KASIM 2012 YDUS – YANLIŞ  ya da TARTIŞMALI SORULAR

9. Soru
9.  
Aşağıdakilerden hangisi, ikiz gebeliklerde ikizden ikize transfüzyonu akla getirmesi gereken durumlardan biri değildir?
A) İkiz eşlerinin hemoglobinleri arasında 5 g/dL’den fazla fark olması

B) İkiz eşlerinin doğum ağırlıkları arasında % 20’den fazla fark olması

C) Diamniyotik ikizlik

D) Fetal akardia

E) Maternal polihidramnioz
Doğru cevap: C
Kurgusu açısından oldukça sıkıntılı ve itiraz edilmesi gereken soru. İptal edilmeyebilir ancak mutlaka itiraz edilmesi gerekir. 

Bu sorudaki tüm seçeneklerde ikizden ikize transfüzyon düşünülebilir. Eğer C seçeneği "dikoryonik diamniyotik" olsaydı doğru kabul edilebilirdi. Korionisite ve amniosite kavramları birbirinden farklı. "Monokorionik diamniotik" ikizlerde ikizden ikize transfüzyon riski yüksekken, "dikorionik diamniyotik" ikizlerde hiç bir risk olmaz. 
REFERANS: FANAROFF 9th EDITION , 2011: TTTS is a consequence of MC twinning (see also Chapter 24). TTTS is seen mainly (or only) in the diamniotic variety.[2] 
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39. Soru
39. Aşağıdakilerden hangisi, anafilaksi geliştiğinde beklenen bulgulardan biri değildir?
A) Konvülsiyon 

B) Aksırık

C) Bulantı 

D) Perioküler kaşıntı

E) Burun tıkanıklığı

Doğru cevap: A
Nelson Textbook of Pediatrics'den hazırlanmış ancak yanlış seçenek olarak yanlış bilgi kullanılmış bir soru. Yani sorunun doğru seçeneği yok.  Pediatrik allerji'nin 2 ana texbook'unda da konvülsiyon anafilaksi semptomları arasında var. İptali gerekir. 

	[image: image2.png]Signs and symptoms
Cutaneous

Urticaria and angioedema

Flush

Pruritus without rash
Respiratory

Dyspnea, wheeze

Upper airvay angioedema

Rhinitis
Dizziness, syncope, hypotension
Abdominal

Nausea, vomiting, diarrhea,

cramping pain
Miscellaneous

Headache

Substernal pain

Seizure

BOX 59.5 FREQUENCY OF OCCURRENCE OF SIGNS
AND SYMPTOMS OF ANAPHYLAXIS*

Percentage of casest
>80

86-90
45-55
2-5

40-60
45-50
50-60
16-20
30-35

25-30

e
N o ©

“Based on a compilation of 1784 patients reviewed in reference 2.

tPercentages are approximations (see text)





	Adkinson: Middleton's Allergy: Principles and Practice, 7th ed. 2008  sayfa1037


	[image: image3.png]Table 61-1 Symptoms and Sgrs of Anahyads n Infnts
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50. Soru
50. Tümör baskılayıcı genin fonksiyon görmemesi durumunda gelişen çeşitli kanserlerin etiyopatogenezin-de rol oynayan ve otozomal dominant kalıtılan sendrom aşağıdakilerden hangisidir?
A) Li-Fraumeni sendromu

B) Kseroderma pigmentozum

C) Bloom sendromu

D) Cockayne sendromu

E) Wermer sendromu

Doğru cevap: A
İki doğru seçeneği olan soru. Li Fraumeni'de p53, Wermer sendromunda ise PYGM tümör süpresör geninde mutasyon var ve her ikisi de otozomal dominant kalıtılıyor. İptali gerekir. 

