' ' JOIN THE FIGHT. P570
DMD testing In males unknown to have a pal';?gjte

dystrophinopathy — A retrospective analysis Muscular
from a sponsored DMD testing program Dystrophy €V Vi

Kayla Banks, MS, CGC,; Ann Martin, MS, CGC.; Ruby Liu, MS, Ph.D., LCGC,; Naga Guruju, Ph.D., FACMG,
[. Parent Project Muscular Dystrophy; 2. Revvity Omics

# in Cohort Variant Type Location Age Range at Testing
Background 1 Del £14-16 29
1 Del E26-44 62
Dystrophinopathies are a spectrum of disorders associated with variants 1 Vel E27-29 57
. . . . . 1 el E30 68
in the DMD gene. Historically, confirmatory genetic testing has been 1 > T -
completed on those who exhibit a classic clinical picture. However, 1 el £40-44 35
broader testing, either through familial cascade testing or increased 3 Del E45-48 23-33,
recognition of “milder” phenotypes, seems to be identifying additional 1 Del E45-51 28
hemizygous individuals who receive a diagnosis or possible positive i ;z E‘;'755 45;43
result later In life. 1 el £47-51 31
. . 2 el E48 20-29
Methods - Retrospective Analysis 1 el £48.51 70
4 el E48-55 55-695
Inclusion criteria L el £49 41
. XY mal q , 4 vari , N o 7 el E49-51 18-72,
male undergoing targeted variant testing throug ] ol F19.EE >
sponsored genetic testing program 1 el E51-52 41
e 218 years old at the time of testing 1 ;e- E5EGl‘§9 ;‘2
. . up
* Found to have a DMD variant classified as . Dup VUS £17.30 o8
pathogenic or a variant of uncertain significance at 2 Dup VUS E45-51, 59
the time of reporting 1 2 =36/ 22
. .. . . 2 Dup/Dup VUS E55; E55 48-65
» Not known to have a clinical suspicion or diagnosis 1 e o -
of dystrophinopathy 1 SNV LP ¢.30T>A (p.Cys10Ter) 66
1 SNV LP €.2949+909C>T 21
2 SNV VUS c.1812+1G>A 37-84
- - g - 1 SNV VUS C.1812+2T>A 62
Results - Variant Types and Classifications . SNV VUS £.10262C>T (p.Ala3421val) 50
1 SNV LB, c.9749A>C (p.Glu3250Ala) 68 J

4%) 2(%)
1.Suspected or confirmed extragenic dup
2.0riginally reported as VUS, and later reclassified

3.At least one participant reported with symptoms

M Del
- = Dup Symptoms reported included isolated hCK,
VUS Dup - =
aNVVOUS _galt iIssues, muscle weakness,
SNV LP cardiomyopathy, and other general non-
8% " SNVLE specific cardiac issues
Scan for
additional
 Alldeletionsin-frame detalls on

the cohort

o 38/47 (84%) classified as pathogenic or likely pathogenic

Of 47 individuals meeting criteria, 42

(89%) reported no clinical symptoms Conclusion:

* This cohort provides insight into variants identified in individuals

Indication for testing in 25 individuals who historically may not have been tested for dystrophinopathy.
» Half of the cohort pursued testing following a daughter’s results,

o y T
(53 /0) was a daughter S posﬂ:lve test which emphasizes the importance of cautious evaluation of

result variants identified without a family history of dystrophinopathy.

* We look to this new era of testing utilization to further explore the
variability of the spectrum, as well as pathogenicity of variants
identified on broad screening mechanisms.
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		Case ID		Age at test 		Sex		Neg/Pos		Zygosity		Type		Exons

		20A0004580				M		Neg

		20A0006281 				M		Neg

		20A0007330				M		Neg

		20A0007331				M		Neg

		20A0008191				M		Neg

		20A0008315		0.2		M		Pos		Hemi		Del		E1

		20A0008579		45.8		M		Pos		Hemi		Del		E45-55		daughter carrier; symptomatic

		20A0009975		0.2		M		Pos		Hemi		Del		E45										targeted variant testing d/t family history of variant

		20A0010558		2.1		M		Pos		Hemi		Del		E55-60		symptomatic								OR confirmation of incidental finding

		20A0010849				M		Neg

		20A0011032		9.4		M		Pos		Hemi		Del		E5-16		symptomatic								>18?

