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(1) s BILat:, AR 2d, HEBK
FREE YR ABE, PR R B R i, 2
R AT M (R Mg) 28.8 me/dL, JoihiiE. WX
m . BEVE. ABEAA: T 37.7°C, P 134 YK /min,
R 50 Y% /min, BP 66/42 mm Hg, /AT 2690 g, L 1l
G R LU E Y, D2 TR, I
TR fih B, 4 B R DL AR BE, BRI, DU
WUk IEHR . BILERSE LIRS 1 7=, JIGIk 38 4,
rs A, AR 2900 g, JoEE BAGRcL, b
£ KT . AR — RO RS,
W, AR SE 24 %, RESE 23 %, Myfdf,
FIGHICEIE . B B A E R s

(2) HHBhREA . I F R WBC 23.81 x 10771
( 2% {i: 15.00~20.00 x 10’/L.) , PLT 12 x 10°/L
(Z#(H: 100~400 x 10°/L) , Hb 137 ¢/L ( Z%1H.:
170~200 ¢/L. ) . H'EFDIEER SIHLLER 571 pmol/L( =
ZAE: 68~205 pmol/L) , EL4ZAHLLE 15.4 pmol/L
(Z%H: 0~5.1 umol/L) , WLEF 114 pmol/L (
FAl: 15~77 pmol/L) , JRZ 10.06 mmol/L ( &%
fH: 1.79~6.43 mmlo/L) . 1A% E/REIL O Y Rh
PHME, 403K O % Rh FHPE, HE5% B A Rh fHME. 87
A LR ML A . Coomb's iR I PHME, A8 C S
WL B -6- BERR A B (G-6-PD) {5 M
BEMINREIEH o AR YR 7] WM LT i, 26
fEfp R BRI B o BE S B R s 22 R B RN
1.6cmx 1.5cemx 1.3 em fK W /5 H, %8104 9%,
SLF B AR, AU AR BRI
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BILREHETREEIL, A)5 2d BB ™
HEE, BIHLE Bk 571 pmol/L, L) HE 4T
FIE A, [RIEEE AL AR 2R T IR 2 3 ) PLT
Bl DGIZR JLIIZ I LI AR SR T
(1) B Ry (B IR L0 3R M A B I s i P 2 202
CLANNEIRIR IS IBEL 2R 7 A 8 M B bR, IR
A A B 2, s R R UL AN ABO B Rh
MEIAE . G-6-PD = | J&Ge . ki, B E
it i A 5 IHZL 3RV BRis /b 19 P 2284 Gilbert
ZEAAE ., Crigler-Najjar ZEGAE . I IFIEERIE N A H
WIRIIBEMR T 48, (2) PLT b Btk L PLT 38
/D AT AR A A= S5 R Y R 3 S LAY (<72 h)
MR (=72h) , BILAEESH 2 KEWR, &
TR PLT Wl E ,  H: 32 205 X A 1 1 e A ke
A B E R SRRk PLT /b [ 0 40 T
G CRGHFR . TCFLEEBRE ) . Wi i 25 gy
S5, HA R 0 L A D PR A4 ot A e ot N A b 1
9% (thrombotic thrombocytopenic purpura, TTP )
AP ACR 2B B, SRl AL s
e DA 1 Ui e 5 ot 2 2 5 5 A= L If 7 A B
T ABO ¥ 1Ml K2 Rh ¥¥ 1ML, G-6-PD 1if P 1E 5 AT HERR
G-6-PD Bt = 4iF, kil B KB F R B R W5
WO BRI IR AN R S I AR
Yol /D S A JLER E PLT D8/ A LI, Hii2
W HEBR A PLT 38/ i R A, Hovp [ 4
PEPE /NI E W] 2855 8L S RESE BT PLT S04k
KA B W, 24 B PR BE S P il MR E
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A8 2 G 18 EE TSk S B RIS s, T i A
FNRPEEEREE (IVIG) TTi2WiiiRayT, A0
IVIG J5 PLT .3 FIHIR T2, LT H WL
)5 R R ILAE ) e R 2R, S 52 22 R T
L, HAM SO C OV R IR, TR
MLSEFEAHER:, A A it — 4 4, ilns
BEYL TGS PLT BEAR, ™ e, Hix
BOLZME BB M, A Frzizh, BILEE
SRZEI R, T ORI PR I AR S g
PEENEER S G R, IR, s B
= HEAEEPLT B 1y R R AT HERR

