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Shwachman-Diamond % & fiF (SDS) & — fft
PO E G ORI L. AT R R
AR s, FERI BN IN BT REA 42 . B
HRERRRT . SER KT 50 LR 5 e Al i g
A5 25 A E (myelodysplastic syndrome, MDS )
s, FEE S ESE R M (acute myeloid
leukemia, AML ) "', BRILZAh, WIAAEKEHERE,
OE. FIE, PIXHR RS, B RERGN
A 2P AR, BIGREIREHE, IR
B KikiZ. AT 5 BLE SDS 1Yl
PRTERE, @ oA 5 491 A LAY I PR 2 B K S 5
ATLER, S5 SCHIRE AT, RAT i SDS Kyl IR
R, 2 )T RIS .

1 mARE
1.1 f&6 1

BIL, o, 340, HirfrtemeasH 2 A
RABE. AJ5 5 d BTN, 75 &M IET
PEAE TS, WASEEKRAE, 5~10 K /d. Tole &R
K. BILER 367 JiZ2, PRI T e,
AR 2.6 kgo K#E: A 5 kg, HK 51 em,
BREREFRS, EEAMS, FIEMT L em, 5
Ak, MEMERD R AN M. BT, M RBC
1.53 x 10"%/L., Hb 39 /L., WBC 8.6 x 10°/L., N 0.58,
L 0.4, M 0.02, PLT 920 x 10°/L., RC 0.2%, MCV
85.4fL, MCH 29.8 pg, MCHC 348 g/L, I # .
Al LG i (5~10 3% /HP ) . B 8640 M 246 A R
PAARZT 20 M PR RS PRSI0 C B 1) o B RETE R R
ERRWAIRER, Z0RMAWIR, 75 Raisrgn
WP R (1 2) o BrREdERIER, 1Y
B X R B CT IEH, f2£0% 50.4 mIU/mL,
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1.2 fmfil 2 2.48 x 10"/L, Hb 73 ¢/L., WBC 3.36 x 10°/L, N 0.13,

BIL, B, 3510H, WeEHAmEGEEH 3 AR
ABto AJa 1R BRI, R AEA RS,
H 10 Rk S aWE H B 21697,
ERETEA B o e i A — a1 i/ 2
(35x10°L) , i, BILR 41 4, #
MR 2.8 kgo TREE: KEE 5.2 kg, B 58 em,
WML, AFERD T 3 em, Fiidk, MER T
2 em, JFHLER . AXFHME. IfH AR RBC 1.95 x 10"/L,
Hb 55 ¢/L, WBC 5.01 x 10°/L, N 0.24, L 0.63, M 0.03,
E 0.1, PLT 125 x 10°/L, RC 0.3%, MCV 85.1 {L,
MCH 28.2 pg, MCHC 331 /L. KA #8 UL/ g
TR o A 2 A R Al 2 A T A RS A
I BREYaRIE R, Sk, PUBCE R . R IEH,
JIE K B AR S DGR B e K, 5 D RE L IO L I
WRELAIE SIS . Bk . A SR, BEA.
MR . 4EAEZR B12 IEH . RPS19 JEPIKL IE R .
1.3 &3

BIL, L, 2% 1041H, BE LI, FFk
ELZEI R 2 A ABE. S T EmEaEH. £IL
Z37 {2, AR 19 ke, 3 AR,
REFRFEL 2 4%, ANBe AT A I R AR i f v 4
W%, WELEERTC T . e A ke, K
75 em, ARKEFIR, RTINS, HIRME LN
K, BN 1.5emx 1.5em, FHHSF, [1FHk,
FFHERD R 5.5 em, SR F 5.5 em, AR, JEAE
IR 7 em, FiHiAERE, fiF#: RBC 1.34x 1071,
Hb 73 g/, WBC 1.34x 10°/L, N 0.2, L 0.68, PLT
179 x 10°/L,, RC 2%, MCV 99.6 fL, MCH 31.1 pg,
MCHC 312 g/L, KAHEH HLIL K AR 5 RE40
JH 2 G R LT FE 9 I S B B, 4 R AR RE K
A] UL E A ZT 40 B SAZ L0 . CT 48R U 22
J5 R B RS R FREL I . BT A BR & (B0 B
IeG. IgM, IgA | gk ¥Fbe, BREATHE. Mk
MR RS (11 U/L) o P ThRE . M. 1ig .
MEYIHEsr2E . NBT, MUCIER . H Bk, 2
PTAPS R 18 1SS SO B0 G i w5
1.4 f&x61 4

