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AN INFANT WITH PARTIAL MYELOPEROXIDASE DEFICIENCY
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Abstract : We encountered an infant with partial myeloperoxidase deficiency detected
with an automatic peripheral blood analyzer, Technicon H series.

A male neonate was admitted to our Neonatal Intensive Care Unit due to respiratory
disturbance and low birth weight. An automatic peripheral blood analyzer, Technicon H,
showed partial myeloperoxidase deficiency, and blood findings were abnormal. However,
there were no apparent infectious diseases during hospitalization. Genomic analyses of
the MPO coding region of the patient and his family showed normal expression of MPO
mRNA, and there was no mutation of MPO c¢DNA detected by the direct sequence
analysis.

It was determined that MPO mRNA of the patient and family members were
transcribed normally.

These findings suggest that manifestation of partial MPO deficiency in this patient

was caused by some mechanisms other than the mutation of the MPO coding region.
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Myeloperoxidase MPO) X, #fF FEk B & (WH K D
azurophilic granule (—XRER) W CHFALT BT 1 v
V- LMEEO 1 DT, IHRROBRERITUEERATEE
LfREl B LCw A0, MPO RIBEIX, MPO {GMEA
B B VIR L TWABERT, 4, Peroxidase 4
Bz 7 B MRS OB Rt - T, BRER
5 ED% D, Aok 41, Technicon H ¥ 1) — X2
£ BB ARSI AT TR R & L7 MPO H55 KHRIE
D1FERIZERL -0 THET 5.
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TEURSTIRNE © TR 33 5%, 2KEEER. AG31:B6 H, W
EHREO/OEIREL ) ZESBRBEESNARE L5,
tocolysis (2% < A UG CHAEL 7 5. HAER
5 1678g, Apgar scorel %M 6 /5, 5 2 9 B, KRR

il

WERTH - 12720 [ERHFE D) ZNICU Atk 25,

ABERSIE | & 42.2cm, FEAZ 30.4cm. AR 38.3C.

L1175 ] 4, Wk %% 30 Al 43, LU 75 32mmHg

EHIRRE B, RE  BRIER. WECRRICF T/ —F
L. BEED REMEREZ L. BEES ; IE%. WS Masp
1%, FREMRD Y. WS, OMEEe L. EES B
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ABERRDFEE | ABERARAFT R % F£ITRT (Tablel). A

e IRE oD B X AR A CHER IR IR IS 2 % B3O I 55 38 4
BEEELZW. 20720, EHICALY—772 %k
ARG L SAPIIRRIE T AR IR E L. B
L, INIH. BE2ICRET S, EIPREEITH
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%3, Technicon H ') — X BB KRS I HT2EE 12 &
B AAY MM EARA T, HAEREL D MP OEBS /KB TRTG
ENTWH (Fig. 1, Fig. 2), ABRGETIREE %R
W23 % BRARRER R MR A R E BT RILERo e o 72, &
72, ANBEAIZHEAT U720 R akigfet A Clt, IFhEkE R
€ 70.1%, BFHRERRXHRE 90.3%, MP O1&MH: 10%TH -
7o, Fh, KBCA VI r—nFartey s %2E87044%,
BB & O R o KA LM fEAR 7R % §61T L7225, MP O
RIBERBD SN Lo/ (Fig. 3). T/, XBIZEED
TR VT % T o 7RI, MPO RIBEE B L UFDR
JED MPO #1518 O BT % FifT L7z,

AT L, BRI % S BEf:, Total RNA 248k L,
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REF, FREOHEEKE SO RNA 25 £ 5 L7z MPO
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Table 1. Laboratory data on admission

Peripheral blood Immunology
RBC 324  x10%/uL CRP 0 mg/dL
Hb. 131 g/dL
Ht. 395 % Blood chemistry
Plt. 141 x 10*/pyL  T-Bil 18 mg/dL
WBC 7000 /ulL D-Bil. 03 mg/dL
Stab. 2 AST 16 IU/L
Seg. 54 ALT 4 IU/L
Eos. 0 LDH 217 IU/L
Bas. 0 CK 211 IU/L
Lym. 39 ALP 467 IU/L
Mon. 5 BS 105 mg/dL
A-Lym. 0 T.P. 3 g/dL
Ret. 72 % Alb 2.1 g/dL
BUN 54 mg/dL
Blood gas analysis Cr. 05 mg/dL
pH 7.329 Na 138 mEqg/L
PCO, 403 mmHg K 38 mEqg/L
PO, 454 mmHg Cl 106 mEq/L
HCO, 20.7 mM/L Ca 9 mg/dL.
BE -48 mM/L IP 3.7 mg/d

PIP/PEEP=18/4cmH,0, Fi0,=0.28
Ti=0.6sec. RR=30/min.

