
Abstract:

Young's syndrome is a disease characterised by combination of recurrent 

sinopulmonary infection and azoospermia. It is one of the major causes for male 

Infertility. Primary ciliary dyskinesia (PCD) is a heterogenous autosomal recessive 

disease that is caused by impaired ciliary and flagellar functions. Young's syndrome 

(YS) is a subset of PCD, characterised by repeated airway infections and congenital 

epididymis obstruction. Diagnosis of Young's syndrome is based on the presence of 

primary infertility, clubbing, sinusitis, and cystic bronchiectasis. Azoospermia is 

seen due to hypomotility and decreased sperm count with normal sweat chloride 

(range, 8 to 43 mEq/L).

Young Syndrome

Introduction

oung's syndrome is a common cause Yof recurrent sinopulmonary infection 

and azoospermia. Young's syndrome may 

be a variant of immotile cilia syndrome. Its 

prevalence is higher than known disorder 

namely cystic fibrosis and immotile cilia 

syndrome. Congenital bilateral absence of 

the vas deferens (CBAVD) in some patients 

arises from mutations within the cystic 

fibrosis (CF) transmembrane regulator 

(CFTR) gene. The lower respiratory disease 

observed in Young's syndrome is non 

progressive without any characteristic 

microbial culture. They have normal sweat 
2chloride test and testicular dysfunction.  

In contrast cystic fibrosis has dereased 

spermatogenesis and abnormal sperms.

Case Report

A 41 year old male patient a sweeper by occupation 

came with history of increasing breathlessness and 

cough with mucopurulent expectoration since 3 

days. No h/o fever, chest pain haemoptysis. No h/o 

koch /koch's contact. Dyspnoea had progressed from 

NYH class I to class III. He has a non-smoker. He was 

been married since 20 years without any children. 

History of recurrent episodes of cough and colds 

since childhood. His episodes were characterised by 

cough with production of mucopurulent sputum, 

which was often foul smelling. 

On examination

Patient was febrile with pulse of 100/min. BP 

120/70 mmHg, mild pallor and grade II clubbing. No 

evidence of icterus, cyanosis and oedema. 

Respiratory system: air entry was bilaterally equal. 

There were bilateral crepts and rhonchi heard at the 

bases of lungs.

CVS: Heart sounds were normal tachycardia 

presents. Other systems were normal.

Investigation

Total count 15,800 cmm., Hb 14.5 g/dl, 

platelets 3,20,000, ESR 54 mm/hr. A.B.G. - pH 7.2, 

blood glucose - 82 mg%. BUN 16, T Bilirubin 0.3 

mg/dl. X-ray chest showed bilateral cystic 

bronchiectasis and X-ray sinuses showed sinusitis. 

ECG showed-right ventricular hypertrophy. 2 D Echo 

of heart normal valves and chamber LVEF-60% mild 

pulmonary hypertension with RA/RV dilatation.

P.F.T : FVC-0.59, FEVI-10.37, FEVi% 62.7, PEF 0.9, 

FEVI/FVC-31.9

Sputum examination showed gram positive and 

negative cocci with RBC and yeast cells. Seminal 

fluid: quantity 3 ml examination no live or dead 

spermatozoa seen. Pus cell present. FSH 5 MIU/ML 

(normal). Testicular FNAC: Cellular normal 

spermatogenesis. A testicular biopsy revealed normal 

Aher Sangeeta*, Shilpa Karande*, Charulata Limaye*, R Dsouza**

*Lecturer, ** Unit Head, BYL Nair Hospital and 
TNMC, Bombay Central, Mumbai - 400 008

672 Bombay Hospital Journal, Vol. 53, No. 3, 2011



cytoarchitecture of the gonads and sweat chloride 

estimation was normal. S. IgE-2566 (high).

HRCT Thorax - increased severity and extent of 

bronchial wall thickening with cylindrical and 

varicose bronchiectasis. Peribronchovascular 

nodules were seen in right lower and middle lobe.

Electron microscopy of nasal brush biopsy cilia 

revealed normal 9+2 arrangement of tentecles. 

Central spokes were seen with outer dye in arms.

Discussion

Male infertility has been associated 

with chronic sinopulmonary infections, 

including immotile-cilia syndrome, cystic 

fibrosis, and Young's syndrome. The last 

named infection differs from the immotile-

cilia syndrome by the absence of 

ultrastructural cilial disorders and from 

cystic fibrosis by the presence of normal 

sweat and pancreatic functions. Immotile-

cilia syndrome is an autosomal recessive 

defect characterised by immobility or poor 

motility of cilia in airway and sperms. 

Kartagener's syndrome is a subgroup of 

immotile cilia syndrome associated with 

situs invertus, chronic sinusitis and 

bronchiectasis

Diagnosis of Young's syndrome 

In adult life there is history of 

recurrent cough and sputum production. 

The onset if occurred in early childhood, 

present with frequent infections, with 

presence of clubbing, sinusitis, and cystic 

bronchiectasis. Azoospermia is seen due 

to hypomotility and decreased sperm 
1count.  Skull X-ray showed frontal and 

maxillary sinusitis. Pulmonary function 

shows combined obstructive and 

restrictive defect. CT thorax show 

extensive cystic bronchiectasis involving 

both lower lobes of lungs. Semen analysis 

reveals oligospermia with 100% immotile 

sperms. Young's syndrome however, is 

characterised by congenital epididymis 
3obstruction with bronchiectasis.  The 

absence of sperms in the seminal fluid 

distinguishes it from hypomotile sperms of 

other PCDs.

The lower respiratory disease observed 

in Young's syndrome is nonprogressive 

without any characteristic microbial 

culture. They have normal sweat chloride 
2test and testicular dysfunction. 

Differential diagnosis

1. Cystic fibrosis

2. Immotile cilia syndrome 

Thus exact aetiology of Young's syndrome 

remains unclear.
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