Bl 4% 64 H , R E & IRYS 4 543,
2> 1 A R ABE. AhBERE 5 IR & M e
PEGRFAR , (BICEARIEEIESS o A i 1k,
WEAERG B i, Ay, (A 12 ke, THE, P
TSR, AR R G ¥R Ml S o IfE R - RBC

L 0.85, RC 1%, PLT 40 x 10°/L., MCV 87.5 {L,
MCH 29.4 pg, MCHC 336 g/L. Kf&H ML) W k&
REWT o B Wl 40 M2 A A s e B 6 S . e
TR N L R ARG ER, 3R B EAZ R A A
CT $ 7 [ o 235 o s i 1, MR8 52 s Rl
KIWSH AN 2w %R, 288 iR
MUBMEE AN e h, #UHERE AL, ki, 2 &
VURCE A VLS8 o Br sk e . i35 7= B -
IR AR M2 CD3 3, RIEH . Sk 1 IEH .
JFEiRe. wE. A, ABPUAR. NBT IEH .
1.5 $%615

BIL%, 7540 H. HWE 342 H WKk
15 d ABE. fEAIETE, KREEHRHPIR, &H 3~
4% ZWALF RSB, BILR 407
B, HlE A, AR 345 kg, MR (AR
8 kg, BHK 67 em. BIEFIMA, ZAIRHNR. I
BER T 1 em, SI55TF 2 em, FHidk, MEAERLT A&
filh S o BT AN, 22 F AR RE 1.5 emo IR -
RBC 3.1 x 10%/L, Hb 103 g/, WBC 2.99 x 10”/L,
N 0.3, L 0.66, RC 1.5%, PLT 353 x 10°/L, MCV
89.2 fL., MCH 31 pg, MCHC 316 g/L, RATHEBEK A
B A E ML R 22 M OGRS, I
CT R WY 5 o KA B WL VRRR DR o feyie
BREE T 1eG. TgM . IgA HJFEAK, MLyeky il 38 U/L,
PRYEFIEG 2 U/L, YU MG, R DIRE. I .
Mg . HHRTTRE . WRELARME /2SS . NBT 1IE% .

LI E 5 ) 8 JL 2 Wr & Shwachman-Diamond
ZREME, 5 BIBJLACRHER 2RISR, INETEIRTS |
JRIRTIREAN 4 . BB R IR TR S s . il 1.
2 BBLACHEIEAT T IfE Hik Ay, S5 RIIEHR ., 5 6
LT T SBDS JEPR 548430 : X SBDS A
5 1~5 5 AN B R N 5 - AT S8 AR A I
AyHT, KRN A RT-PCR R ERMNFE, JLikfT 5
A~ PCR 334 S A 10 ASFEPR R ZI0 5 S hg, 235
5 R OL XSRS E 3 A B 2 AR 47 45 P 2 5
AN T E R TE LREAE ¢.183-184TASCT; B P 5
RAL ¢.258+42T>C; 3 SHMNEF FAYHAL RAS ¢.292-
295delAAAG, 3 LS AR GRS, 4 2L
MACEE R ] 5 88 LI BRI T T SBDS P 28748
AT, BRI R T bk 3 AN EE R AR A, H
SCEEBIAR K g o 1Bl 3 799 1 SBDS FEH 2875 43 #t