		20A0008496		0.2		M		Pos		Hemi		Del		E56

		20A0011906		7.2		M		Pos		Hemi		Del		E46-49		symptomatic

		20A0012327		25		M		Pos		Hemi		Dup		E3-7		proband is self

		20A0013304				M		Neg

		20A0013086		25.6		M		Pos		Hemi		Dup		E46-49		proband is self

		20A0014371				M		Neg

		21A0006299				M		Neg

		21A0008292				M		Neg

		21A0000578		65.7		M		Pos		Hemi		Dup		E55		daughter carrier

		21A0002158				M		Neg

		21A0001781		29.2		M		Pos		Hemi		Del		E14-16		sister carrier

		21A0002908 				M		Neg

		21A0002936		41.6		M		Pos		Hemi		Del		E51-52 		sister carrier

		21A0002951		4		M		Pos		Hemi		Del		E51-52 		mother carrier

		21A0004148				M		Neg

		21A0001570				M		Neg

		21A0007196		1.5		M		Pos		Hemi		Del		E50-52		symptomatic

		21A0010715				M		Neg

		21A0014757		0		M		Pos		Hemi		Del		E49-51		mother carrier

		21A0014245				M		Neg

		21A0016344				M		Neg

		21A0018521		0.6		M		Pos		Hemi		Dup VOUS		E1-2		?mother carrier, symptomatic (hypotonia)

		21A0021101		4.4		M		Pos		Hemi		Del		E49-51		mother carrier; hCK

		21A0021104				M		Neg

		21A0021568		1.5		M		Pos		Hemi		Dup		E55-62		mother carrier

		21A0021000		64.9		M		Pos		Hemi		Del		E49-51		daughter carrier

		21A0021106				M		Neg

		21A0022168				M		Neg

		22A0000164		55.3		M		Pos		Hemi		Del		E48-55		daughter carrier

		22A0000123				M		Neg

		22A0001965				M		Neg

		22A0001966		1.1		M		Pos		Hemi		Del		E8-9		sibling positive

		22A0002541				M		Neg

		22A0003227				M		Neg

		22A0003939				M		Neg

		22A0003984				M		Neg

		22A0003406				M		Neg

		22A0004474				M		Pos		Hemi		Del		E45-52

		22A0004957				M		Neg

		22A0005635		12.6		M		Pos		Hemi		Dup VUS		E1-12

		22A0006250		21.5		M		Pos		Hemi		Dup		E18-44		mother carrier; sibling positive, Dx of DMD

		22A0006554				M		Neg

		22A0003936				M		Neg

		22A0008980		1.8		M		Pos		Hemi		Del		E46-47		proband is self

		22A0009238		22.9		M		Pos		Hemi		Dup		E54-74		uncle of proband

		22A0009303		57.6		M		Pos		Hemi		Del		E27-29		daughter carrier

		22A0005078		18.2		M		Pos		Hemi		Del		E49-51		brother positive; hCK

		22A0010805		50.6		M		Pos		Hemi		Dup		E13		daughter carrier

		22A0011101				M		Neg

		22A0012154		33.4		M		Pos		Hemi		Del		E45-48		brother positive; symptomatic (hCK, gait issues, cardiomyopathy)

		22A0012605				M		Pos		Hemi		Del		E48-52

		22A0011170				M		Neg

		22A0013427		13		M		Pos		Hemi		Del		E49-51		proband is self

		22A0015506		27.5		M		Pos		Hemi		Dup		E45 and E29		proband is self

		22A0016476		0.4		M		Pos		Hemi		Dup		E45-55		mother carrier

		22A0017174				M		Neg

		22A0018507				M		Neg

		22A0019699		6.6		M		Pos		Hemi		Del		E48-52		sibling positive

		22A0023584		3.3		M		Pos		Hemi		Del		E1-79		never resulted??

