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[FE ] ZCRIE 148 K 34839 A Nascimento 8 X 3 8% 126G (Nascimento form of syndromic X-linked
intellectual developmental disorder, MRXSN) 5K & M A i B IE IR 28 AR R AT SCik &2 > o KA ILO NH
AR IRERT . FRpR A%, b4 AT et FEERMR R SGIEE UBE2A BERIAAAE 2~3 54 ik e, kA
BER . POlE BIRABIRE N B, JelEE MK S UBE2A LN 2~3 S AN T8k, il 2 h10 . AN R
R UBE2ASEAFAE 2-3 SHOME T ARG BRI JEllb® 2 A% | WA . R UBE2A JEIN 2~3 540 795 DAY
IEH . SCHRARIE Y 34 BB F IR IRRIUZHE, UBE2AFER RS (2234, 65%) FIRBuksk (12/34, 35%) JE
GOARHA T R I RERT (34/34, 100%) . HIEFERG (33/34, 97%) . FEBRTEIA (32/34, 94%) i
MRXSN &35 FZMImIARRI . 2 BA W W38 Bork, R Wra i T E -

[FRELSRILAIER, 2025, 27 (7): 859-863]
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A large family of Nascimento form of syndromic X-linked intellectual developmental
disorder caused by large segment deletion of the UBE2A gene: a case report and
literature review

XU Dan, XIE Jia-Yang, ZHANG Xiao-Li, WANG Meng-Yue, CHU Man-Man, HAN Rui, WANG Jun-Ling, LI Xiao-Li, JIA
Tian-Ming. Department of Pediatric Internal Medicine, Third Affiliated Hospital of Zhengzhou University, Zhengzhou
450000, China (Email: 723932168@qq.com)

Abstract: This article reports the clinical features and gene mutation types of a large family with Nascimento form
of syndromic X-linked intellectual developmental disorder (MRXSN), involving 9 individuals across 3 generations, and
a literature review was conducted. In this family, 9 individuals had similar manifestations including mental retardation
and unusual facies, and 4 of them had passed away. Genetic testing showed that the proband had the deletion of exons 2-
3 of the UBE2A gene, which was inherited from the mother. Fluorescent quantitative polymerase chain reaction showed
that the proband and his uncle had the deletion of exons 2-3 of the UBE24 gene; the proband's mother, grandmother, and
great-aunt had a heterozygous deletion of exons 2-3 of the UBE2A gene; the proband's father, sister, and aunt had a
normal copy number of exons 2-3 of the UBE2A gene. The 34 patients reported in the literature had diverse clinical
phenotypes, and UBE2A gene mutations (22/34, 65%) and large fragment deletions (12/34, 35%) were the main mutation
types. Moderate to severe mental retardation (34/34, 100%), speech and language impairment (33/34, 97%), and unusual
facies (32/34, 94%) were the main clinical manifestations of MRXSN patients. The disease has obvious phenotypic
heterogeneity, and early diagnosis facilitates optimal prenatal and postnatal management to improve reproductive
outcomes. [Chinese Journal of Contemporary Pediatrics, 2025, 27(7): 859-863]
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Nascimento % X i 8 % 71 [ % (Nascimento
form of syndromic X-linked intellectual developmental
disorder, MRXSN) X FRiZ K25 & W E2A (ubiquitin-
conjugating enzyme E2A, UBE2A) = 25 &1FE, H
BT YL o fh Xq24 1Y UBE2A FE 5785 4 1 Hilfs
PRAF A R B BT . FIRRAS . AU AE
EHEAFTAR ., Z2BIE. DK k. —FH.
ME B AR, RN . KE, R
RANFEBOK ISP SR 4 =0 ABFSE B AR
SIHTE A E MRXSN JULRK &, WIIIZE R/
BORIE ,  [A]F SE5 A B0 11 PR IE 0 PR 58 728
HH,

1 #ERERZX

1.1 HRMK

[l Joig 14 Wi £ 2020 4F 3 H FE K B2 &K &
A E T (whole exome sequencing, WES)
W20 1 il UBE2A B D BRI T 2019 MRXSN UL
HER WK AP EKBE R e B 51 2
fitifE [ (2020) BEAEHEE 575 ], JFRIS LT
NHTE R

1.2 HRUE

Wit AR IC . 1112812 BInEETIL
LBILIRRTTRE, 55 tEnl. BWRFER. &7
0L R RSO . AT 5w BRAE S . Ak
1 HEERCA BRI R L CYBBIE NS4,
PRIX) UBE2A LI 2~3 5 A1 -5 DUBHEA TR ) |
kA% k& % — i WO, Iod K
(electroencephalogram, EEG) | 3k /i il 3 4z Al 1%
(magnetic resonance imaging, MRI) |  [fIL {& AH A 55 |
PRATBURRAGLIN . 10 Y A5 BB Jo i 0 B R S DR e 0 25
Wbk, Br g RIUE A
1.3 ERE&

TEHEAR 2 R LG R A W) s, st
WEH (V) KHACE: (I, W,) AhE ki %

S =IO R A A AT R R SN T AL . AR
7 1R 2 1 OE [E PR o gt AR e S R N A 2o 4

(American College of Medical Genetics and Genomics )
T 7S HEAT BRI o IE X IR A S SR
B B S RHAB TR RIS [7) 5 A ZE 62 1 D1 FEAS 2k
1128 0t & B A 4% )2 NV (polymerase chain
reaction, PCR) HiIF .

