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Fig. 1 Esophagogram shows unusual findings like
as asymmetric narrowing, dilatation and a sub-
mucosal tumor (arrows) from the upper portion
of the thoracic esophagus to the cardia.

(A ; Left anterior oblique position, B; Antero-
posterior position, ST ; Stomach)
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Fig. 2 Computed tomography (A) and magnetic
resonance imaging (B) shows the large tumor
(A ; T, B; arrows) which is present in the upper
and the lower mediastinum along the esophageal
axis. (L; Liver)

Fig. 3 Resected specimen. The collor of the cut
surface was white. The tumor in the upper thor-
acic portion of the esophages (B) measured 8.5
cm X 5.5¢m and that in the lower thoracic portion
of the esophagus (A) measured 13.9cm X 7.8cm.
Histopathologic examination revealed the
leiomyomatous changes in the C lesion.
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Fig. 4 1; Microscopic findings of the tumor in the
A lesion in the Fig. 3 shows the diffuse hypertro-
phy of the internal circular muscle of the esopha-
gus. (HE, X20) 2; Microscopic findings of the C
lesion in the Fig. 3 shows the leiomyoma
(arrows).

(sm; submucosa, mp; muscularis propria, a;
adventitia) (HE, X66)

Fig. 5 Microscopic findings of the A lesion in the
Fig. 3 shows the leiomyomatous nodules
(arrows) in the muscularis propria (A) and
infiltration of the eosinophiles (arrows) (B).
(A; HE, x25, B; HE, X80)
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Table 1 Familial cases of Alport-leiomyomatosis syndrome

Gene-

Organ

- Ocular .
No. Source Year 8 Sex | Age affected by Nephropathy ; Hypoacusia
ration leiomyomata anomalies
1 | Garcia-Torres 1983 | 1st F 30 ET,B,V,CC, Microhematuria
and Guarner U
2 | Garcia-Torres 1983 | 2nd | M |20 E B CRF Cataract (+)
and Guarner |
3 | Garcia-Torres 1983 2nd | F |30 |E V,C P Microhematuria Cataract
and Guarner
4 | Garcia-Torres 1983 2nd | M |20 E? Microhematur Cataract —
and Guarner ia?
5 | Garcia-Torresetal 1983 3rd | M | 7 E Progressive No No
6 | Garcia-Torresetal 1983 3rd | M | 4 E Progressive Cataract (+)
7 | McCartney and 1989 | 1st F|— |E — —
McGuinness |
8 | McCartney and 1989 2nd | M |26 |E CRF Cataract, Lenticonus (+)
McGuinness and Maculopathy
9 | McCartney and 1989 2nd | M | — E Stable Lenticonus (+)
McGuinness
10 | McCartney and 1989 2nd | M |— |E Stable Lenticonus (+)
McGuinness
11 | Lonsdale et al 1992 st | F|— |E — ‘ —
12 | Lonsdale et al 1992 2nd | F |28 |E Microhematuria —
13 | Lonsdale et al 1992 1 3rd F 5 |E Microhematuria —
14 | Lonsdale et al 1992 | 3rd F |25|E Microhematuria — -
15 | Roussel et al 1986 | 1st F|— |EV,C Microhematuria No No
16 | Roussel et al 1986 2nd M |12 |E Progressive Cataract —
17 | Cochat et al 1988 | 1st F|— |E Microhematuria No No
18 | Cochat et al 1988 2nd M 3.5 |E Progressive Chtaract ‘ —
19 | Leborgne et al 1989 | 1st F |3 |E T B P No Cataract No
20 | Leborgne et al 1989 | 2nd F 11 |E Microhematuria | Cataract (+)
21 | Leborgne et al 1989 | 1st F 133 |E — —
22 | Leborgne et al 1989 | 2nd F 10 |E Microhematuria | Cataract (+)
23 | Grunfeld and 1993 | 1st F |- |E — —
Geffriaud
24 | Grunfeld and | 1993 | 2nd | F 43 |E,V,C, U, Ur ‘ — | Cataract (+)
Geffriaud |
25 | Cochat et al 1993 | 1st F 20 |E V,C Microhematuria =
26 | Cochat et al 1993 2nd M 2 |E Microhematuria Cataract —
27 | Matsuoka et al 1994 | 2nd F 23 |E V,C Microhematuria Myopia No

No. 1~no. 24 were listed by reference 4). No. 25 and no. 26 were reported by reference 9).

