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A Case of Familial Stickler Syndrome in a Newborn
with COL2A1 Gene Mutation
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Stickler syndrome is a progressive, hereditary disorder of connective tissue caused by mutations in different

collagen genes. It is characterized by distinctive ocular, auditory, skeletal and oro-facial abnormalities and

associated with long-term respiratory, nutritional, and developmental difficulties. Therefore, early detection

and early treatment of Stickler syndrome is very important. We reported a case of Stickler syndrome in a

newborn with family history and COL2A I gene mutation.
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Fig. 1. Pedigree free of the patient.

o

1 — 7FEES BHSH Stickler 534 COL2AT G-ARF B o2 7] Mgt AlAJo} 18] —

o,

P flol AT AA AL A A2, b2, 83
1, axstels, Aty Wl Fig. 2A), 9T
(incisive foramen)ol|7H4] o]23= A7 & A71¢] 5
ol = Al 28] oG] WYtk F5- A2 FF

=o] WEEgl o FHeA e

o

o
o

o2
i
21_!1
32
o3
£ o

1

3
=

= 3o
S o

28 3R Bk BN Hol 2782 9]
ChHI-E S5 SRgtek AR B el s
72} Aol vl Wil Tkl Al Wkt Aot wiglond
(Fig. 2B), A1 7t 2 218 g golela B2
WAL, B3 bAoA A 0] Tl

AN ol M FA% 14,5 g/dL, WS- 22,850/mm’,
23 387,000/mm’, Na'" 137 mEq/L, K 57 mEq/L, Cl
107 mEq/L 787 H9lell AT I T 4.80 g/dL,
7 o1 358 g/dL, AST 71.1 TU/L, ALT 27.1 IU/L
2 5o] 27l Hol#] ¢kgkor BUN 13.9 mg/dL, Cr
0.92 mg/dLO = 740 2 LIERTE
T AR ARe| A Bo] Ado] HolA] kghont #
AP ARRIOlA 03 2 FA 9] Sl FU RO
] 9131 (Fig. 3A) WA ARRlOl A ¥ e

Et2/do] = ol (Fig. 3B)
ST A 25 =

o]

5

A

(il
1

l-v_}i:(

N
i

o)
o
o
ok ¢
o[

o

(o}

Y
Ju

RO
ol
oL mH
o
(i
-
B=)
o
L
0
1o du
o

L. ®

%0 e JFI
N
> ow e b
R
2
o= 4L

ﬁ 1?1 rlr
e T %
= - 5%
i g
2 g W
o ox &
_m %?.
o

52 e off
o2
i}
>~
>,
i

30
o
T
o
4 >
Ml o
1o
X,
L)

= oA} ol gl el

AR} A A BEAke] @wike} 58k Type 11 col-

Fig. 2. (A) General appearance showing flat nose and micrognathia. (B) Widening
between first and second foes, fourth and little foes.
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Fig. 3. (A) Whole spine AP x-ray shows saw-toothed wheel appearance on
thoraco-lumbal vertebral body. (B) Knee x-ray shows irregularity of the epiphysis
and metaphysis on femur and tibia. These findings suggest spondyloepiphysial
dysplasia.
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