45

971 -



FASHEH 11 ) P E S RILFEE Vol.15 No.11
2013 4E 11 A Chin J Contemp Pediatr Nov. 2013
GCGCAGGCGTCAGGTGGAGCAGAAGCCGGGAGGIER A7 AAAGACCTCGAT TTCTAAAGGT GCAGOTOOOTAALER FF|
S4ibee bbb - bl b e - - Flisdo bl Ll H. 11 S e T
GCGCAGGCGTCAGGT GGAGCAAAAGCCGGGAGG &4 FF) ARSGACCE ¥ OiN R 2oL °"‘°°,Yr°°°2.o""

680

B3 SBDSERFEZRTHAM(HEMFI1)  A:Exon 1 ST .1284266G>A; B: Exon 2 /M 75875, MAEZEFHE 1.2,
3 8/ N ) SCZRAE ¢ 181C>T ., Jo X ZE7E ¢.183-184TASCT ., BIHI7 55,2878 ¢.258+2T>C; C: Exon 3 #MNi T Bl AR ¢.292-
295delAAAG; D: Exon 4 4Mi 728748 . WAL 1. 2 W/ BN IR LGAE ¢.524G>A 4 L 5AE ¢.540C>G. Bk T g

A FIEH X R AR SR

2 1t

PRI, 7r A% vk B B vk, SDS
(1) & Az AR T3 1T J 3% i e PR 21 40 i 754 s
BRI, PO RS0 &R R KR 1:100000
(1200000 75 /=22 L) Pl 25 90% 1 SDS (¥
M RAF R E N T 7 5 Ytk (7q11) , (HIE Y
AR SR IE R Y. SBDS AU & 5 M
+, 2K 1.6 kb, Zmt i BT H 250 2 3R
AL, SBDS M Zifih i (B D RE R B S 5
WU & 1 S e 5545 22 Mg ik iR e v, B
FEH KRR FOIREIR AT Y, SBDS 2 [ @ik
/NEURE TCIEAEAE . K251 SBDS 4% /& SBDS

HE DN B LRI FE I I 578 o SRAR ST AL A A L2

L TR i, Bk AL EHHEK
BIUI RAF S, SCHRRE 90% IR K AETE 2 5
AT 1Y 240 bp Bfi . H UWLRARS SR 2 S AR
T I 25842 T>C J% 183-184 TASCT, 258+2 T>C F
W25 N E PRI S T2, SBDS & H YA
250 {3 Z FERR 7 At W2, 183-184 TASCT 1] &
3 SBDS 5 H 4 62 v 2 IR AL WA 1R
KInr 52 SBDS 2 (A& M. {H)E, SDS B3 A
RIS G PRI BUS 6 R B ATiE A2 P,

SDS f8 LB BE DI e R0k T 4 A i 20 e D
88%~100% 1) K 35 A7 75 AN [) B B 114 0] Wr P g o 2
PR R RS, R R R k>, SDS fBL
oy U R EIRTE . AR R anrp R
BER. MR, BEER . WUMAES . 42%~82% 1Y
BRI IEAI ML IE ARSI, A L4
HIps Lo 249%~88% 11 FEE A I/, IfiL/INR

TN T 150 x 107/, AT RE H 3™ 8 A9 1 e A i
L. B BE AN M ARG A T e, AT AR I
HOARR . A B SO AR TR BR, A T
HbF Ft g MO AR AR 6 5 B LY A AN R R
L, Herp 4 b - EEERTIML, 2 BILAFT A
e A LI B A, HAAMmAEE, T
AT, AN I H FLER R 5 IR A0 O (6 R
PEF ML, ML ANRRREAR, B A 2 2 i T
Rz F41 4 7 2 21 40 A R AR AT M e 2 B 2liZr
Y1 A A AT 0 AR LR T T RPS19 JE RS
T, KREBSH . 5 HEILH /Mg 2 6, (=
S5 W= b1 U I 17 s W el ol 5 vied ) a5 Al
B, ok 2R <1 x 10°/L, YL 8 gL 5%,
MEESE BRI RS, R LIRS T (3 f
Poad g, 1 Gk, 1 BIERBERE R ) .