		23A0001634		56.8		M		Pos		Hemi		Del		E49-51		daughters carriers

		23A0004146				M		Neg

		23A0003109				M		Neg

		23A0003111				M		Neg

		23A0003112				M		Neg

		23A0005375		2.5		M		Pos		Hemi		Del		E64-72		proband is self

		23A0004959		69		M		Pos		Hemi		Del		E31-41		daughter carrier

		23A0006108				M		Neg

		23A0006109				M		Neg

		23A0006107		6.8		M		Pos		Hemi		Del		E48-51		proband is self

		23A0004312		6.5		M		Pos		Hemi		Del		E49-51		grandfather positive

		23A0004311		8.3		M		Pos		Hemi		Del		E49-51		grandfather positive

		23A0004313				M		Neg

		23A0006236				M		Neg

		23A0004314		66		M		Pos		Hemi		Del		E48-55		daughter carrier

		23A0006833		0.9		M		Pos		Hemi		Del		Partial E23-25		mother carrier; symptomatic

		23A0007328				M		Neg

		23A0007894		0.2		M		Pos		Hemi		Del		E30		mother carrier; hCK

		23A0008867		0.3		M		Pos		Hemi		Del		E27-29		mother carrier

		23A0010034				M		Neg

		23A0014595				M		Neg

		23A0014069				M		Neg

		23A0013878				M		Neg

		23A0013272				M		Neg

		23A0013273				M		Neg

		23A0013140		50.9		M		Pos		Hemi		Del		E49-51		daughter carrier

		23A0012904				M		Neg

		23A0012821		5.3		M		Pos		Hemi		Del		Partial E23-E25		sibling positive

		23A0012823		2.6		M		Pos		Hemi		Del		Partial E23-E25		sibling positive

		23A0012677				M		Neg

		23A0016742		0		M		Pos		Hemi		Del		E51-55		mother carrier

		23A0016030		21.2		M		Pos		Hemi		Del		5'-E41		proband is self

		23A0015813				M		Neg

		23A0015637		2.3		M		Pos		Hemi		Dup		E2		sibling positive

		23A0015638				M		Neg

		23A0015639				M		Neg

		23A0015170				M		Neg

		23A0006837		11.7		M		Pos		Hemi		Dup		E30-54		sibling positive

		23A0006840		12.6		M		Pos		Hemi		Dup		E30-54		sibling positive

		23A0009125		13.7		M		Pos		Hemi		Del		E46		sibling positive

		23A0013269		1.3		M		Pos		Hemi		2 Dups complex		DMD dup ex 29 and 45 dup/ins dup		uncle positive; symptomatic

		23A0008379				M		Neg

		23A0016550				M		Neg

		23A0016786		74.2		M		Pos		Hemi		Del		E45-55		grandson positive; muscle weakness

		23A0018412				M		Neg

		23A0017834				M		Neg

		23A0019001		0		M		Pos		Hemi		Del		E49-51		mother carrier

		23A0018527		41		M		Pos		Hemi		Del		E49		sibling positive

		23A0019477		0.9		M		Pos		Hemi		Del		E49-51		mother carrier

		23A0019479				M		Neg

		23A0019480		7.8		M		Pos		Hemi		Del		E49-51		mother carrier

		23A0019619		8.9		M		Pos		Hemi		Del		E49-51		relative positive?

		23A0019969				M		Neg

		23A0019599				M		Neg

		23A0019933		0.1		M		Pos		Hemi		Del		E49-51		mother carrier

		24A0000305		28.6		M		Pos		Hemi		Del		E45-51		uncle positive

		24A0000448				M		Neg

		24A0001020				M		Neg

		24A0001019				M		Neg

		24A0001298				M		Neg

		24A0001130		0.2		M		Pos		Hemi		Dup		E3-7		mother carrier

		24A0001189		58.5		M		Pos		Hemi		Dup VUS		E17-30		daughter carrier

		24A0002034		4		M		Pos		Hemi		Del		E52-54		relative positive?; hCK

		24A0002051		1		M		Pos		Hemi		Del		E49-51		mother carrier

		24A0002217		11.1		M		Pos		Hemi		Del		Partial E45		?