REFERANS: Nelson Textbook of Pediatrics, 19th ed. E-BOOK tablo 486-2
	[image: image4.jpg]dominant fashion, although 50% of the cases present without a family history and occur secondary to the high rate of spontaneous mutations of the NF1 gene.
Table 486-2 -- FAMILIAL OR GENETIC SUSCEPTIBILITY TO MALIGNANCY

DISORDER TUMOR/CANCER COMMENT

CHROMOSOMAL SYNDROMES

Chromosome 11p-(deletion) with sporadic aniridia Wilms tumor Associated with genitourinary anomalies, mental retardation, WT1 gene

Chromosomal 13g-(deletion) Retinoblastoma, sarcoma Associated with mental retardation, skeletal malformations; autosomal dominant (bilateral) or sporadic new mutations, RB1 gene
Trisomy 21 :-e‘::;(‘:hmﬁxt::a(::rt::n" e s S S— Risk of ALL is increased 20%:; risk of AML is 400%; patients have an increased sensitivity to chemotherapy
Klinefelter syndrome (47, XXY) Breast cancer, extragonadal germ cell tumors

Trisomy 8 Preleukemia

Noonan Syndrome JMML Autosomal dominant; mutations in PTPN11 gene

Monosomy 5 or 7 Myelodysplastic syndrome Recurrent infections may precede neoplasia

CHROMOSOMAL INSTABILITY

Xeroderma pigmentosum Basal cell and squamous cell carcinomas; melanoma Autosomal recessive; failure to repair UV damaged DNA. Mutations in XP gene on chromosome 3p25

Leukemia, myelodysplasic syndrome, liver neoplasias, rare head and neck tumors, Gl and GU

Fanconi anemia Autosomal recessive; chromosome fragility; positive diepoxybutane test result. Mutations in FANCX gene family.

cancers

Bloom syndrome Leukemia, lymphoma, and solid tumors Autosomal recessive; increase sister chromatid exchange; mutations in BLM gene; member of the RecQ helicase gene
Ataxia-teleangiectasia Lymphoma, leukemia, less commonly central nervous system and non-neural solid tumors Autosomal recessive; sensitive to x-irradiation, radiomimetic drugs; mutation in ATM tumor suppressor gene
Dysplastic nevus syndrome Melanoma Autosomal dominant; some cases associated with mutations in COKN2A gene

Rothmund-Thompson syndrome Osteosarcoma; skin cancers Autosomal recessive; mutation in RecQ helicase gene family

Werner's syndrome (premature aging) Soft tissue sarcomas Autosomal recessive; mutation in the WRN gene; member of the RecQ helicase gene family

IMMUNODEFICIENCY SYNDROMES

Wiskott-Aldrich syndrome Lymphoma, leukemia :(:;:I:d g;e"(:ee:tsi\re; WAS gene mutation (Xp11.22-23); WASp protein functions in signal transduction associated with cytoskeletal actin filament
X-linked immunodeficiency (Duncan syndrome) Lymphoproliferative disorder X- linked; Epstein-Barr viral infection can result in fatal outcome; mutation in SH2D1A gene locus

X-linked agammaglobulinemia (Bruton's disease) Lymphoma, leukemia X-linked; mutation in BKT gene resulting in absence of mature B cells

Severe combined immunodeficiency Leukemia, lymphoma X-linked; mutations in ADA gene

OTHERS

Neurofibroma, optic glioma, acoustic neuroma, astrocytoma, meningioma, pheochromoctoma,

Neurofibromatosis 1 Autosomal dominant, mutation in tumor suppressor gene, NF1

sarcoma

Neurofibromatosis 2 Bilateral acoustic neuromas, meningiomas Autosomal dominant; mutation in tumor suppressor gene, NF2

Tuberous sclerosis Fibroangiomatous nevi, myocardial rhabdomyoma Autosomal dominant

Gorlin-Goltz syndrome (Nevus basal cell carcinoma syndrome) Multiple basal cell carcinomas; medulloblastoma Autosomal dominant; mutation in PTCH gene

Li-Fraumeni syndrome Bone, soft tissue sarcoma, breast Mutation of P53 tumor-suppressor gene, autosomal dominant

