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Doctor's smile when he find a 

rare disease 



Clinical presentation  
 D.K.P., woman, 50 years old who presented with mild exertional 

dyspnoea and chest tightness, occasional vertigo over the past 10 

days. No other symptoms or complaints. On a regular check-up in GP 

office a systolic murmur was heard, and she was sent for further 

evaluation. 

 Past and concomitant diseases: Hashimoto disease since 2011, regular 

substitution with 50 mcg Levothyroxine, TSH-3.4mcUI/ml 

Family predisposition: 

 - Grandmother with arterial hypertension (late onset-70 years old) 

Regular menstrual cycle, one pregnancy with normal delivery  

Cardiovascular risk factors associated were: slight overweight (BMI 27), 

smoking, sedentary form of living 

  



       Physical examination 

General status- preserved general condition. 

 RS- respiratory rate of 14 bpm,  vesicular breathing, without 

additional sounds  

 CCV- regular HR 85 bpm, clear heart sounds, mild to moderate 

systolic murmur (2/6) over Erb point, aortic and mitral valve , BP 

100/70 mmHg 

 Abdomen- participate in respiration, soft, without pain or 

discomfort during deep palpation, liver- below the rib cage, spleen-

not palpable, no palpable masses. 

 Limbs-preserved symmetrical arterial pulsations, without 

peripherial edema 



ECG - Regular sinus rhythm , HR- 88 bpm, LAFB, 

RBBB 

 

 



    Laboratory tests 

 Full blood count: WBC: 9.5 G/L; GRAN: 7.2 G/L; LYM: 1.0 G/L; MID: 1.3 g/L; 

GRAN%: 76.3 %; LYM%: 10.2 %; MID%: 13.5 %; HGB: 145 g/L; RBC: 4.67 T/L; HCT: 

0.451 L/L; MCV: 96.6 fl; MCH: 31.0 pg; MCHC: 322 g/L; PLT: 228 G/L; RDW: 9.8 % 

 Biochemistry: Total cholesterol: 5.35 mmol/l, HDL-хол.: 1.18 mmol/l; TG: 1.09 

mmol/l; LDL: 4.0 mmol/l; Potassium: 4.83 mmol/l; Chloride: 102.2 mmol/l; 

Sodium: 136.5 mmol/l; Glucose: 6.05 mmol/l; Urea: 4.42 mmol/l; Creatine: 

78.2 umol/l; Uric acid: 215 umol/l; ASAT(GOT): 19.5 U/l; ALAT(GPT): 17.3 U/l; 

CK: 79/57 U/l; CKMB: 12.2/10,3 U/l;  

 Coagulation: aPTT: 26.7 sec.; INR: 1.15; Fibrinogen: 3.16 g/l; Troponin: 

0.10/0,10 ng/ml; 

 NT-pro-BNP: 92 ng/L; 

 



Chest X-ray interpretation 

Normal lung position 

Without hilar 

congestion 

No pleural effusions 

Normal heart  

silhouette, without 

enlarged cardiac 

structures 

 





    Аоrtic root – 31mm; Аоrta ascendens - 38 mm; LA – 40mm; LA area – 23cm2; RV– 

37mm; TAPSE – 20mm; RA area – 17cm2  

LV- IVS/LVPW - 13/12 mm; EDD/ESD - 46/26 мм; EDV/ESV - 99/24 мл; EF - 75 %;  



    Аоrtic valve– hypoplastic noncoronary cusp, reg.- I, Peak PG - 

32 ммНg, Mean PG - 20 ммНg;  

 



   Mitral valve – reg.– II++,eccentric jet toward LA lateral wall, 

anterior mitral valve leaflet cleft;  

 



    Perimembranous ventricular septal defect of 8mm, connecteing the left ventricle 

to the right atrium with left to right shunt. 

 

 





Noninvasive calculated: Qp/Qs 1.46:1 

 



Transthoracic echocardiography 

  

 Tricuspid valve –reg.-II, RVSP - 41 ммНg 

 Pulmonary valve - normal 

 Pericardium – without effusion 

 

        CONCLUSION 
Left ventricular septal defect. 

