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A de novo mutation of the MYH7 gene in a large Chinese

family with autosomal dominant myopathy
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B I A SF—RIMSHEAAS OB NET L EH 24 E L, 2L ORERETRM6
nTW3, §E, OEFHETEZE L, YRS ba 7 4 — (limb-girdle muscle
dystrophy, LGMD) d38tbhiz 5 RIS 5 H R EELERRE & 5 PEAKRTERIC
?gél FRGEFOREY HEICRGERART 21T o7,

TRREORRAMY., RBLTEL, BEREZNIT U, FRNOREE 84, FERAH
10 £ OFMM A Ekh & DNA 212 L7z, GeneChip =4 27 BT LA (Affymetrix #t)
FHWT, ZRN 154D SNP # 4 B2 7 %{To0z, %6hiz SNP F—Z 2FIA L, Ba
HB8LADH (F1) LIEFBHLED 164 (F2) 02507 —F%y M{ER L, Merlin

RS FACLDERNT A MY v G ET o7, LOD A =7 1.6 L EOREHIFUR

ERFE LI, SNP 52 2 HWT CNV 2R L, S5 4AOREE (IV-14, IV-19,
V-4, V-6) IZOW Tkt —4 ¥ — (Hiseq2000 : Illumina t£) ZRAWVWi=&x s V—
LM (Sure Select Human All Exon V4 kit : Agilent #£) 247\, HHERNORELR
EBRBE L, GONEERIZOWTERAN 1IBATY v —ky—J =V AR T L, &
7z. SNP F—4 %A 7 0¥ F T4 b=—h—% AW EMFIRRONT a2 4 it
Tolk,
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5 HARICIED WRAKREENEERL L STEAOHRBERTH D, FHERICIE M 4A4D
BATIHER S, HAER~ALRAMCREFTRITZ L, S8 (35R~105) IKRIDOHE
FE% - TRETRIEL: HERICREBEOZ MENFE2ED I TRHIMETHHEL, R

RN 2R, EAEO—MICBEIKAR 25307, RAE SR TIREEHOE
TUREIRD, RREITIEIC TR - BEROBHAET, HEMEE L, BEREHZETLTY

Too--50 BB E TIC RIS ERGCHS B OB AT 2RbE, BEROEEERMERX
Mo fo, MEEREE, WTRIE, SEEARA. 150 B0R, M, BHE mRRL, - -
B 5D ROLFRSERIIVTh LD o, MEBRERES . BBED 6 ABNUTE
2L, 4 ARMEETH Y. FERAYD LHTHEHE LR D, 60~T70 BRAOETIIIZ
B Y BRITHREES o7z, BHEIX 64 B~80 TR L, HEMIHXANOIREL LRBRET
oz, M7 LT Fr¥xF—¥ (CK) HIRES., REMEENRE CREEEIIES,
SHHERRE CHRMELEL 2RIz,
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FRIGEW, BRI b B RAREEREDO/NEMIEIE LGMD 25 -7228, RESKNICE
Lotz FZTCHSPET 21T ol %R 1B (-1, I-2) oRAFRIZTHAL Lz,
Fl -ty FofETCi, 1923.2—24.1, 14q11.2-12, 15¢26.2-26.3 (W bk LOD X =
7 1.81, 8=0), 17q24.3 (lzKLOD 2227 1.64, 6=0) D 4 kT RH L, F2 v F
OFTATCIE 1923.3-24.1 (BALOD A=7 301, 6=0) O&ZFHM L, AFRORERM
GFE2EUEMERE LT 4 8% (9 21Mb) 23hi Sh, #I 1928.3-24.1 MIE Lz,
04 FIRICOWTHRBER &2 5 CNV TR TE aholz,

WNTET 2 Y~ AR 2T U, SR CRE SN IR 1923.3-24.1 1202845
HSPA6 (heat-shock 70-kDa protein 6) BEFT7 I /BAEROLZ~T s
c.661G>A (p.V221M) O—EHEE (SNV) 2Lk, VoM —Ed—I 2 A TRA
HLRL 1 L40BMERRE (1-7) 2 HSAPCBIEF c.661G>A ~F S E Ry H LT
Wiz, HSPAGEUETE F2 & v b OB TRl SN EBIROBEREICBE LTV,
N7 v ¥ A T TIE HSPA6 BUR T2 S 0HIR 1923.1-23.3 iIKoWT, Z O EREH (1I-
7) RBBELEIONATOILTEF LTS LHHFIL, =0 HSPAGBZFERIX
BERERECRAWEHE L, i, HFRITCREESh o 3 FEHiR (14911.2-12,
15q26.2-26.3, 17q24.3) IZ-oWTHRBFRE L 25 SNV IZRH TE ed oz,



