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H E

Mulchandani-Bhoj-ConlinZz &4F (Mulchandani-Bhoj-Conlin syndrome, MBCS)2—#pEI{C. 2 X I g8
BREGAHSC BB . MBCSEE IR EERIARILENRTRE. KEEH. EESMEMELE
B BFREAECKR S BEER) LSS R ERERIT). FARERREE. KRR, EFE
RS, Ak, MBCSEE N AEKBMEBIRIT RIERLF, HI7T 5 7] LA KR . MBCSRBERH.
MBCSHH Rtk B1E#fE, BH by E420q11-q13 X EHE #3% —4K (Uniparental disomy, UPD)E
% X I AR S FE R R AR BUW I 55 25 R BT8 (Mulchandani (2016) Genet Med 18,309, Hjortshoj
(2020) Clin Genet 97,902).
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Abstract

Mulchandani-Bhoj-Conlin syndrome (MBCS) is a genetic disease associated with functional defects
in imprinted genes. The clinical manifestations of MBCS patients are mainly fetal intrauterine de-
velopmental delay, developmental delay, severe short stature with reduced head circumference,
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feeding difficulties (most patients require nasal feeding treatment in infancy or early childhood),
fifth finger flexion deformity, hypotonia, and severe motor delay. In addition, MBCS patients have
a good response to growth hormone therapy and may experience linear growth acceleration after
treatment. The incidence rate of MBCS is unknown. MBCS is an autosomal dominant inheritance,
usually caused by pathogenic deletion mutations in the maternal uniparental disomy (UPD) or
paternal allele of chromosome 20q11-q13 (Mulchandani (2016) Genet Med 18,309 Hjobshortj
(2020) Clin Genet 97,902).
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1. 5|15

TR NR NS B LEHIE 2, 550 8 LA ARG AR & ANRERE, @i 5 a2 7 =0
M CARRIZ , BRI 22 57K 35 136 2 DR ARG 0 25 K IR 5 TA] o A SCHRIE 1 451 20 5 42 e A BEJR B3 — {4 (Uniparental
disomy, UPD)f¥] MBCS &£, o HrLIGRERAE, NIGKRIRA . FHFTETT MBCS B 1R 4HIEHE .

2. WHBH

B, 1%, 2020 4F 9 AR “AEKKEEN” e THRAENTHOANRER. £ILRILEE 1R
177, Z40 B, 2R, HANTREAZE, 2HREHRNAREREK, TINEREIRERE. BE
IREE 2.45 kg, HAGK 49 ecm; 6 HidHK 62.2 cm; 12 i 5K 68.1 cm (<3rd), AT 7.2 kg; 18 Hi#d
BK 725cm; 24 A HK 77em; 3% 5 5K 86cm, {AHE 11.2kg. 3 H#t4Ek, 5~6 HidH# &, 7~8

WAL RS, 55 L OISR REME . AR FEIRME, NS, BEIRRE, S5, RE - EIEKEE
2023 4 2 A ffk: SkEl: 49 cm, BUAIRHZS, ATXICLH, F9UfE/AN, MK, SGAMZ, L,
RN GE, UL R, At &A%, FL5 00 Tanner 13, AT AMEH, XURTIEIR ST/ 0, A &
TR, OEA T, BSE, A, RE PP R Rk . DURELEK DR, BRI 5 4, R
T 4 9. SEh/Masth. ff: SMURBIES, NS MAEAIES, O, FHRREE., WRAIER,
FEEThEE. M. FORERINEE. M. MopE. RS ERIER.

3. Hk

IGRRI: BILAENMHBAE RGBS, FIARER. WM, & Silver Russell £5A51iEA Turner
ZEGE. Silver Russell ZEGIER —FENMAEK K TR, IWKIZHIET 6 MFE, HAFIAHAEFE
KR B IRLE XS RS L A5k 58 HY B AN b Bk AT 9% PR 3k (Neetchine-Harbison I R 173 £ 4t (NH-CSS))
[1]. F#7E NH-CSS ' 3 NMImPKERILH ¥, PGB EERN . Faea Rl 2B 25, £F8 NH-CSS
T A ANMBRHERIBE WA “IRIR SRS” [1] [2]. Turner S5 HE XFRE RN R B A4S, HEERILEY
Pt A% T — 2k e B X Yetadd, 0 — R QR A BGH Arsh e, B LI R3] TS £
BIGRAFERICAN S MEDN . BRMEREEAR . DIERE. B3R ERsE4] [5] [6]. FKITR
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BLISE LB L% 3 ml, 31X BB NIE IR SR 30 SEIe S AT 1 A4 R A . A 20 5
Gt AR REFEFLOE 4K, %48 5% 5 Mulchandani-Bhoj-Conlin £ & 1iEH 5.
4. ¥ig

FSE AR R AR e R AR A T, (ARG AR B R R G AR B i BBk E R — AR,
1M 56 A8k Z 5 — N SEAR M G AR [7]. UPD [T AL LB A, BRI R0 R S B A e R (1) —
PRTURL T BN S IX 2 Y R 1) B BE 75 1 SRR AR TC 45 6 T2 1) = A BB R 200 B 1) =4k 1 SR B Ak
R LT T AN DA K A2 e AR B AT 2205 34555 45 [8] [9]. R4 [V e (iAo, A1 UPD 43 NEHJEE UPD
(maternal UPD, matUPD) 142§ 14 UPD (paternal UPD, patUPD) [10]. ##%/=/EHL# 233K, UPD £ HEAL 4 [A
VR EARAN Ty B I A 1R 55 e AR IR IR G AR AN 73 B 7 AR I B[R] — A&, B heterodisomy/isodisomy
VR A7 3 M [11] . YetafArZ B | YL taR RS 1 534t (chromosomal microarray analysis, CMA)& & ¥l matUPD
(20) & A L LA T 58 U R R B B T 25y R T 3(8]. matUPD (20) R i SR 2R 1
U G, XM EURAE T e 2 B R I G KT I EE [12]

ENiC 2L A GNAS 7T KB 20913 £, 55 GSA. GSA(XLAS)H A/B. GSA fEUT S ' /NE . HUIR R
TR P RIE, FE Bk A SIREA LR [13] HTRA ORISR LR, BER ISR F 2RI R
Aoy FHOX L LI GSA IR IL B E FRAG, 15 HUR S5 IR BRI & LS RE AT 55[18]. LA B WA
JEREIRE, REHBERIABH/EEAR . FREDUSLFRIEE ., XERIEHTHR=Z X REKE
) GNAS #35%, 45 XLAS Fl AIB [14]. B S RIAESL REA LR FEkZ XLAS B/ R R H R A
RAA G AEKZE[15] [16], k= XHRIMET 1A (R RLAZE AB) PRI A R AEKIRZE[17]. 24
AN R B, AQ R AT HE IR 12 R W L 20800« AR B TR LA Je W R ) 22 18] K2 BB H [ RESE N
IR, A T R S RGN T IR REAH A R £ R RS, DA B RRAAR S A A T A G R i v 6
ZAA Al GES 1IN matUPD(20) i XU [12] -

5. JAIT&T

2023 4F 2 A FKBEM N E K EIRTT(0.18 mg/kg/w), 2023 4 5 H E 7 &= 89.9 cm, K 12 kg,
3MHAH K 3.9em. HANEKMFEIRIT 3 MG, KKERNA & KIZ3 7175 A 5 55E .
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