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[Abstract] Objective To study the characteristics and diagnosis of limb-girdle muscular dystrophy
type 2D (LGMD2D). Methods The clinical characteristics, EMG, muscle MRI and muscle pathological
studies of 2 female patients in a family with LGMD2D were analyzed. Genetic analysis was used in the
diagnosis of this disease. The cases were reported along with related literatures review. Results The
onset of the proband and her younger sister occurred at 3 years old with progressive proximal muscle
weakness of four limbs as the main clinical manifestation. The serum creatine kinase (CK) was significantly
high (> 50 x 10° U/L). EMG showed myogenic damage. Muscle MRI indicated partial muscle atrophy,
fatness or fiber edema. Muscle pathological examination of the proband’s younger sister revealed skeletal
muscle necrosis and focal regeneration, partial striated muscle disappearance, and the muscle fibers in
different sizes. Sequencing of all 10 coding exons of the SGCA gene in 2 patients revealed the same
mutation: a ¢.262delT (p.Phe88SerfsX123) frameshift mutation in exon 3 and a ¢.409G > A (p.Glul37Lys)

missense mutation in exon 5. Their mother was a carrier of SGCA gene ¢.409G > A (p.Glu137Lys) mutation.

doi: 10.3969/j.issn.1672-6731.2017.08.010

BRI BT PN T 981 A AR SO B — AR

T H R A SRR IS B H (I H 405 :81471280) 5 A& M 1T 2015 45 7= 24 0F & 35 15 H (101 H 4 5
1561000153) 5 [ 5K [ SR Bl 27 B & 5 AR Bh 24 L G W Bh 0 H (I51 H 405 : 81601087) 5 ) A FH = H R T 2014 4 B 28 22 i 52
5 gy HE L WY 4 v B H (30 H 45 2014A020212130) 5 181 5 A AR RE2 3L 4 Ve B0 H (35 H 43 5 : 81271401) 5 5
I ORRE A B 4 -1 AR A A i 4 E SRR W H (350 H 45 : U1032004)

FEE B 510080 T, LU K 2 B I 57 — I e Ao 2 [ AR B CBRAE ) 7 o s 245 2 Wi it BRE 5 B ot 26 P B T
Hithih: 53001 1) FI U AR A R A R K] L BRI (PR

W RAE & - 5K (Email : zhangech6@mail.sysu.edu.cn)



. 610 - i B M 22 2 o 2017 4F 8 J1 45 17 454 8 10

Chin J Contemp Neurol Neurosurg, August 2017, Vol. 17, No. 8

c.409G > A (p.Glul37Lys) is a mutation already found, and ¢.262delT (p.Phe88SerfsX123) is a novel
mutation. The proband’s father did not take the genetic test for some reason. Conclusions In case of a
female with Duchenne muscular dystrophy (DMD)-like symptom, if she has been excluded from the DMD
gene carrier, pedigree analysis and genetic analysis involving limb - girdle muscular dystrophy (LGMD)
should be conducted to facilitate the diagnosis of the LGMD and its subtypes.
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Figure 1 Muscle MRI of the proband’s thighs. Muscle of both
thighs showed muscular atrophy and adipose infiltration mainly
found in gluteus maximus (white arrows indicate), quadriceps
(vastus lateralis, black arrows indicate) and adductors (adductor
magnus, red arrows indicate). The shape and signal of sartorius,
gracilis and semitendinosus were relatively normal. Axial T\WI
(Panel la). Axial T,WI (Panel 1b). Axial fat saturation T,WI
(Panel 1c).
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Figure 2 Muscle MRI of thighs of the proband’s younger
sister. Fatness and fiber edema were mainly found in
gluteus maximus (arrows indicate). Axial T/\WI (Panel 2a).
Axial T,WI (Panel 2b). Axial fat saturation T,WI (Panel 2c¢).
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Figure 3 Muscle MRI of calves of the proband’s younger sister.
Fatness and fiber edema were mainly found in soleus (white arrows
indicate) and gastrocnemius (black arrows indicate). Axial T\WI
(Panel 3a). Axial T.WI (Panel 3b). Axial fat saturation T,WI
(Panel 3c).
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A5 ¢.409G > A(p.Glul37Lys, §7 Sk FIf %)
Figure 4 SGCA gene sequencing finding

Compound heterozygous mutation ¢.262delT (p.Phe88SerfsX123, arrow indicates, left
panel) and ¢.409G > A (p.Glul37Lys, arrow indicates, right panel) were seen in the proband (Panel 4a). The same SGCA gene
sequencing results of the proband was seen in proband’s younger sister (arrows indicate, Panel 4b). SGCA gene heterozygous mutation
¢.409G > A (p.Glul37Lys, arrow indicates) was seen in proband’s mother (Panel 4c).
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Figure 5 The pedigree of LGMD2D.
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