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Clinical features and FKRP mutations of congenital muscular dystrophy 1C

HONG Xiao-Wen, CHEN Yan-Hui. Department of Pediatrics, Union Hospital Affiliated to Fujian Medical University,
Fuzhou 350001, China (Chen Y-H, Email: yanhui 0655@126.com)

Abstract: Congenital muscular dystrophy type 1C (MDCI1C) is caused by the homozygous or compound
heterozygous mutations of the FKRP gene. This article reported the clinical and mutation features of a child with
MDCI1C. The boy aged 8 months visited the hospital due to delayed development. As for clinical manifestations, the boy
could not turn over or sit stably by himself, and there was a significant reduction in muscle tension; biceps reflex in both
upper extremities and patellar tendon reflex and Achilles tendon reflex in both lower extremities could not be induced.
The boy also had a stereotyped facial expression and strabismus. Gene detection revealed ¢.350C>G and ¢.1303C>T
compound heterozygous mutations in the FKRP gene. The ¢.350C>G mutation came from the mother and had been
reported as a pathogenic missense mutation. The ¢.1303C>T mutation came from the father and was a new missense
mutation, and a bioinformatics analysis showed that it might be a pathogenic mutation. The boy was diagnosed with
MDCIC with reference to the clinical features of hypotonia and motor developmental delay and FKRP gene mutation
sequencing. [Chin J Contemp Pediatr, 2018, 20(9): 765-768]
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KBS H o S MRT , AHAT G R P A LI S S o
LEMZLH AR R KFH 704 5, Kigg)
3755, AEAENE 74.1 73, GENRET) 80.3 Or, B
74.1 5y, #EAEAT N 86.7 41, ARFEER T .
P fRAE R, H U R IR
1.2 EENF

Stk —25 B B, B L R LA R Y bk
M4 2mL, BF& LM ORYTEE, ik
PEHUDNA, X 38845 P ol 28 JIL PR AF &0 1 32 [ 411
P g5 IX AT AT (A BB E R R 5 A
Al) o SAEYME BERA A (R LR

a4 PolyPhen2 . SIFT. LRT. MutationTaster
MutationAssessor, FATHMM ., GERP. PhyloP
SiPhy £ B 32 2t A5 3 M1 8K 14 : NetGene2 Server .,
AUGUSTUS ) A HUHRLE

ARG 4 B Bt B 2 AR T B 2%
SIS BRI [F]

L, FFIRAT

2 #R

FER 25 e 1 B as, HJL FKRP A
5 4 5 AR FAEAE ¢.350C>G Fl . 1303C>T B A5
MRAR , ¢.350C>G F BT gt B 11 TR 56 117 or
BIEPRFRFEH Pro 288 Arg (p.Prol17Arg) , L
BEE A S 28, HAGZA SR I 5
c.1303C>T T3 r gty £ [ 0T 1 25 435 o 2 HE R 5%
%mHﬁmﬁmmpm¢wm),%%Q%%ﬁ
fLmi e s+, HEHZA SR LS %, 350056
i MDCIC ) B 0 800 28 748 Pl ¢.1303C>T Y 2
1k A LR B, SIFT 34 0.05, #3783,
PolyPhen2 743 0.998, /R4 %; LRT 4 #1E/R
£ %, Mutation Assessor 70T 8 R, 2846 iR
TIEE R, FIWT 2 AR BORPE T RE

[ @ Am [3
g ie 3

[E]
¢ < A ] -} A

e 1303CsT

c. 350C>G \.
L | |
A /\/\/\A AT K ARl
c. 350(‘>C . * ﬂ:ﬁ» i
M /\A /\A i
Ao (AL /\/\/\
RJAVAV‘ A/\ ALY
1 ¢ T ; [ [ G T ; 4 GIET%' " [ ‘-“ 4 4 T X T G G T T (] LI - . M R
BILR N | \ - /J \* A /,\\ < c 1303C>T
\ \"“ | J" f ‘/\ “ “‘ N /\\ ‘\ ‘/ fo \
AN AT ! u ANAAANATY
E1 BILRERFH FKRP EERY Sanger MAFE L FKRP %K Exond 7778 ¢.350C>G Al ¢.1303C>T & A
HET, ¢350C>C K HTHREE, ¢.1303C>T K[ TALE, RAN S ANk PR

CMD S 75 H A IF el 2R 5 80R P9 ki il — 4 Il
RS PR AR S B LA o & T B0 SE [ FKRP 4§

HHEAIARA, MDCIC BT JE AR o- T
WLZE4E A& (o-dystroglycan, a-DG ) gl
ff) CMD, ZABFET o-DG BHEEALATT P,

FKRP &R 5E A7 T 94 4K 19q13.32 |, 3

766 -



F20EFE oM
2018 4F-9 H

b E %A ILA R E

Chin J Contemp Pediatr

Vol.20 No.9
Sep. 2018

ARG S N R — LS 4> S'UTR . 23R
ORF 1 3'UTR W42 T4, mtitiie: - iR
BERMG Y, 5- BERREL RSB —FP 1 RUBS AR 1, i
1k N- A St 125 S 235 Ay Sl L ) 58 2 v R A R
YER, FrRPEN T o-DG BB 50, DG B
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