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Abstract

Background: Goldberg Shprintzen syndrome is a very rare autosomal recessive mental-growth retardation syndrome as-
sociated with characteristic facial dysmorphism, Hirschsprung disease, and a variety of neurological abnormalities, and ab-
normalities on brain imaging studies. However, the association of the syndrome with congenital unilateral absence of the
testis (monorchism) has not been reported before. We have previously reported the thirty fourth and thirty fifth cases of the
syndrome which occurred in Irag, and described a novel therapeutic approach which was used to treat the younger boy. This
paper reports the novel association of Goldberg Shprintzen syndrome with congenital right monorchism.

Patients and methods: T.A.S, the younger of two boys with Goldberg Shprintzen syndrome was first seen at the age of four
years and 10 months at the pediatric neuro-psychiatric clinic on the 29th of August, 2019. He had spastic right hemiparesis
and was unable to walk alone, and was not saying any word and had characteristic facial features including hypertelorism,
narrow palpebral fissures, open mouth, and laterally lifted ear. He also had neonatal intestinal obstruction which was at-
tributed to Hirschsprung disease, and was treated surgically with resection and colostomy. The boy was treated successfully
with novel therapeutic approach and experienced improvement in cognitive abilities, speech, and motor function, and after
treatment was able to walk alone.

Results: During July, 2021, the family reminded us that the child had single testis in the scrotum, and during early infancy an
MRI study failed to find any second testis anywhere. An ultrasound was performed and showed normal left testis. However,
the right testis could not found in the right hemi-scrotal sac nor with the right inguinal canal or within the abdomen. Thus, the
ultrasound confirmed the earlier MRI findings which suggested congenital absence of the right testis (monorchism).
Conclusion: This paper reported the novel association of Goldberg Shprintzen syndrome with monorchism, and this case

represented the third case of congenital syndromic monorchism in the world.
Q(eywords: Goldberg-Shprintzen syndrome, absent testis (monorchism). Y,

Introduction

Goldberg Shprintzen syndrome is a very rare autosomal re-
cessive mental-growth retardation syndrome associated with
characteristic facial dysmorphism, Hirschsprung disease, and
a variety of neurological abnormalities, and abnormalities on
brain imaging studies. However, the association of the syn-
drome with congenital unilateral absence of the testis (mon-
orchism) has not been reported before [1, 2, 3].

We have previously reported the thirty fourth and thirty fifth
cases of the syndrome which occurred in Iraqi brothers, and
described a novel therapeutic approach which was used to
treat the younger brother [2, 3].

The aim of this paper is to report the novel association of Gold-
berg Shprintzen syndrome with congenital right monorchism.

Patients and methods

T.A.S, the younger of two Iraqi brothers with Goldberg Shprint-
zen syndrome was first seen at the age of four years and 10

months at the pediatric neuro-psychiatric clinic on the 29th
of August, 2019. He had spastic right hemiparesis and was
unable to walk alone, and was not saying any word, and had
characteristic facial features including hypertelorism, narrow
palpebral fissures, open mouth, and laterally lifted ear (Figure
1A). He also had submucous cleft palate. The boy also had im-
paired fine motor skills and was unable to neither feed himself
with spoon nor drink with a cup appropriately.

There was no clear history of asphyxia at birth nor CNS injury
or infection during infancy that can be blamed for the spastic
hemiplegia. However, the boy had neonatal intestinal obstruc-
tion which was attributed to Hirschsprung disease, and was
treated surgically with resection and colostomy at about thirty
days of age.

Brain MRI showed some atrophic changes at the left parietal
region. The boy was treated successfully with novel therapeu-
tic approach and experienced improvement in cognitive abili-
ties, speech, and motor function, and was able to walk alone
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(FigurelB).
Results

During July, 2021, the family reminded us that the boy had
single testis in the scrotum, and during early infancy an MRI
study failed to find a second testis. An ultrasound was per-
formed and showed normal left testis in the scrotum (Figure
2) with a dimension of 11 by 7 mm. However, the right testis
could not found in the right hemi-scrotal sac nor with the right

inguinal canal or within the abdomen. Thus, the ultrasound
confirmed the earlier MRI findings which suggested congeni-
tal absence of the right testis (monorchism).

Discussion
In 1981, Goldberg and Shprintzen described siblings with

mental and growth retardation, characteristic facial dysmor-
phism, short-segment Hirschsprung disease, and cleft palate

o

Figure 1A: The boy had characteristic facial features including hypertelorism, open mouth, and laterally ear.

Figure 1B: The boy was successfully treated in July, 2021 with novel
therapeutic approach, and experienced improvement in cognitive
abilities, speech, and motor function, and was able to walk alone.

[1]. We have previously reported the thirty fourth and thirty
fifth cases of the syndrome which occurred in Iraqi brothers
[2], and we described a novel therapeutic approach which was
used to treat the younger brother [3]. The association of the
syndrome with congenital absence of the testis (monorchism)
has not been reported before [1, 2, 3].

