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Abstract

Objective: Discussion on the clinical features and genetic variation of pseudohygrotrophy muscu-
lar dystrophy. Methods: Retrospective analysis of the clinical data of the twin brothers diagnosed
pseudohypertrophy muscular dystrophy in June 2021, to detect DMD exon large fragment dele-
tion/repetition of the proband with the application of multiple ligase probe-dependent amplifica-
tion (MPLA) technology. According the proband’s genotyping to conduct mutation site validation
of the proband’s brother, mother and other family members. Consult relevant literature databases
to collect reported cases and review literatures. Results: The male with proband, 4 years old, the
smaller of the twin. He visited our hospital because of the abnormal elevation of liver enzymes and
myocardial enzymes. The examination found that the gastrocnemius muscle of the child was
slightly hypertrophied. The brother of the proband had similar signs and symptoms. DMD-MPLA
technology of the proband found that exons 3~5 of DMD were missing. His brother and grandfa-
ther were verified by the same technique and found that their exons 3~5 of DMD were all missing.
His mother’s exons 3~5 of DMD were heterozygous deletion. Conclusion: This study is helpful for
further understanding of the clinical and genetic characteristics of pseudohypertrophy muscular
dystrophy and provides an important basis for clinical treatment and genetic counseling.
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BRAE KT PUE FEAS BAE(Pseudohypertrophy muscular dystrophy, PMD)s& —Fi X #E SRR A, 635
Duchenne ! JJ1’E ## A K (Duchenne muscular dystrophy, DMD)#1 Becker #4175 754~ K (Becker muscular dy-
strophy, BMD), PR b PLGEAT PN G ARG 70 LS. LI LRI 7K ~F- 3G v R0 /I8 Jh A P LR
PERERON EERHE . T AW, dFRae H H s = A R0697 5k, Moma. R 2 R s
WA B THEAT = Rt PR RIS ROs e &, SO T A R OB 1]

AW G B3 AT 2021 48 6 H i T i 2 CR A e Wit B AR R B LS TR A R RIS bl o — R R =
ABVIE PR TR IR RIS i, A 5 ) CARIE R ) SR, R IHEE R B IVE TR AN R I R RR s 2k R AR
SOl BE TR RBIVE FEA R FIHSH, S2mnt A% 1R, SRR IR s S et s
Bk .

2. IGPRFEH

SR F IR TR JEuEFE(LE 1), 5B, 45, COME BRI ISR s T MR, AR
N N % 2 I3 (Alanine aminotransferase, ALT). JJLER I (Creatine kinase, CK). WIER - [F] T/ (Creatine
kinase isoenzyme, CK-MB)¥JFt . SGUEE 8F8F: H2eiEE REIXUGE, BGIEE LR ERE 7T, &ET
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Figure 1. Family diagram of pseudohypertrophic muscular dystrophy
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Figure 2. Large fragments of hemizygote deletions in the exon 3~5 region of the DMD gene in the proband
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Figure 4. Large fragments of hemizygote deletions in the exon 3~5 region of the DMD gene in the proband’s maternal

grandfather
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Figure 5. Large fragments of heterozygous deletions in the exon 3~5 region of the DMD gene in the proband’s mother

& 5. & &% DMD EFENEF 3~5 XiGFEAKFEIEEK

o-F2 T TRIENE 730 U/L, BB 246.0 UL, AEEENE 360.9 UL, R{EIEW. JiEHEE: NR
Bl 11,966 U/L, WIERAE [ TEg 202.7 U/L, FLERMERE 730 U/L, o-¥2 T BRMCERE 541 U/L, BN
Mg 173.0 UL, BEEZM 173.3 UL, REIER. SLUE#E LatabO @Y IR .

APt Ja 45 THERRIEREN . 4E4E 3R CEFRIBIT 1 A, SE4M ALT. CK. CK-MB JTif#. {EFiE
TE I R 2R A

SR AIE R, MEBUEIUER . SR E B R Bk, AMESC. AMHEBESME AT 2 % PR ET
P HMLPAE R 41, S53RER, SCiE# DMD REAMNEF 3~5 XEAEAE K B & (LA 2),
JEiE# FFEF S AMEAC DMD BRI R F 3~5 XEAAAAE R B G ok (ILIE 30 18] 4). R BEEAT 5E
HA3HT, 45978 DMD R AMNE T 3~5 IKIRAFE K B AR B (LA 5).
3. Wi

