
 

 

 

 

 

INVESTIGATIONAL STUDIES 
 

INITIAL PRESENTATION 

 HISTORY OF PRESENT ILLNESS:  

A 50 yo woman presented to PMD in August 2009 complaining of 6 

months of fatigue, weight loss, new post-prandial epigastric 

discomfort, nausea and early satiety. She was initially referred to 

Gastroenterology and treated for H. pylori. Despite treatment her 

symptoms progressed. Given her fatigue, weight loss and 

thrombocytosis she was sent to oncology for consultation (Table 1). 

PAST MEDICAL HISTORY: Constipation 

MEDICATIONS: Prilosec   

SURGICAL HISTORY: TAH + RSO due to fibroids 

SOCIAL HISTORY:  Married Caucasian female with 2 children. 

Works as homemaker in small town in Montana. No Tobacco or 

Drugs. Rare ETOH. No recent  travel 

FAMILY HISTORY:  Breast Cancer at 32yo in sister 

     

Height 66”, weight 131lbs, BP 94/62, HR 80 

Gen: chronically ill appearing female with temporal wasting but 

normal trunk and extremities 

HEENT: unremarkable 

LN: no lymphadenopathy 

Lungs: clear to auscultation 

Heart: regular, grade I-II systolic murmur at base, no radiation 

Abdomen: full with liver palpable 4-5 fingers below right costal 

margin, non-tender and smooth, spleen not palpable 

Extremities: no clubbing, cyanosis or edema 

Skin: few angiomas on anterior trunk and few keratoses 

 

 

 

 

INITIAL PHYSICAL EXAM 

Primary Systemic Amyloid (AL) was recognized as a disease 

entity in 1850. The incidence is 8.9 per million person years. The 

average age of onset is 65 years old. 

 This disease is caused by systemic deposition of misfolded 

kappa or lambda light chain fibrils produced by a neoplastic plasma 

or B-cell clone. Deposition of fibrils occurs most frequently in the 

Kidney (46–70%), Heart (30-60%) and Liver (9-25%).  

 The presentation of this disease is often non-specific (Table 

2). This often leads to delayed diagnosis. 39% of patients present 

with involvement of ≥ 3 organ systems. Diagnosis requires a high 

level of clinical suspicion, SPEP/ UPEP, evaluation of serum light 

chains and biopsy. Fat pad biopsy is most commonly used for 

diagnosis (Sen. 73-93% and Spec. 90%).  

 Once diagnosed the mean survival is 3.8 years, and 27% of 

pts die within the first year after diagnosis. Prognosis is best in 

patients with renally isolated disease and less organ involvement. 

Prognosis is worst for patients with cardiac involvement. 

 Treatment for amyloidosis has traditionally been with 

chemotherapeutic agents +/- stem cell transplant. 

 Diagnosis of AL amyloidosis should be considered in patients  

who present with non-diabetic nephrotic syndrome, non-ischemic 

cardiomyopathy with characteristic echocardiographic and ECG 

features (Figures 2 and 3), idiopathic hepatomegaly +/- elevated 

ALP, idiopathic peripheral or autonomic neuropathy, or  

unexplained facial or neck purpura. Four of these features were 

present in our patient early in her disease course and early 

recognition may have improved her outcome. 

  

 

DISCUSSION 
 

 

LEARNING POINTS 

1) Clinical Presentation of Amyloidosis 

2) Diagnosis of Amyloidosis 

 

Table 1:  

LAB VALUES 
08/25/09 11/09/09 12/01/09 12/08/09 12/15/09 

WBC K/mm3 8.8 - 10.8 18 26.9 

Hgb g/dL 14.1 - 16.3 13.4 10.7 

Platelets K/mm3 704 - 658 573 285 

Creatinine mg/dL 0.8 - 0.74 3.71 2.07 

ALP U/L 148 - 259 540 434 

Protein g/dL 6.3 - 3.8 3.3 3.9 

Albumin g/dL 3.4 - 1.3 1.0 2.1 

Cholesterol mg/dL 254 - 566 - - 

24H Urine Protein 

(g) 
- 3.9 5.2 - - 

Kappa/ lambda 

(ratio) 
- 

0.84/30 

(0.03) 
- - 

23.6/590 

(0.04) 

