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Branchio-Oto-Renal syndrome with “abdominal pain and
renal impairment” as the chief complaint: A case report

LI Zhuoying', MEI Mei’, SHEN Bingbing’

(1. Department of Nephrology, Chongqing Armed Police Corps Hospital, Chongqing 400013; 2. Department of Nephrology,
Shapingba District People’s Hospital, Chongqing 400020; 3. Department of Nephrology, First Affiliated Hospital of Military
Medical University, Chongqing 430038, China)

Abstract As a rare autosomal dominant inheritance disease, Branchio-Oto-Renal (BOR) syndrome is characterized by
malformations of the external, middle, and inner ears, accompanied by conductive hearing loss and sensorineural hearing
loss, and often accompanied by renal dysplasia. In other clinical departments except for otolaryngology, due to the rarity
and heterogeneity of the disease, it often leads to delayed diagnosis and treatment, and the birth of defective infants. This
article reports a Chinese adolescent patient with BOR syndrome who was admitted to the Department of Nephrology,
with abdominal pain and renal impairment as the chief complaint. The clinical data and family epidemiological findings
of the patient’s relatives are also reported. The etiology, diagnosis, treatment and prognosis of BOR syndrome are
reviewed in order to provide reference for the early prevention and treatment of BOR syndrome.
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Table 1 Laboratory inspection items

AR i TRITH

MM £LAE 121g/L
PREE I 5E B 1118 mg/24h
PRIR 520 pmol/L
ALEF 108.5 pmol/L
B2fdEkE A 3.10 mg/L
PREE 15T 3+

SR E/RLNT (-)
ANCAJ¥% )
PO R 2 L 20 L BB A )

HUR IR BE (-)
I -)

i ATICT )
B3 AT -)
HBEERE A -)
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c3 -)
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Figure 1 Imaging examinations

(A, B)IEFBCTHR B NI WA B, Z2 B IRRRGE/ N, T R AR (0] B R, 22 Rk I8 R RVESUR AT RE, A%
DB (C)MIE CTHE R ZE M H-18 5 ﬁ'? s BRI (D) B K BUR MR-, KA a] WA H A T, WUl
TET PP 228 e, B A

(A, B) Abdominal CT suggested that a large amount of food residues were stored in the stomach, the volume of the left kidney was reduced, the
mesenteric fat space was blurred. Multiple lymph nodes showed the possibility of inflammatory changes, and a small amount of pelvic effusion;
(C) Temporal bone CT showed that the left external auditory canal was abnormal and bilateral tympanic membrane was thickened; (D) MRI

plain scan of hydrography in cochlear showed binaural malformation and bilateral facial auditory nerve cisternal segment was not good.
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Table 2 Results of gene detection

A et fif g e =2l fi'#  DNAKF  EHAKF RE ERK SR
EYAI 8q13.3 NM-000503 Exonn8  ¢.639+2>C p.? e o SR i
PKDI 16p13.3 NM-001009944.2  Exon2S5 c9112C>T  p.(Pro3038Ser) Z4%A  HCREA  REGIZE
CLCNKB 1p36.13 NL-000085.4 Exond4  c.280C>A p.(Leu94lle) e BICKRW REHEA
RO, RMEV RS 2 AR

Test results: genetic variation was detected, which should be combined with clinical practice.
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Table 3 Expression of pathogenic genes in the patient and his father

H NS U LIEN AR BEILT
EYAI (E SRS TR + +

PKDI WREA DR - +
CLCNKB WR AR TERE + +

+: Pl - RIS

+: carry; —: not carried.

B2 BELFERA NS EEAFE

Figure 2 Facial features of the father and patient

(A, B, O)BHEICKHEEBHE; (D)EHHEmRIL .
(A, B, C) The father’s auricle deformity; (D) The patient’s auricle deformity.
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