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of a 13.5 years-old female born to Turkish consanguineous
parents with a novel missense mutation occurring outside
the DNAJ domain of the DNAJC21 gene. Whole-exome and
Sanger sequencing confirmation revealed a homozygous mis-
sense mutation in DNAJC21 gene c.463T>C, p.W155R which
was considered as pathogenic in in silico analyses. Initially,
this patient’s vague and atypical symptoms led to uncertainty
of the underlying diagnosis. Upon confirmation of the genetic
mutation, a number of functional studies such as diepoxibutane
test, proliferation test from peripheral blood mononuclear cells,
and cytokinesis-block micronucleus cytome assay performed
with the patient cells confirmed the likely diagnosis of an SDS-
like syndrome attributable to DNAJC21 dysfunction. Through
the analysis of this rare case, we illuminate the pleiotropic fea-
tures of this unique bone marrow failure syndrome and empha-
size the paramount role of genomic testing to discriminate a
range of closely related bone marrow failure disorders.
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Objective: Busulfan is a widely used alkylating drug for condi-
tioning of hematopoietic stem cell transplantation (HSCT).
Higher exposure of Bu is associated with toxicity and (sinusoi-
dal obstruction syndrome) SOS, whereas lower exposure is
associated with graft failure or relapse risk. Therapeutic drug
monitoring (TDM) has been recommended to overcome these
issues. We aimed in this study to compare HSCT outcomes in
children with and without TDM of Bu. Methodology: This ret-
rospective study conducted at our Transplantation Unit
between 2012 and 2021. Patients aged 0-18 y underwent HSCT
who received Bu-based conditioning and completed post-
transplant +100 days included in the study. Data were col-
lected including demographic information, primary diagno-
ses, conditioning regimen, graft-related data, dose of Bu, time
to neutrophil and platelet engraftment, presence of SOS,
acute or chronic GvHD, and clinical outcomes. SPSS 18.0 was
used for statistical analysis. Results: 172 patients (59 girls, 113
boys) with a median age of 4.70 years (IQR 2.41-10.01) were
enrolled in the study. TDM of Bu was performed in 126
patients. 32 patients (19%) developed moderate or severe SOS.
Incidence of SOS was significantly higher in the group without
TDM. A multivariable analysis showed that presence of acute
GVHD and 2 or more alkylating agents in conditioning

regimen were associated were SOS. HSCT related outcomes,
relapse, OS and EFS did not different between two groups.
Conclusion: To improve treatment outcomes of Bu, TDM and
dose adjustment, following the first dose, has highly recom-
mended regardless of the dosing guideline was used. We also
demonstrated the incidence of SOS decreased in patients
with TDM, but other HSCT related outcomes were not influ-
enced. Optimal cumulative Bu exposure canbalance between
efficacy and toxicity of HSCT in children.
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Objective: Polycythemia is a rare condition in which an
increase in erythrocyte mass is observed. It can be primary or
secondary. Primary polycythemia occurs as a result of con-
genital or acquired mutations that regulate erythroid devel-
opment. Although secondary polycythemia is mostly seen
secondary to hypoxia due to cardiac/pulmonary reasons, it
also develops as a result of congenital mutations. Globin gene
mutations that increase the affinity of hemoglobin for oxygen
are one of these rare causes. Materials and Methods: We pres-
ent a male case who was referred to us for polycythemia.
Results: A 15-year-old male patient with no known disease
was referred to us after his school screening revealed high
hemoglobin (18 g/dL). In complete blood count, other series
were normal (wbc 5.8 x 10%/uL neu 3.3 x 10%/uL plt 174 x 10%/
uL), bilirubins and liver functions were within normal limits.
