.Glu1764GlyfsTer3) duplication frameshift Likely Pathogenic

LAMA2-41 "Sit" c.4614del (p.Cys1539ValfsTer56) deletion frameshift Pathogenic c.4614del (p.Cys1539ValfsTer56) deletion frameshift Pathogenic

LAMA2-42 "Sit" c.4614del (p.Cys1539ValfsTer56) deletion frameshift Pathogenic c.4614del (p.Cys1539ValfsTer56) deletion frameshift Pathogenic

LAMA2-43 "Sit"

c.5706_5712delCTCATCT 

(p.Asp1902GlufsTer60)

deletion frameshift Likely Pathogenic c.6955C>T (p.Arg2319Ter) missense nonsense Likely Pathogenic

LAMA2-44 "Sit"

c.910-2A>G

heterozygous

missense unknown Pathogenic c.3174G>A missense unknown VOUS

LAMA2-45 "Sit"

c.2049_2050delAG

(p.Arg683Serfs*21) deletion frameshift Pathogenic c.7732C>T (p.Arg2578Ter) missense nonsense Pathogenic

LAMA2-46 "Walk"  c.5562+5G>C missense unknown Pathogenic c.5866-2A>G missense splice acceptor Likely Pathogenic

LAMA2-47 "Sit"

c.4692_4695dup

TGCA

(p.Arg1566CysfsTer13)

duplication frameshift Likely Pathogenic

c.7732C>T

(p.Arg2578Ter)

missense nonsense Likely Pathogenic

LAMA2-48 "Sit"

c.2049_2050delAG

(p.Arg683Serfs*21)

deletion frameshift Pathogenic c.5695C>T (p.Gln1899Ter) missense nonsense Pathogenic

LAMA2-49 "Sit"

c.939_940delAT

(p.Cys314fs)

deletion frameshift Pathogenic

c.939_940delAT

(p.Cys314fs)

deletion frameshift Pathogenic

LAMA2-50 "Sit" c.3085C>T (p.Arg1029Ter) missense nonsense Pathogenic c.3174+38A>G missense unknown Likely Pathogenic

LAMA2-51 "Sit" c.3085C>T (p.Arg1029Ter) missense nonsense Pathogenic c.6708-16A>G missense unknown VOUS

LAMA2-52 "Sit" c.7074C>A (p.Tyr2358Ter) missense nonsense Pathogenic c.9101_9104dup (p.His3035fs) duplication frameshift Pathogenic

LAMA2-53 "Sit" c.3630delT (p.Ile1210fs) deletion frameshift Pathogenic c.7991delG (p.Gly2664fs) deletion frameshift Pathogenic

LAMA2-54 "Sit" c.5914C>T (p.Gln1972Ter) missense nonsense Pathogenic -- -- -- --

LAMA2-55

Missing Information on 

Ambulation

c.363C>A

(p.Tyr121Ter)

missense nonsense Likely Pathogenic

c.3085C>T

(p.Arg1029Ter)

missense nonsense Likely Pathogenic

LAMA2-56 "Sit"

c.2111delA

(p.Asn704ThrfsTer18)

deletion frameshift Pathogenic

c.4348C>T

(p.Arg1450Ter)

missense nonsense Pathogenic

LAMA2-57

Missing Information on 

Ambulation

c.7658del (p.Ser2553fs) deletion frameshift Pathogenic

c.939_940delAT

(p.Cys314fs)

deletion frameshift Likely Pathogenic

LAMA2-58 "Sit" c.8885delT (p.Phe2962LeufsTer27) deletion nonsense Likely Pathogenic c.4960-2A>G missense splice acceptor Likely Pathogenic

LAMA2-59 "Sit"

c.2049_2050delAG

(p.Arg683Serfs*21) deletion frameshift Likely Pathogenic

c.7572G>A

(p.Glu2524Glu)

missense missense Likely Pathogenic

LAMA2-60 "Sit"

c.3718C>T

(p.Gln1240Ter)

missense nonsense Likely Pathogenic

c.5050G>T

(p.Glu1684Ter)

missense nonsense Likely Pathogenic


