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Abstract

Congenital Muscular Dystrophy (CMD) caused by LAMA2 gene mutation is a rare autosomal occult
Sexual genetic diseases account for one-third of all congenital muscular dystrophy. Its typical clinical
manifestations are shortly after birth. Severe general muscle weakness, low muscle tone, lagging
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motor development, joint contracture, etc., and can be accompanied by cerebral white matter lesions.
This article reports a female patient who was hospitalized for "general weakness for 18 years, par-
oxysmal limb convulsions with 5 years of tonicity". After admission, the improvement of genetic test-
ing suggested two mutations of the LAMA?2 gene, and the complex hybrid mutation of c.2049_2050del
transcoding mutation and c.4351T > a representation mutation occurred on the gene LAMA2, and
further verified for a generation. Its father is c.4351T > a hybrid mutation Change, its mother is
¢.2049_2050del hybrid mutation, which conforms to the autosomal recessive inheritance mode and
provides eugenic guidance for its family.
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1. RHIEER
1.1. 5®sE

B, ik, 18%, B “2HT7) 18 4, KRAFMER AR EMEE 5 7 ABi. 18 FRIXK/E KA
HXITHESE, 9K, #0k%T1, 28677, DR AE, HAE 9 MHBBREARE; 1 S8R
PIRAG, FREGFRFEEN AT 15 7 AN HES e, 1T EARRE, DNENIRENE, SIERAIEY; 2 ZE1TE
AFa, TEESREE, FAREESEME; 15 FRT S ATAEANE RS, 2R R RMEIVEFRAR . WA S IR
AR, BTHIEIT XISINEIT (BAEANTE), BRRE, HIEST . 6k, WATEARTR, W
JE NIRRT 5 A FT I A R DA H OO B Al 4 A B L, PR RN IR AR BUHR B8 2 oG 5,
e REE, RO RS, BIRIKE, KIEGEAESME, R4 20~30 o4h ik, 5 LIRGERZ X
I, BEIRAAE, “FI3 12 /A, EE S Erh i, RS BoRb el 20, f/MESEE, AT UL “
IRBRENGERE P« RIEAPUE A (BRI EATE)” PUBIRIR T 5 RAEMR A 1 0/, 3T A &1 B,
ToHL B . INFEN R, AR KGR, HANIMARBHRE R h L, SN IE 5,
IR HEg . Qe . SCRHELE, 3 RCIN B R8P om0 B HEmE, A KKEKEIER,
BIIIER
1.2. NBR&EH

BT, XNEUI, & T, MRS ZEgE, hfs Bk, XU Babinski(+).

1.3. HEEKE

1.3.1. SEREKE
CMUUEEE . IR 316 U/L. FLER: 5.85mmol/L. MiEZGYIIKEE: P9KAR 88.9 ng/mL. MM #r. AT
Uiy B RfEE . MR, Mgt STMLRS. D). WA R AR W SR .

1.3.2. LEE
YR, R,
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133. ¥EFERE
PRI CT () 1): XM A =5 5] ] (5« 24 B9 [ P O B BT (57 R R IR A FR A AR R FE 5, 1R
FUG MRI ~F4 + DWI + SWI (] 2):  XSUMAT IR 0N %55 H S 5 75 .
1.3.4. 155K E
TEEEN s AT IR T WA IR AR U AR 2R . BEARG R DL AT IR R R
1.3.5. EE#ENE 3)
R BIFE R LAMA2 119 2 N8R, 1 ADNHEERNEDR, 1 DNREEENESCRY; SEFERAZ 83545
B = RS R AENVE 772 AS K (OMIM: 607855)4H 5%

Figure 1. Patient’s cranial CT

1. BEmfx CT

Figure 2. Patient’s cranial magnetic resonance imaging
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LAMA2:NM_000426.4:exon14:¢.2049_2050del:p.R683Sfs*21

reference GT GATT T GTAGCGOCAG CRETECT ETTEAAMATT ECGEANGCEAET G

23Y01971

T GNTTT GTWGEGAGC GALTE

LAMA2:NM_000426.4:exon30:¢c.4351T>A:p.C1451S

reference ETEGETORCTT CTATGAAMCEC GAT GTGET € TTCEATACT BETGEG6 &

!