Retinoblastoma Sarcoma Autosomal recessive; Increased risk of secondary malignancy 10-20 yr later, mutation in RB tumor suppressor gene
Hemihypertrophy ? Beckwith syndrome Wilms tumor, hepatoblastoma, adrenal carcinoma WT1 gene. 25% develop tumor, most in first 5 yr of life

von Hippel-Landau disease Hemangioblastoma of the cerebellum and retina, pheochromocytoma, renal cancer Autosomal dominant, mutation of tumor-suppressor gene, VHL gene

Multiple endocrine neoplasia syndrome, type 1 (Wermer syndrome) Parathyroid, pancreatic islet, and pituitary tumors Autosomal dominant; mutation in PYGM tumor suppressor gene

Autosomal dominant; mutations in Cys rich regions of the RET gene activates this proto-oncogene; RET codes for a tyrosine kinase; monitor

Multiple endocrine neoplasia syndrome, type 2A (Sipple syndrome) Medullary carcinoma of the thyroid, hyperparathyroidism, pheochromocytoma it el valeiuns Besede

Multiple endocrine neoplasia type 2B (multiple mucosal neuroma  Mucosal neuroma, pheochromocytoma, medullary thyroid carcinoma, Marfan habitus;

syndrome) neuropathy Autosomal dominant; mutation in catalytic site (codon 883 or 914) activates proto-oncogene; RET codes for a tyrosine kinase

Familial adenomatous polyposis E::‘oartic':z:;tt‘tmramd carcinoma, duodenal and periampullar carcinomas; pediatric Autosomal dominant; mutation in APC gene
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64. Soru
64. Aşağıdaki inflamatuvar bozukluk ve kardiyak komplikasyon eşleştirmelerinden hangisi yanlıştır?
 İnflamatuvar bozukluk       Komplikasyon
A) Kawasaki hastalığı        Miyokardit

B) Sarkoidoz                      Biventriküler hipertrofi

C) Skleroderma                 Perikardit

D) Juvenil romatoid artrit   Perikardit

E) Lyme hastalığı              Miyokardit

Doğru cevap: C
Yanlış seçeneği bulunmayan bir soru. Nelson Textbook of Pediatrics'den tablodan hazırlanmış, ancak tabloda yazmasa da sonraki perikardit chapter'ında açık şekilde sklerodermanın perikardit yaptığı yazan, bu nedenle de iptali gereken soru. 

	[image: image5.jpg]Table 434-1 ETIOLOGY OF PERICARDIAL DISEASE

CONGENITAL

Absence (partial, complete)

Cysts

Mulibrey nanism (TRIM 37 gene mutation)

Camptodactyly-arthropathy-coxa vara-pericarditis syndrome (PRG4 gene
mutation)

INFECTIOUS

Viral (coxsackievirus B, Epstein-Barr virus, influenza, adenovirus, parvovirus)

Bacterial (Haemophilus influenzae, streptococcus, pneumococcus,
staphylococcus, meningococcus, mycoplasma, tularemia, listeria,
leptospirosis)

Immune complex (meningococcus, H. influenzae)

Tuberculosis

Fungal
Parasitic

NONINFECTIOUS

Systemic inflammatory diseases (acute rheumatic fever, juvenile rheumatoid
arthritis, systemic lupus erythematosus, mixed connective tissue disorders,
systemic sclerosis, Wegener granulomatosis)

Metabolic (uremia, hypothyroidism, Gaucher disease, very long chain acyl CoA
dehydrogenase deficiency)

Traumatic (surgical, catheter, nonmedical)

Lymphomas, leukemia, radiation therapy

Primary pericardial tumors
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	[image: image6.png]Table 416-3 CARDIAC MANIFESTATIONS OF SYSTEMIC DISEASES:

‘SYSTEMIC DISEASE ‘CARDIAC COMPLICATIONS

'SSTEMIC DIt

INFLAMIMATORY DISORDERS

NEUROMUSCULAR DISORDERS

FHypatension. myocardial dysfunction,
pericardial effusion, pulmonery
hypertension

