Pediatric Cardiology and Cardiac Surgery 33(1): 76-82 (2017)

ERIERE

iR 2 SRR R S N, A SEB s DRI KD
SEC U T s i AR IS PRaR e D /NI 2 4]

=R OB, Hrh RO, B e, R A,
I AER, B2k R, BEH FHR, 0 efly

LI C & B RBimER AR
AT ¢ AR RN RIERCRA R R A bRl N R

Hereditary Hemorrhagic Telangiectasia Patients
Detected by Pulmonary Arteriovenous Malformations:
Two Pediatric Death Cases from Rupture of Cerebral
and Spinal Arteriovenous Malformations

Yasunobu Miki*, Toshikatsu Tanaka, Naoya Kamei, Yumi Sato,
Yoshiharu Ogawa, Kenta Tominaga, Hideki Fujita, and Sachiko Kido

Department of Cardiology, Kobe Children’s Hospital, Hyogo, Japan
* Present: Kurashiki Central Hospital

Pulmonary arteriovenous malformations (PAVM) are mostly associated with hereditary hemorrhagic telangi-
ectasia (HHT). We report two pediatric patients diagnosed with HHT on the basis of PAVM who died because
of cerebral and spinal AVM rupture. Two 4-year-old boys were diagnosed with PAVM due to hypoxia. Case 1:
This patient underwent transcatheter embolization for PAVM four times, but the efficacy was limited. He suf-
fered a complication in the form of cerebral AVM and was treated conservatively. We diagnosed him with HHT
because of recurrent epistaxis, telangiectasia of the skin, and AVM. Genetic tests revealed a mutation in the
gene for endoglin. At the age of 7 years and 5 months, he died of cerebral AVM rupture. Case 2: Transcatheter
embolization could not be performed because of multiple, diffuse PAVM. The patient was complicated by spinal
AVM and treated conservatively. We suspected HHT because of telangiectasia of the skin and AVM. At the age
of 5 years and 6 months, he died of spinal AVM rupture. HHT is vascular dysplasia that is expressed in multiple
organs, and sepsis is the main cause of death. We tend to treat PAVM. But because cerebral and spinal AVM are
common as the cause of death, we should check for other forms too, such as cerebral and gastrointestinal AVM,
and continue long-term follow-up with concomitant consultation. However, untreatable or unexpected mani-
festations may occur in these cases, making HHT difficult to treat.

Keywords: pulmonary arteriovenous malformations, hereditary hemorrhagic telangiectasia, cerebral
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Fig. 1 Preoperative findings in Case 1

(a) Chest X-ray and (b) computed tomography; (c) cardiac catheterization shows multiple, diffuse PAVM in both lungs.
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Fig. 2 Magnetic resonance imaging of the head

(a) AVM in the right cerebellum at 4 years and (b) hemorrhage in the right cerebellum with new AVM near the bilateral
basal ganglia at 6 years.

Fig. 3 Postoperative chest X-ray and computed tomgraphy

(a) Chest X-ray at 5 years of age after the fourth treatment shows many coils in both lungs. (b) Computed tomography
of the head shows subarachnoid hemorrhage from a ruptured right cerebellar AVM and cerebellar edema.
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Fig. 4 Findings on admission in Case 2

(a) Chest X-ray and (b) computed tomography show no abnormal findings. (c) Cardiac catheterization shows small, dif-
fuse PAVM in both lungs.

Fig. 6 Computed tomography of the head shows
subarachnoid hemorrhage

Fig. 5 Computed tomography of the spine shows
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