		24A0002170		29.3		M		Pos		Hemi		Del		E48		proband is self; conf. of previous ECS; NO SX

		24A0002558		48.7		M		Pos		Hemi		Dup VUS		E55		daughter carrier; suspected extragenic

		24A0002559				M		Neg

		24A0003558				M		Neg

		24A0004226				M		Neg

		24A0004264				M		Neg

		24A0005704		44.2		M		Pos		Hemi		Del		E49-51		daughter carrier

		24A0005808				M		Neg

		24A0005702		4.2		M		Pos		Hemi		Del		E49-51		mother carrier

		24A0005701				M		Neg

		24A0005703				M		Neg

		24A0006549				M		Neg

		24A0003621		4.7		M		Pos		Hemi		Del		E3-7		mother carrier

		24A0006550				M		Neg

		24A0004619		20.6		M		Pos		Hemi		Del		E48		mother carrier

		24A0007493		0.4		M		Pos		Hemi		Dup		E50		mother carrier

		24A0007221				M		Neg

		24A0007757		29.1		M		Pos		Hemi		Del		E45-48		sibling positive (sx); apparently asx

		24A0008080				M		Neg

		24A0008434		11.5		M		Pos		Hemi		Del		E45-47		mother carrier

		24A0008600		6.1		M		Pos		Hemi		Dup		E3-9		relative positive?

		24A0006161				M		Neg

		24A0009532		59.2		M		Pos		Hemi		Dup VUS		E45-51		granddaughter carrier; extragenic

		24A0009797		17.4		M		Pos		Hemi		Del		E45		known dx

		24A0010082		15.4		M		Pos		Hemi		Del		E51-53		known dx

		24A0009422		0.4		M		Pos		Hemi		Del		E49-51		mother carrier

		24A0010862				M		Neg

		24A0011477				M		Neg

		24A0011693		4		M		Pos		Hemi		Del		E53-54		symptomatic

		24A0011818		0		M		Pos		Hemi		Del		E48-52		mother carrier

		24A0012094		14.6		M		Pos		Hemi		Del		E5-7		relative positive?

		24A0013731				M		Neg

		24A0013515		2.5		M		Pos		Hemi		Del		E48-51		mother carrier

		24A0012955		59.6		M		Pos		Hemi		Del		E48-55		sibling positive (female)

		24A0014759		15.8		M		Pos		Hemi		Del		E10-11		known dx

		24A0014007		5.1		M		Pos		Hemi		Del		E44		relative positive?

		24A0014818				M		Neg

		24A0014111				M		Neg

		24A0014761		14.3		M		Pos		Hemi		Del		E10-11		known dx

		24A0014816		12.8		M		Pos		Hemi		Del		E53-55		symptomatic

		24A0015139				M		Neg

		24A0015488				M		Neg

		24A0015889		23.6		M		Pos		Hemi		Del		E45-48		sibling? Positive

		24A0016167		2.2		M		Pos		Hemi		Dup		E2		sibling positive

		24A0015968		3.3		M		Pos		Hemi		Del		E42-44		sibling positive

		24A0016161				M		Neg

		24A0015487		59.7		M		Pos		Hemi		Dup VUS		E45-51		daughter carrier; extragenic

		24A0015259				M		Pos		Hemi		Del		E42-44

		24A0016919				M		Neg

		24A0017180				M		Neg

		24A0016448				M		Neg

		24A0019061		31		M		Pos		Hemi		Del		E47-51		sister carrier

		24A0019063				M		Neg

		24A0019060				M		Neg

		25A0000909		1.2		M		Pos		Hemi		Dup VUS		5'-E1		mother carrier

		25A0000976				M		Neg

		25A0000310		1.3		M		Pos		Hemi		Del		E53		mother carrier; delays

		25A0001077				M		Neg

		25A0000960				M		Neg

		25A0001211				M		Neg

		25A0001124		6.8		M		Pos		Hemi		Del		E45-55		grandfather positive; hCK

		25A0001125		8.6		M		Pos		Hemi		Del		E45-55		grandfather positive

		25A0000922		69.2		M		Pos		Hemi		Del		E48-55		siblings positive; possible heart sx

