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A Case of DiGeorge Syndrome with Metopic Synostosis
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Purpose: We report a patient with DiGeorge syndrome
who was later diagnosed as mild metopic synostosis and
received anterior 2/3 calvarial remodeling.

Methods: A 16-month-old boy, who underwent palato-
plasty for cleft palate at Chungnam National University
Hospital when he was 12 months old of age, visited St.
Mary’s Hospital for known DiGeorge syndrome with cranio-
synostosis. He had growth retardation and was also
diagnosed with hydronephrosis and thymic agenesis. His
chromosomal study showed microdeletion of 22g11.2. On
physical examination, there were parieto-occipital protrusion
and bifrontotemporal narrowing. The facial bone computed
tomography showed premature closure of metopic suture,
orbital harlequin sign and decreased anterior cranial
volume. The interorbital distance was decreased (17 mm)
and the cephalic index was 93%.

Results: After the correction of metopic synostosis by
anterior 2/3 calvarial remodeling, the anterior cranial
volume expanded with increased interorbital distance and
decreased cephalic index. Fever and pancytopenia were
noted at 1 month after the operation, and he was diagnosed
as hemophagocytic lymphohistiocytosis by bone marrow
study. He however, recovered after pediatric treatment.
There was no other complication during the 12 month
follow up period.

Conclusion: This case presents with a rare combina-
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tion of DiGeorge syndrome and metopic synostosis. When
a child is diagnosed with DiGeorge syndrome soon after
the birth, clinicians should keep in mind the possibility of an
accompanying craniosynostosis. Other possible comor-
bidities should also be evaluated before the correction of
craniosynostosis in patients as DiGeorge syndrome. In
addition, postoperative management requires a thorough
follow up by a multidisciplinary team of plastic surgeons,
neurosurgeons, ophthalmologists and pediatricians.
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W7 1649 Sokz, Suat b e glglon B 36

Fof 3.88 kg O 2 H|YAF QFH P (face presentation) 2 ¢1SH
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HoflA E2bd 7ol gt s H I sS AR

ML, GA| 52 AT B Ar e dee At

o, GAA HAF(FISH chromosome study)f|4] 22q11.2
n|Nd<=o] I AT (Fig. 1).

% 14-] FA| Fol= A% 10.0 kg (10-25 percentile),

m (3 percentile), ™2|E2| 45.3 cm (< 2 percentile)
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22q13 control probe

22q13 control probe

22q11.2 Deleted cell

Fig. 1. FISH (Fluorescence in Situ Hybridization). In chro-
mosomal study, he showed microdeletion of 22q11.2.
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(Fig. 3).
T FE AFEEE R A FAO) PR ] B
o}, gmro] Wedska] 7Aol|A CD3 oFA] Al 55%
(4R 59~85%), CD4 FA A|3E 29% (84FA] 29~57%),
CD8 ¥/ AMI3E 16% (11~38%) = 4 W2o] &3ick 18t
o]l DiGeorge Z3-20)4 B 4 9l 43, A, 57 1
7129} Al o] o)A, otukA o)Al & olshA
7]

o
>~?;9-

o <
ot
ofr
flo
f
© o
ﬁ

o

S &
£

T Aot X FANY e

gtofo] HMFaa-iraaol el A% 2/3 Friezs
< AlFsioct AAImEE stofl WY AV o R M5, ¥
I, S5 U oIS wEIN, S AFE AT
S NG o, S5E WFFo R A%t djtelE v
£ SPsioct et AelE SiA71AL olntkey sAE
wAsl7] Qlaf gt gtk w e Sl FoiEE o]
A1S Ayttt o|ef o] ARjtelE wE Jfxste] HH
o7 ARAZIL S5 FE2 APHE"W (tongue-in-

groove) el A7 B4 W} VAR DAl odeh
o] AT Feho] BBES AWshu, TR

P& TR A< (barrel-stave osteotomy)S A| 35}
AE7e} 84 (anterior cranial volume)2 F7FAZATE &
& glofe] eko} 7t A2 17 mmof 4| 25 mme Z7}ets)
AL, HE| A= BeollA 87% = Haste] = glem,
=7 20| ZoE AL 21 4= Qi (Fig. 3). Tol=
&3 1709 A 2rednt WE7hAZ (pancytopenia) 4272
Hol THAAE AlASAR, 1 Au AR 2475

Fig. 2. Preoperative photographs. On physical examination, there were parieto-occipital protrusion and bifrontotemporal

narrowing.
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Cephalic index 87%

Interorbital distance 25 mm

Fig. 3. Preoperative and postoperative facial bone CT. The facial bone CT showed premature closure of metopic suture, orbital
harlequin sign, decreased anterior 2/3 cranial volume, decreased interorbital distance (17 mm) and the cephalic index was
93%. After the correction of metopic synostosis by anterior 2/3 calvarial remodeling, the interorbital distance was increased
from 17 mm to 25 mm, the cephalic index was decreased from 93% to 87% and the anterior cranial volume was expanded.
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trigonocephaly &%+, Say Meyer trigonocephaly &5,
autosomal dominant trigonocephaly, FGFR2 =% o]o]|
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