BEHSPA0T7 7 2 Y — & OBUKMEHEEMICB W TR LEERT I/ BTHB, DD,
HSPA6 145 DNAJB6 RH &R L. BRGOBEHIIZHS LTW\Wa 2 6, HSPAG
BEDOKETMLE (LS 5 p V22IM BRIIFRMEE A S 2V TERE & B LT
b L2V, L L, ZORBIRAZROLBREN MYH7 QiETFOKREL HSPAG
UBEFOFRBOEE 2R L, MYH7 B FORKOHBEETHBREBFELRV I Ehb
R T&edrote, ERNOIERBE (11-7, 1I-14) » MYH7RETFZETHEIK 14911.2
REWTRBZFLRUANAT oS T2HLTOVEN, b1k MYH? HEFOREK

(p.K1617del) 2H L TWahofe, T0i2d, TORKIZIHREOREYE (11-2) TF
ERRERIC IO RE L HER Uk, MR 2T T 3RS E R RIS,
HOBERH D, &bIZ MYH7BEFOKRE (p.K1617del) 3IMSI LI BRORZETHE
S, ZOFEO DNA BFIIIREERB I LRt WHEEERH 5,
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Ty Y- AT EITV, MYH? BfzFORMD 3 HEL LT L—ARE

(p.K1617del) L. LDM LB LIz, BRICHEShERAREORKR L L, I
IETHITH RL | BIRROBIRIEN T EN T, FEBREFNTRE S, BEHTIc L 382
Wr % REEC LTV,
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BB X F 8 F— BRI O IMET E HEHE M E U, < 0REREF 4
bRTW2, HEELII UG AHETE2E L. YMEHEG PR a7 4 —(limb-girdle
muscle dystrophy, LGMD) 3%z 5 #RICE 2 EREFEEERERRL & 5 hEA
KERILOWTC, FREBEFOREEL BNICAEEOIT 21T o7,

FEBE ORI, BERHEEL. BERELHIT L, FRAOERE 84, R
B 10 4 ORIH ML A fERA> 5 DNA 23RE L7z, GeneChip v 27 27 LA (Affymetrix
#H) ZAVWT, EEXN15LDSNP 2 A ¥y 55572, BbRI- SNP F—# #FIH L.
BAES8LHDH (F1) LIERBEZED 154 (F2) 02507 —&+Ey M E{ERL,
Merlin 70 S AL BE R 2 b v o BT 21727, LOD 227 1.6 L Lo
BARFIRZRFE Lz, SNP F—Z 2 AV T CNV BB L, S bIC 4 £ DREE (IV-14,
IV-19, V-4, V-6) iIZoWW TR —4 4 — (Hiseq2000 : Illumina ) AV -4
T V—LEEHT (Sure Select Human All Exon V4 kit : Agilent 1) %47V, BEEEN
DOFERERERBE LI BONEERZSOVWTERN 18 AT U —ky— I =V A%
Tl £, SNPF—F AL 0 ¥F54 Fv—w ERWERESERONNTa S
A TR EITo 7=

*E4L 6 IS FRAKEEREHERE LAPEAOCHRAER TH B, EFRIC
it 14 ZOBRBEIEDR SN, HER~ILEMCBERRIIRL, 9128 3 HB~10 &)
ICRMOEERESE - TERETHREL, HERICRAEDS LA 2 S TSN
THHAL, BBEEEZEDE, BREO—-MITIIBERRERL2ED L, BRAZELE
NTRBEEGORALZIRD, BHRETHEICHE - RESOGHET., HEHEE2L. &
BERFHIET LT, 50 BB E TR FREBRRHSENEMG OB HET 22R0 ik, ER
DERZERHZEIT ph o, BTFEE, WTHEE, AEHRA, HOE0REE, BEEE,
REIRE, ERA2, Ho1RLAESERIIVTR LR Eot, SBIREEF -,
BERED 6 ABMBELEL., 4 LREETHY, HFERANDSHRITFHEELRDE, 60
~70 BRARDEITHICIL B IBHITHEEE o7z, BHEIT64E~80ETEL L, HMITHR
HOERBE LFERETHo T, MFI LT FriF—+F (CK) EIRER. KRR EH
RECREEEREYR., SHHERRE CHEMELSLEZRDE,