Sepsis

Friedreich aiaxia
Duchenne dystrophy.
Tuberous sclerosis

Cardiomyopathy_ heariy

Juvenile theumatoid arhrts Pericardils, rarely myocardis

Cardiac rhabiomyong

Familal deafnass

Pericardits, Libman-Sacks endocardts,
coranary arteits, coronary
atherosclercsis (with steroids),
congenita heart block

Systemic lupus erythematosus

Occaslonally artythg
Pulmonic stenosis_p
coarctation of aorta

Episodic hypertonsin,

Neurofibromatosis

Riley-Day syndrome

hypotension

Seroderma Pulmonary hypertension, myocardil E
fivosi, cardiomyopathy Von Hippel-Lindau disease
Dermatomyosiis Cardomyopaty, ahyihias, reart | ENOOCRINE-METABOLIC DISORDERS
bock Graves disease
Rawesaki Giscase Coronary atery aneurysm and Hypotnyroigism
thrombosis, myocardel nfrcton,
myocardits, vawiar nsuffcency
Sarcodosis Granuloma, fiorosi, amyidosis, Pheochromocytoma Hypertension, myovardal e
Oiventicuar hypertrophy, arhythmias myocardial fosi,car
Lyme dsease Authythmias, myocardits Carcinoid Right-sided endocardl g
Loffer hypereosinophic syndrome | Endomyocardial disease HEMATOLOGIC DISORDERS.

INBORN ERRORS OF METABOLISM

Sickle cell anemia High-output heart faiure,

Refsum disease ‘Arthyihimia, sudden death

cardiomyopathy, puimoay

hypertension
High-output heart failure,

Thalassemia major

Hunter or Hurer syndrome. Valwlar insufficiency, heart failre,
hypertension
Fabry disease Witral insuffciency, coronary artery

disease with myocardial inarction

hemochromatosis
Cardiomyopathy.

Hemochromatosis (1° or 27)

Glycogen storage disease lla Pompe | Short P-R interval, cardiomegaly, heart

OTHERS

dissecting aortic aneurysm, mitral valve
prolapse

disease) ailure, ahythmizs ‘Appeite suppressant (fenfuramine and | Cardiac vahiiopathy, pamoety

Carting doficiency Heart faiure, cardiomyopathy dextenfluramine) Hypertension

Gaucher disgase Pericardits. Gockayne syndrome Atherosolerosis

Homocystinuria Coronary thrombosis Familial dwarfism and nev Cardiomyopal

Alkaptonuria “Aheroscleross, vavular Gscase. Jervell and Lange-Nielsen syndrome___| Prolonged QT intervel, suddend

Worguio-Ullich syndrome. ‘Aortc incompetence Kearns Sayre syndrome Heart bock

Scheie syndrome Aariic ncompetence LEOPARD syndrome (entginoses) Pulmonic stencsis, prolonged

CONNECTIVE TISSUE DISORDERS interval

Ateial celfcaton of fancy Calcinoss o coronary arteres, aoria__J T1o0ere Acceleraled atheroscleross

‘Martan syndiome T Osler-Weber-Rendu disease Arterovenaus fistula (g,
<2 mucous membrane)

Romano-Ward syndrome Prolonged -T interval, sudden

Congenital contractural arachnodacyly | Mitral insufficiency or prolapse

Weil-Marchesani syndromo Patent ductus areriosus

Enlers-Danlos syndrome Wital valve prolapse, diatated aortc

oot

Werner synirome Vascular sclerosis, cardomyopat

Osteogenesis imperfecta Aortc incompetence

Pseudoxanthoma elasticum Periphoral arteral disease

LEGPARD, malpleertigines, lectrcardiographic conducton abrormliies,ocular yperieorism, pulmonaiy stanosi, abnarmal gontal,vetarsaton of growth, scnsorteural deafiess.
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