* 320 -
doi: 10.13362/.jpmed.202304008

K MEEE 2E 7 2023 4F 8 H 45 38 #5245 4 ] ] Precis Med, August 2023, Vol.38, No.4

PMM2-56 R MM AL 05 1 4R 45 I SCk &2 >

EUH KA HE
(1 7 By R B B )L QR LR 5

wmaEI

266003

BR BEHF
T 1 T B 88 DR R B LR

(FE] BM BITBEERH &4 01 2(PMM2)-56 K M 4 £ 1k % % (congenital disorders of glycosylation,
CDG) 8 & B PR 4 23 Fist A% 22 F5 1, PMM2-CDG & & i W s Wt Ak 3. A& TR B WA 1 4
PMM2-CDG i JL B I R B2 Ak R AT 1] U0 23 07, O K R o B0 L 7 4k 2 Pubmed #4035 22 1 oh [/l PMM2-CDG
BEMIGRRFRHET . HR AFERILGRRIN N ERKIBRE KRiZZRFEE E K IRTT K 2
SR B Rl W A AT R I PMM 2 SE R AR AR — A8l 2878 ¢.634A> G, 3k A TAEE. B2 Wi )5 44 T IR 3%
RE R RIFRIT AT @RS RTRIt e WE A, BIL6 AIRE N AMRE R .1 2 )5 5606 v
KAFRMZ BEVIE 2 4 6 MHBILERKIRGERUE, RERGEHV R, 8GR T 21 4t E PMM2-CDG # &
ZRMNERBG KT %GR IRT  SUZRFkn] W Z T AR . c.395T>C(p. 1132T) Fl ¢.430T>
C(p.PlAL) IR E B HE MK Z WL F 2 AE A8, &it PMM2-CDG A& 55 WL 1 56 KA AR B 50 , o0 Y ik
Bo P 38t 1% 2B 25 I AR HH B S E IR i 17 14T PMIM 2 35 PR ARG 0 L BH 812 W

CREIRT 2o RKMMEHAL S ; DR 5% 5 W8 28 (WL A8 7 W6 28 5 H SR 5 9 748 5 R LRI ARG I 5 [ Jogt 14 AF 5%

[hEHZES] R446.7;R722.11 [x#irEm] A

PHOSPHOMANNOMUTASE 2-CONGENITAL DISORDER OF GLYCOSYLATION: A CASE REPORT AND LITERATURE REVIEW
MENG Qiutong s ZHANG Tian, RAN Ni, YANG Zhaochuan, FU Peng, SHAN Yanchun (Department of Child Health
Care, The Affiliated Hospital of Qingdao University, Qingdao 266003, China)

[ABSTRACT] Objective To investigate the clinical and genetic features of patients with phosphomannomutase 2 (PMM?2)-

congenital disorder of glycosylation (CDG) , and to provide a basis for the early diagnosis of PMM2-CDG.  Methods A retrospec-
tive analysis was performed for the clinical data of a child with PMM2-CDG admitted to our hospital, and CNKI, Wanfang Data,
VIP, and PubMed were searched to analyze the clinical data of Chinese patients with PMM2-CDG.  Results The child in this
study had the clinical manifestations of growth retardation, delayed gross motor development, rash, hypotonia, and abnormal liver
aminotransferases. High-throughput genome sequencing revealed a homozygous mutation, c.634A>>G, in the PMM?2 gene, which
came from the parents. After the diagnosis was clarified, the child was given supportive therapy such as feeding and nutrition gui-
dance, liver-protecting treatment, and mannose supplementation and was asked to attend the hospital for regular reexamination.
Liver transaminases returned to normal at 6 months of age, and the child gradually developed the unusual facies of wide forehead at
1 year of age. The child was followed up to the age of 2 years and 6 months and showed no improvement in growth retardation, and
delayed development gradually became more obvious. Most of the 21 Chinese patients with PMM2-CDG in the above database had
the manifestations of growth retardation, delayed development, and hypotonia, with the presence of cerebellar dysplasia on cranial
imaging examination, and c.395T>C(p.1132T) and c.430T>C(p.P144L.) are common mutations in Chinese patients with PMM2-
CDG. Conclusion PMM2-CDG is a rare congenital autosomal recessive metabolic disease, and PMM2 gene testing should be
performed for patients with related symptoms to make a confirmed diagnosis.
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