SDS A 4k Jy MDS B AML 1 7 fig, {HAS[d]
] R B9 3 H 8 0 AL A B T AN TR] vk
19.1 %, JmgEk. 20%, EEH. 14 %, PUMAF).
4 % "1 SDS 4k Jy MDS 5% AML BHLE AT 25,
KEZWIBE BB 55 TR TE AR %, 4
B 7 SYLEREC | BAEASE Y AR 5
Wi LAER RN, F/N3NH, k4% 6 M H
B 1 BIRAT B SR AAh, HARIR UL MDS J2 AML
KA, B TFYRSERETT .

JEEHRAN T I I REAS 4= F2: SDS B HLAR I R FEFH,
90% LA b1 E ARG 1 AR A2 B I 243 s 21
REAR4r, WHETE 6 N H LANSH M, IR
AL, WVEEFRWICER . RIS, ARKE
HAR T R BEA AT AAE R . SDS £ 3 A9 I 7 i 2
il )5 7K B S5 DE 93 Bl K- B AT 2 8 SDS ) E 22
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FEARZ—o A I 37 JR B 1 i S /KT B A 8 A T
A4k, TE/NT 3 %1% SDS L i 375 19 2K 1 il i
IKFEFEAR, HBE AR B3 K, B EE R A 7K
VLB R o LT S E A K AR AT A 4
W& o B AR SRR Y, (X T/NT 3 2 &L, It
TG 2 SORK, PRI S Ry B K e /N T 3
B IEH LEE TP mT e R R A 1 2t et
TP . CT o MRS EY, 1T RE & DL AR AR R 45
N, HFZNARMTZ 5 B K B0 IR R v
KRBTSR, (HAFIE R G AN IEH 0,
AR HE S BLEILA B BEETE, RIAA
FFEEE RO NE TS . BENTTE & SDS Ay BLHY Il FR 26 30
Z—, (HRWMREEAINRBAN, RES 2
iR, ARG 2GR LFE R ZETE, W
MG R RGBT, BCRAGE. 3 BRI T 5 UE
Wil A, Horp 2 B2 BB R, 1 BIIER . 3
BIATIERS CT Ky, 2 BIATHES B @k A, Hr 1
B CT $a7 R 2% B sk 91K, A Ng s By,
A 4 PR LRBAG ARG A IO R o

PRULZ b, Bl A HARG R HALREL, W
JFThRE M . BT SRR K, 24 58%
SRE T B T AR s T ARl S Bl L,
1 BIFFRERA S A, 5 X TCHF e 3 .

B SR TE SDS W R R UL, MR B
WG EHR AT R, K8 THhimAg T A skt
7 7 A N e 5% 0 D0¥ /e & S A X o 9 D R
ARG 5 F R ILIAAFRRE SN, 16k
B SER, RIC O T A

P2 R G52 BAEAN A B E 22 (R 3R 22 S
Bk, FEERICVNMIIGEZ 8, H SDS BILA
It & B BT AR 10 £, SO R PR
SDS HULA 2O BRI RE . M TR ", AR
XL A 1 BE IR ARG ST, £
TR INIE M 5 CT (5% . ARYL%1H] S 5
L2 W B I S SR 9T BE, BORAT fR 40 B
IRERIPEA

LA LB AR I REA 4 | MR RS+ T,
NG A, AT R E KA BIE . 2 90%
() SDS £ JLBERS I 5] SBDS HE K 845, A< 21 ¥ 171l
50 LIEAT T SBDS LR 945381, 455 5 4
LB 3 3 AR B g AR 7 5, B 2 B4 i
F I TC X 5278 ¢.183-184 TASCT., B Y] {7 i 58
AR ¢.258+2T>C [ 3 F AN T LB R 5275 ¢.292-
295delAAAG, DL FZRARY ARG, fi 4 L
HIACEE K9] 5 88 LIRIREERIEFT T SBDS HEH 28748
S, JERINE T R 3 AN ER I SR AR A,