1.4 XBES]

DL “UBE2AFEN” “F AT hOCHE, 43
SAETT 7 B R (R 2 2022 4F 12
H) KR EWCHL; LI “X-linked intellectual
disability type Nascimento” “UBE2A” “intellectual
disability” “MRXSN” iy 5§ i8] 75 PubMed % 45 2
(HEPEZ 2023 4E3 71 ) KA SCSCHk, FFRAH ST
kP9 191 B4 i PR B a5 2 i e A T A b

2 #R

21 FBINAE
JeikE (V) R3HBB®E, HRLARE
REEti2 . WA A & B L B850k, RN
WIE . SERR . N, g%k, MEME
KRR BRI, PR IR . BILRSE 2 MG
2, AWV IO R, G 38 JE I R g
IR Efrd e wmt, HARE34000. A5 8h
i 1k, RIHAUREEM, +F223 min 224 A1T
G, HBEE BEA A 1.3 mmol/L, 45 M K5
MBS E 5 A3 e 10 ) o 62 i 5 YA A, g ¢
WA Mg . A KR RIIE R Sk mig IR
FRAGAG A A WL 0 S5 W PR 5 & H A 4
ZEf 100 dB, 4510195 dB. fBhkAr . . I
Diae. Bohne. mal. FLRR . MK I ETIE AT
K RA HLER A I 43 B R DL 5 Sk i i e it
GFNN H K ARSI A DL S8

BEDTIEOL: BIL1 S A, 28 0005E, 5F
INRE AR R DM BRI, SRR AR
U WZR . 2 %5 T R 1R, R IR
& DUEsR EEN, FRS 1 min 224 AT SR . Bl
ViE3%, RRHMAE S RBEARATE, SUifHiH
2], HEEANE, B8hEe I Ew .
22 RRPELR

EZRFLA4N2A, HFHH (1, 10,
m., v,. V,, V.. V,. V,,. IV,,) BHERRA
KI5, RIS IE . WA . KINEW
EE. —FHE. RESE., DR, T/,
RIG &R . 2. THENK. A2, F
AN/, WU IR, BRI B A A G
SH, 2ARRMGE, 3% ReMIBk, S5 AR EE,
Hir20%, WFikT1558. V.. IV L2 AGIR
TR, R BREATLTT, H-2AMN™,
WMAEREAEEFRBEAN, P E REMER,
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TR, 28RS, 3 kREIEE, HE 2% BRI anE, REME B, TeX

KEFEWE, 5AF3h32ml, seit T 3w
PANHE, KEANEW, NEEIEWEZHE., V, 2
e e R, 6 AR RSLER, 3R REMGE, Hiui3

%5 ik, SARMAZR A, REHE T RIBEAT
2o g4z is (0L, W, V0 V), TL7E

MEAR PR, BARIENATE. ML MEMTES, &
Bk, AREIEWIEZHAE, T20 25 0L,
SENATE. IV AEJE LA I BURIERAE, Rk
AR B RS, 1SR, V)L &
[Jpfst, IR 7 AR “Ihe” AT, W 1~2,

mt?wt

B1 BIRRE

13 14 16 % 19 20 | 21 22
tmt/y

13

AYEIEH, MBYERE, ORRBBYE, OXFM L, ME LB kEs, 8 Kilt ek

Wbk, SEEMTRANE, mury F RIS PR, mu/wi BRI PR, wi/we SEDH R BB 1) 1 2o

B2 s&ZBEMEJLWEIER
W, WeJE . —F)E . MR

A. B.
FERE . ORTEA,
2.3 EEW®RNER

JCUEE A AN M P e R R, B
JL UBE2A BEIAFAE 2~3 4 Tk, SR ATEE,
LG REFERL, DL CYBBEE NS IEH, HIZEG
FEH PCR L, X UBE2A B&[H 2~3 54 145 DL %k
PEATAGIN 25 R, SCiEE 2 BEE . MR R
W UBE2A FE R 2~3 540 i FAFAE AR A ik 5 e
W Z AL . IHIH UBE2A B 2~3 B4 i 42 I
BIEH, MFEXRRLGE, SLukE R (1) 7
KEZLWHG, X HAT UBE2A 3N 2~3 540
T DLERI, 25 .
24 XEE>S

FRSCHFSE PR R DL UBE2A 2245 R A MRXSN 9%
BIE o AR E) 12 5% E A SCEkIE 34 4t UBE2A &

C. D. E45RI

0 b
RS

IV NV Ve Vg, AT A TR R

10

e
I

RIS I MRXSN 35 = 71, 344 (100%) B
BB, B BRI ATERR ), AT
WTE1.5~6.0% ; DI JIBEAG (3445, 100%) FIF
WHpERT (3341, 97%) M EAFREMRISMIL S b
R0 I R 28 8 o At I DR R A /N BT 25 22 4]