23Y01971

! A LA feX L AX Y X A AX CAAN X
CTOLTLRETT CETUTGURRLE CARCTOE T ETIULG AT CTRTCOR
Ve pv A AN
ByE: 23Y01971: Zf#.

Figure 3. Patient’s genetic test results
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LAMA2:NM_000426.4:exon14:¢.2049_2050del:p.R683Sts#21

reference GT AT TTGGT AGCGCRGECRETETCT TEARAATT €G6EAAGCEHNCT G T

!

23Y01971FU0

GCTGCATTT GIAGCGCAGCGACT CTCE TT'CAAATTCECGCGENA GCACTGT

23Y01971MUO

LAMA2:NM_000426.4:exon30:¢.4351T>A:p.C1451S

reference CTGEGEGTGACT T € TOTG A AC 6 AT GRGET C TFEGE AT AIC T BTG G A

|

23Y01971FU0

A A A A A_A A A AL AA
CT EETGACTT CTGTGCATA CTGrAVNG T GE T C T T'GTa AT & €T A'TG GTA

23Y01971MUO

nhﬂAA“A‘NA‘AM“‘ AN

A A A - A AA,‘
CTT GG T ERC T T ET T GTGAA CTe™ATFE T G CW C T TG G ATATC TTANFGTGA

Bl 23Y01971FU0: A23¢E; 23Y01971MUO: B3E.

Figure 4. Genetic test results of the patient’s parents
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14. iZEx
FTREBENEFAR 1A T, EIH.
1.5. &4

BEWRRAE, ST “THIRIRMNGERE . REAYUE R PURIRIGTT , IR RAEIARE, A8 i
Pl my DRI, 56 35 LI 2P0 BE Ja R BE BN VR 9T 77 5208 “ THIRIREAZERE 0.5 g2 I/H /e ZhiiiiH
Fr025g2/H” .

GG BEIERBEAELRRUENETRAR, JBE P ORRRIEB LR, R NIER LAMA2 FEF
B2 ANMESR, FEFER LAMA2 R4 ¢.2049 2050del FERG8AEA ¢.4351T > A 4 URTIE &G R,
BB AT —AREGE(E 4), HAN c4351T > A JRERAE, HEEN ¢.2049 2050del Z+ 4 RAF, FFEH et
IRtk 7, NHFIRREI AN G 5.

1.6. JAITER. BRI SH)3

WO RIEL L, BTPRAERERS.
2. Wig

S RAEWLE 754 B (Congenital Muscular Dystrophy, CMD)je&:—4H [ H AE I 54 J5 507 PGB 5 I 1Y)
JEORMEANBEATYENURS, B IR AL S i, R R A B LRI 7). 88 K B IRLE .
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WK MR FEE[1] [2]. BENERA o2 EERE RIS 724 R (LAMA2-MD)2& CMD 3 WAL,
Jii CMD 1) 1/3, J&% Gt Bt g e S 7R AN R, FROm 1) £ N 5 4 2 &% 8 H 2 (laminin2)
() 3 NERAL 2 — a2 HE(LAMA2, HFK Merosin)3E KA . NLRITERE K LAMA2 PRSI AT B A 3L
ZI¥[2].