		25A0001036				M		Neg

		25A0001239		62.8		M		Pos		Hemi		Del		E26-44		grandchild positive

		25A0001641		0.8		M		Pos		Hemi		Dup VUS		E45-51		incidental finding

		25A0001550		7.1		M		Pos		Hemi		Del		E45-53		grandfather positive

		25A0001517		2.7		M		Pos		Hemi		Del		E49		mother carrier

		25A0002345				M		Neg

		25A0002346		2.5		M		Pos		Hemi		Del		E53		mother carrier

		25A0002347				M		Neg

		25A0002112				M		Neg

		25A0001983		35.9		M		Pos		Hemi		Del		E42-44		incidental finding

		25A0002469		8.6		M		Pos		Hemi		Dup		E54-74		sibling positive; symptomatic

		25A0002473		70.2		M		Pos		Hemi		Del		E48-51		daughter carrier

		25A0002767		72.8		M		Pos		Hemi		Del		E49-51		daughter carrier

		25A0001814		72.7		M		Pos		Hemi		Del		E49-55		daughter carrier

		25A0002829				M		Neg

		25A0003289				M		Neg

		25A0003567				M		Neg

		25A0003568		4		M		Pos		Hemi		Del		E45-47		mother carrier

		25A0003569				M		Neg

		25A0003946		32.9		M		Pos		Hemi		Del		E49-51		mother carrier

		25A0003012				M		Neg

		25A0005239		0.1		M		Pos		Hemi		Del		E48-49		mother carrier

		25A0004936				M		Neg

		25A0005509				M		Pos		Hemi		Del		E5-29		proband is self

		25A0005668		49.5		M		Pos		Hemi		Del		E56-59		daughter carrier

		25A0005486				M		Neg

		25A0005886				M		Pos		Hemi		Dup		E56-60		mother carrier

		25A0006264		68.3		M		Pos		Hemi		Del		E30		daughter carrier

		25A0006486				M		Neg

		25A0006066		0.9		M		Pos		Hemi		Del		E45-53		sibling positive

		25A0005900				M		Neg

		25A0006784				M		Neg

		25A0006863				M		Pos		Hemi		Del		E14-21		proband is self

		25A0006830				M		Neg

		25A0006534		16.1		M		Pos		Hemi		Del		E45-52		proband is self

		25A0006260				M		Neg

		25A0006930				M		Neg

		25A0006342				M		Pos		Hemi		Dup		E1-7		proband is self

		25A0007381				M		Neg

		25A0007543		1.1		M		Pos		Hemi		Del		E49		mother carrier

		25A0007670				M		Neg

		25A0007761		61.7		M		Pos		Hemi		Dup		E56-60		daughter carrier

		25A0007846				M		Neg

		25A0007994				M		Neg

		25A0008277				M		Neg

		25A0008733				M		Neg

		25A0008757				M		Neg

		25A0009197				M		Neg

		25A0009006				M		Neg

		25A0009782				M		Pos		Hemi		Del		E45-51		mother carrier

		25A0010078				M		Pos		Hemi		Del		E46-47		mother carrier

		25A0009785				M		Neg

		25A0009847				M		Neg

		25A0010441				M		Pos		Hemi		Del		E45-47		mother carrier

		25A0010099				M		Neg

		25A0010836				M		Pos		Hemi		Del		E46-partial 48		proband is self

		25A0011167		64.1		M		Pos		Hemi		Del		E47		daughter carrier

		25A0011389				M		Neg

		25A0011815				M		Neg

		25A0011793				M		Pos		Hemi		Del		E35-44		mother carrier

		25A0011783				M		Neg

		25A0010266		37.1		M		Pos		Hemi		SNV VOUS		c.1812+1G>A		sibling carrier

		25A0009864				M		Pos		Hemi		SNV VOUS		c.10247G>A (p.Trp3416Ter)		mother carrier

		25A0009809		62.8		M		Pos		Hemi		SNV VOUS		 c.1812+2T>A		daughter carrier

		25A0009792				M		Neg

		25A0008676				M		Pos		Hemi		SNV Path		c.6611dup		proband is self

		25A0008161				M		Pos		Hemi		SNV VOUS		c.832-1G>C		mother carrier

		25A0007655				M		Neg

		25A0007656				M		Neg

		25A0007603				M		Neg

		25A0006503				M		Pos		Hemi		SNV Path		c.10509_10510del 		mother carrier

		25A0005973				M		Neg

		25A0004175				M		Neg

		25A0002270		8.8		M		Pos		Hemi		SNV LP		c.8391-305A>T		sibling positive

		24A0018326		66.3		M		Pos		Hemi		SNV LP		c.30T>A (p.Cys10Ter)		daughter carrier

		24A0018182				M		Neg

		24A0017394		84.9		M		Pos		Hemi		SNV VOUS		c.1812+1G>A		daughter carrier

		24A0016239				M		Neg

		24A0015232				M		Neg

