iE B

I HARALEE 14 %5, 175 CFIK 29 4F)29-34 B
Acta Medica Hachinohe.Vol. 14, No.1 (2017) 29-34.

MDS-RA # il z etk iias del (13q) OFR LML ZE K-
SEVEMEAZ Mt R IRAE (PNH) o —

ek TBY, @ wY sk Mk

AF KRR e

Paroxysmal nocturnal hemoglobinuria (PNH) with accumulating and

disappointing chromosomal abnormality, del (13q) , in MDS-RA: A case report.
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Summary

A rare case of paroxysmal nocturnal hemoglobinuria
(PNH) with accumulation and disappointing of
abnormal karyotype, del (13q), in MDS-RA is herein
reported.

In 2005, a 58-years-old male presented with short of
breath. Laboratory data showed severe anemia and an
increased lactate dehydrogenase (LDH). He was
diagnosed with myelodysplastic syndrome, refractory
anemia (MDS-RA). Conventional cytogenetic analysis
showed 46,XY[20]. He received monthly blood
transfusions and vitamin K was administered for about
1 year. Anemia was ameliorated, but elevated LDH
level was still high. In 2006, karyotype analysis of bone
marrow cells revealed 46,XY,del (13) (q12ql4) [20]. In
2013, anemia became worse and LDH level elevated.

MDS-RA was confirmed by the examination on bone
marrow aspiration samples. Karyotype analysis of bone
marrow cells revealed 46,XY.del (13)(ql2q22)
[71/46,XY.del (13) (ql2ql4) [3]1/47.XY,+19[2]/46,XY[8].
In 2016, hemolysis was suggested through a blood
examination. Examination on the red blood cell surface
protein revealed deficiency of the anchor
protein “CD55, CD59". A diagnosis of PNH was made.
It was confirmed that karyotype was 46,XY[20].
Eculizumab was administered, and hemolysis was
markedly improved.

The chromosomal changes in karyotype analysis
implies that, at least, del (13q) is not required on
construction of PNH.
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[X] 1 : (a) Bone marrow smear in 2013 showing megaloblastic changes in erythroid cells.
Karyotype analysis showed 46,XY del(13)(q12q22)[7]1/46, XY del(13)(q12q14)[3]/47 XY ,+19[2]/46, X Y[8]
(b) “Unremarkable” dysplastic erythroid cells are showed on bone marrow smear in 2016,when hemolytic
anemia became worse. Karyotype analysis showed 46,XY[20].
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2 ' Changes overtime on Hb, Ret and LDH level.
Hemolytic anemia became worse and reticulocytes in peripheral blood increased in number. Arrows show
the time of the first administration of Eculizumab. Eculizumab was intravenously administered, weekly in
1-4 cycles (400mg/body) and biweekly after 4 cycles (900mg/body)
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2013/ april

2016/september

Complete Blood Count

WBC 3.6x10%/
Ne 60.40%
Ly 23.30%
Mo 10.70%
Eos 5.00%
Ba 0.30%

RBC 346 x10*/ i1

Hb 9.4 g/dl

Hct 29.70%

PLT 12.0%10%/ |

Ret 12.18%10%/ 1

Serum biochemistry

Alb 4.5 g/dl
T-bil 2.1 mg/dl
BUN 11.1 mg/dl
Cr 1.15 mg/dl
AST 59 U/I
ALT 23 U/1
LDH 821 U/I
¥ GTP 17 U/
CRP 0.14 mg/dl
Na 142 mEg/|
K 4.1 mEqg/I
Cl 105 mEg/|

Serological test

Complete Blood Count

NFNyney T—5EL
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1 : Laboratory data

