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Hereditary hemorrhagic telangiectasia: a report of two cases
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Abstract: This article reports two children with hereditary hemorrhagic telangiectasia (HHT). Patient 1 was a boy
aged 12 years and was admitted due to intermittent cough and wheezing for more than 10 years. This boy and his mother
and grandmother had a history of epistaxis. The boy had a history of the rupture of cerebral arteriovenous malformations.
Gene detection showed a heterozygous mutation, ¢.277C>T(p.Arg93%*), in the ENG gene. Patient 2 was a girl aged 13
years and was admitted due to cyanosis of lips for more than 1 year. The girl had a history of recurrent epistaxis and
the manifestations of severe decline in pulmonary diffuse function, pulmonary hypertension, dilation of blood vessels
at the distal end of lungs, and small arteriovenous communications in both lungs. Children with HHT often lack typical
respiratory symptoms, which may lead to missed diagnosis and misdiagnosis in the early stage. Pulmonary computed
tomography or right cardiac acoustic contrast can help with the diagnosis of HHT, and gene detection can improve the
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early diagnostic rate of this disease.

BIL1, B, 124, HEKZE ., < 10 4R
£, NE 1 d ke, BILA 2 2EZ2HeRYL)5 5
SHEE A, R LUK T ok L Bl
W, Sk R AERA PF RE, B 12K, &
WHFEE 3~10 d A5, ORI, =1, &I, HHE
SRR, 1 d BTARJLENK . SR NE, TR
iz, WEAESE: 6 Z TR sl ks ik i i
AR + BB + M s pR AR, LR
BoE | MR ZRE I ABEARK: . #ETE
G L O )65 | ] I e 2 L

[ Wik HIH ] 2020-04-26; [ #2322 H I | 2020-06-09

MU II2 B 8, SUI AT [ A e ng 5 0 R AR RS
Josw . kA MERL. HEDIRE . AR
O JIUTEE T R R AR R L P T VRS I AR
WS« CRERRA R LRE R MTIREIEH
KRB AR B, 1A — LA 40 ppb.
B~ Il CT SOEFH =4 5os (1) X8 %,
(2) BUIEBCE BB IR . 24 BTy s &L
TETE ENG 327 ¢.277C>T(p.Arg93%) 2R 5 %748, 4
e H R 2fm A 2 SRR A 22 2 e e
AR S, B SCERE %A P, Rz L2

[ | e, 2o, ®ULarsed:, BB, Email: 504560384@qq.com.

1041 -



F2EFE W
2020 4F9 H

b E %A ILA R E

Chin J Contemp Pediatr

Vol.22 No.9
Sep. 2020

Wiy (1) S MERG, (2) &0k it & 4
1ML % ¥ 5K SiE (hereditary hemorrhagic telangiectasia,
HHT) . ZREIRYT R0z el B .

BIL2, o, 13%, AR DERA 1 4
ABto 1R KABEILO R, e, =
J1, THIRIES SR, RTER. 50T
HiE THRE0S . BRrEs: B0 11 2 BT i
RUIBRA, it 2~3 AFA B sl . R L,
BILIA R . FIREATE ARSI : MRS,
BRI TC G, Al a] DA SRS, BOR
H 1.5 emx 1.5 em, DR RETC R E . IEH IR,
TR A B AT 10em, €% T 6 cm,
Firh, ZEL. AT 6 em, Firh, ML, M
JECRT DUAPIRS / ko FHBIR A . RIS A7 A
(FiO, 21%, M ) pH 7.422, PaCO, 30.4 mm Hg,
Pa0, 43.2 mm Hg, Sa0, 78.9%, PO, (A-a,
T) 69.3%; (FiO,21%, >7.fi ) pH 7.429, PaCO,
30.2 mm Hg, PaO,37.4 mm Hg, SaO,71.4%, PO,
(A-a, T) 753%, SCARFBREEINE. MR, T
HIIRE . M. OUBEIER . HRARDIEE S &
ffe FURIR R 0.006 (Z%5{H: 0.51~4.30 mIU/L) .
HE L R 47.82ng/mL (2 % {H: B0 ) 45.4~
854.0 ng/mL, HEUNHH 151~146 ng/mL) , fE'5 I
IR R (FR8H) 1.06 ng/mL ( Z%{H: 1.6~
13.9 ng/mL) . fZhRERIVREEI e EE T, 18
0 CT A s T IR e (RS D i S 706
IV o Ffi HRCT, Jfighk i & (CTA) |
OIER AR WS o O A 223 s R R
SEBHPE, il 20 R T RE I R, O R Il A8 AR
CTA 7RIl gl ks . it s Lok, A0 48
KA S It 20y Dk 3 52 AR A2 Wi s BUE 240 /N3 i Dk 52 i
Yo mEA&ZEBILZW HHT, 3797 % EEILE
i 32 KR AR, AT AR ZEIRITIRIE, DA A
RRHREIRIY N . BILHF—MRE AT, Joissh
it 3 B R B