		24A0013948				M		Neg

		24A0012463		15.6		M		Pos		Hemi		SNV LP		c.650-39498A>G		sibling positive

		24A0011749		8.1		M		Pos		Hemi		SNV LP		c.31+36938T>A

		24A0009962				M		Neg

		24A0009857				M		Neg

		24A0008831				M		Neg

		24A0008835				M		Neg

		24A0005723				M		Neg

		24A0005724				M		Neg

		24A0005216				M		Neg

		24A0002456				M		Neg

		24A0001032				M		Neg

		23A0020211		21.5		M		Pos		Hemi		SNV LP		c.2949+909C>T		relative positive

		23A0018530				M		Neg

		23A0014507		0.1		M		Pos		Hemi		SNV Path		c.3259C>T (p.Gln1087Ter) 		sibling positive

		23A0007310				M		Neg

		23A0007312				M		Neg

		23A0007322				M		Neg

		23A0004829				M		Neg

		23A0004830				M		Neg

		23A0003677				M		Neg

		23A0003502				M		Neg

		23A0002608				M		Neg

		23A0000172				M		Neg

		22A0021708				M		Neg

		22A0005871				M		Neg

		22A0003228		60.6		M		Pos		Hemi		SNV VOUS		c.10262C>T (p.Ala3421Val) 		daughter carrier

		22A0001664				M		Neg

		21A0019248				M		Neg

		21A0019285		68.7		M		Pos		Hemi		SNV LB *		 c.9749A>C (p.Glu3250Ala) 		relative positive		*: The original report issued for this patient on 12/01/2021 reported a c.9749A>C (p.Glu3250Ala) variant of uncertain significance in the DMD gene that was previously reported in this individual's family member by an external laboratory. New information submitted to our laboratory indicated that a pathogenic variant consistent with a clinical diagnosis of neuropathy was also reported for the proband. In addition, family members carrying the c.9749A>C (p.Glu3250Ala) DMD variant are asymptomatic with normal creatine kinase levels. Based upon the collective evidence, this variant is reclassified as likely benign. This report was updated from SNV VOUS to negative.

		21A0018008		0.4		M		Pos		Hemi		SNV LP		 c.3163-1G>T		sibling positive

		21A0014507				M		Neg

		21A0011968				M		Neg

		21A0010308		2.9		M		Pos		Hemi		SNV VOUS		c.131T>C (p.Leu44Pro)		sibling positive

		21A0007908				M		Pos		Hemi		SNV LP		c.2169-12884G>T		proband is self

		21A0007294				M		Neg

		21A0004413				F		Pos		Hemi		SNV Path		c.6982A>T (p.Lys2328Ter)

		21A0002852				M		Neg

		21A0002856				M		Neg

		21A0002857				M		Neg

		20A0011652				M		Pos		Hemi		SNV LP		c.531-10T>A		sibling positive; symptomatic

		20A0010914				M		Pos		Hemi		SNV Path		c.6423C>A (p.Tyr2141Ter) 		sibling positive; symptomatic

		20A0005336				M		Neg

		20A0001732				M		Pos		Hemi		SNV *		c.1577delC		sibling positive; symptomatic		* this SNV was not classified at time of reporting. Let us know if you want us to classify.





Cleaned to use

		Case ID		Age at app		Sex		Neg/Pos		Zygosity		Type		Exons		Details		Other FYI

		21A0000578		65.7		M		Pos		Hemi		Dup		E55		daughter carrier

		21A0001781		29.2		M		Pos		Hemi		Del		E14-16		sister carrier

		21A0002936		41.6		M		Pos		Hemi		Del		E51-52 		sister carrier

		21A0021000		64.9		M		Pos		Hemi		Del		E49-51		daughter carrier

		22A0000164		55.3		M		Pos		Hemi		Del		E48-55		daughter carrier

		22A0009238		22.9		M		Pos		Hemi		Dup		E54-74		uncle of proband

		22A0009303		57.6		M		Pos		Hemi		Del		E27-29		daughter carrier

		22A0010805		50.6		M		Pos		Hemi		Dup		E13		daughter carrier

		23A0001634		56.8		M		Pos		Hemi		Del		E49-51		daughters carriers

		23A0004959		69		M		Pos		Hemi		Del		E31-41		daughter carrier

		23A0004314		66		M		Pos		Hemi		Del		E48-55		daughter carrier

		23A0013140		50.9		M		Pos		Hemi		Del		E49-51		daughter carrier

		23A0016786		74.2		M		Pos		Hemi		Del		E45-55		grandson positive; muscle weakness		muscle weakness