ALK BALE F-A R (PMD) & —Ff X &8 B L, 4 Duchenne B IE 774 K (Duchenne
muscular dystrophy, DMD)F1 Becker 4 JJL75 724~ [ (Becker muscular dystrophy, BMD), 7E3 7= 55 22 H [ &
A58 173500 A1 1/20,000 [2], FEH X Getafhk F4atd dystrophin 25 ) DMD K GREGE AT EL, %5
PR ORI KA N 2 —, AT X ki 2 X 1 w(Xp2l), EFRRGXILH 79 MEETF,
KL 2500 kb, Fihd 3685 NMIEMR, HTZEERSME R, B, HAWE R RABME3] (4],
PRI AR S 7 X 32 B HE 7 B 2R (69%~88.6%) o X TRAL(10%~11.9%) H 5T TEAF(8.8%~11%) miFAZFA/IN
RN TRAL(1.3%~7%) PN F X RAZFI AR A (3%) [5] [6] [7]. DMD BEFAFAE 2 MR,
AKX TESNE T 2~19 Z 8] 55 2 NMERRIRX TESMNE T 45~54 2 [A][7]. PMD & JLEH T dystrophin
HAGRZ, SECERUILIMEERREG, g0 VR S ANE, WIS IRIRIE ., “F4E4s 4 23 R IR 421
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A, AR I A2 30 9 XU FHE P UL K 81«

Monaco 5[9]F 1988 LR PBAESL IR, IO AR E BRI BEHERE A5, U 7= AE e H IS Th e
dystrophin 2 [, I A DMD; LGRS, 5T 40 e TR R SAEAAS, RIS BMD. DMD &
W EERE, 24 UHEE A W BT RER, 3~4 D EA BT H IR TeRERRSZIR . B Tk
SLPERG NG IR, Z2EUR)L 10 B AR MEETIRE, 20 & A G AT I E B O DI REANA[10] [11].
5 DMD #tt, BMD AJRFERAIR B, AR W A R, WtERE. BRg, OIER Rl I
FERD, MILISENEESI T YERFR] 60 2 [12], G BUEARX L .

PMD 24 1L 8 Z ARG THEE[13], T ERMBERM L 2R S 8 B LN AEIRIT N [14], B
R R B 2 E s B RS E G4 15]. XFF DMD R 51 SARFRAEMEE, EE
Sarepta 2~ &) KB T —FFRME “Eteplirsen (Bt 2 IACSERY), PMO)” KIEER 254, (HI7 R dt—2
WEFAESZ[16]. 2 RV TT A4 iG 7 B AT = 26 R DNA L 45 24 K R AH 559 55 (adeno-associated virus,
AAVY BRI AT B BE R 5 T 40 i (BMS Cs) A B IMIL 4] J57 44 e (CMSCs) 6 48[ 17],  H i/ 4b T3
Tl RIS AR ATE TS B B

M A A R, PR AE R UL IR A5 00 PMD LR ARG A E L, W SR MW
FHA B A, WUBGS 25 55 2% [R5 T, JG LA CKORT CKMB oA 2 3, ML CK O RJ fayis IE & BRAE ) 50~200
FELL E[18] [19] [20], AHEFi A e ul 3 M 8F BF L CK 7K yils 1% b IRAEAS 548 #1239 fiF. B2 4L iM%
AT = I R ARG O VLB R 1 =2 AR A PMD (B ZEZR R (21], H I R4 HS 7 B3 vldd
LRI S5 & i AR S LA S, AT HE— DL, P AE AR IR WLTE S RE R B 000, R ik
Bk & USRS, XHHRSIRIT . SR HE . fem Rl E U R

A HE R T 20 B DR A% RO 2 I S5 iR T Al ok T BLE[22], 2 B KR £T 4 4 (multiplex liga-
tion-dependent probe amplification, MLPA)EJy—FEd & F1oxnf B 7 B HEAT 78 Ar 2K 8 B i ok,
ATLAMEDy DMD J K]0 i 25 A0 i 7 R AN R RAR (1) —Fh U7k . MLPA $F3OARZ A6 DMD PR ik 2%/ 5.
HRAMNEET %, BAPRE. mEE, BUsE SRR R[23] [24] [25]. 60%~70%(1) 3 w1l
T, 535k 30% ) & 9 i DMD FE R SR AR (L X RA . SIEBIMRAE . W& T 55N T3
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