A LR DL B I 9 9 I 2N AR e /D SiE
YPuELL R B LRI LA ik i A B
RL N, &SR 2R AR B T2
BANSEE LA, SR LA AZ BN R 22 1)
T SO BB A 1 B 7 A i 2 L 3 Y R
9 T, R0 M 0 R AE — R A R AR I
P A 45 s PE 23 Il ( thrombotic microangiopathic
anemia, TMA ) WJAF7E, ZIZ2W TMA [ E 2L
SRR, LR AT BETE TMA 2 Sk 0
M, WATRETEALNE 2 H 5 B 2 8 N AN
o TMA FZALEE TTP AV MR BELR AR5, H
TR PLT Bl i A5 M 1 A 2
A ZBILFRAFE S LR MUGE . 50, PLT I
B TR TMA . AR CHroets 22 Bk )
XF TMA WIS R e, XTI B i aliis
FE O, N e TTP, Hih e )L
Wik, e RS RE TTPY ., L A
01 VBT BE T, (HIE/AD IR . K S T
RE 3 REAR, MO2 W b H 8 S R TP,
T AT ADAMTS13 Jif 7% e S A ] 4 e ) s 5 [A) A
WL — 2 W

3 H—FRE

TEAF B W BT, SR B KL AL BEA
# ki 3 mL (EDTA it & ) 3% K b 5t 8 JE 08 B=
=3 L IR B R oA T A A £ 1L G S e e R
S A5 AT Sanger TP 56 UE, 6 PR 45 4R R L
ADAMTS13 J K 17 75 4 & 5 LA ¢.3650T>C(p.
11217T), i 4 i3 X 55 3650 5 4% 1 12 rh i fige sz v
AN MR E, SRR 1217 SE IR R

ML S R AIR, s fe AR (K1) o A
K 22 A B R E ( HGMD, http://www.hgmd.cf.ac.
uk ) B A AL T PE KA TTP 1Y BU P4 18,
FE5 PSTs I RASTE IR ARG e v B 3315
0.00020, AR5, 74 PM2; Z/EW{E R
2% 85 F 20 6E #0090 4K 14 MutationTaster ( http://www.
mutationtaster.org ) . PolyPhen-2 ( http://genetics.
bwh.harvard.edu/pph2 ) | SIFT ( https://sift.bii.
a-star.edu.sg ) . GERP++ (http://mendel.stanford.
edu/SidowLah/downloads/gerp/index.html ) . REVEL

(https://sites.google.com/site/revelgenomics/ ) Fill,
B A E, 76 PP3, MERE EEL 7S
FEH L2~ ( American College of Medical Genetics and
Genomics, ACMG ) A% 758 S 00 K b i 145 g 1,
AR SHNE ] REBUR A R

BILEEE

B 1 =JLRERXE ADAMTS13 EFE Sanger il F
L ADAMTS13 JEPIAETE ¢.3650T>C B4 5878, LA Bk
VUL S 28 G 98728 . ik e h A8 1.

4 IR

FER R i R SE e A A I 00 1, Sz BT BR X
RESCRRAT . AR AU BT AN
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fEfE UE AR HE L AE, I H B &nIG YT . i
W17 5 G g2 M it /AR A RS I, A B S BT
PLIVIG 1 g/kg R B, IVIG ¥t e, Wil PLT
159 s 78 (6~28) x 10°/L, Hb % #f % 2 75 /L,
W i BH 2T 2% 9% 3 T 425~575 pmol/L, TVIG i
SRR, Gt I/ IR S 1 T BEPE /DN
LR R AEFE S I . PLT s/ K 5% B 5 Th e it
F, GEGAMNE MR T WAMALT A, % RAEAE
JeRETTP, ToekEfid 0 3K (10 mLkg) .
VeV L0 40 M S PLT, i 25 )5, i L PLT F
% 289 x 10°/L, Hb T} & 131 ¢/L, H L $% 2 4%
MU W6 EIT 24 h 5 A i IHZ1 2R 490 pmol/L, /%

I K, T O B K VAL A A B O B I 3
AT¥eiyGyy, AR RRIUR], 46 i f5 L IR 21 2 B
% 316 pmol/L, JEZEHifaE, PLT &, F
el 555 4 RIF A 113 x 10°/L I-54 58 76 1F % 71 [
(PLT, Hb, BHLRABMEHILE 1) o Ehiid
TR LET A TH 2 158 umol/L, J5 BTk 2%
o+ WT 835 & L R A . A2 B 90 dBnHL, A7 H-
>99 dBnHL; =k /i MRI: TIWI #& FER {5 5 I 55 o
BILERE 10d )5, RiERE, TUIHEE. HBia
LA TT2kY;, BIUARE R, w0 T
THiR,

F1 BILI/ME, MOEBRBBIRKFFHEEN

eIt ABERf 6h  12h  18h 24h* 30h" 32h° 36h 48h 60h' 72h 96h 120h 144h 192h
/M (% 10%) 12 28 6 25 280 135 77 79 19 26 32 85 113 141 236
LT (/L) 137 124 9 75 131 109 123 136 81 165 167 178 171 160 158

BFZLZE (umol/L) 571 575 459 425 460 490

316 342 317 335 330 276 326 285 209

#ridi: a /R ABEIT 24 h MUEAUS IO ELC AR . /MR AT s b /s ABERT 30 h IFUGH; ¢ 7R ABEIS 32 h B2 d s ABE

Jii 60 h I F HAS T A HELLAN 1 )5 .

