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A Case of Vascular Ehlers-Danlos Syndrome
with Novel Mutation ¢.2931+2dupT in COL3A171 Gene
You Min Yoon, Dong Chan Kim, Min Jae Kang
Department of Pediatrics, Hallym Sacred Heart Hospital
Vascular Ehlers-Danlos syndrome (VEDS) is an autosomal dominant disorder caused by a mutation
of the type Il collagen (COL3A7). The manifestation of VEDS can be seen in skin, joints, blood
vessels, and internal organs, The diagnosis of VEDS often is missed until the patient presents with
a life-threatening complication such as spontaneous arterial rupture or bowel perforation, We report
a 16-year-old male who had recurrent right thigh hematoma after simple exercise and minor trauma,
respectively, He had a history of surgery due to spontaneous colon perforation at his age of 11
years, Gene test of COL3AT revealed a novel mutation ¢.2931+dupT.
Key words: Ehlers-Danlos syndrome type IV, collagen type Ill, COL3A7
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Fig. 1. The physical examinations to identify the Beighton score were as follows: (A)
Bending his small finger back further than 90°; (B) Bending his thumb forward
to touch his forearm; (C) Hyperextending his elbow bending it beyond a straight
line (about 18°); (D) Hyperextending his knee bending it beyond a straight line
(about 15°); (E) Putting his palm flat on the floor without bending his knee;
Therefore, the Beighton score was 8/9.

Table 1. Laboratory Results of the Patient

WBC (X10*/uL) Hb (g/dL) Het (%) Plt (x10%/uL) CRP (mg/L)
Reference range 4—-10 14—-17 42-52 130-450 0-5
1®'adm.HD#1 9.8 11.2 30.8 256 11
2Madm. HD#1 18.0 11.8 33.7 426 7
2"adm . HD#4 16.2 9.2 25.9 354 71
2"Madm. HD#9 9.6 9.1 27.7 502 145
2Madm. HD#13 9.9 10.1 31.4 652 59

Abbreviations: WBC, white blood cell; Hb, hemoglobin; Hct, hematocrit; Plt, platelet; CRP, C—reactive
protein; adm, admission; HD, hospital day.
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Fig. 4. Direct sequencing of COL3A1 gene revealed
TT duplication on ¢.2931 in intron 41.
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Fig. 2. On 1% admission, diffuse interstitial tear in vastus intermedius and vastus
lateralis muscles of the right thigh with multiple hematomas (less than 2X1X
1.5 cm) were confirmed by sonograph (A) and MRI (B).

NEW LESION

Fig. 3. On 2™ admission, a large hematoma (10X4x17 cm) in vastus intermedius
muscle of the right thigh was found on sonography (A). The size of hematoma
increased and a new lesion appeared on hospital day 9 (B).
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Table 2. Clinical Findings of Patients in this Case and a Previous Report

Variables Present Case Patient 1'¥ Patient 2'¥ Patient 3'?¥
Sex Male Female Female Female
Age at examination (years) 16 48 36 21
Mutation of COLS3AI Yes Yes Yes No
Family history of sudden death No Yes No No
Vascular involvement No Yes Yes Yes
Bowel involvement Yes No No No
Easy bruising Yes Yes Yes Yes
Thin skin with visible veins Yes Yes No Yes
Acrogeria No Yes Suspicious Suspicious
Hypermobility of small joints Yes No Yes No
Joint dislocations No No Yes Yes
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