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Trisomy 13
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Figure 4-12 Molecular Biology of the Cell 5/e (© Garland Science 2008)

Add(12)(g24.3) der(12)t(4;12)(q31.3;q24.3)

DREEEBARBICAMU-Z2EBKEEMMBLEARRBIARXRTHLIESEL(A),
ABLBIREDBELBEADEFNF N Dwhole chromosome painting probelZ& Y
FISHIREZITWVELT-. ZOEERBIZMAMLE-LBEIMIBEHETHLIEN
RSN, G-bandingDIFEREEHETHREZFHEELEL=. (B)

59



XRBERBIE S1A>{RER
¢ XEE KIS BEEECRRT HBET TS A (1141

B 5. YEEEKIZIEEIZ/INKIFEAEEELFHLELN(255
&) .

o THEIIXX, BHEIIXY. LML, BETELETEXERAD
BIEFEYMDEIIIFIZZFLL.

+ [FELFETREXEBARDELFORBREEMIET HHBENL D
%

o XFEEAKRIIRBAEXI00MIE GERFFE) ISR EFIESND.

« BESBICREXR, FEIIEBBRKROXEBAENFFTILSIND.
o FEIESNIEXERERKFFTEZICHEYREFLESNS.
o FEIESNT=ADXREAKITZOMAEO IR TORHRICTH

mlksnbd.

60



SEER B4R (PAR)

« XEEELDVWOMDEBEFRIXITOREEEZENS.

o ZDRLIIXZEEA LETIHRUERBAFSEE(PAR) IEFIEH
HEEICHY, YREBELEOBMTORESLEYRZ LESS.

- XiDHLERBAEBDEERFE, BRENGATOIOTTF

VEEERT-T, Xist RNABELHIZTEAEE.

« PARIIXZGEEK - YEAAEDOHIHIZHY, Bt PAR]

(2.7Mbp) EEBIEHRDPAR2(0.33Mbp) IZIZE&HETAHLELE
H29E DBIEFENFELTINS.

o XiRIZARFHEIESNGVVBEERFIFEET SEE, XK

BOERKICEKH>TRIHA—FT—EZEE (XO) HHWE /54
VDT ILE—EERE (XXY, XXXY..) e o= aEREICL
HIERNBENBREEELTS.
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A= —fEIxE:

- REMRAROESRZH

- FHE: XEBROEBIE/VE—: UTHARRHLGZT
45X, 46,X,i(X)(ql0), 46,X,r(X), 46,del(X)(p1l)

. AR Zi%1,500-2,000A121 A

- EF: BOMEBNRIYRITFHR—EIFESIEL
. Bt —EAIIZIXGRL.

- FEfFR: EEE REMERARE BRE, HRH, BRE,

FLEEFEIRERE DB K, F4hFEDIEHE, REMERBES,
%J?*_JL%HGJQE*B FRDYINZIE

- SPHE: KBIRWEEE, RIEFTE (EHET), FEES
- BE: ERILEVEE, ERIVEVEE, SERE
. 4Ttk BIF. mos 45 X/46 XY TIL RO EMAE (20 9%).




F—F—IEIRBF X R DRRIIZE

23 I le )
TR BTSN

»4 !M! !j TR
5!} '} ' 4 ‘:



S—F—IEEFEDEBRENER

T SEEOELFNDEDR
1. 9bhbiEkEtsEE R
EEORKREELGF
SHOX
2. YEBARBEAIED
RIRFEELGFGCY
3. XEEAREhiEYEBIR
%_LH%L-;HE’E‘&‘#’L%U//\
T OORE ﬂ"lﬂﬂ@’\d) Ntz Ed D
[Tont-HIEHMEIZHITS
BB HEDMEEEKRED
:JATél ZEHINRADE

|

URDBMS




RBUREO—RRR

« BRABKOBNEEZZO, 7/ LOFHEHIERKIE

REHST

« FI/LDBEHDINEIREDEENLWNFEEIRTS

HCEETHD

C K (RELE) DHEHNBEIEY (BEIFE) BRPHEA

GE{ Y

DIREELD.

oY (%

- BHEEEEETITHHEBEERETHOIVIETHRELGE

e denovoDHEHEEEERE TIE6-7T W TRIEFEEMNR
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REBEDIERER

(RBAREBEZRDIT-0 EHIE)

ATOYOTF | KESDEER 1gh+, 9gh+, 16gh+
> EROX | RS (pericentric inv(1)(p13g21), inv(1)(p13912)
?71#5&@;% Inversion) inv(9)(p12qg13)
e SO BE|INTO-OYF | 3ph, 10ph, 16ph, 18ph
HTS5AMDE | EX{THE(A (giant satellites) | 21ps+
i BRI D R % 21p-

—F-=FDOfIHEK (double, | 21pss. 21pstkstk

triple satellites)
YEBADERME Yqh+; Ygh—; inv(Y)
EMoOvF | RER-BEELGE RRVEEFREOHFEFTRESNEELD
;ﬁ’;ﬁ@ IE% | BaRsas iz (pericentric inv(2)(p11q13),
255 inversion) inv(10)(p11.2921.2)
7oAt )y B R%E B 0D R EE 1psig &
EEE v 1g41; 2911; 10925; 16022; 17¢12

SR (Xinv(1)(p13g21) A%1/1,240, inv(1)(p13ql2)At 1/3,400, inv(9)(p12ql3)Aht 1-2.5 %
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* ﬂ'.l naihlf %&WE%

46,XY EE B

45,X XW—F, 3—F—%kit

48, XXYY M BERHXXYY

47, XY,+21 ) fE

47 XY, +mar BRI —H—FERK
46,XX,-8,+21 8E/VI—E21M)VYI—DEHE
69,XYY &K

mos 47,XY,+21[44]/46,XY[54]

A0, EERBEIZREIC [ 1IE
T IR

chi 46,XX/46,XY

FAS
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ZBGTHE WERE 1

46,XX,add(19)(p13) H R ATINE R AA 1913217
46,XX,del(5)(q13) 5p13Z& YT mEd HimBp R &
46,XX,del(5)(q13933) q13—q33FE THOHEERR &
46,XY,1(2;5)(921;931) 2021&5031 % Ul R &9 HHE B SR
46,XX,der(1)t(1;3)(q13;032) | IREFEEIKRIL1IF TL3IZ3g32h b R&PiKRim
B hifTiE,
46,XX,dup(1)(q22¢25) 1922/ 5102588 P DIEGCIEE
46,XY,ins(2)(p13021q31) 2p13~2021-g31FR A AV IE L iE A
46,XY,inv(3)(q21026) 3021&30267 YNl R &9 S R BEAN S L
46,XY,r(7)(p22936) 7p22&£7936 THESLIZIRIREBA
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ZERHE WERE 2

46,X,i(X)(q10)

XEMi(Z &5 R i & & 4R

45,XX,dic(13)(q14,932)

13B L BARTHql4Eq32THEESLT
TETERAEER

46,XX,der(14;21)(g10;910),+21

BREERIS ) U fE

46,XX,16gh+

16BLBARDATOIOTFUODESD
1K

46,XY.ish del(15)(q11.2911.2)
(SNRPN-,D15510-)

IE&E#T=o7-A, FISHDFEER, SNRPN
ED15S10M R &L TLV =

46,XY.ish 22q11.2(D22S75 x 2)

IEE#%E D22ST5D T FIL=_D2HYR
KITEhoT-.

46.XY.ish dup(17)(p11.2p11.2)
(CMT1A++)

CMTIAZTO—J T17pll.2I2o T F LR
—OHY MM EEN RSN
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