5 ZHTRIZHETIRYE

LW e RYETTP, Wik (1) &iH
T AR LI e B PLT /b, A E bR
R BBR L AN, AR TMA, HIEARR
AN PR H DL ) 25 B S B0 I . PLT 3800 1955 A1 5
(2) #BIL9 S Yfafk ADAMTSI3 B 7E7E O 41
B ZE7E ¢.3650T>(p11217T), HILRAi G578,
Lt RARBAEHT, HACKE iz S4B R—A8
(3 TEHTEEVK IR M2 e 38 L3797 I £ L i 4%

6 itit

TTP f& B PLT 5 % 2 48 Il & G i i 4 il 74
TE BT B fe e, H 3 B K AL L
T Y 148 4 1 42 9% - (von Willebrand factor,
VWF ) 24 fi# 25 1 i ADAMTS13 9 36 P F %, 1%
IML%5 N VWE VE R ADAMTS13 14 55 40 H1 30K i jis
i, FFHE KM VWF Bk, JERUE & PLT (1
OIS, DT 51 B PLT U 20 0 A0 it 5 5 7 4 I
PEFE I, T A I 4 T O Y PLT Jfi A% AT 5 DA
i, BE R E R 2 A ERE L TTP 4r A e Kk

54k Kk, Jo KAk TTP & — AR 55 00 09 o Yy
pRBR SRR, FE R TERE 9 SR ak
ADAMTS13 FEH 545 5] )2 ADAMTS13 {% PEAIR R M
S8 — R 50 FER ' Je K TTP 5 TTP E4L
(AR /D — B4y, — SRR I 3T AT 1 e PR GE 1T 52
AH KA K 0.5~4/10000007, H A —I5HF 52 0]
4 1/1100000%, 5 KA TTP 43 4 B & B FIiGE &
AP BRI 2 TR L)L, B L
BERZHUL BERS, iz b & # kK3 PLT
Wb BSIMAPEST N . R RAEREAR, 4L A
F B 2 AR R 5 s A 1 S T PLT 9s /b
M2, MR RS BN (LtERE ) |
JRY A I R L B PLT FREIMEEZ . —IH A
Il PRAFFZE (1B 1 38 51 56 K1 TTP 223, 16 f5i( 42% )
BEAH A LRSS, 7ok 16 6 (42% ) BFHLE
15 % UG, HARENE)LELER ",
SERMETIP B E ML E A s F 24
6 PLT AR T . & M PEFT il H. Coomb's 32 56 FH 44
AN E LI o] WKL A . R IR A R T
I LA R AR ML e KM TTP AY 2 W K
i ADAMTS13 3 1 e Fo o g a6 i ', g3
ADAMTS13 7% 7 /N T 10% H A £ 4 ADAMTS13
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M, SCEEVE R TORE AR 1 2 A 7 3 R R AR
i E, H ADAMTS13 i 1 3 78 30%~50%'"",
ADAMTS13 H& [F ) 2l 5 58 A8 5 53 2 5 28 A8 IR AT
HBhafL h Je K TP, H 2R TTP #F 58 /N 4
AT #1E5] 2015 453 59 26612 R e RAYE TTP 1
B, Hopss Az THREAN, 255848 10
B4l 45 248 F 45 B 2 284 P iz ) L
25 FL DR K A W 1 ADAMTS13 3 K ¢.3650T>C(p.
N217T) (N2iE 58748, Je kM TTP 2 Wi . R
PubMed ., Cochrane Library. J3 7 8088 % . 0 [ 1
IO 252 00 2 A Az B IR) 67 5 4 5 738 T A e Rk
TTP S 151, 1% % B 2008 4F Park 25 ' 5% 38 A ] 43z
SRR IR AR T BUE R TTP I A& HHZE 141
Je Rk TP B B kv, HIAT EEA R
P Ip B & 1 L A 2 TR YT, AR TSN Y
ADAMTS13 A4 843657 MR o R A% TTP 1 &4,
H i S BB AR D i vk R 5, e o
SR RN AR 0 AR (A4S PLT
TR MG RS ) B2 RATRINE , W AR
BRI F ST RE F W B, T2 ke
MR AR SRS, MR & B A IR
IREHE M B T 7E A B et . PR
P2 v AU T Bl PR v . B IA HEAE A 2~3 A
MK 5~10 mL/kg 13K, 2V B
10 mi/kg, FEARTE PLT Woll s Sl #3607 7, 1
B2 R TR o, A ([UFRIER)
T (AR R i 1 2 ol JRV SO e e i 2 4 6
1) BSERAYE TTP B8 H A A r G
FIEREH T HIREEE . ARG BAES N
., WA A S Ry T
FERANETTP IS 57k Fasy 7 i o AR 2,