18 HHT HHKH Rendu-Osler-Weber Z5511E
2l UL e A R AR, R R
1/5000, FfiH AU P HEAR B KR, 200 92 7
R EWMARHSRTE P AT FBUL R . BRI
HABE PR MELR, 2HREAZR, H
HOF I R G2 B UL 2 RAR G Y, HHT IR 2
WibniEy: (1) Sl (2) B2 JREN RS 40 i
PoukaEs (3) WIEZR; (4) AKRSE; 563

LA F AT Ri2 Wy HHT®, H TR IE 51 HHT
B K K 3 B ENG. ACVRLI ( WL F) ALKI)
MADH4 (HFK SMAD4) . GDF2 3£, 85% HHT
a2 ENG 8 ALK 1 FE R 58 A 0, A Sch
L1 A B i 5 R R S S s, S PR A
TEAE ENG R 97y, #0fi2  HHT, 128 LIt
A AR VLT , (A 1B RLI , 120 h S S P
HytERRIT AR, 55 HHT JE&, HHT & UL
WP RGUERA AL . A PP IRIME 0% I 4%
BRI R I 18 1 v i, O BRAIL R o AN
B, 2 D R AT Sy i 0 28 A ) i e i i
TR EPENZM, 2SI R AR IR g R T A SO R
JL2 A &l Bz Bk Bl A 5z 82, B2 W HHT.
B ILR A A . s ks e, O Ef
A 23 5 MR ke I B FE KR T e, 2B
Jok 1 ARSI A R A il sl e s

X 2 L2 WS B RE TR AT, HHT 2L
I RAEAR ALY, AR R 25 5 2. iz, 7]
KIS CT . Ax) el LB &L il CTA 4
oz i =B b B2 Wi, 5 PRSI0 AT 46 1 320 9 12 W
o YA I MR A WE R, W LI A RE Sk il
ik, IR BN LA

(& % x W]

[1]  Richards S, Aziz N, Bale S, et al. Standards and guidelines
for the interpretation of sequence variants: a joint consensus
recommendation of the American College of Medical Genetics
and Genomics and the Association for Molecular Pathology[J].
Genet Med, 2015, 17(5): 405-424.

[2]  Abdalla SA, Letarte M. Hereditary haemorrhagic telangiectasia:
current views on genetics and mechanisms of disease[J]. ] Med
Genet, 2006, 43(2): 97-110.

[3]  Parambil JG. Hereditary hemorrhagic telangiectasia[J]. Clin
Chest Med, 2016, 37(3): 513-521.

[4]  Dupuis-Girod S, Bailly S, Plauchu H. Hereditary hemorrhagic
telangiectasia: from molecular biology to patient care[J]. J
Thromb Haemost, 2010, 8(7): 1447-1456.

[5]  Shovlin CL, Guttmacher AE, Buscarini E, et al. Diagnostic
criteria for hereditary hemorrhagic telangiectasia (Rendu-Osler-
Weber syndrome)[J]. Am J Med Genet, 2000, 90(1): 66-67.

[6] McDonald J, Wooderchak-Donahue W, VanSant Webb C, et al.
Hereditary hemorrhagic telangiectasia: genetics and molecular
diagnostics in a new era[J]. Front Genet, 2015, 6: 1.

[7]  Jutant EM, Puyo P, El Hajjam M, et al. Severe, chronic cough
caused by pulmonary arteriovenous malformations in a patient
with hereditary haemorrhagic telangiectasia: case report[J].
BMC Pulm Med, 2015, 15: 28.

(ASCHikt . F80)

1042 -



