Age Hyper CK level Pheno Protein Immuno-
Patient Age Sex & CK-emia (U/l) atstudy First symptoms Nucleotide change . Western Blotting histochemi
onset -type predicted
at age onset stry
Exon 9: ¢.863dupA
p c Lo - . LGM  (p.Asp288GlufsX40), Exon 30: . .
* N cific o
1 26 f 19 19 4948 Climbing stairs impaired D ¢.3191_3196dup » present no specific band negative
(p.Alal064_Glu1065dup)®
Exon 9: ¢.863dupA
. - - . LGM  (p.Asp288GlufsX40), Exon 30:
* 2
2 30 f 23 18 6395 Climbing stairs impaired D ¢.3191_3196dup » present not done not done
(p.Alal064_Glu1065dup)®
Calf atrophy. tiptoe walkin Exon 4: ¢.265C>T (p.Arg89X), Exon 44:
3 38 f 24 13 5865 P dp Y, tip S MM .4872_4876delinsCCCC absent  no specificband  negative
P (p.Glu1624AspfsX 10)
4 33 m 27 27 4128 Fatigue, running impaired LGM  Exon 26: 2779delG (p.Ala927LeufsX21) absent no specific band negative
D homozygous
LGM Exon 24: ¢.2367C>A (p.Ser789Arg),
5 34 m 33 14 4685 Climbing stairs impaired D Exon 53: ¢.5979dupA present no specific band negative
(p.Glu1994ArgfsX3)
# . - . LGM  Exon21:¢.1976dupT .
6 26 m 17 20 6345 Fatigue, climbing stairs D (p.Val660GlyfsX12) homozygous absent not done negative
. . Exon 29: ¢.3118C>T (p.Argl1040Trp),
7 44 f 35 35 1932 gjquigzphy' tiptoe walking MM Exon 53: ¢.5979dupA present severely reduced  negative
P2 (p.Glu1994ArgfsX3)
. . Exon 43: ¢.4756C>T (p.Arg1586X),
8° 27 f 18 14 2903 Set‘é‘:i ;‘ﬁdf;"“i‘niq;‘f;‘;“g and IBGM Exon 45: ¢.5022delT absent  nospecificband  negative
P & 1mp (p.Phel674LeufsX48)
. . Exon 43: ¢.4756C>T (p.Arg1586X),
9 20 m 18 6 7237 getting up from squatting and - LGM g0 45: ¢ 5022del T absent  not done not done
P! g Imp: (p.Phe1674LeufsX48)
LGM Exon 43: ¢.4756C>T (p.Argl586X),
10° 30 f 16 21 2487 Climbing stairs impaired D Exon 45: ¢.5022delT absent not done not done
(p.Phe1674LeufsX48)
Calf atrophy, tiptoe walking Exon 5: ¢.401C>T (p.Prol34Leu), Exon .
2 se ;
11 35 m 30 18 12620 impaired MM 45: ¢.5022deIT (p.Phe674LeufsX48) present mildly reduced reduced
. Calf hypertrophy and DMA  Exon 4: ¢.313dupC (p.Leul05ProfsX43), ’ T Sath
12 2 f 13 13 099 pronounced tiptoe walking, T Intron 49: ¢.5525+3 A>G (splice) unknown - no specific band - negative
