
  
    
  
Chapter 109. Images of Memorable Cases: Case 121



(This media type is not supported in this reader. Click to open media in browser.)
Exercise 1.
 
         
           [image: Case_121-pres1-1.jpg]
        

         This 14-year-old boy had a lifelong history of 
mental retardation and epilepsy.

      

 Also known as Bournville disease and epiloia, this 
multisystem, autosomal dominant disorder has a wide variety of manifestations, 
chief of which are skin abnormalities, tonic-clonic seizures, and mental 
retardation. 
 The hypomelanotic macules (arrows, image below) are 
pathognomonic of tuberous sclerosis. They are the earliest and most common 
cutaneous sign, occurring in almost 90% of the patients. Usually evident at 
birth or during the first year of life, these lesions may involve any part of 
the body’s surface, vary in number from four to 100, typically exceed 1 cm in 
diameter, are dull-white in color, and are lance-oval in shape (tapered at one 
end and round at the other—the same shape as that of leaflets from the mountain-
ash tree).
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 Other pathognomonic skin lesions of tuberous 
sclerosis generally appear years later and include adenoma sebaceum on the face, 
shagreen (shark-skin) patches in the lumbar area, and periungual and gingival 
fibromas.
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         Chest radiograph of a 51-year-old man with fever 
and shaking chills of two weeks’ duration. His physical examination was 
unremarkable except for a temperature of 104°F.

      

 The chest radiograph shows a peculiar pattern of 
mottled gas and an air-fluid level in the region of the liver. On computed 
tomographic (CT) study of the abdomen, the scout film (below left) shows the gas 
to be similar in appearance to, but separate from, intestinal gas. The CT scan 
demonstrates a large liver abscess with an air-fluid level (below right). 
Drainage of the abscess yielded 600 cc of pus, which grew Klebsiella 
pneumoniae. 
 This case illustrates the value of the chest 
radiograph in diagnosing disease below the 
diaphragm.
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         This healthy 16-year-old boy complained that the 
hair on his scalp had suddenly begun to fall out. Two weeks earlier, he had 
experienced the abrupt onset of abdominal pain with vomiting, followed several 
days later by paresthesias in his feet and weakness in his legs. Diffuse 
alopecia was his only physical abnormality.

      

 The patient ultimately admitted that shortly before 
his symptoms began, he had tried to commit suicide by swallowing thallium-laden 
rat poison. His markedly elevated serum and urine levels of thallium confirmed 
his story. 
 Alopecia is the clinical hallmark of thallium 
intoxication and develops in virtually everyone who survives the acute insult. 
It usually appears between the first and third week of illness, 
characteristically affects the scalp, and commonly spares the face, axillae, and 
pubic area. Other manifestations are variable and nonspecific.
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       This 38-year-old, healthy-appearing woman presented 
with increasing abdominal girth of six months’ duration and a six-day history of 
a clear-yellow, gooey substance oozing from her umbilicus.

	

 Also known as “jelly belly,” PMP is a unique 
disorder characterized by the accumulation of gelatinous material throughout the 
abdomen and pelvis together with mucinous implants on the peritoneal surfaces. 
It is associated with mucin-producing neoplasms—benign and malignant—originating 
most often in the appendix and ovary. The chief clinical features are 
conspicuous gelatinous ascites, no visceral invasion or extraperitoneal spread, 
indolent course, and striking disparity between the extent of disease and the 
patient’s general well-being.
 Diagnostic confirmation usually requires 
laparotomy or laparoscopy, because the pathognomonic peritoneal fluid ordinarily 
is too thick to aspirate through a needle. Treatment consists primarily of 
repetitive “debulking surgery.” Adjuvant measures include external beam 
radiotherapy, intraperitoneal radioisotopes, and intraperitoneal or systemic 
chemotherapy.
 The patient shown may be the first with PMP in whom 
the diagnosis spontaneously “oozed upon the scene.” At laparotomy, a yellowish, 
mucinous material filled her peritoneal cavity (immediately below) and firmly 
encased all of her abdominal and pelvic organs (further below). Multiple 
sections of the peritoneum and umbilicus showed no tumor cells.
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         Two months before admission, this 37-year-old woman 
noticed bluish-red streaks in the skin near her left sternoclavicular joint. 
Soon thereafter, hoarseness and hemoptysis developed.