On physical examination, conjunctiva and hands were ple-
toric, there was no hepatosplenomegaly, intermittent head-
aches were present, and neurological examination was
normal. The patient was examined for the etiology of polycy-
themia. Hyperchromic erythrocytes were found in peripheral
smear, no signs of hemolysis were observed. EPO level (8
mlU/ml) was in the normal range and JAK2 (V617F) mutation
was negative. The patient's cardiac and pulmonary functions
were within normal limits. Hemoglobin electrophoresis was
sent from the patient. HbA was determined as 59.2, HbA2 2.8,
Variant Hb 38. c.435G>T mutation was detected in the HBB
genetic analysis, and this was considered to be compatible
with Hemoglobin Andrew-Minneapolis. It was learned that
the patient's mother and her cousins had similar findings,
and some of them had undergone phlebotomy. Phlebotomy
was planned in the presence of the patient's hemoglobin
value > 18 g/dL and clinical findings. Phlebotomy was per-
formed 3 times, aspirin was not started because there was no


https://doi.org/10.1016/j.htct.2021.10.1086
https://doi.org/10.1016/j.htct.2021.10.1088

	ASPARAGINASE INDUCED SINUS VEIN THROMBOSIS IN AN ADULT YOUNG ALL PATIENT
	VENETOCLAX AZACITIDINE COMBINATION THERAPY IN FIRST-LINE TREATMENT OF ACUTE MYELOID LEUKEMIA PATIENTS: A SINGLE CENTER EXPERIENCE
	A REGISTRY-BASED, OBSERVATIONAL SAFETY STUDY OF INOTUZUMAB OZOGAMICIN (INO) IN PATIENTS WITH B-CELL PRECURSOR ACUTE LYMPHOBLASTIC LEUKEMIA (ALL) PROCEEDING TO HEMATOPOIETIC STEM CELL TRANSPLANT (HSCT)
	ANTI-CD52 TREATMENT EXPERIENCE IN A T-CELL PROLYMPHOCYTIC LEUKEMIA PATIENT:CASE REPORT
	RETROSPECTIVE EVALUATION OF PATIENTS WITH ACUTE MYELOID LEUKEMIA RECEIVING VENATOCLAX-BASED TREATMENT
	BONE MARROW NECROSIS IN ACUTE LYMPHOBLASTIC LEUKEMIA: A CASE REPORT
	NEXT GENERATION SEQUENCING PRACTICES IN HEMATOLOGY: A RECENT EXPERIENCE OF A SINGLE CENTER
	INAPPROPRIATE ADH SYNDROME OCCURING DURING B-ALL TREATMENT
	T-ACUTE MYELOID LEUKEMIA CASE THOUGHT TO BE ASSOCIATED WITH RADIOIODINE (I&sup1;&sup3;&sup1;) TREATMENT
	FLT3-ITD POSITIVITY IN AML; CASE SERIES
	EXPERIENCE OF GLASDEGIB IN PATIENTS WITH ELDERLY ACUTE MYELOID LEUKEMIA
	SYNTHETIC BIOLOGY MEETS PRECISION MEDICINE: DRUG REPURPOSING FOR BLOOD CANCER PRECISION MEDICINE
	AVASCULAR NECROSIS IN CHRONIC MYELOID LEUKEMIA: A REVIEW OF PATHOPHYSIOLOGY, PATIENTS´ CHARACTERISTICS, AND CLINICAL OUTCOMES
	SECONDARY CHRONIC MYELOID LEUKEMIA FOLLOWING RADIOACTIVE IODINE (I131)
	CONCOMITANT LATENT POLYCYTHEMIA VERA AND MGUS.
	THE OUTCOME OF FATHERHOOD IN PATIENTS WITH PHILADELPHIA NEGATIVE MYELOPROLIFERATIVE NEOPLASMS, A SINGLE INSTITUTION EXPERIENCE
	CONCOMITANT JAK2 AND BCR-ABL1 IN PATIENTS WITH CHRONIC MYELOID LEUKEMIA CLINICAL IMPACT AND RESPONSE TO THERAPY: A SYSTEMATIC REVIEW
	DOUBLE HETEROZYGOTIC FV DEFECT WITH HETEROZYGOTIC FV LEIDEN MUTATION AND FV DEFICIENCY IN THROMBOSIS
	BLEEDING MANAGEMENT DURING DELIVERY AND POSTPARTUM PERIOD IN GLANZMANN THROMBASTHENIA: EXPERIENCES FROM TWO CASES
	CASE REPORT OF MARGINAL ZONE LYMPHOMA DETECTED WHILE INVESTIGATING ETIOLOGY FOR HEMOSTASIS DISORDER