BNP pg/mL - - - 836 >5000 

Troponin ng/mL - - - 0.46 - 

 

 

 

Visible tissue infiltration 

Bruising - periorbital, general 

Macroglossia 

Muscle pseudohypertrophy 

Renal 

Proteinuria 

Renal failure 

Cardiac 

Restrictive cardiomyopathy 

ECG - low voltage, pseudoinfarct 

Hepatic 

Hepatomegaly, high ALP 

Liver failure rarely 

Nervous System 

Carpal tunnel syndrome common 

Symmetrical sensorimotor neuropathy 

Autonomic neuropathy 

Orthostatic hypotension/arrhythmias 

Gut motility/bladder emptying 

Gastrointestinal 

Weight loss/anorexia/bloating 

Blood loss 

Constipation/diarrhea 

Adrenal axis 

Hypoadrenalism 

Lymphoreticular system 

Hyposplenism/splenomegaly 

Lymphadenopathy 

 

 

Table 2: Amyloid Phenotypes 
 

 On presentation to oncologist multiple labs and a liver biopsy 

were ordered due to elevated ALP and hepatomegaly, however, 

biopsy was delayed until 11/3/09 due to tooth infection. In the 

interim patient developed edema extending up to sacrum and BP 

declined. Biopsy showed abnormal extracellular protein deposition 

of undetermined type and was negative for Congo red, iron, Alpha 

1-Antitrypsin, and neoplasm.  Urinalysis was then done (Table 3) 

along with evaluation of SPEP, UPEP and serum free light chains 

(Table 1).  Given the progression of her disease and confusion of 

the negative biopsy pt was referred to UCDMC for evaluation. 

 

DIAGNOSIS AND DISEASE COURSE 
 

- Thank you to Dr. Saroufeem and Dr Sepehrdad for their help in obtaining images for this presentation. 
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Color – Brown 
Clarity – Clear 
Ketones – negative 
SG – 1.020 
pH – 5.0 
Protein - 500 mg/dL 
Blood – negative 

 

 
Nitrite – negative 
Leuk Est – negative 
WBC – 9-24 p/hpf 
RBC 4-9 p/hpf 
Hyaline cast 5-9 
Granular  cast 0-4 
Cellular cast 0-4 

 

 

Table 3: URINALYSIS 11/03/09 
 

Pt presented on 12/01/09 and was admitted for expedited workup. 

 Multiple diseases were considered in her differential, 

including: Essential Thrombocytosis, Multiple Myeloma, 

Amyloidsosis, Lymphoplasmocytic Lymphoma and Light Chain 

Deposition Disease. She was diagnosed with Amyloidosis after Fat 

Pad biopsy was positive for Congo red staining (Figure. 1) 

 Pt received 2 treatments of Bortezomib and Decadron but in 

setting of severe autonomic dysfunction and multi-organ 

dysfunction pt and family chose to pursue comfort care. 

 

 

DIAGNOSIS AND DISEASE COURSE (Cont) 
 

 

Figure 2: ECHOCARDIOGRAM 12/09/09 
 

Concentric LVH with characteristic starry sky pattern and  

small pericardial effusion 

 

Figure 3: ECG 
 

ECG with characteristic low voltage in limb leads and 

pseudo-infarct pattern 

Pro 

Figure 1: FAT PAD BIOPSY 
 

 

H&E 
 

Amorphous protein deposits disrupting 

normal tissue architecture 

 

Congo Red 
 

Congo red stain intercalating into the 

amyloid fibrils 

 

Polarized 
 

Apple-green birefringence of the amyloid 
fibrils in polarized light 


