Tables
Table 1: Severity of Cardiomyopathy with Mutations Involve the Same Exon(s).
Modified from Ashwath et al.,18 and reproduced with permission.
	
	
	

	
	
	

	Genetic mutation
	Number
	Severity Group*

	Duplication Exon 2
	3
	1, 1, 2

	Duplication Exons 2, 3
	2
	3, 4

	Deletion Exons 3 – 7
	3
	1, 1, 3

	Deletion Exon 44
	9
	1, 1, 1, 1, 2, 3, 3, 3, 4

	Deletion Exon 45
	2
	2, 2

	Deletion Exons 45 – 48
	3
	1, 2, 2

	Deletion Exons 45 – 50
	3
	3, 4, 4

	Deletion Exons 46 – 49
	3
	1, 1,2


Severity group determined by age at onset of left ventricular dysfunction (LVD) and severity of LVD based on the shortening fraction on patients’ first abnormal echocardiogram. Severity groups were defined by the authors as follows. Severity group 1:  No LVD at age >15 or minor LVD at age >19; Severity group 2: No LVD at age <15 or minor LVD at age 15-19; Severity group 3: Minor LVD at age <15 or major LVD at age >19; Severity group 4: Major LVD at age <19.











Table 2: Characteristics of DMD patients with cardiopulmonary phenotypic discordance.
Modified from Jin et al.,17 and reproduced with permission.
	GROUP
	Number of pts (N)
	Age (yrs)
	Vital Capacity (L)
	Ejection Fraction (%)
	% on 24hr/day ventilation
	Age at loss of ambulation (yrs)

	A – Good Heart/Bad Lung
	21
	30.5 ± 7.5
	0.18 ± 0.3
	50.0 ± 7.9
	71
	10 ± 2.0

	B – Bad Heart/Good Lung
	4
	21.3 ± 2.9
	2.6 ± 0.7
	21.3 ± 7.5
	0
	13.3 ± 2.4







Table 3: Dystrophin mutations affecting > 2 patients who have cardiopulmonary phenotypic discordance.
Modified from Jin et al.,17 and reproduced with permission
	MUTATION
	Total # of pts in clinic  ≥  18 yrs old with the mutation
	# of pts with the mutation and cardiopulmonary discordance
	# of pts with  mutation who are in GROUP A
	# of pts with mutation who are in GROUP B
	# of non-discordant pts with the mutation 

	
	
	
	
	
	EF  40%, FVC >/= 1L
	EF < 40%, FVC < 1L

	Exon 51 Deletion
	3
	2
	2
	0
	1
	0

	Exon 44 Deletion
	9
	4
	2
	2
	4
	1

	Exon 2 Duplication
	3
	2
	1
	1
	1
	0

	TOTAL
	15
	8
	5
	3
	6
	1







Table 4: Patients with similar or identical dystrophin mutations and discordant or concordant cardiopulmonary phenotypes. Modified from Jin et al.,17 and reproduced with permission.

	Presence/Absence of cardiopulmonary phenotypic discordance 
	
Total # of patients with mutations distal to and including Exon 45
	 # of patients who are in Group A (good heart/ bad lung function)
	
# of patients who are in Group B (bad heart/ good lung function)

	Non-discordant patients with
	         Data   
    Unavailable

	
	
	
	
	EF  40%, FVC ≥ 1 L
	EF < 40%, FVC < 1 L 
	

	Patients with discordance
	10
	8
	2
	N/A
	N/A
	0

	Patients without discordance
	16
	N/A
	N/A
	15
	0
	1

	TOTAL
	26
	8
	2
	15
	0
	-



EF, ejection fraction; FVC, forced vital capacity.