Unilateral anorchia (monorchism), congenital absence of one
testis is an extremely rare condition, and this syndrome was
reported only in two patients [4-14]. The condition was known
as early as the late 1950s [4], and few cases were reported
during the 1960s and 1970s [5-9] including eight cases report-
ed by TIBBS [6].

In 1984, Hamidinia and colleagues reported one case of uni-
lateral anorchia [10], while Schindler et al (1987) from Swit-
zerland reported 512 boys who had an empty scrotum. 495
(96.7%) of them had cryptorchidism, 4 of them had ectopia
and 13 patients unilateral anorchia [11].

Saito and Kumamoto (1989) from Japan reported seven cases
of congenital monorchism who had normal number of sper-
matogonia per seminiferous tubule [12].

The first case of syndromic congenital monorchism was most
probably reported by Cremades Mira et al (1991) from Spain
who reported a neonate with Prune Belly syndrome who had
urethral obstruction, unilateral anorchia and hyaline mem-
brane disease [13].
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Figure 2: An ultrasound was performed and showed the presence of normal left testis in the scrotum.

The second case of congenital syndromic monorchism was
most probably reported by Chaudhury et al (2010) from India
who reported a neonate who had abdominal distension with
no passage of meconium caused by a no-rectal malformation
which was associated with agenesis of the left kidney and
right-side anorchia. Laparotomy showed congenital pouch co-
lon [14].

Conclusion

Unilateral anorchia (monorchism), congenital absence of one
testis is an extremely rare condition, and the syndrome was re-
ported only in two patients. This paper reported the novel as-
sociation of Goldberg Shprintzen syndrome with monorchism,
and to the best of our knowledge, this case represented the
third case of congenital syndromic monorchism in the world.

Conflict of interest: None.
References

1. Goldberg RB, Shprintzen RJ. Hirschsprung megacolon
and cleft palate in two sibs. J Craniofac Genet Dev Biol
1981; 1:185-9. PMID: 7338549.

2. Al-Mosawi AJ. The Thirty Fourth and Thirty Fifth Cases
of Goldberg Shprintzen Syndrome J Clinical Research
and Reports (ISSN: 2690-1919) Feb 18, 2020; 3(1):1-4.
D0i:10.31579/2690-1919/031

3. Al-Mosawi AJ. Goldberg Shprintzen Syndrome: A Novel
Therapeutic Approach. EC clinical and medical case re-
ports 2020 October 31; 3 (11): 115-123. Doi: 10.5281
zenodo. 4289104

4. von Ruette. Monorchism. Z Urol 1959 Aug; 52:517-20.
PMID: 14440065 [Article in German].

5. Pearman RO. Congenital absence of the testicle: monor-

10.

11.

12.

13.

14.

chism. J Urol 1961 Apr; 85:599-601. Doi: 10.1016/s0022-
5347(17)65388-6. PMID: 13733768.

TIBBS DJ. Unilateral absence of the testis. Eight cases of
true monorchism. Br J Surg. 1961 May; 48:601-8. Doi:
10.1002/bjs.18004821205. PMID: 13776809.

Katayama T, Ishikawa T. [Case report on the mon-
orchism]. Nihon Hinyokika Gakkai Zasshi 1962 Aug;
53:569-72. Doi: 10.5980/jpnjurol1928.53.8569. PMID:
14454227 [Article in Japanese].

Volozhin ST. Monorkhizm [Monorchism]. Vestn Khir Im
I'l Grek 1973 Jun; 110(6):44-6. PMID: 4149319 [Article
in Russian].

Goldberg LM, Skaist LB, Morrow JW. Congenital absence
of testes: anorchism and monorchism. J Urol 1974 Jun;
111(6):840-5. Doi: 10.1016/s0022-5347(17)60092-2.
PMID: 4830892.

Hamidinia A, Nold S, Amankwah KS. Localization and
treatment of nonpalpable testes. Surg Gynecol Obstet
1984 Nov; 159(5):439-41. PMID: 6238432.

Schindler AM, Diaz P, Cuendet A, Sizonenko PC. Crypt-
orchidism: a morphological study of 670 biopsies. Helv
Paediatr Acta 1987 Oct; 42(2-3):145-58. PMID: 2891637.
Saito S, Kumamoto Y. The number of spermatogonia in
various congenital testicular disorders. J Urol. 1989 May;
141(5):1166-8. Doi: 10.1016/s0022-5347(17)41202-x.
PMID: 2565407.

Cremades Mira A, Sanchez Fernandez de Sevilla C, Fons
Font J. Sindrome de Prune Belly. Estudio necrdpsico de
dos casos [Prune belly syndrome. Necropsy study of 2
cases]. Actas Urol Esp 1991 Mar-Apr; 15(2):189-93.
Spanish. PMID: 1807115.

Chaudhury S, Chatterjee I, Dutta S, Vaid L, Mukhopad-
hyay K. Congenital pouch colon with unilateral renal
agenesis and monorchism. Iran J Pediatr 2010 Dec;
20(4):491-4. PMID: 23056753.

Volume 1 | Issue 1 | 2021



