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A Case of Neonatal Cerebral Infarction associated with Mutation in
homozygous MTHFR C677T Gene

JiYe Ahn, M.D., Min Seon Choi, M.D., Jae Hee Lee, M.D., and Sang Kee Park, M.D.

Department of Pediatrics, School of Medicine, Chosun University, Gwangju, Korea

C677T mutation in the gene encoding 5,10-methylenetetrahydrofolate reductase (MTHFR) predisposes to

hyperhomocysteinemia in vivo and is known to be one of the causes of perinatal ischemic stroke. As MTHFR

plays a role in the metabolism of homocysteine, C677T mutation may account for reduced enzymatic activity

resulting in hyperhomocysteinemia. This may be prevented by introducing activity-enhancing coenzymes

such as folic acid, vitamin By, and B,,. Though C677T mutation is known as a significant risk factor for cerebral

infarction, reported cases of cerebral infarction among affected neonates are scarce. This report describes a

case of a neonate homozygous for C677T mutation who had a perinatal ischemic stroke, born in a mother

whose folic acid and nutritional consumption had been reduced during pregnancy.
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#4971 A ekokrh WAL A] % S,
AT 398 FAPE dAlS bl e AEs FARE Y 57U 9 0EE SFYeA 1% dotE e st
sholth b AE AT 395 4 EAAF 274 kg2 2| gle

B} ol ghE A2 efofkar, Euk FA] of 27} Ao} H A M) Q1S du At HALS Alet P
9= 1ol 107, 5itell 103 o3tk A, FrkEol = QAL g5 s A EA A, & 7ir] Qe H
7hEEe) A 58 HAds 2 o Sa1 Aol tst i A, FFA &3904} factor V Leiden, L2 EFWI
ZE A9l dvkel A2 2-0-0-2 oM, 7] % G20210A fr8AbE S40193, Af4d, & C9} S, &
o oh, SR R, A 1Y H B AT 227 BT goiglon, ol 14dA el ke d
B gl o dylo] Asl 941 717 vl abs 23 % TEAZEHR FEE 8.76 pmol/LE 4432 Btk
3t S AFHE & kA Zapolch MTHFR 74} 22kl M C677T 554 EA Eddo)7}
A GA Wukg 1203]/42, S5 473)/2, AL el Holtt sate] FRE gdo w2 Algel §-34 HA
36.9C, @t 73/43 mmHg ©131oH, A5 2.74 kg (5-10 o Al ohil-= MTHER C677CT o935l wo], drke=
W21, A1 45.8 cm (5—10 W99, HEl =4 33.5 S} 2 MTHFR C677T 588 &dANel7t &
cm (10-25 #2959 oItk AA| Al A Eol A ¢l JAFoH AT F 4494 ARG Aute] A S RAIA

Qom, A Aol A & A%, BE AL S W Hl %= 9.97 #mol/L Tk
ARz 2olgith do Akl A A 18.7 g/dL, NE 319l o] % ZAHel that 28 7 ¥ wenpn|es Folald
T 8,130/pL, 43 226,000/¢L01% 1L, Na* 137 mEq/ 3L 0)F A A glon, & 717 A8k 2 Ak o]
L, K 5.7 mEq/L, 8% 2 139.7 mg/dL, & 24 8.73 mg/ TS EEA da 2 R o] B apolvk He
dL, ©138} 247 4.32 mg/dL, 91 7.0 mg/dLE 8/ HSIA & ofo] gl mA|efA kS At on, gl
om Aset AR C kg Tl e Aol glek FOhS Qal Aol Ak W vIERY B8 4% TS T
Gkl uw ol AL, WA HAL F - AR AR 6] & A Aaoict Hd 17 H% S AR A glom A

Fig. 1. Brain MRI findings of patient. Diffusion-weighted image (A) and T2-weighted image (B)
showed hyperintensity in the territory of right middle cerebral artery (asterisk).
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< A5 F8l Al Y EotellA S F 5 vk 4
7 Qlom olelgt A A3 oA T4 w1
o] ehiglet! AA Ao it kR T2 EFW AT
st Ft ERREEAE AL AT § 9B
2, G Co} S, QFE|EEHIIL & 7hv] 2] sl 34, 7+
2 3RAAL 55 AR 1 8] heterozygous factor
V Leiden, =2 E&ZH 52412 G20210A o] 2
MTHFR C677T & EA ool that AAHE A
gt

S8 TV HEFH HE s T FotE o E o

Lynch 572 A7l e 63%2) St A 1714 o449
97 919
1 polymorphism 4G, MTHFR 677T homozygosity,

lipoprotein(a) o] 71 &3t $13d ARSI =3k 7

o™ plasminogen activator inhibitor

A= ARl o = & A7l MTHFR C677T &
SHEA ZAWI7} 743 o] Stk Bk gle
U Aot A1 719) W Al MTHER C677T 5354
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MTHFR 5,10—methylenetetrahydrofolate S A
SAIEA, WE 7] 7F 3 RAIAE Rl Al FE o] vlE] e
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