	ACQUIRED FACTOR XIII DEFICIENCY WITH RUNX1 MUTATION, A REPORT OF TWO CASES TREATED WITH FACTOR XIII CONCENTRATE
	A CASE OF MULTI REGIONAL PRIMARY MUSCLE LYMPHOMA
	A RARE CASE: POSTTRANSPLANT NK/T CELL LYMPHOMA
	A VERY RARE CAUSE OF DIARRHEA IN A CHEMOTHERAPY-INDUCED NEUTROPENIC PATIENT: PELLAGRA
	CAVITARY PRIMARY PULMONARY LYMPHOPLASMOCYTIC LYMPHOMA COMPLICATING HENOCH-SCHÖNLEIN PURPURA
	ANTICARDIOLIPINIC ANTIBODIES IN NON-HODGKIN LYMPHOMA
	A CASE OF STAGE 1E DIFFUSE LARGE B-CELL LYMPHOMA PRESENTED WITH KNEE INVOLVEMENT
	THE EFFECT OF COMORBIDITY AND BODY MASS INDEX ON SURVIVAL IN PATIENTS WITH MARGINAL ZONE LYMPHOMA
	CASE REPORT: FOLLICULAR LYMPHOMA PRESENTED WITH CHYLOTHORAX
	LENALIDOMIDE ASSOCIATED lMMUNE THROMBOCYTOPENIA: A CASE REPORT
	CLINICAL PARAMETERS OF MULTIPLE MYELOMA PROGRESSION IN RESIDENTS OF THE GOMEL REGION OF BELARUS
	THE EFFECT OF BISPHOSPHONATE USE ON TREATMENT RESPONSE AND OVERALL SURVIVAL IN MULTIPLE MYELOMA PATIENTS
	INSIGHTS INTO DIAGNOSIS AND MANAGEMENT OF ADVANCED MULTIPLE MYELOMA
	CASE REPORT: COEXISTENCE OF CELIAC DISEASE AND MULTIPLE MYELOMA
	A RARE AND COMPLEX CAUSE OF IMPOTENCE POEMS SYNDROME
	IMMUNE THROMBOCYTOPENIA RELAPSE POST COVID-19 VACCINE IN YOUNG MALE PATIENT
	INTEGRATED EFFICACY RESULTS FROM THE PHASE 2 AND PHASE 3 STUDIES WITH CAPLACIZUMAB IN PATIENTS WITH ACQUIRED THROMBOTIC THROMBOCYTOPENIC PURPURA
	EPIDEMIOLOGY, TREATMENT PATTERNS, AND CLINICAL OUTCOMES AMONG PATIENTS WITH ACQUIRED THROMBOTIC THROMBOCYTOPENIC PURPURA (ATTP) IN THE UNITED STATES: AN ELECTRONIC HEALTH RECORDS ANALYSIS
	THE ROLE OF SUBPOPULATIONS OF MOBILIZED PERIPHERAL HEMATOPOIETIC STEM CELLS IN THE RESTORATION OF HEMATOPOIESIS DURING HIGH-DOSE CHEMOTHERAPY IN CANCER PATIENTS
	HEMATOLOGICAL FINDINGS IN COVID-19 AND INSIGHTS TO STEM CELL THERAPY
	OUTCOMES OF ALLOGENEIC SC TRANSPLANT IN HEMATOLOGICAL MALIGNANCY PATIENTS USING BUSULFAN 3 (9.6 MG/KG) BASED CONDITIONING REGIMEN
	A CASE OF REFRACTORY IMMUNE THROMBOCYTOPENIA APPLIED WITH AUTOLOGOUS HEMATOPOETIC STEM CELL TRANSPLANTATION
	INVESTIGATION OF DRUG-DRUG INTERACTIONS INVOLVING ANTI-INFECTIVE DRUGS IN PATIENTS UNDERWENT HEMATOPOIETIC STEM CELL TRANSPLANTATION
	EVALUATION OF COMMON INTERACTIONS INCLUDING ANTI-INFECTIVE DRUGS IN PATIENTS UNDERWENT AUTOLOGOUS AND ALLOGENEIC STEM CELL TRANSPLANTATION
	THERAPEUTIC PLASMA EXCHANGE IN PATIENTS WITH NEUROLOGICAL DISEASES: A 9-YEAR, SINGLE-CENTER EXPERIENCE
	DOES BLOOD TYPE HAVE AN EFFECT ON THE COURSE OF COVID-19?
	RECURRENT AUTOIMMUNE HEMOLYTIC ANEMIA AFTER MRNA COVID-19 VACCINE (PFIZER-BIONTECH)
	EXTRAMEDULLARY HEMATOPOIESIS IN PATIENTS WITH TRANSFUSION DEPENDENT β-THALASSEMIA (TDT): A SYSTEMATIC REVIEW
	LATE DIAGNOSIS OF CONGENITAL METHEMOGLOBINEMIA IN A 33-YEAR-OLD CYANOTIC PATIENT, CASE REPORT AND REVIEW OF LITERATURE
	A RARE ASSOCIATION IN A CASE WITH HEREDITARY SPHEROCYTOSIS: SPECTRIN BETA (SPTB) AND JAK-2 MUTATION
	RETROSPECTIVE EVALUATION OF PATIENTS WITH LANGERHANS CELL HISTIOCYTOSIS FOLLOWED IN OUR CLINIC
	PILOMATRIX CARCINOMA WAS BEYOND ANY EXPECTATIONS: A CASE REPORT OF CARCINOMA CLINICIAN SHOULD BE AWARE OF IT
	WHAT HAVE WE EXPERIENCED WITH COVID-19 IN PATIENTS WITH HEMATOLOGICAL DISORDERS?