		23A0018527		41		M		Pos		Hemi		Del		E49		sibling positive

		24A0000305		28.6		M		Pos		Hemi		Del		E45-51		uncle positive

		24A0001189		58.5		M		Pos		Hemi		Dup VUS		E17-30		daughter carrier

		24A0002170		29.3		M		Pos		Hemi		Del		E48		proband is self; conf. of previous ECS; NO SX

		24A0002558		48.7		M		Pos		Hemi		Dup VUS		E55		daughter carrier; suspected extragenic

		24A0005704		44.2		M		Pos		Hemi		Del		E49-51		daughter carrier

		24A0004619		20.6		M		Pos		Hemi		Del		E48		mother carrier

		24A0007757		29.1		M		Pos		Hemi		Del		E45-48		sibling positive (sx); apparently asx

		24A0009532		59.2		M		Pos		Hemi		Dup VUS		E45-51		granddaughter carrier; extragenic

		24A0012955		59.6		M		Pos		Hemi		Del		E48-55		sibling positive (female)

		24A0015889		23.6		M		Pos		Hemi		Del		E45-48		sibling? Positive

		24A0015487		59.7		M		Pos		Hemi		Dup VUS		E45-51		daughter carrier; extragenic

		24A0019061		31		M		Pos		Hemi		Del		E47-51		sister carrier

		25A0000922		69.2		M		Pos		Hemi		Del		E48-55		siblings positive		heart symptoms?

		25A0001239		62.8		M		Pos		Hemi		Del		E26-44		grandchild positive

		25A0001983		35.9		M		Pos		Hemi		Del		E42-44		incidental finding

		25A0002473		70.2		M		Pos		Hemi		Del		E48-51		daughter carrier

		25A0002767		72.8		M		Pos		Hemi		Del		E49-51		daughter carrier

		25A0001814		72.7		M		Pos		Hemi		Del		E49-55		daughter carrier

		25A0003946		32.9		M		Pos		Hemi		Del		E49-51		mother carrier

		25A0005668		49.5		M		Pos		Hemi		Del		E56-59		daughter carrier

		25A0006264		68.3		M		Pos		Hemi		Del		E30		daughter carrier

		25A0007761		61.7		M		Pos		Hemi		Dup		E56-60		daughter carrier

		25A0011167		64.1		M		Pos		Hemi		Del		E47		daughter carrier

		25A0010266		37.1		M		Pos		Hemi		SNV VOUS		c.1812+1G>A		sibling carrier

		25A0009809		62.8		M		Pos		Hemi		SNV VOUS		 c.1812+2T>A		daughter carrier

		24A0018326		66.3		M		Pos		Hemi		SNV LP		c.30T>A (p.Cys10Ter)		daughter carrier

		24A0017394		84.9		M		Pos		Hemi		SNV VOUS		c.1812+1G>A		daughter carrier

		23A0020211		21.5		M		Pos		Hemi		SNV LP		c.2949+909C>T		relative positive

		22A0003228		60.6		M		Pos		Hemi		SNV VOUS		c.10262C>T (p.Ala3421Val) 		daughter carrier

		21A0019285		68.7		M		Pos		Hemi		SNV LB *		 c.9749A>C (p.Glu3250Ala) 		relative positive		*: The original report issued for this patient on 12/01/2021 reported a c.9749A>C (p.Glu3250Ala) variant of uncertain significance in the DMD gene that was previously reported in this individual's family member by an external laboratory. New information submitted to our laboratory indicated that a pathogenic variant consistent with a clinical diagnosis of neuropathy was also reported for the proband. In addition, family members carrying the c.9749A>C (p.Glu3250Ala) DMD variant are asymptomatic with normal creatine kinase levels. Based upon the collective evidence, this variant is reclassified as likely benign. This report was updated from SNV VOUS to negative.