RRIEH, BHER» L FREAEESMED/NEHFIE LOGMD 28o7-05, BED
ICEORMPoT, £ THEMITEIT o/, F% 1HHRE I-1, I-2) ORBFRITEHL
L7 F1 &y O TIE, 1923.2—24.1, 14q11.2-12, 15q26.2-26.3 (\FhbEA
LOD A=17 1.81, 6=0), 17q24.3 (BZKLOD X7 1.64, 6=0) O 4 FILEHH L=,
F2 v b DY TIL 1923.3-24.1 (K LOD X227 3.01, 0=0) DA &HH Lz, &F
ROBEBEFEZELEMERE LT 4 SR (1 21Mb) B3l Sh, $%iC 1923.3-24.1
IEE Lz, ZOAERICOWTHRBRE L 725 CNV IZRETE Rdhol:,




RWTRT 7 V— AMEF 2T L, BEESr CRE S8 1923.3-24.1 I2fuE+ 5
HSPA6 (heat-shock 70-kDa protein 6) BEFT7 I/ BEHROHE~T ufidn
c.661G>A (p.V221IM) D—IEXEER (SNV) ZHHLE, W —iEs—F = X TR
BELEL 1 HOBMIERASE (I-7) 25 HSAPS 5T c.661G>A ~F S SR 4
L TuvVe, HSPAG BInFit F2 & v M OEGAET CRE Sh-FIROBRMIZMBE L T
Teo NT0 S A TR Tk HSPAGS G F 2 ST 1923.1-23.3 2o\ T, ZOIERE
#H (II-7) PRBELKBONT IS TEFE LTS Z LB L, =0 HSPAG BiET
LENTFRER TRV LB Ui, 7 AT TR S hui= o 3 i (14q11.2-12,
15q26.2-26.3, 17q24.3) I OWTHRBFE L7223 SNV i & b o,

Wiz indel iKW TIRFE L, Fl &y bOMSRITrcRIBEh 4 fEIRIZ, 4 AORRE

FBIZ L7z 21 BOANT o#ES O indel M Uiz, FOHiz 14q11.2 IZ67E T35 MYH7

(Slow/beta cardiac myosin heavy-chain) FEFDA 7 L—AhKk (c.4849-4851del,
p-K1617del) L7z, Vv H—E—I VA TCRBE ORI ZDOREEZFHER Ui,
Z O MYH7 #/5F p.K1617del ¥ Laing L&A S 35— (LDM) OFREE LTHD
HNTWBREK (rs121913648) Th o7z, ftid 20 D indel iV 3 ¥ dbSNP (build137)
TREEN, BRI Do, LGMD BEDFRBREDN-EAFRIT MYHT BEF
DR%E (pK1617del) HFHETH 3 LDM LHERET LIz, ~NT'2 ¥ A FHEFT T MYH7
BEFEETHER 14q11.2 ITBWTHERAE (17, I1I-14) 25, BEELIEONT X
ATEHLTWERN, 2o MYHT BEFOXRE (pK1617del) B LTWeholz, &
FHO T (I-1, 1-2) FHEREZF LI WORENRL | JERBETh o REMEMN
Ehol, ARFRO MYHT BETFOBFEKRE (p.K1617del) X I HREMS THKBD
BAE (II-2) ~BETIBEHERRERL LTRELLLEELE, £07D, F1k
v b OEGFET TR SN MYHT Bi5F 28T 14q11.2 OFUR, F2 &y b 0OEHEAR
FTHREESIT, BRI LTV,

AR, RETRHAONKEFAETERL, EREeEEEEERRE L 5PEARESR
IZoWT, BT & £ V— LRI 21TV, MYHT BEF0ORHO 3HEA 7 L—
LRE (p.K1617del) iR L, LDM LB LA-bDOTH B, BECHREShI-FAK
ROFHREEBRL, BETETOREL, BEGOSHEELRLUEATEERAREELY
DL LTHELZERTHELED D, LoT. FRERFIIML (B ORMEEZR
BibH3LEEDD,






