—EDHPEEZREBRL =
ANTOEGET 7 7Y =0 —#i

WERER AT LA Wl
SHERE

Case Report: Fabry heterozygous female patient
who has given birth three times

Daisuke Saga, Tsuyoshi Yamagishi
Saga Clinic
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PMI: paceamaker implantation, CHF: chronic heart failure, HD: hemodialysis, ERT: enzyme replacement therapy
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Gestational age .
of delivery 40week 39week A0week
Birth weight 3198g 3178g 3180g
Female Female Male v

Apger1/5=8/9 Apger1/5=9/9 Apger1/5=9/9
agalsidase 8 50me 50me

GB3 [mg/mL) [agalsidasea 105me |

B c™H [hmaol/mL] plasma globotriaosylceramide (Gb3 & CTH) and serum creatinine (Cr) level L] c?Lr
me.
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K2 777V ROBRMRARESTNR - HE

Case 1 2 3 4 5 6 7 8 9 Present case
Age at pregnancy 34 37 22 26 29 36 20 24 33 28 32 35
Age at diaghosis 15 30 13 25 28 12 20 21 30 23 23 23
Gene mutation NA L415P C52A L275F L275F C56X G375E R310X A143T T410P T410P T410P
Age at ERT 31 35 21 25 28 34 22 21 32 23 23 23
ERT alpha beta beta beta beta beta alpha beta alpha beta alpha alpha
start break resume
under ERT continue continue continue continue continue continue continue continue continue
at 8wk at 4wk at 14wk
Gestational age
37 38 38 40 40 38 40 NA 36 40 39 40
at delivery
Birth weight 3010 3300 3120 3100 3400 2885 2734 NA 2790 3198 3178 3180
Apgari 9 9 10 NA NA 2 8 NA 9 8 € €
Apgarb 10 10 10 NA NA 9 9 NA 10 © € €
newborn sex male male male female female female female female male female female male
newborn
. NA affected unaffected unaffected unaffected affected affected unaffected unknown unknown unknown
mutation unknown
proteinuria 0.45g/day - 4.8T7g/day 0.40g/day 0.25g/day - 0.3g/day O.7g/day +
neurological Jjoint neuropatic sense acro- burning
- - - - pain pain pain
symptoms stiffness pain deficit paresthesia pain
angio- angio- angio-
skin lesion - keratoma hypohidrosis - keratoma - - - keratoma hypohidrosis | hypohidrosis | hypohidrosis
hypohidrosis
gastrointestinal diarrhoea diarrhoea
- diarrhoea - -
symptoms cramps cramps

NA: not available ~ ERT: enzyme replacement therapy
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