RE

IR A, IR R B Z R v, I R B i
B S B Ml 2% 5 3200 R AT R M R TR A L 2
Witk RIRITIEAR A S o TR KM TTP & T
I PRAE R 52 2 2 AR T R 12 Ry X TR 4 1) e 8 A 1
IINHRIB A EBY, Evans 255 E5E, R IVIG K&
BE R B R IRYY, e s HoAh ) G e 7R
7 P IER RIS T K TTP B 1 2k
RIT MEERS T EE, ARRILER 2d Tk
S, R RS IHLLER IAE . 730 PLT 980/0,
W GBS Wi R e e Es I . ERE YL R, (H
HE— A5 S0 2 G A 25 S SR R AN SRR
HME TR R T WA LT A 45 FRATTHR A3 T2 Y
Fw, B2 TTP [ EEIE SRR R, R
R E L AH AW, BT RILREEE,
AR Z SR IE, IRATUS S 45 T T 8 ek vk R
I 3 5 v I AT B AT, A BT Rb AR
() ADAMTS13, $5c 2 BOLY 1 t-5% , Bl s 3 o 3
PRSI 25 S B B 2 W - E A Bl D5 B B o

B A LAY B A e TR 1 3 A AT 0 & PLT
S W vt o i AR SRS = B TR B s
KA TTP 3 — 5 UL f i A P A i A . R F5E R
PE TTP KR R AR, AEAR B S0 5 4G A e = 57
£, ADAMTS13 3% KA SRRz e,
e S P TR S R T B 194 Ab BRATY S S A TP 297 1Y
I PR ME S5 o AR SCRLGE 131 A FAE i IH 21 3% ML JGE
FOUfL . PLT 38/ RIS KM TTP 11277
R, DRI R EE IR XA AR, IR RS

w2,

BIL, Lo, AEJE 2 d, PEIRIUBE B G RARE . 322000 PR IR 425" JE ) SO AN il MR

HAHIL R SE R /MRS P 5698 ( TTP ) oS85 1097 | SBr i vk VR 3K . ZU4HA . i iR B3 i S59R9 7 )5
BIUIRTE I, . FEPIRRINES AR UL ADAMTS13 FEHFETE ¢.3650T>C(p11217T) 455878, HACKEZA S35 H
ARG, RN TTP 2 — o DL o Y B IR Bk st A2 a0, B T i vk VR I P AR A R A7k it
R E A BRGE A R Al 5 AR BB SE R TTP L.

[ X ]

[ RFEZHKILRIZEZE, 2019, 21 (12) : 1218-1222]
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A 2-day-old neonate with hyperbilirubinemia and thrombocytopenia

LI Chen, CHEN Zheng, CHEN Ming-Yan, MA Xiao-Lu. Department of Neonatal Intensive Care Unit, Children's
Hospital, Zhejiang University School of Medicine/National Clinical Research Center for Chird Health, Hangzhou

-1221-



F21EE 12
2019 4 12 A

b E %A ILA R E

Chin J Contemp Pediatr

Vol.21 No.12
Dec. 2019

[10]

310051, China (Ma X-L, Email: 6198007 @zju.edu.cn)

Abstract: A girl was admitted to the hospital on day 2 after birth due to jaundice of the skin and sclera for

half a day. The main clinical manifestations were persistent severe jaundice and thrombocytopenia, and she was

finally diagnosed with congenital thrombotic thrombocytopenic purpura (TTP). Her conditions were improved after

phototherapy, exchange transfusion, and infusion of fresh frozen plasma, red blood cells, and platelets. Gene detection
showed a homozygous mutation of ¢.3650T>C(p.11217T) in the ADAMTS13 gene, while her parents had a heterozygous

mutation at this locus. Congenital TTP is a rare autosomal recessive disease, and timely infusion of fresh frozen plasma

can achieve a good clinical outcome. This is the first case of congenital TTP caused by homozygous mutation at this
[Chin J Contemp Pediatr, 2019, 21(12): 1218-1222]
Key words: Thrombotic thrombocytopenic purpura; Hemolytic anemia; Neonate

locus reported in China and overseas.
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