WBC 41x10%/ pl
Ne 68.50%
Ly 18.00%
Mo 7.00%
Eos 6.50%
Ba 0.00%

RBC 311x10%/ il

Hb 10.5 g/dl

Hct 33.40%

PLT 15.5x10%/ 1

Ret 30.1x10% il

Serum biochemisry
Alb 5.1 g/dl
T—bil 4.7 mg/dl
BUN 14.9 mg/dl
Cr 1.24 mg/dl
AST 171 U/I
ALT 38 U/I
LDH 2628 U/I
Y GTP 23 U/1
CRP 0.61 mg/dl
Na 141 mEq/I
K 4.2 mEq/|
Cl 105 mEqg/I
Serological test
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2005/10/4 | 46,XY[20]
2006/10/24 | 46,XY,del(13)(q12q14)[20]
46,XY,del(13)(q12q22)[7]/
2013/4/16
46,XY,del(13)(q12q14)[31/47,XY,+19[2]/46, XY[8]
2016/9/20 | 46,XY[20]

3% 2 : Changes of karyotypes overtime.

X

1) Gull WW:A case of intermittent haematuria, with 8)

remarks. Guy s Hosp Rep 12 :381-392,1866.

2) Parker C, Omine M, Richards S, et al: Diagnosis
and management of paroxysmal nocturnal
hemoglobinuria. Blood.2005;106:3699-709.

3) Parker CJ, Ware RE: Paroxysmal nocturnal
hemoglobinuriain Greer JP, Foerster ], Lukens JN,
et al(ads): Wintrobe’
Hematology”™ ,11th ed, vol |, Lippincott Williams &
Wilkins, Philadelphia, 2004, pp 1203-1221.

4) Ham TH: Chronic hemolytic anemia with

s Clinical

paroxysmal nocturnal hemoglobinuria. Study of the
mechanism of hemolysis in relation to acid-base
equilibrium. N Engl ] Med 217:915-917,1937.

5) Bessler M, Mason P, Hillmen P, et al.. Somatic
mutations and cellular selection in paroxysmal
nocturnal haemoglobinuria. Lancet 343:951-
953,1994.

6) Endo M, Ware RE, Vreeke TM, et al: Molecular
basis of the heterogeneity of expression of
glycosylphosphatidylinositol anchored proteins in
paroxysmal nocturnal hemoglobinuria. Blood
87:2546-2557,1996.

7 ) Nishimura J, Inoue N, Wada H, et al: A patient
with paroxysmal nocturnal hemoglobinuria bearing
four independent PIG-A mutant clones. Blood
89:8470-3476,1997.

9)

10

Nl

11)

12)

Dacie JV, Lewis SM: Paroxysmal nocturnal
haemoglobinuria: Variation in clinical severity and
association with bone marrow hypoplasia.Br J
Haematol 7 :442-457,1961.

Lewis SM, Cacie JV: The aplastic anaemia-
paroxysmal nocturnal haemoglobinuria syndrome
Br J Haematol 13:236-251,1967.

Nelson MG, Bruce JH: Paroxysmal nocturnal
hemoglobinuria with the development of aplastic
anemia. Blood 8:664-670,1953.

SRR AT 7 0 € v REE (PNH) O ki
LBIROBIIT A FUETER D 7207 —F v 7
TN =T L BRI ANE 7 U E VRIEBIEO SR
AN SR 28 LTI - 2017

Parkr C, Omine M, Richards S, et al. Diagnosis and
management of paroxysmal nocturnal
hemoglobinuria. Blood 2005;106:3699-3709.

13) Kim H, Mina Hur, Hee-Won Moon, et al.:

14)

Paroxysmal Nocturnal Hemoglobinuria with
Deletion of Chromosome 13q(ql2ql4): a Case
Report and Review of the Literature. Annals of
Clinical and Laboratory science 42(3):313-317,2012.
Krawitz PM, Britta Hochsmann, Yoshiko M, et al.:
A case of paroxysmal nocturnal hemoglobinuria
caused by a germline mutation and a somatic
mutation in PIGT. Blood.2013:122:1312-5.



	表紙
	表紙うら
	八戸赤十字病院紀要_vol14.pdf