      

 The image shows fullness in the left 
supraclavicular space; a distended, left-sided, neck vein; striking venous stars 
(cutaneous venules); and deeper dilated veins in the left upper thoracic area. 
Biopsy of a hard, left-sided, supraclavicular mass disclosed poorly 
differentiated squamous carcinoma. 
 As this case demonstrates, the sudden appearance of 
venous stars on the upper chest or shoulder may be the earliest manifestation of 
an obstructed great thoracic vein. Indeed, further study of this patient 
disclosed total occlusion of her left subclavian and innominate veins. For more 
information on venous stars, see Case 146.
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         Peripheral blood film from a 60-year-old hunter 
with headache, malaise, anorexia, and low-grade fever of two weeks’ 
duration.

      

 The diagnosis of this tick-borne disease depends on 
finding the causative protozoan in the peripheral blood film. In this patient, 
the film shows dumbbell-shaped markings in red blood cells, findings 
characteristic of Babesia species (image below, arrows). 
Not surprisingly, the blood film findings of babesiosis simulate those of 
Plasmodium falciparum malaria.
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         This 56-year-old man sought help for multiple 
nontender, relatively fixed lesions on his chest and abdomen. The lesion in the 
right anterior axillary line measured 11 cm in diameter.

      

 This case is noteworthy because the metastases are 
unusually large. 
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		 This 50-year-old woman presented with 
painful necrotic lesions on her left cheek and left ear. She also had livedo 
reticularis on both lower legs and early gangrene with blistering of both feet. 
Her carotid and pedal pulses were strong.
 Laboratory 
findings at admission included a normocytic anemia with unremarkable leukocyte 
and platelet counts, rouleaux formation on the peripheral blood film, 3+ 
proteinuria, and an elevated serum creatinine level.

	

 Because this patient had strong carotid and 
pedal pulses, the necrosis of her cheek and ear together with early gangrene of 
her feet indicated microvascular occlusions. And since her initial laboratory 
findings suggested multiple myeloma, the possibility of associated 
cryoglobulinemia immediately came to mind. Subsequent studies confirmed both 
diagnoses.
 Cryoglobulins are proteins—most commonly 
immunoglobulins—that precipitate, crystallize, or gel when cooled but redissolve 
when warmed. They are classified as follows: Type I, a monoclonal protein 
occurring most often in multiple myeloma but also in B-cell neoplasms; Type II, 
a mixture of monoclonal and polyclonal proteins; and Type III, consisting solely 
of polyclonal proteins.
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         Optic fundus of an asymptomatic 70-year-old 
diabetic woman.
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 These emboli are stark-white, obstruct arteries in 
or near the optic disk, do not move, and often cause permanent visual 
impairment. This patient had a calcified mitral annulus, the presumed source of 
her calcific emboli.
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         This severely ill 22-year-old man had the abrupt 
onset of headache, distressing myalgia, shaking chills, and rapid collapse. On 
examination, he was delirious, with a temperature of 104° F.

      

 Blood from this man grew Leptospira 
icterohemorrhagiae, prompting therapy with high-dose intravenous 
penicillin. After a course characterized by renal and hepatic failure, the 
patient ultimately made a full recovery. He presumably became infected through 
contact with the urine of rats that infested his home.
 The diagnostic clue in this case is the combination 
of icteric sclerae and hemorrhagic conjunctivae; hence the term 
“icterohemorrhagiae.”
 Leptospirosis presents in various ways, from 
inapparent to fulminating and fatal disease. About 90% of symptomatic patients 
manifest a mild influenza-like illness that typically resolves uneventfully 
within two to three weeks. Only a small proportion develop hemorrhagic 
complications or hepatorenal failure, and of those, only 10% to 20% die.
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 An autosomal dominant disorder affecting about one 
in 50,000 individuals. Diagnostic criteria for this type include bilateral 
cranial nerve VIII tumors or a first-degree relative with type 2, and either a 
unilateral cranial nerve VIII tumor or two of the following: dermal or 
subcutaneous neurofibromas, plexiform neurofibroma, Schwannoma, glioma, 
meningioma, or juvenile subcapsular lenticular opacity. 
 The 43-year-old woman shown had scattered dermal 
and subcutaneous neurofibromas together with plexiform neurofibromas of both 
breasts and left foot. Her mother had bilateral cranial nerve VIII 
tumors.
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         This man could not walk or open his hands because 
of the pain induced by the lesions on his soles and palms. He had no oral 
complaints.

      

 A heredofamilial ectodermal defect transmitted as a 
mendelian dominant, affecting all races, and appearing in both sexes with about 
equal frequency. Hyperkeratosis of the palms and soles characterize this 
disorder, but involvement of the gums and tongue—especially to the extent 
exhibited by this patient—has not been described heretofore. Moreover, the 
degree of keratosis of his feet (image below) is remarkable, perhaps 
unique.
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         A 23-year-old homosexual man had an intensely 
pruritic, papulonodular eruption over his arms and back (left image). A 52-year-
old man with AIDS had reddish papules and nodules—some pustular—over his face, 
chest, arms, and back (right image).

