Advances in Clinical Medicine IRE23EfE, 2021, 11(1), 92-98 Hans Xl
Published Online January 2021 in Hans. http://www.hanspub.org/journal/acm
https://doi.org/10.12677/acm.2021.111013

AR AIXp21 9B E EERKRGZEIE15]
HCHE S

FmE, FRF, KTE

HERZEWEERILE, LR F5
Email: "17852029606@163.com

Weks H . 20204F12 H11H; FHER: 20200F12H26H: & A H: 20214F1H12H

HE

H#: BitXp214RiEZE SR AIE B IR RIF S MEFRHME, NIERESEiIRES%. ik Bk
Pr1BiXp2 188 ZE R B AR LR A TEIRPR TR R P 45 R, FEAHSOCRITRE S . &8 BILRILN
REBZ. BHHEE. REWRM., RERGE, REMWE. KOULE. SEW=EE. SEEE0E. 2
A LR EMFTh R E QA CN VI BoR XS e A p21.38p2 1.1 X R FIE R, K/NKN8.84 Mb,
a4 N R, BIEANBURERE: ILIRAPL1. GK. NROB1., DMD, Wi AXp2145inE H k42 E1E .
20 Xp214PiEREFRGEAMERKRRIEH, SEilEEE, —BEFRIE, J[EBEFBNRELN.
K"

Xp21ERFBRK, BN, HmBgRs, SREE ELREEAR, HRIEFAR

A Case of Xp21 Contiguous Gene Deletion
Syndrome with Encephalitis
and Literature Review

Liping Yi, Xiaoyu Pan, Zongbo Chen"

Department of Pediatrics, The Affiliated Hospital of Qingdao University, Qingdao Shandong
Email: "17852029606@163.com

Received: Dec. 11", 2020; accepted: Dec. 26", 2020; published: Jan. 12", 2021

Abstract

Objective: To investigate the clinical and genetic characteristics of Xp21 contiguous gene deletion
syndrome, and to provide reference for clinical diagnosis. Methods: We retrospectively analyzed the
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clinical data and chromosome test results of a boy and reviewed the relevant literature. Results: The
child presented with developmental retardation, mental retardation, repeated vomiting, repeated
infections, repeated convulsions, hyponatremia, hypertriglyceridemia, hypertransaminasemia, gall-
stones, myocardial damage, and liver function impairment. CNV test of chromosome showed a dele-
tion of X chromosome from p21.3 to p21.1, with the size of 8.84 Mb. A total of 44 genes were deleted,
including four related morbid genes: ILIRAPL1, GK, NROB1 and DMD, and he was diagnosed as Xp21
contiguous gene deletion syndrome. Conclusion: The clinical manifestations of Xp21 contiguous gene
deletion syndrome are diverse and the diagnosis is difficult. Once this disease is considered, genetic
testing should be carried out as soon as possible.
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1. 5|8

Xp21 ABUTFE R 47 A 1E(Xp21 contiguous gene deletion syndrome) & —Fi 4% WIS AL VL0 , ¥ J Xp21
2B, G X Geafkbattistiial, ZEIABUR, DECHFIGE . B 100 G5
B NI, WA DBEREIREI V1], REREAER] RE S Ja RYEE % B A K (adrenal hypoplasia
congenita, AHC). ‘HJH#HE = (glycerol kinase deficiency, GKD). W& F# A K (Duchenne muscular dy-
strophy, DMD). &£ A 2 i (chronic granulomatous disease, CGD)+ 1M i (£, 245 1% (retinitis pigmentosa, RP)
AR IRaAG(2] [3] [4155. HAT, AR EA ARG %, ik, BAHGE 7 — 4 8 Xp21 ARkt
RIBRREEEAE 5%, IR IR RS RO ST T 2 2], BEENIRIK W S .