		20A0008579		45.8		M		Pos		Hemi		Del		E45-55		daughter carrier		symptomatic

		22A0005078		18.2		M		Pos		Hemi		Del		E49-51		sibling positive		hCK

		22A0012154		33.4		M		Pos		Hemi		Del		E45-48		brother positive		symptomatic (hCK, gait issues, cardiomyopathy)
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graphs

				Age at Testing		Variant Type		Location

				29		Del		E14-16								58		Dup VUS		E17-30

				62		Del		E26-44								50		Dup		E13

				57		Del		E27-29								22		Dup		E54-74

				68		Del		E30								65		Dup		E55

				69		Del		E31-41								48		Dup VUS		E551

				35		Del		E42-44								59		Dup VUS		E45-511

				33		Del		E45-48								59		Dup VUS		E45-511

				29		Del		E45-48								61		Dup		E56-60

				23		Del		E45-48

				28		Del		E45-51

				45		Del		E45-55

				74		Del		E45-55

				64		Del		E47								41		Del		E51-52 

				31		Del		E47-51								64		Del		E49-51

				29		Del		E48								55		Del		E48-55

				20		Del		E48

				70		Del		E48-51								56		Del		E49-51

				55		Del		E48-55

				66		Del		E48-55								66		Del		E48-55

				59		Del		E48-55								50		Del		E49-51

				69		Del		E48-55								74		Del		E45-55

				41		Del		E49								41		Del		E49

				64		Del		E49-51								28		Del		E45-51

				56		Del		E49-51								29		Del		E48

				50		Del		E49-51								44		Del		E49-51

				44		Del		E49-51								20		Del		E48

				72		Del		E49-51								29		Del		E45-48

				32		Del		E49-51								59		Del		E48-55

				18		Del		E49-51								23		Del		E45-48

				72		Del		E49-55								31		Del		E47-51

				41		Del		E51-52 								69		Del		E48-55

				49		Del		E56-59

				50		Dup		E13								35		Del		E42-44

				58		Dup VUS		E17-30								70		Del		E48-51

				59		Dup VUS		E45-511								72		Del		E49-51

				59		Dup VUS		E45-511								72		Del		E49-55

				22		Dup		E54-74								32		Del		E49-51

				65		Dup		E55								49		Del		E56-59

				48		Dup VUS		E551

				61		Dup		E56-60								64		Del		E47

				66		SNV LP		c.30T>A (p.Cys10Ter)

				21		SNV LP		c.2949+909C>T								18		Del		E49-51

				37		SNV VUS		c.1812+1G>A

				84		SNV VUS		c.1812+1G>A

				62		SNV VUS		 c.1812+2T>A

				60		SNV VUS		c.10262C>T (p.Ala3421Val) 

				68		SNV LB2		 c.9749A>C (p.Glu3250Ala) 

				# in Cohort		Variant Type		Location		Age Range at Testing

				1		Del		E14-16		29

				1		Del		E26-44		62

				1		Del		E27-29		57

				1		Del		E30		68

				1		Del		E31-41		69

				1		Del		E42-44		35

				3		Del		E45-48		23-333

				1		Del		E45-51		28

				2		Del		E45-55		45-743

				1		Del		E47		64

				1		Del		E47-51		31

				2		Del		E48		20-29

				1		Del		E48-51		70

				4		Del		E48-55		55-693

				1		Del		E49		41

				7		Del		E49-51		18-723

				1		Del		E49-55		72

				1		Del		E51-52 		41

				1		Del		E56-59		49

				1		Dup		E13		50

				1		Dup VUS		E17-30		58

				2		Dup VUS		E45-511		59

				1		Dup		E54-74		22

				2		Dup/Dup VUS		E55; E551		48-65

				1		Dup		E56-60		61

				1		SNV LP		c.30T>A (p.Cys10Ter)		66

				1		SNV LP		c.2949+909C>T		21

				2		SNV VUS		c.1812+1G>A		37-84

				1		SNV VUS		 c.1812+2T>A		62

				1		SNV VUS		c.10262C>T (p.Ala3421Val) 		60

				1		SNV LB2		 c.9749A>C (p.Glu3250Ala) 		68
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