Moderate mitral regurgitation.  

Moderate tricuspid regurgitation. Mild PAH at rest.  

Preserved LV and RV systolic function.  

Mild aortic stenosis. 

 

 



Transesophageal echocardiography 

VSD is observed-pathological communication 

between LV and RA  with size of 4.3 mm, with a 

left-right shunt. 

Aortic valve is presented as bicuspid, with an aortic 

valve opening of 2.1 cm2. 

Mitral valve-low-grade mitral regurgitation (0-1 cm) 

with cleft of the anterior mitral leaflet. 

Tricuspid valve- low-grade tricuspid regurgitation. 

No signs of pulmonary hypertension. 













       CONCLUSION: 

Gerbode defect with pathological communication 

between LV and RA.  

Bicuspid aortic valve.  

Low grade mitral regurgitation with cleft PMP.  

Low-grade tricuspid regurgitation. 

 



Cardiac catheterization  

 Access - ARD 5F.   

 Coronary circulation- right.  

 LM – without stenosis; LAD and LCx – without significant 

stenosis; RCA –proximal plague of 65%.  

 TIMI-3 blood flow.  

 Oximetry and manometry were taken from PA, RV, RA, SVC, 

IVC.  

 LVG:  LV EF – 66 %, mild MR, shunt from LV to RA, ascending 

aorta- 38 mm.  

 L-R shunt was measured according the oximetry - Qp/Qs 

1,39. 











Left ventricle 

 



Right atrium  

 



Pulmonary artery 



Right ventricle  



Oximetry 

 PA-71.6%;  

 RV-71.6%;  

 RA-65.7%;  

 SVC-66.7%; 

 IVC-67%; 

 LV-83.9%;  

 Qp/Qs-1.46; 

 



Conclusion 
 Patient of 50 with noninvasive data for congenital anomaly - 

communication between LV and RA. The following CCV RF presented- 

age, smoking habit. From PTCA –single vessel disease, nonsignificant RCA 

stenosis. L-R shunt by oximetric measurement- QpQs 1.39:1. Normal 

pressure in PA. Left ventriculography has confirmed  L to R shunt from LV 

to RA, mitral regurgitation was assessed as mild. TOE supported intact 

interatrial septum, intraventricular defect with L to R from LV to RA, 

anterior mitral valve leaflet cleft with mild MR, bicuspid AoV without 

dysfunction and mild TrR. Heart failure was not confirmed by 

instrumental and laboratory methods. After Heart Team discussion, a 

decision for conservative treatment was taken. 

 Therapy after discharge: Levothyroxine100 mcg/d, Rosuvastatin 10 

mg/d. 

 After 3 months follow up - by clinical and ultrasound criteria- without 

progression 

 

   

 



 This anomaly accounts for only 0.08% of intracardiac shunts and <1% of all congenital cardiac 
defects 

 The Gerbode defect involves the AV portion of the interventricular septum, so it causes an 
abnormal communication between the RA and LV via the membranous part of that septum. 

 Classified as congenital and acquired iatrogenic (after aortic and mitral valve replacement, 
VSD-ASD repair and percutaneous cardiac interventions-AV node ablation, endomyocardial 
biopsy, and tricuspid annuloplasty)  

 Symptoms: from totally asymptomatic to severe heart failure. Nonspecific left and/or more 
commonly right heart failure symptoms including shortness of breath, fatigue, weakness, and 
lower extremity edema can occur. 

 Loud, harsh pansystolic, grade III–VI, associated with a thrill along the left sternal border. 
Nearly 72% displayed a systolic murmur, which is often audible over the entire precordium and 
radiates posteriorly. 

 DD: ruptured sinus of Valsalva aneurysms, endocardial cushion defects, VSD, and TR 

 



Take home messages 

Do not underestimate a systolic 

murmur in patient without 

complaints  

Echocardiography is the mainstay 

in the diagnosis of GD. 

 

Surgical intervention when: 

 Size of defect>10 mm 

Presented with clinical signs from 

RHF, without take into 

consideration Qp:Qs  

EDD>45mm 

 



Thank you for your attention! 