walking on heels impaired
- L . DMA  Exon 4: ¢.313dupC (p.Leul05ProfsX43),
2 o stair; airy
13 27 m 18 21 7785 Climbing stairs impaired T Intron 49: ¢.552543 A>G (splice) unknown  not done not done
Tintoe walking and climbing Exon 6: ¢.610C>T (p.Arg204X), Exon
14+ 36 f 22 22 4996 guﬁ“ im, airedg ° MM 22:¢.2113G>A (p.Val705Met), Intron present not done not done
stairs tmp; 49: ¢.5525+1G>A (splice)
Exon 6: ¢.610C>T (p.Arg204X), Exon
15* 32 m 20 21 6480 Tiptoe walking impaired MM 22:¢.2113G>A, (p.Val705Met), Intron present no specific band negative
49: ¢.5525+1G>A (splice)
16 25 f 22 15 7536 _llpmbt wulk?ng and climbing  LGM hxun. 4 C.'3832C>| (p-Glu1278X), unknown  no specific band  negative
stairs impaired D deletion of exon 31 heterozygous
L Lo . LGM  Exon 6: ¢.610C>T (p.Arg204X), Exon . severely
9 > stairs ; ; specific ba
17 60 f 25 20 1989 Climbing stairs impaired D 12: ¢.1120G>C (p.Val374Leu) present no specific band reduced
18 26 m 18 22 7995 ﬁ‘;ifr‘;‘;"hy' climbing stairs ]BGM deletion of exons 37-40 homozygous absent o specificband  negative
# Myalgia, tiptoe walkingand ~ LGM  Exon 21: ¢.1976dupT e
19 19 f 17 17 7539 climbing stairs impaired D (p-Val660GlyfsX12) homozygous absent not done not done
# Tiptoe walking and climbing LGM  Exon 21: ¢.1976dupT )
20 19 f 17 17 3442 stairs impaired D (p-Val660GlyfsX12) homozygous absent not done not done
. . . Exon 7: ¢.763delC (p.His255ThrfsX33),
21 39 m 17 17 3324 S;(lit;ﬁ:sbpi];y’ ;ﬁ?:ixal:ilrzi BGM Exon 29: ¢.3059dupC absent no specific band  negative
g P (p.Glu1021GlyfsX11)
22 36 m 20 20 2825 Climbing stairs impaired LGM  Exon 4: ¢.331C>T (pGInI11X) absent no specific band negative
D homozygous
Calf atrophy, climbing stairs  LGM  Intron 28: ¢.3031+2T>C (splice), Exon -
23 42 m 32 32 3861 impaired D 34: ¢.3832C>T (p.Gln1278X) present not done negative
Proximal leg and calf atrophy, .
24 31 m 22 22 3941 climbing stairs and tiptoe LGM  Exon 30: ¢.3321delA absent  no specific band  unknown
. ° . D (p.Alal108LeufsX12) homozygous
walking impaired
X Proximal leg atrophy, LGM  Exon 30: c.3321delA
» 7 om 2 2 Stia climbing stairs impaired D (p.Alal108LeufsX12) homozygous absent  not done not done