Abbreviations : E, esophagus ; T, trachea ; B, bronchioli; V, vulva ; C, clitoris ; P, perineum ; U, uterus; Ur, urethra ; CRF,

chronic renal failure ; —, not mentioned.
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Table 2 Sporadic cases of Alport-leiomyomatosis syndrome

No Source Year | Sex | Age aff(e)gtgea:inb Nephropath Ocular Hypoacusia
| £ leiomyoma}t,a v anomalies | v
1 | Johnston et al 1953 F |18 E, V Microhematuria — -
2 | Garcia-Torres and Guarner | 1983 F |19 E, T,B, V,C Microhematuria | Cataract =
3 | Garcia-Torres and Guarner 1983 F |37 E Microhematuria — —
4 | Leichter et al 1988 | M 8 E? Progressive Cataract and No
lenticonus
5 | Hasegawa et al 1989 | M 9 E Microhematuria — No
6 | Legius et al 1990 | M | 14 E Progressive Cataract No
7 | Rabushka et al 1991 F |13 E, P Yes Yes Yes
8 | Wittig et al 1990 F |26 E, V,P Ur Microhematuria | No No
9 | Antignac et al 1992 | M | 23 E CRF Cataract and | No
lenticonus
10 | Kenney 1953 | M |17 E = Cataract Yes
11 | Blank and Mi- 1963 F | 20mo | E = Cataract —
chael
12 | Jessurum et al 1988 F |13 E No Cataract No
13 | Leborgne et al 1989 F 9 E No Cataract —
14 | Lerone et al 1991 F 5 E B Microhematuria @ Cataract —
15 | Goto et al 1988 | M 9 E Microhematuria | Astigmatism —
16 | Bloch et al 1992 F |21 E Hematuria and — ==
| | Proteinuria

No. 1~no 14 were listed by reference 4) No. 15 was reported by reference 7) and no. 16 was reported by reference 10).
Abbreviations : E, esophagus ; V, vulva ; T, trachea ; B, bronchioli ; C, clitoris ; U, uterus ; P, perineum ; Ur, urethra ; R, rectum

CRF, chronic renal failure ; —, not mentioned.
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A Case of Alport-leiomyomatosis Syndrome

Mitsumasa Matsuoka, Toshitada Okuma*, Takuo Yamaguchi, Ryojin Uchino,
Syunji Kawamoto and Toshifumi Yasukawa
Department of Surgeruy, Kumamoto Industorial Hospital
*First Department of Surgery, Kumamoto University School of Medicine

An extremely rare case of Alport-leiomyomatosis syndrome in a 23-year-old woman who had
complained of dysphagia and chest oppression since 1986 is reported. She was admitted to our hospital
because of a mediastinal mass on a chest radiograph in October 1990. We diagnosed the mass as a diffuse
type of the esophageal leiomyoma. Subtotal esophagectomy was performed under the left thoracotomy
followed by reconstruction using a gastric tube. The tumors in the upper and lower thoracic portion of
the esophagus measured 8.5 cm X 5.5 cm and 13.9 cm X 7.8 cm in diameter, respectively, with no
invasive findings. Pathological examination revealed diffuse hypertrophy of the internal circular muscle
of the esophagus. Also the microscopic findings of leiomyomatous changes were found in the middle
thoracic portion and oral surgical margin of the esophagus in which we could not detect a tumor
macroscopically. No malignant signs were observed. The cases of diffuse leiomyomatosis of the esopha-
gus accompanied by disorders found in the Alport syndrome was well analysed in recent yeas by
Garcia-Torres and Orozco?, and they have reported as a new syndrome naming Alport-leiomyomatosis
syndrome. This case had a hereditary history, nephropathy, clitoral hypertrophy and bilateral myopia
co-existed.
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