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Abstract

Mitochondrial trifunctional protein (TFP) deficiency is a fatty acid metabolism disorder that is targeted
in neonatal tandem mass screening. When an infant has a TFP deficiency, the mother may also have severe
liver dysfunction (e.g., HELLP syndrome or acute fatty liver of pregnancy). Although early detection can be
preventive, severe cases manifest in neonates in the form of serious cardiomyopathy, and there is an increased
risk of death. We treated a neonate who developed acute heart failure at the age of 2 days. According to blood
test results during hospitalization, her mother exhibited liver function impairment. The results of tandem
mass screening after birth suspected TFP deficiency, and subsequent genetic testing of the parents and infant
resulted in a definitive diagnosis. The infant’s cardiac function rapidly declined, and treatment resulted in little
improvement. She passed away at the age of 44 days. Genetic evaluation indicated that the infant had a mutation
in HADHA [¢.361C>T (p.0121%), IVS16+2T>G], which encodes TFP. Moreover, both the parents were carriers
of this gene. Thus, if an infant delivered by a mother with severe liver function impairment exhibits acute heart
failure, it is important to immediately perform tandem mass screening to determine the possibility of a TFP
deficiency.
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pH 7.303 TP 6.5 g/dL Na 144  mmol/L
PCO, 35.9 mmHg Alb 40 g/dL K 4.7  mmol/L
PO, 78.7 mmHg T-hil 29 mg/dL Cl 107  mmol/L
HCO; 17.8 mmol/L  |AST 41 IU/L Ca 11.5 mg/dL
BE 7.9 mmol/L  |ALT <10 IU/L P 44  mg/dL
<% > LDH 578 1U/L Mg 2.3 mg/dL
WBC 18,800  /uL CK 775 1U/L Glu 37  mg/dL
RBC 447 x 10" /uL BUN 17 mg/dL Lac 48 mg/dL
Hb 17.0 g/dL Cr 1.3 mg/dL CRP 0.0 mg/dL
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< BYAR ML A > <AAbEE>

pH 7.210 TP 49 g/dL Na 133  mmol/L

PCO, 21.8 mmHg Alb 30 g/dL K 59  mmol/L

PO, 977 mmHg |Thil 46 mg/dL Cl 101  mmol/L

HCO; 87  mmol/L |AST 104 IU/L P 99 mg/dL

BE 174 mmol/L [ ALT 16  IU/L Glu 165 mg/dL

<> LDH 1,105 IU/L Lac 71 mg/dL

WBC 6,700  /uL CK 7117 IU/L CRP 00 mg/dL

RBC 404 x 10" /uL BUN 21 mg/dL

Hb 15.6 g/dL Cr 1.2 mg/dL

Plt 17.2 x 10" /uL
RMAELRA, FRASORS 2B L2, HE11IC £3 TULHLZFLRRER
A7) == TORERMESRDH Y (K3), TVIVHN JSE Cutoff ffi
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JARE R 2SR LR 4 [ZEAL L7272 Hilg 14 ([l o C10 0.06 =040
Walezehl - FLF—Y&MEIT L. S5, 7 b oA C8/C10 0.65 = 1.00
FCXpOMEEOYEZAME LTHER19 XY 3- & Cl41 0.42 =040
Ko g Nk % 80mg/kg/day THi4h L, 430mg/ Cla1/C2 0065 = 0013
ke/day % THIRI L 72, 208 L FI ORISR b €16 202 =300
b b FWAR R % # 0 E L7720, Hi26 & Y R cleoH 0957 =00
MRS L — S RBIAL. LAl BKIER £ A o o
LA CELL, BB CHIERRE 32 & OO 0882 =009

€0/ (C16+C18) 6.95 = 100.00
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