      

 On dark field examination, the lesions in the 
homosexual man were teeming with spirochetes. Additionally, his fluorescent 
treponemal antibody absorption test was positive. The AIDS patient had a penile 
chancre and a positive serum test for syphilis. With penicillin therapy, the 
eruption in both patients rapidly resolved. 
 Dermatologic manifestations are the hallmark of 
secondary syphilis. Copper-red papules are most common, but macular, pustular, 
acneiform, psoriasiform, nodular, annular, or follicular variants can appear. 
The lesions characteristically do not itch, but as shown in the first patient, 
pruritus can be the dominant clinical feature.
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 Air in the wall and lumen of the urinary bladder. 
Gas-forming bladder infections typically occur in diabetic patients, and 
coliform bacteria are the usual pathogens. Urine from this patient, a diabetic, 
grew Escherichia coli. Other organisms, however, such as 
clostridia, staphylococci, and Nocardia and 
Candida species, are sometimes responsible.
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         This 40-year-old homosexual man presented with 
weakness, weight loss, and painless, nonpruritic facial lesions of six weeks’ 
duration. Similar skin changes were present over his legs and lower trunk. On 
physical examination, the lesions were papulopustular, round or oval, and 
sharply demarcated. They varied in size from a few millimeters to several 
centimeters. Many were umbilicated, some ulcerated, and a few crusted. The 
mucous membranes were normal.

      

 Also known as syphilis maligna praecox and lues 
maligna, this is a rare but completely reversible variant of secondary syphilis. 
Although its incidence had been decreasing since the beginning of the 20th 
Century, the number of reported cases has increased of late, most of them in 
patients with HIV infection. The skin lesions are pleomorphic, appear in various 
stages of development, and become widespread, affecting the face and scalp most 
often. They begin as papulopustules, rapidly undergo necrosis, and tend to form 
deep crusts. Mucous membranes are involved in about a third of the cases. 
Histologic examination shows dense infiltrates of plasma cells and histiocytes 
along with obliterative vasculitis of medium-sized vessels. Spirochetes may be 
visible in the tissue sections, under dark field microscopy, or both. In 
addition, a reactive serologic test for syphilis, sometimes with very high 
titers, is the rule.
 The differential diagnosis includes fungal 
infection, leishmaniasis, verrucous sarcoidosis, bartonellosis, leprosy, yaws, 
mycosis fungoides, and pyoderma gangrenosum. 
 The patient shown had positive serologic tests for 
syphilis, and after three weeks of penicillin therapy, his skin lesions resolved 
completely. 
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         Peripheral blood film from a native of West 
Africa.

      

 The image shows a sheathed microfilaria of 
Loa loa, a threadlike worm distributed irregularly in West 
and Central Africa. Flies of the genus Chrysops are the intermediate hosts and 
vectors. Adult worms inhabit the subcutaneous connective tissues of the body, 
causing localized edema called “Calabar swellings.” Occasionally, the adult worm 
can be seen crossing the eye beneath the conjunctiva. The immature forms 
(microfilariae) are diurnal and appear in greatest concentrations in daytime 
blood. Finding the microfilariae in routine blood films establishes the 
diagnosis.
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         This 51-year-old nurse presented with swollen 
eyelids, excessive tearing, and photophobia of 18 months’ duration. During that 
time, she had consulted with two internists and four ophthalmologists before the 
diagnosis ultimately emerged. Topical corticosteroid preparations and other 
symptomatic treatment had afforded no relief. Except for her eyes, she felt 
perfectly fine.

      

 The mystery in this case began to clear when a CT 
scan of the pelvis showed osteolytic and osteoblastic lesions. All previous 
studies, including blood counts, chest radiograph, bone scan, mammograms, and CT 
scans of the head and orbits, had given normal results. At this time, a thorough 
physical examination disclosed several cutaneous nodules, 0.5 to 1 cm in 
diameter, on the patient’s upper torso. Biopsy specimens from one of these 
nodules and from the right lower eyelid showed identical findings: metastatic 
infiltrating lobular carcinoma of the breast.
 Symmetric thickening and induration of the eyelids, 
presumably from lymphatic obstruction by tumor cells, is a rare form of lid 
metastases, occurring almost exclusively in women with breast carcinoma. 
Accordingly, the patient received methotrexate, cyclophosphamide, and 5-
fluorouracil. Within two months, her skin nodules had regressed substantially, 
and her eyelids had returned to normal.
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         This AIDS patient presented with a pruritic 
eruption over most of his body. The lesions appeared as sharply demarcated, 
thick plaques with distinct borders and silvery scales.

