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Genotypes and clinical features of 595 children with HbH disease in Guangxi, China
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Abstract: Objective To investigate the genotypes and clinical features of children with HbH disease in Guangxi
Zhuang Autonomous Region, China. Methods A total of 595 children from Guangxi were recruited. Single-tube
multiplex polymerase chain reaction combined with agarose gel electrophoresis, as well as reverse dot blotting, were

SFA _a*7, and -a*?) and three non-deletion mutations (Hb

performed to detect the three a-globin gene deletion mutations (--
Westmead, Hb Constant Spring, and Hb Quong Sze) which are common in the Chinese population. Results Among the
595 cases, five common genotypes were identified, which were --***/-’” (232 cases), --*"*/0 0 (174 cases), --***/-o** (122
cases), - /oo (35 cases), and --***/a%a (24 cases). The genotype of THAI deletion associated with o-thalassemia-2
was detected in eight cases. Six B-mutations including CD41-42, CD17-28, CD26, IVS-11-654, IVS-I-1, and CD27-28
were identified in 23 cases. All children with HbH disease had microcytic hypochromic anemia; children with HbH-CS
disease had the most severe anemia, and those with HbH-WS disease had the mildest anemia. Conclusions Deletional
HbH disease is the main type in children with HbH disease in Guangxi, and some patients also have mild beta-
thalassemia. Non-deletional HbH disease shows more severe phenotype than deletional HbH disease.

[Chin J Contemp Pediatr, 2015, 17(9): 908-911]
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F1 5956l HoH FERILEEE S (6] (%) ]
B AR AR A
o BRI p sk %ﬁmﬁ CD41-42  CDI17 28 CD26 IVS- T -654 1VS- 1 -1 CD27-28 =
- 225(37.8) 4(0.7) 0(0) 0(0) 1(0.2) 1(0.2) 0(0) 1(0.2) 232(39.0)
=" 3(0.5) 0(0) 0(0) 0(0) 0(0) 0(0) 0(0) 0(0) 3(0.5)
- 116(19.5) 2(0.3) 2(0.3) 0(0) 1(0.2) 1(0.2) 0(0) 0(0) 122(20.5)
At 1(0.2) 0(0) 0(0) 0(0) 0(0) 0(0) 0(0) 0(0) 1(0.2)
-0 168(28.2) 2(0.3) 1(0.2) 2(0.3)  0(0) 0(0) 1(0.2) 0(0) 174(29.2)
Mg, 3(0.5) 0(0) 0(0) 0(0) 0(0) 0(0) 0(0) 0(0) 3(0.5)
% 22(3.7) 0(0) 1(0.2) 1002)  0(0) 0(0) 0(0) 0(0) 24(4.0)
a0 33(5.6) 2(0.3) 0(0) 0(0) 0(0) 0(0) 0(0) 0(0) 35(5.9)
AR 1(0.2) 0(0) 0(0) 0(0) 0(0) 0(0) 0(0) 0(0) 1(0.2)
Zir 572(96.1) 10(1.7)  40.7) 3050  2(0.3) 2(0.3) 1(0.2) 1(0.2) 595(100)
F 2 595%I HoH fFEJLEAMER [ (%) |
FEH PR &1t
IEH 7 i HY
/-0 12(2.0) 72(12.1) 140(23.5) 4(0.7) 228(38.3)
—/-0*? 11(1.9) 38(6.4) 65(10.9) 3(0.5) 117(19.7)
/0% 1(0.2) 24(4.0) 132(22.2) 14(2.4) 171(28.7)
- 1(0.2) 3(0.5) 15(2.5) 3(0.5) 22(3.7)
/0" 10(1.7) 20(3.4) 4(0.7) 0(0) 34(5.7)
HbH %5 , B+ 6(1.0) 8(1.3) 9(1.5) 0(0) 23(3.9)
A1t 41(6.9) 165(27.7) 365(61.3) 24(1.0) 595(100)
LEERRE 7 | IS
3 595f HoH fFEREILMEFEFR  (x£s)
o o QIR &2 =
Hb(g/L) MCV(fl) MCH(fl) HbH(%) HbA2(%)
/o 228 88+ 13 53+9 18.1 4.1 53+4.6 1.5+04
el 117 91 +17 55+8 172+4.1 47+5.6 14+05
-/a%a 171 77+ 13 64 +8 18.0+2.6 74%2.1 1.1£0.5
-0 %g, 22 8319 62+9 182+2.1 9.1+85 1.1+0.6
/0™ a 34 106 + 21 62+8 19.8+34 0 24+03
- B+ 7 101 +22 52+9 16.7+4.9 29+19 43+05
-0t Bt 6 96 +7 51+16 152+2.0 3.8+19 46+0.7
a0, B+ 6 90 + 15 54+ 15 17.1+3.6 45+1.4 3.8+ 1.4
a0, B+ 2 92 +28 58+ 19 173+5.7 14.6 +12.7 3.1+19
-0, B+ 2 112 +20 59+ 13 182 +4.0 0 52+2.6
F1ii 43.926 27.685 0.963 21.945 106.341
P1H <0.001 <0.001 0.737 <0.001 <0.001
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