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Clinical significance of screening donor related genes for allogeneic hematopoietic
stem cell transplantation in treatment of inherited bone marrow failure syndrome in

adults and analysis on clinical efficacy
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[ Abstract | Objective To investigate the effect of screening donor related genes for allogeneic
hematopoietic stem cell transplantation (allo-HSCT) on the efficacy of the transplantation for adult patients
with inherited bone marrow failure syndrome (IBMFS). Methods Clinical data of 65 adult BMFS patients
undergoing allo-HSCT in our medical center from July 2014 to February 2019 were collected in this study.
According to the results of bone marrow failure gene detection, the positive ones were assigned into IBMFS
group and the negative into acquired bone marrow failure syndrome ( ABMFS). Donor selection for IBMFS
patients were performed based on the results of bone marrow failure gene of donor. While, for ABMFS
patients, HLA-sibling donors, unrelated donors or HLLA-haploid matched donors were selected according to the

results of HLA matching. Then the hematopoietic reconstitution, transplantation related complications and total
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survival was observed. Results

IBMFS was diagnosed in 5 patients out of the 65 patients (7.7%) due to

positivity of bone marrow failure gene detection. Among the 5 IBMFS patients, 3 cases underwent unrelated

HLA-matched allo-HSCT because hematopoietic failure genes were detected in their related donors, and the

other 2 cases received HLA-haploid allo-HSCT from their healthy related donors. There were no significant

differences in donor hematopoietic implantation, acute and chronic graft-versus-host diseases, fever and

cytomegalovirus infection between the IBMFS group and the ABMFS group. Till September 2019, all the

5 patients from the IBMFS group were survived, so were the 58 patients from the 60 ABMFS patients.

Conclusion  As long as healthy donors are selected according to bone marrow failure gene detection, adult

IBMFS patients can achieve the same effect as ABMFS patients after allo-HSCT.
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12,1 fEEakdt 65 (il ¥4y = 3 R ok ol 4
JiFEE . 60 5] ABMFS & & v, 13 447 3F i 2% ¢ &
HLA A4 15 1T 40 i #5485 ( UMD-HSCT) , 11 #4147 [7]
Jila] HLA A AH 45 35 1T 40 #4548 (SMD-HSCT) , 46 4]
1776 % [a] HLA S A5 1A A 5 & 1 40 2 # 48 ( haplo-
HSCT) . 5 4] IBMFS g%, 3 |47 UMD-HSCT, 2 {4
1T 7R 5% H) haplo-HSCT (/f34 38 i % 8 J R A U IE ) o
1.2.2 BfEF% IARERELL PNH MDS Sy 3255
A T LA BU+CY+ATG J7 & (% 0. 8 mg/kg,
q6hx4 d, FAEEMEIE 60 mg/kgx2 d, 5t A iR o Bk 2
1 ATG-G:2. 5 mg/kgx4 d) Wikb#1""" 5 iifs o 35 B8 LA 7
A BEAFIE T I EZE R B E T LU FAC 77 2 (FGA
Pz 30 mg/m’x5 d, R FEBEIL 45 mg/kgx2 d, Hi A
PR REBR B 1] ATG-G:2. 5 mg/kgx4 d) Fikbpe ™ |
1.2.3 -4k 65 15| F & Hh, 16 2R FH AN A
I35 0T B RS A a3 A ] I 5 A% 40 i ( MINC)
1% 6.25(3.8~16.7)x10%/kg, CD34" 4 ffa Hp (i % 4. 1
(2.2~8.3)x10°/kg;49 i 5% F 4N A MLBE A BERS A,
AN E I MNC Hh % 5. 4(3.2~13.5) x10%/kg, &
BEA A% 3. 6(1.8~7.9) x10°/kg, CD34" 4
Mg 2.3 (1. 1~5. 1) x10°/kg, Fi A 4 [l T
M5 48 ~72 h K RS E A ORLA0 A R S ~
10 pg - kg™ - d7" S E A, AT d TR N E
UL/ B (TPO) 4 300 U - kg™ - d7',
SN 14 d, 8% 245 2 /MG THEOT 2 50x10°/L i
=1

1.2.4 FHEYPUTE 320K (graft versus host disease, GVHD)
B haplo-HSCT R i & fth 52 52 ] ( FK506) + H
RMENS (MTX) + 1 5 57 2% B il (MMF) J7 %) . FK506
M =7 d FFUH,0.03 mg - kg™ - A7 FRELEE 24 h, i
I G UON PR RS 2.5 mg - kg™ - d7 S
i 24 h, 7 E DI RER IS 40 8 IR 5 mg/kg, q12h;
MTX:+1 d 15 mg/m*,+3 +6. . +11 d 10 mg/m’; MMF
=7 d JFh, #% B 600 mg - m™ - d7, 43 2 KR,
+90 d Jii, BT, SMD-HSCT SRHIF IR (CsA) +
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FFUR, 24 h KRR | 1 i ook F RSO
FEMTX +1.,+3 .+6 d i/, UMD-HSCT F57E+11 d ##in
158 MTX 3597 s MMF 01 d FF4s, Rl [m] -, +30 d JisiE
{52, # AN GVHD, PRI 2 mg - kg - d
iR dT , SR JEIGIT JCRL, W ] CD25 Fud o R]
B RIS R S R . RAE A
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®2 MABMFS BEEMTHEBEELRER
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4 2(40.0) 23(38.3)
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T3 7 ZE [ 1 (%) ]
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FAC 2(40.0) 48(80.0)
Fan s [ (%) ]
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GVHD T 7 %
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LRIV EE GVHD 5 )l ig e T 1 +89 d FET:,
13k JE A Y458 1od i o P BE S P GVHD AR S AE
R, 3 BTV 27 58w Al 5 JE i AR 2 fige o 15 191
BFRANGTE GVHD, 4 i B JRy FR 718 1 GVHD,
SRR Y e 11 D )z B L GVHD, §
PR Je A+ 307, 4 BIRERSE M, 7 il il A
IR RIPE 2 S w] P B JE PRI JE L R] T A
MSFi6IT, A3 BA R . 5 i IBMFS 35 2 i
BN Sk GVHD (32 3) , 1 BRI R IOy 23R BE, 1 4
BB RIS, T LA JE 2 mg - kg™ - 47" whidniAsT )R
Ut 2 B & A2 GVHD, 1 )8 JS FR Y GVHD,
L7 2 8 GVHD, T AR JE M+ EIG) T a4 o
2.3.2 J@&4e 60 f] ABMFS 5 41 ) i BlU& #4
(£3),Jelan TR/ R T R kR
Sy RS FEMEPTIRAGIR YT, 1 BITERS R+ d, I i

TR I 2 b0 T R, O R PR R S AE T
FoAty 8 DU G T 5 A A B . 28 4 BB
2R A B ILAE 12 491 H BE BK A 3 IUE , For, S &
I MRS ER , T ATO B FR KN P ER R 1 L Bl
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2.4 #Hpz
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YN M2 A B R S R R A R B
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R T YN R St TR K
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IBMF'S 356451 i % i) 3k [R] BF M et BRI 225 17 allo-HSCT
Al KF] ABMFS 5 B AR AH RT3
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