	A RARE CAUSE OF ANEMIA IN ADULTHOOD CONGENITAL DYSERYTHROPETIC ANEMIA
	HEMATOLOGIC REFERENCE VALUES FOR HEALTHY ADULT SAUDIS
	A CASE REPORT WITH SEVERE CONGENITAL FACTOR XIII DEFICIENCY AND AN UNCOMPLICATED PREGNANCY AND BIRTH PROCESS
	EVALUATION OF THE FREQUENCY OF ARTERIAL AND VENOUS THROMBOSIS AND PREDISPOSING FACTORS IN PATIENTS USING ELTROMBOPAG
	ETIOLOGY, TREATMENT AND FOLLOW-UP OF THROMBOSIS IN CHILDREN, ONE CENTER PROSPECTIVE TRIAL
	THE EVALUATION OF HEALTHY CHILDREN WITH INCIDENTAL PROLONGATION OF PROTHROMBIN OR ACTIVATED PARTIAL THROMBOPLASTIN TESTS
	CHILDHOOD IMMUNE THROMBOCYTOPENIA: A MULTICENTER QUESTIONNAIRE STUDY
	THE CLINICAL PICTURE AND LABORATORY WORK-UP OF GLANZMANN THROMBASTHENIA
	THE USE OF ROMIPLOSTIM IN AN INFANT
	ESSENTIAL THROMBOCYTOSIS IN CHILDREN
	GARDNER DIAMOND SYNDROME: A CASE REPORT
	MYELOPEROXIDASE DEFICIENCY: SINGLE CENTER EXPERIENCE
	CHARACTERISTICS AND OUTCOME OF T(8;21)-POSITIVE CHILDHOOD ACUTE MYELOID LEUKEMIA: A SINGLE INSTITUTION'S EXPERIENCE
	BK-VIRUS ASSOCIATED HAEMORRHAGIC CYSTITIS CONCOMITANT WITH CHEMOTHERAPY IN AN ADOLESCENT GIRL WITH ACUTE LYMPHOBLASTIC LEUKEMIA
	A CASE OF METHOTREXATE-INDUCED PHOTOSENTIVITY REACTION
	UNUSUAL METABOLIC COMPLICATIONS OF CHILDHOOD ACUTE LYMPHOBLASTIC LEUKEMIA: HYPERCALCEMIA, HYPERAMONEMIA, LACTIC ASIDOSIS
	CENTRAL HYPOTHROIDISM DUE TO ACUTE LYMPHOBLASTIC LEUKEMIA WITH CENTRAL NERVOUS SYSTEM INFILTRATION
	BONE AS A SITE OF EXTRAMEDULLARY DISEASE IN ACUTE LYMPHOBLASTIC LEUKEMIA
	A CHALLENGE IN PEDIATRIC ACUTE LEUKEMIA TREATMENT: UNEXPECTED, PROLONGED CYTOPENIA. IS IT BE CALLLED `INCOMPLETE HLH´?
	EVALUATION OF VACCINATION RESPONSE IN CHILDREN AFTER TREATMENT FOR ACUTE LEUKEMIA
	PONATINIB EXPERIENCE IN A PEDIATRIC CHRONIC MYELOID LEUKEMIA PATIENT
	INVESTIGATION OF SALIVARY miR-9, miR-34a ve miR-196a LEVELS IN FANCONI ANEMIA AND ORAL SQUAMOUS CELL CARCINOMA PATIENTS
	A NOVEL MISSENSE MUTATION OUTSIDE DNAJ DOMAIN OF DNAJC21 IS ASSOCIATED WITH SHWACHMAN-DIAMOND SYNDROME
	THE ROLE OF THERAPEUTIC DRUG MONITORING OF INTRAVENOUS BUSULFAN FOR PREVENTION OF SINUSOIDAL OBSTRUCTION SYNDROME IN CHILDREN
	A CASE OF POLYCYTHEMIA DIAGNOSED AS HEMOGLOBIN ANDREW-MINNEAPOLIS
	THE SMALLEST PRIMARY BONE LYMPHOMA
	MRI FINDINGS OF BONE MARROW AT THE BEGINNING OF LEUKEMIA
	THREE CASES WITH BURKITT LYMPHOMA PRESENTING WITH CHOLESTASIS
	HIGH GRADE GLIOMA OF CENTRAL NERVOUS SYSTEM: SINGLE CENTER TREATMENT EXPERIENCE
	ONC 201 PRACTICE IN DIFFUSE MIDLINE GLIOMA (H3K27M MUTANT)
	PARATESTICULAR INVOLVEMENT IN NEUROBLASTOMA
	PRIMARY EWING'S SARCOMA OF SPHENOID BONE EXTENDING TO BRAINSTEM; AN ORDINARY TUMOUR AT AN EXTRAORDINARY LOCATION AND INVOLVEMENT
	ACTINOMYCES ODONTOLYTICUS: A RARE CAUSE OF PEDIATRIC FEBRILE NEUTROPENIA
	WITHDRAWN: THE EFFECT OF NIVOLUMAB IN PEDIATRIC MALIGNANT TUMORS: A SINGLE CENTER EXPERIENCE WITH EIGHT PATIENTS
	A CASE DIAGNOSED WITH FOUR DIFFERENT TUMORS

