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Hasta la fecha han sido descriptas mas de 140 Hb inestables
A relacionadas con AH. La Hb Sabine es una variante inestable de

AN cadena B que causa AH generalmente severa y que ha sido reportada

'\V en pocos pacientes no relacionados, ninguno de ellos en Sudamérica

; hasta el presente. -
| ﬁ: :
CLINICO i

Nifa de 9 meses de edad derivada al servicio por presentar anemia hemolitica durante el curso de una

infeccidn viral. Al examen fisico presentaba, palidez y tinte subictérico. Sus facies indicaban expansién

del tejido hematopoyético en los huesos del craneo. Nunca habia sido transfundida.
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Pruebas Paciente
Hb (g/L) 77.0
GR (10'2/L) 2.84
VCM (fl) 95.1
HbCM (pg) 271
Retic. (%) 40
Test de Positivo
Isopropanol
Test de Negativo
Sickling
A2 (%) 2.6
Hb F (%) 10
Hb A/XIA2 (%) 8

Bilirrubina LDH U/l Ferritina Hierro
(umol/L) (ug/di) (ug/di)
35.2 1075 84 114
VN: 5.7-17 VN:360-720 | VN: 24-20 | VN: 80-110 | VN:.
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Mutacidén en coddn
91 (CTG - CCQG) del
gen de p-globina

tos hematolodgicos y composicion de Hbs de los (Hb Sabine)
dres = A T4 i LI = I oA
Hb GR VCM | HCM Ret | HbA, | HbF HbX
g/L 10'2/L fL Pg % % % %
152 | 48 |91.7 [31.7| 1.3 | 24 | 1 0
134 | 427 | 88 (314 12 [ 26 | 09 [ ©
f CONCLUSIONES

Presentamos este caso para enfatizar la necesidad de la correcta
identificacion de la Hb inestable, principalmente con fines terapéuticos y
para asesoramiento genético. Estos pacientes presentan una anemia
hemolitica entre moderada y severa que puede ser exacerbada por

infecciones y tratamiento con agentes oxidantes.
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Hemoglobin (Hb) Sabine is an unstable Hb variant that causes hemolytic anemia in het:
state, with inclusion bodies in the red blood cells (RBC). This hemoglobin is the result
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FAMILIAL HEMOLYTIC ANEMIA DUE TO HB SABINE
[P91(F7)LEU~PRO] IDENTIFIED BY POLYMERASE CHAIN REACTION

More than 100 unstable hemoglobins (Hbs) causing hemolytic anemia
have been described (1). In general these undergo increased oxidation of
the heme with the formation of metHb and further degradation leading to
precipitated Hb and other products within the circulating red cells. These
inclusion bodies are characteristic of a group of hemolytic anemias. Less
than 20% of the unstable Hbs that have been characterized affect the a-
globin chain. Hb Sabine [91(F7)Leu~+Pro] is an unstable B chain variant
which causes severe hemolytic anemia and has been reported
in three unrelated patients (2-4). We now report two cases of Hb Sabine, in
a mother in whom the mutation has arisen de novo, and her son.
We identified the mutation by DNA sequencing following amplification by
polymerase chain reaction (PCR).

The proband was a 21-year-old woman of Irish descent who was
referred for the investigation of anemia detected at the antenatal booking of
her first pregnancy in November, 1985, Examination revealed pallor and
jaundice. She gave a history of anemia and jaundice found at appendectomy
in 1972 when she was 8 years old. Anemia persisted post-operatively and
was treated by blood transfusions. Splenectomy was performed in 1973, and
she was lost to follow-up until her ._Al referral her hematological
findings were; Hb 10.1 g/dL; RBC 2.4 x 10'%/L; MCV 143 fL; MCH 42 pg:
WBC 29 x 10°/L; platelets 629 x 10°/L; reticulocytes 60%; Hb F 8.8%, and
Hb A; 3.8%. The blood film showed macrocytosis, polychromasia, target
cells, coarse basophilic stippling, Howell-Jolly bodies, and 38 nucleated
erythroid progenitors per 100 white cells, Plasma haptoglobin was absent,
plasma Hb was 86 ug/dL, serum bilirubin 35 pmol/L (normal range 3-18
pmol/L), and LDH was 759 U/l (normal range 360-720 U/l). An unstable Hb
8 tified at 10% using a modification of the isopropanol test (5), in
the soluble Hb was measured spectrophotometrically before incuba-
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