2. llGR&HBH

BIL, B, 2 AR, ABEREE FEAMEILE. )UK G2P2, EAHE, HAESERE, HAEKRE
3.9 kg, HAERELE 33 cm, 51K 50 em, FEREMIE, HEfE3 R, WK, A5 14 K, HIBK,
MR E 3.5 kge ABEARKIE: K 3.15 kg (<P3), HK 52 cm (<P3). Wik JIWAR, OofififE A AR K
S, AMEFHSRAR IR . KIRIELH AL . 45 TACH AR E LY RIS Bt 3 A E R E AR
1 MRS 2 IRNF . AR MR 3.5 kg (<P3), K 56 cm (<P3), FE NEHiIEE, WIFEMERY
DU, BEBUKS. LI SR EOR MG, WUEREEE(COM VLR B A TEF(CK-MB)W] B3, A
AMH(AST). BNHEZRFALT). HhM =BR(TG)FE T FIRE S ERACTH) &, FRERIRGE 1), %
JESe R FAR R IhRER RATRE, A TAMIN. AIERK. AT 8 FR DIV REIR T, SE 4t e 9k
MR, LB, fE 1 2R 3AAR, BRMRETE 3 AER, SR E 8 kg (P3~P15),
HEK 65 cm (<P3). #EIE, WthzE. KTIRWDIEEE, sk IME, RNV 9, FRUUIIV 9, 5
BRUE, MWBREAER M, WEAERSI . Atk &, uh &, Aak &, 187 FREiE, 17
AL REMY S ARG THEE N, e CK. CK-MB. AST. ALT. TG ¥ EF &, ik
YRR 1)s SRR AU I A 4R R H e B = (T RE s A ORI IE 72, 403 50 x 1090, A4l
ffg 12 x 10%L, FAAZA0M 5 88%: M MRI /XU AR TR 575 15 552, HREM (& 1): 22 v
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Table 1. Patient’s laboratory examination
F1L BILHRERS

T H 3H 1434 2% 2%
Na+/mmol-L™" 131 124 129 137~147
TG/mmol-L™! 9.61 6.65 5.76 0.3~1.92

CK/IU-L™ 4047 3142 1830 25~200
CK-MB/IU-L™! 106 105 80 0.00~25
ALT/IU-L™ 132 234 144 7.0~40.0
AST/IU-L™ 125 163 153 13.0~35.0
ACTH/pgmL™" (8:00) 69.82 >2000 - 7.3~63.3
ACTH/pg'mL™" (16:00) 182.30 >2000 - <20
F7 5 % mmol-L™' (8:00) 141 134 - 172~497
B R EE mmol-L™ (16:00) 75 88.5 - 71.1~286
1;1:11 g%%%ﬂ%‘% TG: HI=HE, CK: WIF#AE, CK-MB: JIRRIEGFE LR, ALT: A NF%EE, AST: #EHEEA, ACTH: Y LR
T -

T,WI

Figure 1. MRI of brain showed abnormal signal in bilateral frontal lobe, occipital lobe and temporal lobe
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Figure 2. A part of video electroencephalography (VEEG) showed a few sharp and slow composite waves occurred
synchronously in each region during sleep

2. PR BN RN ERK, ERNLCETATBESRIXEALEL, PEFAREE

R A 7RI WS oA L U, BRI DL /D AN SR ARNB T A i & X AP U, DB AR 2); B b
MREE CT PRI FRRER R S0AE. Mok, JEME MRI PR W E R . R, HlH
fgih= . SERMEE EIREEAR. KEB%K, 4T NGEREAQ gkg) MPLR . MR XRHEITE, WG
UGB 76 2 B0, PR BLR SR SR 4 IR(E BT SRS 2 - AR 10 kg (P3~P5), &K 72 cm (<P3),
T, RERET. UK, PUBIL) IV &, BIBEGRDUE, MBRAENIME, IR T H . Aadh
ko A& Bl GERBLE. AEER JIREAS, WE BRI LT RE KB SCBEETSREES, RINEE TR
WA . BLEEELI G R . SIS E: CK. CK-MB. AST. ALT. TG ¥WHEF&, Mmi&
VIR 1) Betifi 4 B DR 2 B PR % DU 5 CNV RIS Xp21.3~p21.1 (chrX: 28,440,001~37,280,000) 5k
% 8.84 Mb, JLEIE 44 NIER (B ILIRAPLI . DMD. GK. NROBI). XHEGIT 5 K Hibi. HILQRE
R AP RF TR RIIGAE, REIRT . £ 2% 3 A, FR4. WREEER &2, Aotk
AL EBEN ML
3. Wig

