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Abstract: The Delayed Diagnosis of Hemoglobin EFBart Disease
Wattana Insiripong, M.D.*, Somchai Insiripong, M.D.**
*Medical Student, China Medical University, Shenyang, People’s Republic of China
**Department of Medicine, Maharat Nakhon Ratchasima Hospital, Nakhon Ratchasima 30000
Nakhon Racth Med Bull 2015; 37: 117-21.

Hemoglobin (Hb) EFBart disease is a genetic disease resulted from the co-inheritance of Hb H disease
and Hb E disease or beta thalassemia / Hb E disease. The patients usually have moderate anemia with the red
blood cell microcytosis. In this study, we report a case of 23-year old Thai woman who has moderate anemia
that has been occasionally treated with blood transfusion since childhood.On the physical examination, she has
moderate pallor without jaundice, no thalassemic facy, no hepatomegaly. She was splenectomized at 16 years
of age due to suspected hypersplenism. Blood tests: Hb 7.0+0.5 g%, MCV 57.4+1.5 fL, MCH 16.5+0.7 pg,
NRBC 12.3+12.7/100 WBC, hypochromia 1+, target cell 3+, anisopoikilocytosis 2+. Hb electrophoresis has
been performed for many times using HPLC method and shows mainly Hb E, 77.9-89.0 %, and Hb F 0-5.7%.
Genotype study for beta thalassemia shows only homozygous Hb E genes, no beta thalassemia, therefore she has
been misdiagnosed as Hb E disease with more severe anemia than usual, with high serum ferritin, 1,030.8+237.8
ng/mL for a very long time. Nonetheless because her Het / Hb ratio is noticed to be 3.428 which is consistent
with that of the alpha-thalassemia diseases, her blood is tested and found to have alpha-thalassemia-1, Thai
deletion type and alpha-thalassemia-2 genes. Her definite diagnosis is corrected to be Hb EFBart disease that
more appropriately accounts for moderate, long term microcytic anemia in this patient. She is continually treated
with occasional blood transfusion, regular chelation and folic acid. In this case, the proper diagnosis has been
delayed because the Hb electrophoresis always shows only Hb E as a major component with or without small
amount of Hb F for many times whereas Hb Bart has never been recognized, possibly because of the instability
of Hb Bart itself or else its very low percentage in Hb EFBart disease or the combination of both.

Key Words: HbEFBart Disease, Moderate Anemia

N
Tsadlulnadudonusndulsalaiaa
d' 1 I Jd a d‘ =S
No1INOANWNTIUAUFNAINNITNT5AT 1Y
Tnadwesduilulsn lunguueaihsidadiiie
] [ Y] ~ Aa a A Y ]
aeneaidlliulsadlylnatiud e lsamasda
Fie/aulnatud lulnadudduanuylidnd
a £ 9 a A o oA
¥UANLIVDITUA INad Y IAgNAKUIN 26
A = AY = I a
nsaoziiTungaiiv gaunuiinagladu itudTulnadu
a a A A Y =
Andnd vilannulavesunlulsymeanauede

@ = 9 c;’j
azduoenimeala saunalszmalnelasmnny
1 Y Y
Tumwamadauaeuaranylalszinusovas 41.7"
a s Y
Tulsaalulnatudedunsngihoaziioinisda
4 < 1 Yy 9
11una1a eI AEIARDALAIANIIY ANNIVNUY
= a A < A
vosglulnatumasdseunm 8.041.3 g%, IARaaLA
I~ 1 4 a
NHvuadn A1 MCV 63+6 L, 11903723A5121
a =l a = A a g 1 1
FilavedduInatuaznualylnatud udiulvg)
Y a A
1szauseeay 80, dlulnaduweseunsovas
A N 7 Y~ 3 9
5.8+3.7 vz ndlulnatuuisnnulaiisaanities



anuarnlumsitanelsadluInadudenuisy

119

) L S Y A o P A~
Uszumsossay 5 1910 Y ouneunuyleNl
a Y { 1 Yy 9 a
I5pgluInadudun q AUMANMINIUULE I Inativ
1 [~} ] 1
WINNNAD 11.4+1.8 g% v aladoauadlnani
A S W 1 = = =
Y30 MCV 70+4fL, lagldna 1uv093 1u1nalud
F2 a
seurusesas 87.7+5.9, dlulnatwen 1.8+1.4
] [ A 4
Tasag lununuauInatuinsnas®
dy 3 Y AN Yo Aaa @
lusrsauibilugihenlasunsiteng
A I 1 a3 =1 =
aaanas AU 20 UNdluiealsagly
Aa A gj AV = a 1 =
Tnadud 199 NE)e0e1M3 10 9191AN 119U
o Y Yo A g a Y ~
nuaedlasuidoarateaswazgudeiulllunga

swnugibe

Aihedungalnegerg 23 Vlasuns
Jenaaaininiulsalainoeanmdadile
Gﬁﬁﬂﬁquuﬁqguwﬁmﬁﬂ Aodldsudentlaznaionss
1AaA #3293 19MenUNFavanuliiacgu
Tundhuagsveliimsnleumlasis iz
finulalumdadiile sulila diheldsumsdaiu
Lﬁamq 161 M5 12e9d92192UN172 hypersplenism
uazﬁﬂqqﬁﬁw%}auﬁaﬁagi“luqq‘lj}ﬁgﬁ@mq 239
ﬁmﬁfﬂﬂﬂﬁgﬁu 49 A1aNTu g 157 15UAAT A%
¥aNY 22.6 N/’

NAIMAEIINNITATINE DA A10ATS
Hb7.0+0.5¢%, Het 24.6+1.4%, WBC 9,190+1,102
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57.4+1.5fL, MCH 16.5+0.7pg, RDW 29.6+2.8%,
platelet 398,600+32,720/mm’, NRBC 12.3+12.7/100
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2+, poikilocytosis 1+

A52911Ave9a I Inaliu 1Ae7T high pressure
liquid chromatography (HPLC), Biorad, VARIANT®
nanonsanLifioss i Tnadusiihumanszninedonas
77.9-89.0 uaz 3T Tnatuovifios Zovaz 0-5.7 i

ALT 16 U/L, alkaline phosphatase 81 U/L,
BUN 11.9 mg%, creatinine 0.6 mg%, direct bilirubin

0.4 mg%, total bilirubin 2.7 mg%, FBS 84 mg%,
cholesterol 108 mg%, triglyceride 50 mg%, LDL 61
mg%, HDL 37 mg%.
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