£ =y o
III E = ﬁ:l E = 20244128 275 £36H https://www.chinagp.net  E—mail:zgqkyx@chinagp.net.cn <4609+

HEV RIS -

g &1 1% B 20 I 5KEE 30 B1llh PRFFAERT 33 5

ap 1,2 A 1* 5% :
e Fifi— 4
, ‘ o i E) 8
1.100730 At i, # B E# A ol thAn B B Aot e B e RO R A B R RR 5 R I K B 8 5 0
GREEAFNRERELERE NELERFHAATHELERE
2.277500 W A A R E T, B TG AR E BERGE £E A
CH G 2%, FEENM; E-mail: 1ijing6515@pumch.cn

[EE] &2 SEEBOETNEY HGE (HHT) 22 XA s e, HRMEAIRRS R, X
FHIGREFE R ARG B> . B it 45 30 B2 HAT B BIGREIL . JaI7 B EEI, 20 o R 1
PRI R EE AR AR . Frsk [ AL st RIS e 2012 4F 12 H—2023 4F 9 A YA #Y 30 41 HHT i1, 4
Br HHT R IRER &L, JRIT R, &55R 30 60 HHT B, 5 849, 2 22 49l; hiiddissFi 20.0 (10.5, 34.0) %
FRARRE 195 (7.8, 26.0) 4F. 30 B E A LM (100.0% ) , 27 4 (90.0% ) 45452 HS A A4 Bz R BE IS B 40 454 7K ,
28 1l (93.3% ) B NAEIME Z R, 5T M E WL 24 6 (80.0% ) , WM& WL 15 6] (50.0% ) , JHiLiE MmEZ 5
561 (16.7% ) , Wil WL 3 61 (10.0%) . 30 BIEFEH, 17 6 (56.7% ) GFMishkE L, 156 (50.0% ) H Bt
BRPEZTIM . 15 BIEFT T 3ERAG : BRal ACVRLL 2878 12 4], ENG 2878 2 {4, JLrr 1 f[RA A4 ACVRLL 281 ENG
AR, BRHEFIAEIRITAN, B AT T AR B AN Y Tk i 2 s i A A ATRYT, KER A BRI 1S B
518 HHT n] BB 20, G5 B BRFE I A IR I AS . PNIE IS 32 B8 b s i SR TP L4, i A5 32 SRAH X350
By Hh BRI S0 ik s L RATRAE B L S o X PR RS (0 BB, T AT ) s AR, AT A I A O A B SR RGN
VIS B RYT

[ 881 ] methh P B Ay sKAE; WREHE; MWL ; IFRAE; A7

[hESZ%ES] R543.7 [ X#E#RIEES ] A DOI: 10.12114/).issn.1007-9572.2024.0076

Clinical Manifestations of 30 Patients with Hereditary Hemorrhagic Telangiectasia
WANG Shihong" >, LI Jing"
1.Department of Rheumatology and Clinical Immunology, Peking Union Medical College Hospital/Chinese Academy of Medical
Sciences/Peking Union Medical College/National Clinical Research Center for Dermatologic and Immunologic Diseasest NCRC-DID )
/Ministry of Science & Technology/State Key Laboratory of Complex Severe and Rare Diseases, Peking Union Medical College
Hospital/Key Laboratory of Rheumatology and Clinical Immunology, Ministry of Education, Beijing 100730, China
2.Department of Rheumatology and Immunology, Tengzhou Central People's Hospital, Zaozhuang 277500, China
“Corresponding author: LI Jing, Chief physician; E-mail: Ljing6515@pumch.cn

[ Abstract] Background Hereditary hemorrhagic telangiectasia ( HHT ) is a rare genetic disorder that primarily
affects the vasculature and exhibits a broad spectrum of clinical manifestations. There is a paucity of detailed literature on its
clinical characteristics. Objective This study aims to deepen the understanding of HHT's clinical aspects by documenting the
presentations, management, and outcomes of 30 patients diagnosed with the condition, thereby improving recognition and
treatment approaches among healthcare professionals. Methods A retrospective review was conducted on 30 HHT cases treated
at Peking Union Medical College Hospital from December 2012 to September 2023, focusing on analyzing their clinical features,
therapeutic interventions, and follow—up outcomes. Results The study included 8 males and 22 females, with a mean onset

age of 20.0 years (range 10.5-34.0 years ) and an average disease duration of 19.5 years ( range 7.8-26.0 years ) . Epistaxis
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was universally present ( 100.0% ) ,

exhibited involvement of internal organs, including liver in 24 (80.0% ) , lungs in 15 (50.0% ) ,

(16.7%) ,

skin and mucosal telangiectasia were noted in 27 patients (90.0% ) ,
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and 28 (93.3% )

gastrointestinal tract in 5
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and brain in 3 (10.0% ) . Additionally, pulmonary hypertension was observed in 17 ( 56.7% ) and iron deficiency

anemia in 15 (50.0% ) . Genetic analysis in 15 patients identified ACVRL1 mutations in 12, ENG mutations in 2, and one

patient with both. Beyond routine symptomatic care, some patients underwent targeted medical or interventional treatments, with

the majority showing clinical improvement. Conclusion HHT is a systemic disorder affecting multiple organs, with frequent liver

and occasional brain involvement. It commonly leads to serious complications such as pulmonary hypertension and iron deficiency

anemia. Detailed patient history, thorough examinations, targeted screening of visceral vessels, and genetic testing are essential

for early diagnosis and effective management in suspected cases.
[ Key words ]
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Table 1 General information and clinical manifestations of patients
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Figure 1 Clinical manifestations of telangiectasias
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