Patient Normal control
| FEROH |

FEROH |

Buiisyess

Peroxidase Activity

Fig. 1. Perox cytogram of the patient .
(D Noise @ Nucleated Red Blood Cells (3 Platelet Clumps @) Lymphocytes and Basophiles
(® Large Unstained Cells (6) Monocytes (7) Neutrophils ® Eosinophils
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Fig. 2. Myeloperoxidase stain

(D patient @ normal control
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Fig. 3. The familial pedigree by perox cytograms

c DNA BIEFICHRE SN, RT7I54 ARFIZLILEE
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5 MPO m RNA B ER S EOREICB W CIEFIZER
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L2520 TELL, MOFERICE ) MPO DR T
LERTWHLDEFERSNE
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Ex.
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L
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CrPatM F 8182 CrpPat M F S182 CrPatMF 82 82

R1 R2

R3

CrPat M F S1 82 CrPat M F $1 82

CrPat M F 81 82

Not done

R4

RS

Ré

Fig. 4. Detection of m RNA using reverse transcription PCR
Cr : Control, Pat : Patient, M : Mother, F: Father, S1 : Sister1, S2: Sister2

FBIEME X2 & RIBTE7000 A2 1A, WA KRBT
17,000 A1 A& E3NRTw32, MPO RIBREIE, %M
HHEMEELEA % & 5K GEiEH) &, AML, CML,
B RERUHEE ° MDS 72 SIZHR T A B RME(2 ki) 1ok
WE3Nb. BRI, HAERIIZEDON-ZE, 20
BROBBBHBIIBTYH, FFORET AL T2
HOHNTWLI LX), BREMPO REFEEEZL SR
7z.

MPO KU P ERIZESRE, EERE, A—/X—F %4
4N, HO: BEAERRIZ B3 2 WV AS, B ASIE ¥ 1F
BKICHARBE 1~ 3FHELT 59 HERGITY, iFhik
FARE L IR REICRE IR0, AP RE
HINET, HREREEIZDOON G o7, ThiL, i
DR BEERED MPO REERELTWEdDEEZ LR
TwaY, Lo l, EREERMECRBRBEROETE2RT
EWHNO, EEPLETHE.

MPO KAEFE DB WL, KA 1 EHRIEAR D MPO Heta T
B IRV, HEVIZEEDSTHNI LICL 2.
—7i, Technicon H > 1) — X D EE)RMY MM 1, B
m ¥ 4 #H % W M T O Peroxidase ¥& f &
Flow-Cytometry % Fi\»T4T o TH 1, MPO RIBJE &
Peroxidase [EE DT 5 BB W ASTTiETH 52,

MPO E15F i, 17923. LI E L, E X 5% 14kb
T, 120D exon 225 7% A7, EEVEMPO RIBIEL, ¥
FOAEUEERIEERE 2T 225 fEFIC L > TMPO

EHPEERIBE R THACIZIFEE 2 RIGLH Y, #
DEBRIEZRE L RT I EFMbNTWBY, F 77
MPO ® mRNA O #8752 % translation DR THE
EHOREEINDHED H A2, HEHIZ, MPO mRNA
&7/ L DNA ORBETEEMAFBEO LN o722
EED, MPO I— FHEBOERICEIBHDTIEL L,
MPO O translation D BH %&b, MBOEEIZ LY
MPO OREBSHTONTWwBE D EEZ NnT-,
¥
BEGIE, LEOWMEBICL D ERICER I NS
T, RAWNREFNIFED % h -7z, 72, MPO mRNA
&7/ LDNA DBRFEL D, REFHEAISEZD SN H o
ol ek, REEICBITA MPO RIEIZMPO 22— F

EOERIZIDZDDTIE R L, MOERFIIZ X Y MPO
DEBIHTOENTVwBELDEEZ LT,
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