<TARFEIZEE (RBMBA%#&EL 1921 1 EEATORK) >
OM=E
1. 3=
EEREEZE S M/MMREAE (thrombocytopenia-absent radius : TAR) (&, i EEE
KEBMEEEEERET, M/MREDE. MAMEOEERIEEZHHET S,

2. RER

FEIK1021.1 LIZTEET S RBISAEBEFORECERICE >TRET 5, ROWSAEIEF
DIA—FF2Y4(E, RNA TOESUTICEELIY Y VEANEAKREERTS 497
A=Y FDORAD 1 DTHDB. RBIBAEEF. Y14 5 TAR FERBEOBFTEDOHBEOEREED
KSITBIERITMNITEHATH S, TR BEICEET HRKIE. 5 200kb T, # 12 D&
EFNEFLTLS,

3. IR

M/MREAE X EREDZE L HNE. ERKBERMASBNALURIZRET 255HH
%o M/MRBDDEREIZK > TIIHARICERORREOABIDOZ 1 H D, EXRED
BEERBZERDLIN. TRLUNERDOEE (REEIVLEENER. WENERE. K
BEREA. REFHB) Z86H#I 051 HD. TOMDERE L THARME. LEXME
MEE (DEHRRRIBE. DEPRRIBE. BRERT. 77 0—HE) . BEHR (b
A, AASC THWE, BECTRAICEHGLEER)., BREESRROEE (BROEE.
FE. FEEM. BEOLHEOEBR) 22O E1H D

4.8k

/MR (2% L TIE, SZEITHE C TH/MREIIN 24T 5 A, ENICHHERBENLE
ERDEENDH D, RABAFTTHEEY SM/MRBAEICE LTI, BRI RS
BRETHD, EERBITH LTI, KEEZHEIT 2-DHICEHORIFEE. EROHH
MBENADLERISEEAH S, FMNTARLGEESIMMELENFRASINY ., BERE
EEERENTOND,

b. Ft&

M/NRESMEN DS BEFEZEREMO) RV NHYIENDLETHS, LHL., mM/MRE
FER2ARAFETICTBARICERLALIZEL, BENER 2FREFINIL, THRGBE
EETH b

OEHDHIEIZNELEIA
1. BEH
100 AR, R TOREHEXFREA,
2. HRDHEE
Vg ESL 2 DOBEHLTWERWRILEBEFEVLELT IBRHLGEETH S, REIFH
25% MEET de novo TEREL TS,
3. hEMGAEARE
REEIML (IBARMGABEEILGL, )
4. EHDEE
WHE (REICHEY, EHIZIECESTHARETHD, )
HY (AR ERLTI-ZEEEDHY)



6. EEENLE
HEEMNMUEDEENROEEERECEST S,

<EREE>
Definite Zx& &9 %,
TAR fE{&EE (RBMBA & 1021. 1 SEEANTARK) DisME#E

A . fEIR
[RAEIK]
I. /NI D iE
I1. BEEXE
(&)
I FRAHIM % T/ R 100, 000/uL L FTH 5,
I1. RKEMRE TCH/MEROREZIZIEETH S,
I11. BERCTEZERHBIIEL LTS,
IV. X#R CRIAIDEFTRIENH D,

B. REMR
FEEREYARI OO DBECFHRELZERL. RBIBAEITFDER. HDU I RBIAEE
FEEORKICKDEEANTOZHER TS EIZLYEESINS,

C. #RIZH
UTDEREZERNT S,
Z DD LXK 3 RIEIEEE

D. HIzFHRE
1. RBISABIGFDER - RE

<gMohTay—>
Definite : A~DDETZRH-L D,

<EBEEENE>
BEEEET Stagell LULEERFET B,
(/M R)
A B T /AL 4 S e B
ok | E R
MRS o v e . . o
(1071 m o o gFen” | wEdn S
s g0 | o1 | o v
< <5 I i v \
<9 1T v 1AY \%

* 1 RTHM : KM, &5, BRRHm
* 2 FEIEH - gHP9HM, M, T, mR. ARE%LRE
* 3 BEHM : £MZELNIRIKROH I MPEEFHEEHMG E



XEWBEERUVEEESEOEILICE T 5BEEE

1. WAZWICAWVWSERKER. RERMRFICEAL T, SWEELICHRROBAENGZ G
BIZE, WFhOBRHOLOZAVTHELX AL (2L, ARKEFORBZER
YERRERFTH T, HRARLGLDIZESD.).

2. BEMABERICETIEEESBICOVNTIE, BYLEZMNEED T TARAENMTHONT
WHRETH>T. EEE6MNARTRIBIVREZEMNHITSILET D,

3. B, EROBRENLEDEEESEFT—EULICRALGVETHIN., 5L
ERZMRET A EABELIDIIONTIH. EREMBONERET 5,

RS

OSEXH O

Tassano E, Gimelli S, Divizia MT, et al. Thrombocytopenia—absent radius (TAR)
syndrome due to compound inheritance for a 1g21. 1 microdeletion and a low-frequency
noncoding RBMBA SNP: a new familial case. Mol Cytogenet. 2015;8:87. Published 2015

Nov 5. doi:10.1186/s13039-015-0188-6