      

 Biopsies from several plaques established the 
diagnosis. In patients with AIDS, psoriasis is often severe and refractory to 
conventional therapy. The differential diagnosis includes Norwegian scabies, 
mycosis fungoides, and keratoderma blenorrhagica.
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         Plain abdominal radiograph of a 44-year-old 
diabetic with recurrent epigastric pain, nausea, and vomiting. The patient had a 
long history of alcohol abuse.

      

 In this country, alcohol-related pancreatitis is 
the most frequent cause of pancreatic calcification. The extent of such 
calcification does not necessarily correlate with the severity or duration of 
the underlying pancreatitis. Diabetes mellitus is particularly common in these 
patients.
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         This 65-year-old woman presented with an intensely 
pruritic, month-long skin rash that started beneath her right breast, then 
spread quickly to involve multiple sites, including her face. Some of the 
lesions were maculopapular, others were psoriasiform, and still others were 
solitary, rounded, and erythematous. She spent six weeks in the hospital 
undergoing studies before the diagnosis finally emerged.

      

 A skin biopsy shortly after admission showed 
nonspecific findings. A repeat biopsy five weeks later uncovered numerous 
Sarcoptes scabiei mites. After several courses of 
scabicidal therapy, the rash resolved. But the story didn’t end there. 
 Thirty-five hospital workers acquired scabies from 
this patient. The incubation period for those virgin cases ranged from five to 
11 days, a distinctly shorter time frame than the 10 days to a month or more 
cited in textbooks. Many other personnel who came in contact with this patient 
never got the disease, including her personal physician, who examined her twice 
daily. A consultant, however, who had had scabies as a medical student, acquired 
it from this patient and became symptomatic 24 hours after examining her.
 Observations in this case teach several lessons: 1) 
in some patients, diagnosing scabies requires more than one attempt; 2) 
susceptibility to scabies varies considerably; 3) the incubation period for 
virgin cases can be much shorter than what the textbooks cite; 4) in cases of 
repeat infection, the incubation period is only 24 to 72 hours; and 5) any 
unexplained, persistent, intensely pruritic skin rash should be considered as 
scabies until proved otherwise.
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         This 49-year-old woman presented with slowly 
progressive, asymptomatic abdominal swelling of one year’s duration. Six years 
earlier, she had undergone resection of a retroperitoneal liposarcoma. On 
examination, her abdomen was incredibly enlarged, rock-hard, and 
nontender.

      

 Computed tomography showed numerous non-homogeneous 
masses of varying density compressing and displacing but not invading contiguous 
abdominal and retroperitoneal organs (image below). At celiotomy, most of the 
neoplastic tissue was removed in three large blocks totaling 100 lbs! The 
histopathologic diagnosis was well-differentiated liposarcoma. Patients with 
this cell type can have a five-year survival rate as high as 80%, while in those 
with poorly differentiated lesions, survival drops to 20% or less. This patient 
survived for a total of nine years, ultimately succumbing to widespread 
metastases.
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 Computed tomography at level of liver (A), mid-
abdomen (B), and pelvis (C) after intravenous injection of contrast material. 
L=liver, T=tumor.
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         This 40-year-old man presented with bilateral 
cataracts and complete heart block.

      

 An autosomal dominant form of muscular dystrophy 
characterized by abnormally prolonged muscle contraction after active motion or 
mechanical stimulation. Typical associated features are frontal alopecia; lens 
opacities; atrophy of the temporalis, zygomaticus, and sternocleidomastoid 
muscles; and gonadal atrophy in men. Widespread smooth muscle involvement may 
also cause cardiac conduction disturbances and arrhythmias, esophageal and 
colonic dysfunction, and respiratory disability.
 The patient shown had early frontal balding, 
wasting of his temporal and facial muscles, and virtually no visible neck or 
shoulder muscles. His inability to immediately relax his grip after the 
introductory handshake sealed the diagnosis.
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         Chest radiograph of a terminally ill 44-year-old 
man with a five-month history of intermittent fever and cough productive of 
yellow, blood-tinged sputum. On physical examination, he had a big liver and 
evidence of substantial weight loss. He died shortly after admission.

      

 Autopsy disclosed numerous bilateral pulmonary 
abscesses, up to 15 cm in diameter. The right hepatic lobe also contained a 
single large abscess that had eroded into the right hepatic vein. The diaphragm 
was not involved. Countless amebic trophozoites were evident in the walls of the 
hepatic and pulmonary abscesses. While penetration of a hepatic abscess through 
the diaphragm is the usual route of amebae to the lungs, this case illustrates 
that amebae can also reach the lungs by entering the blood stream directly, the 
diaphragm remaining intact.
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