Xp21 4RI PR BRI L5 A AE ARG PRAEAE L T8 2 v BRI R /N LA B i I R R R B AN o« 12456
HERH L2 A2t GK i [RIER 2 51 i H- i B 5k = E(GKD), NROBI JE R 51 e KA S FIR K
HAR(AHC), B DMD BHER K5 FIF RIVE 72 A R (DMD) LA K B ILIRAPLI BE R SR 518 77 F
M. AGIE LR SONEFRIR A, R BB, ARG, EFRAR. REEGE. KREMHMREmMmE, H
R 2 o 2K B R ALT. AST. CK. CK-MB. TG. ACTH JHi, MBI, B¢ RRE AR (E 1);
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I PR IBEAL A TR H M A = Ge iR 4 LR 20 B R % DL 5% NV A I7R ILIRAPLI . DMD . GK,
NROBI FRBURFER G, SEMMRRIIAHIR T, &L Xp21 A RERLEEE. &) LR
SRtk CNV ITE IR, Rk, A B R H ERAEME, TR R,

NROBI1 R ENT Xp21 b, BEMRBGHKITEEFTI AHC, 1 AHC H1EE Xp21 AR R E Kk
CEEAEME RAEIR, MR ERIS] (6], HIGREHE T Z&E FMR R S 0 s, i
BRI W= . AHC B ER ARG LA N R A, B8R REERZ AR %) UHMLE
W, RZHE)LSHIRM, 875, BK. KEIRS. ke, aRIUEMmERIE6] (7], fEERE. K
PEERPFCRE T, GiF AR B RELAREY . S S DR RThRE A R R, MEHE
BE[S]e AR B AR AR T R RN IE . 0 IRE IR IURERE AR h 2, [RINE ACTH IR B, i FLBe e
SN B ROX SRR H IR [8]. 2 54> R IKE B U R B = R, A W) L2 DR P M 2 i g
HEMMIRE9]. APEILFER BT FRMERS, ROV EWR, W, . R mEf K
BIRLGE, (AR MRS AT IR, )OS IOE & A AR 2 RGUR A K T B LR BN 5
R o TSN B A A U BB B, EAE MIRT (1) 1) RA B A 5 1 45 S i 48, HIE
BE LI T AR RGUEGe . [FRF, &) LIME R EE K, ACTH Fhmi(3k 1), X5 AHC 41k
RILE B

DMD J& W7 F Xp21 L1 DMD B:F ARG EEH, - X SRR EEEENIRZR, &K1 1986
FERERIL10], IPRFFAER AT YEIUIE /7 WK AR FAILZE 4. DMD A1 ULIRLE 784 R (BMD) &
PR AY, DMD 7 12 % Z Fi 230 H PRos & e i) %, 1fi BMD JU) 52 30 H 5005 R0 ) I PR 3t e i #R 11
[12]. AWFFHRER T2 LI RGBS, K225 i) LE ok SR LR TG 7 LA 2 45,
1M AST. ALT Al CK HI/K-FilH &t mi[13]. A5 &)L LS, OVIEEIE R CK & CK-MB & (%
1), FFZhE/R AST 1 ALT /KFF@EGE 1), HEJUNEGK KT, XEEHES DMD 1RIZ — 1.
SRIM, XA TR O 580, HOONFH AR T IR R . B SCRRHRE 1 500 & A 7T LA BMD 8 R E
R[14], BULE LB REM AT BE S DMD JER R IC. IAk, FFIRILE Ht e R B0Z 8 LR E R E
WP T J

GK JERENL T Xp21.1 b, afs S 5 H it = EAQU 0 H i, iz A A AR, H s
PERRAC, Hli AR AL NE, WIZEAR N o HERR Sk s H b fhE S5 L 2R G AERER I, KM S (15].
GK FER B 5l A8 25 S GKD, & XOEBFRRME . K250 H g s 2 68 B8 R I8 H il =R
WA, m W = ERE AT R 16]. AL TG Fh, B R AL A7 A e SE 1 H i R i e =
hE, X5 GK FEFERKIRIE .

ILIRAPLI 2R Xp21 Yotk X Ik, 25 X 3B 71 BERSAH I IRB X 2L KA 2517151999 4F, Alain
Carrie HIBNE S04 T ILIRAPLI 3EK, M AT ILIRAPLI FE R v] LIAE RN RIE, X5 X ESE 1K
TR T A K[ 18]0 ILIRAPLI 1EZ 580K B MK/ m3Ris, & il RefE A e id 12/
T Re I AR B AR TR ERFRIE R [19] [20]0 A1 ELRILH B KT, X5 ILIRAPLI SR G IR
RUMFFE

A ELIGRRIIE, 2 RGHERIN, HEHFAME, mA
GIRER A, #HAFAE S FIRThAR T AR, HO R, #ab s
R LR A, RUURPATEER N, fEmP e, #aikis.
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