SCHRFI R L . ARSI E (Y 3 AR AE N 3
R E AN SCERRGE A . EANSCERGE FE SBDS L
AT K I F 183-184 TASCT 4li & 98748, Z
1 183-184 TASCT J ¢.258+2T>C XL H 244 5845
A] B J5 A & 183-184 TASCT 44 28748 % L A2 1
B RN HoAb g PO A 5 s L
(1) 3 DNRAN ARG RAS . AT R R AT B
(1) A CkRIE RN S 2 ER 2, 35
AN T, AT BEIAATAE VA BRI 3 1) AT U Y 258
A (2) ATRE SR AN B AT 6, (HAE,
44 10% 1Y) SDS £ )L SBDS i[RI 46 A 2 FH PE Y
FELL, VA A 5] SBDS JE DK 5848 {37 5 A N RESE 4>
BRAM SDS, A2 4 & i R 3% B SRR A1 43 b ) fig
KRR AR AR A 5 . IF HR SR 955 491 T RE AN
FEIN g PRl 2T 40 i T A A R PR 4
Ko i2 . LW SDS BHA 77 e B bR METE LT 4E4k |
FORFRA . JunT e, e RMAIEAR R4S,

SDS TCHFBRIAIT 2549, DIRRRIGIT ROWAE iR
TR FE. M TFHEARGER, EZEAEITFEUE
PR BB . PBE Hh =R Sk e RV g AR R (4
AR A D, EMK) o HiEREAHER, 2950%
) TR A AN I T e 2 B T i 1 XTIk sE
(i) WBIp kg o P P A kD 1) JR 3, BT B R
FHR AT BN T (G-CSF) . HEA ¥R
7 G-CSF A LLYE &6 240 i (] MDS 5% AML %% 5%
LR LR, A A S™ ER G B, 25
G-CSF*!,

24 25% 1) SDS f83# 23 K e P Bl 3%
MDS =% AML, FILETA 7 SDS B AR Ul %
BHEA DT, —T 56T SDS Al R R 77
/DA 3~4 A H TG — RSP E LE B, /DR
ARG EBE— IR, DREE e . BRI
BREYL AR, DTSR B MDS . ML
o A S B A TR . R R AT W BT
BUH B, ATAR R OO IS IR, SDS B A
AT IR 35 4F, 7RSI EEAYAE T IR R 2
WO B ARGy, FEAERILEUR N, EERFET )R
PR MLV RS, WEsEsu . sk gn i
kb . MDS s ZE e P ARG 5 6L
ERRN, IR 4% 6 M, B aksblTiH
YR 1) 2 SN B o

XTI R gz R EIL, ME—1E IRYT
Tk TR (R 2 £ 7 i &
BRI, AL FG L s B S T A AR PSS,
FEFAtE, BRZAT, Sa0aatE Y SBDS
o X PR, BRI E 50%, (H&
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KIIBE DT R R K AR AR, EER R
HERR R . IS A A s RS AR AH G i @l S 1 (
TOUAL B 7 ZE ] RE MO MEREYE L Wil 2T 21k B Ho A A
IRz ) | HAF TR BRE A S R
FEARAMB R, WO T 40 MR AR JT SDS At
PG A, HG, 240 B PL T % OB A% 5 i .
TR ™ AFFEEE | A RER A 40 D
T b MDS, H-i g 2 HEAN M L 138 5, 38
F 5%~20%; WS AR E P

Zi b, SDS B—FhE I 5l Z REZ R
(R A R B AL, HIm R R 2R,
LW EAK YR LR A I R B, 45 A TR S o 1
RE. WEMRAR . RS — e, H
JE XTIl PR 2 IR AS L0 g L RRG A B, 7 1
HiZWi. A SDS AT REFE (b MDS 1%, #07
KMk L RBETT . SDS 19 E B4 7 BB E
J7 ROREIRYT , ME—T 28 AT vk A il 4
Mufo s, (FRP N HIE WS 25, 7574 125
LI W IIE

(& % x W]
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