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ABSTRACT Objective: To retrospect the clinical features and the current situation of the diagnosis of patients with TSC in China to
promote the identification, standardized diagnosis and management of patients with TSC. Methods: The literatures related to 3171
Chinese TSC patients selected from among 269 articles for further analysis with reference to the existence of skin lesions, neurological
manifestations, renal, cardiac and pulmonary lesions were comprehensively searched in VIP, Wanfang, CNKI, CBM, and PubMed
database from 2011 to 2014. Results: Compared to the main indications of the diagnostic criteria in 2012 TSC Diagnosis Guideline, a
total of 247 papers described skin lesions on 2607 cases of TSC patients. The 2395 TSC patients from 212 papers were found to bear
neurological lesion (s) based upon imaging data. A total of 84 TSC patients were reported to develop multiple retinal hamartoma as
revealed by eye fundus examination on 348 patients studied in 55 papers. With color Doppler ultrasonography, 162 cases inflicted with
rhabdomyoma of the heart were identified from out of 282 patients reported in 32 papers. X-ray chest film screening was conducted on
282 patients in 45 papers and another 20 papers used chest CT scan to examine 36 patients, revealing up to a total of 50 cases of TSC
patients with rhabdomyomatosis. Renal ultrasonongraphy was performed on 696 patients presented in 98 papers, while 221 cases in 51
papers had received renal CT scanning, and 2 separate papers described a total of 2 cases with renal MRI procedures, thus leading to the
recognition of 416 cases of TSC to have angioleiomyoma in their kidneys. Through hepatic ultrasonography carried out for 586 cases
with TSC in 58 papers, abdominal CT scan done on 104 cases in 30 papers and abdominal MRI on 3 cases in 2 papers, a total of 141
cases of TSC were found to have hepatic angioleiomyoma. In the reporting of secondary indications in diagnostic criteria, most of the

multiple renal cystic disease were reported, but less oral fibroma and confetti skin lesion were reported. In the study about other clinical
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manifestations, the most reported were epilepsy, the literature about intelligence assessment still lacks objective intelligence evaluation

standard. Genetic gene testing has gradually become the focus in recent years. Conclusion: Over the past 13 years, clinicians in China

have done tremendously in diagnosing and treating the disease. However, due to the presence of misdiagnosis or omitted diagnosis,

widespread adoption of TSC Diagnosis Guide would be advantageous.
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Table 1 The classification of 368 papers

Classification Paper Number(Chinese/English)
Retrospective summary 129/4
Case report 171/6
Clinical research 12/13
Review 30/3
Total 342/26
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Table 2 The research areas of 368 papers
Paper Number
Classification ) )
(Chinese/English)
General clinical aspect 123
Skin lesion 6
Epilepsy 16
SEGA* 9/1
Angiomyolipoma Kidney 33
Specialist clinical findings (105/3) Multiple organs 11
LAM* 9
Heart thabdomyomas 3/1
Hamartomas of retinal 6
Case report 12/1
Brain 47
Abdomen 9/1
Imaging Manifestation (58/1)
Eye 1
Skeleton 1
Heart 3
Ultrasonic examination (7) Abdomen 3
Brain (TCD) 1
EEG* 5
Pathology 4
Molecular biology 22/19
Physical therapy 7
Medication 2/1
Treatment (17/4)
Surgical treatment 7/3
Chinese traditional medicine treatment 1
Nursing 3
Note: SEGA: Subependymal giant cell astrocytomas; LAM: Lymphangioleiomyomatosis; EEG: Electroencephalogram
it — 5 B, RA - s
F 3 RPN —F BRI TEIB R E 42607 GIZET RN ERE FKRE SR
Table 3 The classification of remaining 99 papers not included Table 4 The classification of skin lesion in 2607 patients with TSC
Classification Paper Number(Chinese/English)
Skin lesion Number of patients(%)
Review 26/1
Hypomelanotic macules 1027(46%)
Treatment 14/4
Facial angiofibromas or fibrous )
Molecular biology 6/19 . 1303(59%)
cephalic plaques
Imagingtechnology 6/1 Ungual fibromas 244(11%)
Pathology 4 Shagreen patch 468(21%)
Electroencephalogram(EEG) 3 Cafe-au-lait spots 243(11%)
Nursing 2 Skin lesion without further grouping 387(17%)
Low quality 13

Total 74/25
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Table 5 The classification of neurological features in 2395 patients

with TSC

Neurological features Number of patients

Subependymal nodules (SEN) 1828
Subependymal giant cell ”
astrocytomas (SEGA)
Cortical tubers 833
Cerebral white matter radial 139
migration lines
Neurological features without 81

further grouping
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Table 6 Other major clinical aspects of TSC

Number of patients Number of abnormal

Other major clinical aspects Assessment methods Number of papers
accepted evaluation patients
. Ophthalmologic
Hamartomas of retina 55 348 84
evaluation
Heart rhabdomyomas Echocardiography 32 282 162
X-Ray 45 282 50
Lymphangioleiomyomatosis
CT 20 36
Kidney Ultrasonic examination 98 696 416
CT 51 221
MRI 2 2
Angiomyolipoma
Liver Ultrasonic examination 58 586 141
CT 30 104
MRI 3 3
R TRERENBLE ST
Table 7 Minor clinical aspects of TSC
) o Number of patients accepted Number of abnormal
Minor clinical aspects Assessment methods Number of papers ) )
evaluation patients
Angiomyolipoma without
. Ultrasonic examination 8 14 14
kidney
Ultrasonic examination 98 696 108
Renal cysts CT 51 221
MRI 2 2
Hypopigmented lesions of . )
) Ophthalmologic evaluation 55 348 15
the retina
Intraoral fibroma Dental inspection 13 26 22
Defects in tooth enamel Dental inspection 13 26 0
Confetti lesions Physical examination 0 0 0
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Table 8 Abnormal genetic findings reported in patients with TSC in China
Classification TSC1 TSC2

2672insA; 352insA; 2332insT; 2672delA;

Papers in Chinese
729+1 G>T; 2504C>A

4918insCGCC; 910insCT;1143delG; 1957-1958delAG;
5238-5255 del 18bp;

Intron27+1 G>A; Intron5+1 G>A; Intron 11-1 G>A; Intron 14+1 G>A;
2753 C>G; 684 C>A; 2713C>T; 4037T>C; 268C>T; 5227 C>T; 1372C>T,
2032G>A; 1444-2A>C;
4078dupAGCAAGTCCAGCTCCTC;
CATCAAGCGCTCCGCCA 1746 del HIKRLR;
2690delT; 3610 +1G>C; 5090-5092delCCA- insAG; 3312-3313delGA;

Papers in English 2020delA; 1964delA;
45delT; 5238-5255del
38 X TR R G R R, CT I MR 24 Lk, 7T LU .
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