(65%) , ZhW KM 19 6] (56%), 2 EiE 17
(50%), FtERANE 176 (50%, 28BN &)

Jay ke K AR ol AT PR R B AR R AE ), B R
SR 1361 (38%), FEHEFRAR 1061 (29%) ,
FeRMOHERG 8 ] (24%), " S1BERg6 4] (18%),
FINBEE2 ] (6%), 260 (6%), #HA LI
W26 (6%), DEEE 1] (3%). FMHFRAEH,
O R32 61 (94%), Sk KM 27 6] (79%) ,

24 (71%), FHREEZEH 236 (68%) ,
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—FJE 2201 (65%), HRIETE20%H] (59%), 1
IR 190 (56%), ANHsefl (18%), mies s
4B (12%), %EHHE 36 (9%), PIILES 2 4]
(6%) . 340 H& T, UBE2AFEIRAE L9748 15 1)
(44%), L7/, KA Bk 1261 (35%), dt4
Py BI4ERAFAH] (12%), L3Fh, Hd 1H4R
NGRS B34 (9%) ,
2 Fp,

3 iip

UBE2AFEHNE T 6 MM T, B TFZRE Gl
E2 505, MMz R FHRBEREN, WEH
Mol e & i . 2~3 540 FHk T3 UBE24
ML AR (5 ORAT A1 D 2R T P 250
SEREI, TR Y TC )RR EE A ol f & TG A
T mRNA [, B 2 B % UBE2A & [ 1Y & ik
7, 20134F, Haddad % " &K ILFLS: UBE2A i
PR 114) SR 0 o oy T R 0 28 o D B L
TRANFR P2 ZAE IR & B, UBE2A 3[R 4 6% 1)
212 E LR S E3 12 RGBS (U Parkin) 254,
ZEALRRE A, w AR R0 M ) RE e PR ok
TR BT B, DT 2 457 40 2 b AR 1 1 T Be
UBE2A JE F ik 2 5 45 #2870 th ZRAR 19 3h 285 4
fAYIRE, Wi RABMRLR AR SCE (AN
Drpl), FEMZERRAZAE RIS, i gEREph 22
JCHIRERARIAR S 1 5 A, UBE2A M 4
MWHEAS SR EBmERE, 23 5H0EA
H2B 7EM IR 120 2b iz 24k, fil A A4 B 18
WA, MBS i el As 7

UBE2A B£[R 9878 5 Z2 P 28 % 1 B PR 0
. BN, UBE2A LR 2878 W] 5| AL 28 fil 85 11
MR IART RE R A B 50 LRl , XnRES
B ERT . IMUE I 2R R A AR 1 & AR UM
K UBE2A FE PR 33K VR 2 IR i 2% S 4 ) T
PEEE P e, SO AR I 55, 1T R )
PRI T AT RE o DR R 2 I S T
[ =l R R I = ol R TR A S i
UBE2A 3£ PR 18 0] BB 8 52 Wi 2 fiph o] 98 14 1 o
2038 BT, — 2B in RN T AR A 45
08 UBE2A SER AT G 3E Ao P84 1k i 38 32 Mkl
A BE ALy A A DG B Tz R ARAE I, R AR e
WENIEW AT ™, WA, UBE2A RN EIifn]

AEIE i R LR D BE , 5 B0 78 40 M B 1A

SH, IR AR A R T R

UBE2A JER 28722 5 [ ) MRXSN A X 3% gl ek
1%, M Nascimento 2 ' T 2006 4F 15 Wk s, H
LR IR U R A LA R ) S 5 e
B kA @ HINIER , (T gea R
R TSI IE 2. AHIFSY SR A AR L
RGBS O AR, A SR KSR A IE . 5
Gh, ARWFFEH 4 GISET BULSE R R IIAG, BEEAF
R RIRIEZIMETIE O, XS UBE2A FE R
AL I MRXSN A FRFE A, P RE- S84
BN, MERGURTEUARZHEZ R
P

I PR Gl 7 R T e s R 11 B R 2 R 4
FMRIFEHN R FEEINE X 5B 1E . MECP2FE[H %
AR Rett ZRA TR S AR AR X B WL AR 7 k525
GAE . A T BT R L S e, RS R
o T 22— W B AR A R B R LT K
A HEEPREE S R A T B T 2 RAR,
HRZ 5 = B0 ) IG RFREE, A AR X 4 1R
Ao T UBE2A B 5878 5| A2 ) MRXSN HAR L,
(LA i 1 4 gl AL I R I A PR B 2 W O (8
M FHRWE, TP EE LEKR,
H ATt MRXSN i CARAIGIT Ik, DU I
DL XTI R AE IR o F, BREIRTT B AR R
BOLR ARG BB ) ARG S . 48 IE;
ARG 2%, (H R IR A2 T B Bl B AR IS Ui
HTAIEMRRESE Bir, KIS, W RE
IR R E AL

gi b, ASCHGE T HEE S MRXSN KK R,
IFEEE T BEAE C R R AR B . AHIF 5T s 4
BEANRHEIET, 5% TR MG $8 5,
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s BARSEHE, R KR BT %, KM
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