LAMA2 JEH 2 AL T 6q22-23 X3k, 45 65 MM F[3][4], 4ifid Laminin-a2 & (L FK merosin), &
DR A5 (1 28 B R 8 8 SCRAR L TG SUIAR L BT R R AR DA 2R B AT [ 5] o 1% SR R R A MR 7E LAMA2
FKI(NM_000426.4) 14 SHME ¥ XK AE 1 MG R, H4iid DNA T 2049 2050 kA0 H IS 5
B, SEGRIE RS T I T, %8k AT HEE, MRESE E R g 25 5 R H 5 5 22 (ACMG) 1R
B M ClinGen 5442 53 fi###(Sequence Variant Interpretation, SVI)% K20 X} 48 B br e O N F 218, PA ALK
HPO.OMIM.GHR %5 2 L PE 25 4% 5115 PR (it AL BB A O ik R AR S JEAT 0 2, UM 5 909 PVS1
+PM3_Strong + PM2_Supporting, % R AEUREE K ; 57— BN T 30 5 /MR XU A B URAE ¢.4351T >
A, ZFAR G R R AR T R AT 4 b, HEUR SN PP3 + PM2_Supporting + PM3_Supporting,
PORESURY, @2 G0HJrik(REVEL) TN, 45 F 35 7R 12748 576t 35k [R sl 38 X P2 i o S je ), %0 7
1E5:2%5 NBET ANIERZ1L(1000G) #1H 3 R ZH 504 22« N 241 51 B0 2 (Bx A C) AN FE 2k [ 20 9 AR AT % 4
i (gnomAD) A KL, 2R AL ARG AR FN I E0R R 5, (H—RIGUEIR R Z R R A T 58,
g5 B WA IR S8 53R I, CMDIA IGRIZWTI, ORI R RAR R & Yy (AR B M A% 5 1) 18 A%
KR, WMCFZEGREREZARESL CMDIA WEERSW . A FRASRA KA BE A SR & S 2 4R0E
FORAVCRIY 72T CMD [ [H 28481

G0N FLHE PR A ), LAMAR BETR 9878 £ S BUZ 3% R (1B = 506 0 6k Z M e RAEUVE 7:A45 R (OMIM:
607855), FHHLAVKEAESy: BESERMENUE F-A R G FERMEER I B s IEREE(CK) T A, S8l
I R R BALHE AR 2 8 LR I ITE 71 Uik D3R, 182k BiR%E, XR1iZE4s, B AZIER . &
H s CK KPR &, Hid) LI A8 SR80, 1 ZUETREERHEN 45U, 25
Bk R IEE TR, 6 B UGB R IEH K F6], AEE HETERMEKYE O NREEMMAKE, 51
R FEAFF o

LAMA2-MD &35 HAE 6 AN H eS8 I B T i, 5 R KNS5 AR 5 A B, RINLAT MRI
i A & U B4 a iR K TL, K T2 {55, MBFAARMANTEARZ R, (HIER FIRDHIER, K
BB BRI M DB 2 SRS 7). 2 6%~8% B BN, # YA AT Ve R A SIAFAE[ 7],
BRI B TR B A BB G YRR (2] A ESETE 13 2 PURIR R AE, RINATHPERAE 44
SYERAE, PUERIATT RUCRR A, FORMER R AAAE, &R CMDIA b LI RAE.

CMDIA IGREI R EREE F 2 B LR ER . B3k %G CK TR i
AEVE RN LS LAMA2 SRR IZEFER A o2 HURFEEHIIL8]. HBAW 7 H[9], CMDIA
MIGREI S EFEEA o2 MEVRIEELWEXR., XIHFUEL Y 26 CMDIA BILHEREEA
02 RRFEE B ILGRRIHEAT X Lo #r, BRI FAEEFEE D o2 AR MR LT & R FR
/NGB END)RETE G, TOVEASIAT E B A T B SR I RS s, AR A D BZFIE R 02 SEATREN
BRI IRE R, SRR MHEThREN 25 U nl SRS MSIAT E IR J1. 25 5, H BT JCIEA 2 %0 I 5L R 2
HImRRBAEAE S, BT LAMA2 BRI AR AT sk 4T Dy Re Sk L2 CMDI1A JU N E E[10].

LAMA2-MD J& & R4 5 W, HEGRE REUEER S, WEZE, Bulsh =R mrEiasr(i1], 2
WX LI 2 A RHE G BRI JBE 17 o o RIS I mT i e 35006 5 (R R A% 7 5K, RERAZ I S TiE 2 R e 4
BERE AL B IR AT =T is b, SHRAE B E 2R T3 (2],
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