f = female, m = male, red = protein present, black = protein absent, blue = unknown.
% # o+ x

P

= siblings from five different families, § = polymorphism




<<
  /ASCII85EncodePages false
  /AllowTransparency false
  /AutoPositionEPSFiles true
  /AutoRotatePages /PageByPage
  /Binding /Left
  /CalGrayProfile (Dot Gain 20%)
  /CalRGBProfile (sRGB IEC61966-2.1)
  /CalCMYKProfile (U.S. Web Coated \050SWOP\051 v2)
  /sRGBProfile (sRGB IEC61966-2.1)
  /CannotEmbedFontPolicy /Error
  /CompatibilityLevel 1.4
  /CompressObjects /Tags
  /CompressPages true
  /ConvertImagesToIndexed true
  /PassThroughJPEGImages true
  /CreateJobTicket false
  /DefaultRenderingIntent /Default
  /DetectBlends true
  /DetectCurves 0.0000
  /ColorConversionStrategy /LeaveColorUnchanged
  /DoThumbnails true
  /EmbedAllFonts true
  /EmbedOpenType false
  /ParseICCProfilesInComments true
  /EmbedJobOptions true
  /DSCReportingLevel 0
  /EmitDSCWarnings false
  /EndPage -1
  /ImageMemory 1048576
  /LockDistillerParams true
  /MaxSubsetPct 100
  /Optimize true
  /OPM 1
  /ParseDSCComments true
  /ParseDSCCommentsForDocInfo true
  /PreserveCopyPage true
  /PreserveDICMYKValues true
  /PreserveEPSInfo true
  /PreserveFlatness true
  /PreserveHalftoneInfo false
  /PreserveOPIComments false
  /PreserveOverprintSettings true
  /StartPage 1
  /SubsetFonts true
  /TransferFunctionInfo /Apply
  /UCRandBGInfo /Preserve
  /UsePrologue false
  /ColorSettingsFile ()
  /AlwaysEmbed [ true
  ]
  /NeverEmbed [ true
  ]
  /AntiAliasColorImages false
  /CropColorImages true
  /ColorImageMinResolution 300
  /ColorImageMinResolutionPolicy /OK
  /DownsampleColorImages true
  /ColorImageDownsampleType /Bicubic
  /ColorImageResolution 300
  /ColorImageDepth -1
  /ColorImageMinDownsampleDepth 1
  /ColorImageDownsampleThreshold 1.50000
  /EncodeColorImages true
  /ColorImageFilter /DCTEncode
  /AutoFilterColorImages true
  /ColorImageAutoFilterStrategy /JPEG
  /ColorACSImageDict <<
    /QFactor 0.15
    /HSamples [1 1 1 1] /VSamples [1 1 1 1]
  >>
  /ColorImageDict <<
    /QFactor 0.15
    /HSamples [1 1 1 1] /VSamples [1 1 1 1]
  >>
  /JPEG2000ColorACSImageDict <<
    /TileWidth 256
    /TileHeight 256
    /Quality 30
  >>
  /JPEG2000ColorImageDict <<
    /TileWidth 256
    /TileHeight 256
    /Quality 30
  >>
  /AntiAliasGrayImages false
  /CropGrayImages true
  /GrayImageMinResolution 300
  /GrayImageMinResolutionPolicy /OK
  /DownsampleGrayImages true
  /GrayImageDownsampleType /Bicubic
  /GrayImageResolution 300
  /GrayImageDepth -1
  /GrayImageMinDownsampleDepth 2
  /GrayImageDownsampleThreshold 1.50000
  /EncodeGrayImages true
  /GrayImageFilter /DCTEncode
  /AutoFilterGrayImages true
  /GrayImageAutoFilterStrategy /JPEG
  /GrayACSImageDict <<
    /QFactor 0.15
    /HSamples [1 1 1 1] /VSamples [1 1 1 1]
  >>
  /GrayImageDict <<
    /QFactor 0.15
    /HSamples [1 1 1 1] /VSamples [1 1 1 1]
  >>
  /JPEG2000GrayACSImageDict <<
    /TileWidth 256
    /TileHeight 256
    /Quality 30
  >>
  /JPEG2000GrayImageDict <<
    /TileWidth 256
    /TileHeight 256
    /Quality 30
  >>
  /AntiAliasMonoImages false
  /CropMonoImages true
  /MonoImageMinResolution 1200
  /MonoImageMinResolutionPolicy /OK
  /DownsampleMonoImages true
  /MonoImageDownsampleType /Bicubic
  /MonoImageResolution 1200
  /MonoImageDepth -1
  /MonoImageDownsampleThreshold 1.50000
  /EncodeMonoImages true
  /MonoImageFilter /CCITTFaxEncode
  /MonoImageDict <<
    /K -1
  >>
  /AllowPSXObjects false
  /CheckCompliance [
    /None
  ]
  /PDFX1aCheck false
  /PDFX3Check false
  /PDFXCompliantPDFOnly false
  /PDFXNoTrimBoxError true
  /PDFXTrimBoxToMediaBoxOffset [
    0.00000
    0.00000
    0.00000
    0.00000
  ]
  /PDFXSetBleedBoxToMediaBox true
  /PDFXBleedBoxToTrimBoxOffset [
    0.00000
    0.00000
    0.00000
    0.00000
  ]
  /PDFXOutputIntentProfile (None)
  /PDFXOutputConditionIdentifier ()
  /PDFXOutputCondition ()
  /PDFXRegistryName ()
  /PDFXTrapped /False

