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Hereditary Fabry disease complicated by pregnancy: one case report
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(Department of Obstetrics, Obstetrics and Gynecology Hospital, Fudan University, Shanghai 200011, China)

[ Abstract] This report describes a pregnant patient with Fabry disease (FD) , a rare X-linked genetic
disorder, who developed severe preeclampsia, predominantly manifested as massive proteinuria, along
with severe fetal growth restriction (FGR). Despite treatment with antihypertensives and anticonvulsants,
her blood pressure remained poorly controlled, leading to placental abruption at 29" weeks of gestation and
subsequent cesarean delivery. An extremely low birth weight preterm female infant, with normal Apgar
scores but carrying the same pathogenic variant as the mother, was delivered. This case highlights the

necessity of enhanced genetic counseling and multidisciplinary management during the periconceptional and

prenatal periods for such patients to mitigate the risk of adverse maternal and fetal outcomes.
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663del) , T EUHE 15 A 221 7 22 A BE I & A B R
25 (p.GIn221fs) , #fi2 FD. ZE 00L& IE % , IR &
(=), LHEERAELERE, « FIL M HE A
(a-galactosidase A, a-Gal A) >N 2.94 pmol-L"'-h",
Lyso-GL-3 % 2.93 ng/mL 4 (IE#{5<C1.11 ng/mlL,
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Fig1 Pedigree chat of the patient
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160 mmHg/88 mmHg, T~ fiff 4% i1 1 58 2 W & M i iR
BE AR R IR IT IS I R AT AR O AR, S I 2305 IR
ik 201 mmHg/103 mmHg, ¥ # % #ia 277 b, i
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A': Glycogen accumulation within the cytoplasm of decidual cells (argentaffin staining, 40} ) ; B:No glycogen accumulation in trophoblasts and

amniotic cells (argentaffin staining, 40X ); C:Increased fibrin deposition in the intervillous space, narrowed villous adhesion gaps, and focal areas

of old placental infarction (HE staining, 10X ) ; D:Defective remodeling of decidual blood vessels (HE staining, 10X ).
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Fig 2 Placental pathological findings of the patient
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G AR I R IR YT AR IT X mRNA
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