P i

Yan Ke Xue Bao 2021,36(10) ykxb.amegroups.com

825

doi: 10.3978/j.issn.1000-4432.2021.08.14 . ﬁgﬂﬁ% .
View this article at: https://dx.doi.org/10.3978/j.issn.1000-4432.2021.08.14

L R SEHATE A B R AFIE R B LT IR L fE 1 51
. EEFAR, MR, 2B, M4
(" RA BN ERBEIREL, 77 510010)

E ZEATPETE AL AE (tuberous sclerosis complex, TSC)ZE—F B & £ KRG H Y Ok s &s, 51
BRI, HHE2. R12, DIRIRER B & RRAE 03 A LI 50 A il . A S 1)
FPER B AR 1 dHR R T A & I A HR A TR 2 K A i B R R AR A R B, IR AG
JLETRE S Ol 58 m B BETSC, iF— 2047 3k MIMRIAS A Mo 3 5 R I, FE 47 A LTI B 17
X—i2 Wi,

E3:35] PRI BB KL 900 5 45T PR AR dE s L

Tuberous sclerosis complex presenting as retinal
hamartomas in a preterm infant: A case report

LI Jing, HUANG Xuelin, SUN Wei, LIU Ling, JIAN Lian
(Department of Ophthalmology, Guangdong Women and Children Hospital, Guangzhou 510010, China)

Abstract Tuberous sclerosis complex is a multisystemic disease with an autosomal dominant inheritance pattern. Missed
diagnosis and misdiagnosis are common for patients with single manifestation in the early stage. There are few
documented neonatal cases with ocular symptoms as primary presentation. Here we report a newborn boy
presented with retinal hamartoma, retinal achromic patch, fetal cardiac rhabdomyoma and subependymal nodules.
Subsequent genetic tests confirm a diagnosis of TSC.
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Figure 1 Retcam-III examination of the right eye in the child with TSC (white arrows: multiple retinal hamartomas; black arrow:

retinal depigmentation spot)
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Figure 2 B-ultrasound examination of the right eye of the child with TSC shows a strong echo zone protruding towards the vitreous

cavity (white arrows)



VAL IR JE R R R DA o R R A A ™ L A PERE AT 1 0] 45, 4%

827

B TEE

407

B3 BsJLHA(A) R HER®B) DB AR E RS K ESALE(F %)

Figure 3 Fetal (A) and postnatal (B) cardiac ultrasound show cardiac rhabdomyomas (arrows)
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Figure 4 Head MRI of child with TSC shows abnormal nodular signals in bilateral ventricles (arrows)
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Figure 5 Gene sequencing map of the child (A) and his father (B)
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