  /CreateJDFFile false
  /Description <<

    /BGR <>
    /CHS <FEFF4f7f75288fd94e9b8bbe5b9a521b5efa7684002000500044004600206587686353ef901a8fc7684c976262535370673a548c002000700072006f006f00660065007200208fdb884c9ad88d2891cf62535370300260a853ef4ee54f7f75280020004100630072006f0062006100740020548c002000410064006f00620065002000520065006100640065007200200035002e003000204ee553ca66f49ad87248672c676562535f00521b5efa768400200050004400460020658768633002>
    /CHT <FEFF4f7f752890194e9b8a2d7f6e5efa7acb7684002000410064006f006200650020005000440046002065874ef653ef5728684c9762537088686a5f548c002000700072006f006f00660065007200204e0a73725f979ad854c18cea7684521753706548679c300260a853ef4ee54f7f75280020004100630072006f0062006100740020548c002000410064006f00620065002000520065006100640065007200200035002e003000204ee553ca66f49ad87248672c4f86958b555f5df25efa7acb76840020005000440046002065874ef63002>
    /CZE <>
    /DAN <>
    /DEU <>
    /ESP <>
    /ETI <>
    /FRA <>
    /GRE <>

    /HRV <>
    /HUN <>
    /ITA <>
    /JPN <>
    /KOR <FEFFc7740020c124c815c7440020c0acc6a9d558c5ec0020b370c2a4d06cd0d10020d504b9b0d1300020bc0f0020ad50c815ae30c5d0c11c0020ace0d488c9c8b85c0020c778c1c4d560002000410064006f0062006500200050004400460020bb38c11cb97c0020c791c131d569b2c8b2e4002e0020c774b807ac8c0020c791c131b41c00200050004400460020bb38c11cb2940020004100630072006f0062006100740020bc0f002000410064006f00620065002000520065006100640065007200200035002e00300020c774c0c1c5d0c11c0020c5f40020c2180020c788c2b5b2c8b2e4002e>
    /LTH <>
    /LVI <>
    /NLD (Gebruik deze instellingen om Adobe PDF-documenten te maken voor kwaliteitsafdrukken op desktopprinters en proofers. De gemaakte PDF-documenten kunnen worden geopend met Acrobat en Adobe Reader 5.0 en hoger.)
    /NOR <>
    /POL <>
    /PTB <>
    /RUM <>
    /RUS <>
    /SKY <>
    /SLV <>
    /SUO <>
    /SVE <>
    /TUR <>
    /UKR <>
    /ENU (Use these settings to create Adobe PDF documents for quality printing on desktop printers and proofers.  Created PDF documents can be opened with Acrobat and Adobe Reader 5.0 and later.)
  >>
  /Namespace [
    (Adobe)
    (Common)
    (1.0)
  ]
  /OtherNamespaces [
    <<
      /AsReaderSpreads false
      /CropImagesToFrames true
      /ErrorControl /WarnAndContinue
      /FlattenerIgnoreSpreadOverrides false
      /IncludeGuidesGrids false
      /IncludeNonPrinting false
      /IncludeSlug false
      /Namespace [
        (Adobe)
        (InDesign)
        (4.0)
      ]
      /OmitPlacedBitmaps false
      /OmitPlacedEPS false
      /OmitPlacedPDF false
      /SimulateOverprint /Legacy
    >>
    <<
      /AddBleedMarks false
      /AddColorBars false
      /AddCropMarks false
      /AddPageInfo false
      /AddRegMarks false
      /ConvertColors /NoConversion
      /DestinationProfileName ()
      /DestinationProfileSelector /NA
      /Downsample16BitImages true
      /FlattenerPreset <<
        /PresetSelector /MediumResolution
      >>
      /FormElements false
      /GenerateStructure true
      /IncludeBookmarks false
      /IncludeHyperlinks false
      /IncludeInteractive false
      /IncludeLayers false
      /IncludeProfiles true
      /MultimediaHandling /UseObjectSettings
      /Namespace [
        (Adobe)
        (CreativeSuite)
        (2.0)
      ]
      /PDFXOutputIntentProfileSelector /NA
      /PreserveEditing true
      /UntaggedCMYKHandling /LeaveUntagged
      /UntaggedRGBHandling /LeaveUntagged
      /UseDocumentBleed false
    >>
  ]
>> setdistillerparams
<<
  /HWResolution [2400 2400]
  /PageSize [595.440 793.440]
>> setpagedevice


