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LZYNAPOMD DOWN\(Tplo@Guia2l)

© 1:650 (21g22.1-q22.3)
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B ———— | | Trisomy 21 cell line in mosaic Down'’s

syndrome. (Normal cell line also present.}

Girl with mosaic trisomy 21.
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Trisomy 13—facial
appearance
associated with
holoprosencephaly;
postaxial polydactyly
of hands and feet,
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YNAPOM®D TURNER (45,X)

Short stature
Low posterior hairline

Webbing of neck

Coarctation of
aorta
Broad chest
and widely
spaced nipples
Cubitus valgus
Streak ovaries,
infertility,
amenorrhea
Pigmented nevi
Peripheral
lymphedema

at birth
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FYNAPOMD TURNER (XO)




Lymphoedema of the
feet as only
manifestation of
Turner’s syndrome in
newborn infant.

FYNAPOMD TURNER (XO)

Cystic hygroma in Turner’s syndrome detected by Fetus with Turner’s syndrome.
ultrasonography.
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*  Klinefelter 47, XXY
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Tall stature, truncal
obesity, and
underdeveloped
genitalia in Klinefelter's
syndrome.
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Normal appearance and
development in

22 month girl with triple
X syndrome.

{3

Normal facial
appearance in mildly
retarded boy with
48, XYYY karyotype.
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A +L + = 35 o ’ wor J ' 1 ~ :-L\-Jq-’ 5, + T c’ _’ ) ’ oDLIGeorge (22q11)’
Willam & (7ql1), Miller - Dieke (17p13), Prader-Willi (159l11-13),
Angelman &(15912), Langer- Giedion (8924), Rubinstein - Taybi (16p 13.3),

Alagille (20p)

Typical facial
appearance of
William’s syndrome
in child with
supravalvular aortic
stenosis and delayed
development.
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" Child with developmental
/; delay and deletion of

" chromosome 13.
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Cri du chat syndrome associated with deletion of
short arm of chromosome 5.




FENETIEH BAZH EVNAPOMEN 2 A B 7
ANGELNEAN((F5¢412) KAI'PRADER-WILLI {§5¢11-13)

MATERNAL PATERNAL

M) _

Imprinted Prader-Willi
gene(s)

Active Angelman ¥ [

gene(s)

/

Deletjon in maternal
chromosome

Active Prader-Willi
gene(s)
2 h Imprinted Angelman
gene(s)

Site of deletion P

ANGELMAN SYNDROME

A

_ P

Active Prader-Willi
gene(s)

| Imprinted Angelman
gene(s)

Deletion in paternal
chromosome

\ M) (P)

Imprinted Prader-Willi
gene(s)

Active Angelman % [

gene(s) B

- Site of deletion

PRADER-WILLI SYNDROME



Severe hypotonia in infant with
Prader-Willi syndrome.
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Angelman’s syndrome.




AVID L0A1ES GO PETHALYNEVD

yovid1ro
zUp sod¢l@a UUJda gy OUgaes UG
Ugsysl@wy g Uoyvelpyg Usdlsseba
cdeoegdoaitizaUeUPpUE3cohR3¥s3
Tad) 63ace eilelisdds oy Ulilditasl
Uce3l}) 6 ‘o8 UaugcnuerUga»oU
T od) g3 6 ¢ ailliltagd gs & U s " tyie U «
£ 990} 689 UllilUpoool]sgedl;  oUldad
U o93UG() stars
¢dUsU0Ud ifgytic BB B o We figdl U &
Udgecshlgpdiige aoUsgdUaUUea



FYNAPOMD EYOPAYETOX X3 £ ¢ B J

Ade oceBMRIw®Us GdeUsUsah 3 hoe GUds UsyY Ugad U
AZa U UeaadecggealU Urfrexdgslsdeyivevs 3" j edqoUalUs
Uy seced

As‘?‘dq aUUY Uds CcOaG UlfbpqcUcumg’ UaiLg’o[o(ab/mamlcmetloU)JfU ql;ﬁo[
Uy sdeai Uxs U’ U3Ue~a~eyU¥3 e U eUya»UusU Uds |

(c) 2006, Loure Ann Dernmer, MD.



EYOPAYETOGYXE 3

UENEGADFIXO AENAPO DYNAPOMDY 7 7
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50% of females
Phenotype — — Affected affected, often mildly Normal Normal
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TEPATOIONA MNOY EINAI TNQZTA OTI NMPOKAAOYN ANOPQIIINEZ

ZYITENEIZ ANQMAAIEZ

Teparoyodva

"Avwpualieg

"Avdpoyovol napayovreGg
"EBioTEPOVN
Nop-£61oTEPOWN

Mapayovteg ~AVTIOYKOYOVIKOI
"ApvornTepivn

Bulsulfan nou g£vaAAaocoeTal
ME 6-pEpPKanTONouUpivn

Methotrexate
OaAidouidn

MoAuouaTikoi mapayovTeg
KuTtrapopeyaioidg
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OepaneuTiKn AakTivopBo 1a

AlGa@opou BaBuol appevonoinon TOV BNAUK®V EuBPUWV: Ta MEPIo-
ooTEPa And auTtd €xouv Ta XeiAn ToU aidoiou Evwpeva Kai deixvouv
UnepTpoia TG KAEITOPIdAG.

MeydaAo NAGTog AvwuaAidv TOU OKEAETOU Kai QVWUAAI®V TOU KEVTPI-
KOU VEUPIKOU OUCTNUATOG, KUPa AVEYKEQAAIQ.

"H auv&non eival EAQTTOPEVN, AVWUANIEG OKEAETIKEG, NaBNOEIC OTOV
kepartoeldr), AukdoTopa kai urnomAacia TV Ola@opwv Opyavev.

MOAAGNAEG AVWMAAIEG, IOIAITEPA OKEAETIKEG.

MepopéAhia kai GMeg AVWHAAIEG TV AKpwv, ToUu £EWTepiKoU au-
TI0U, akOpa KapdlakEG Kai YAOTPEVTEPIKEG AVWHAAIEG.

Mikpoke@alia, UBpoOKe®aAia, kai mveupaTikn kabuotépnon (BAEme
Kegaiaio 17).

KarappdkmgG, KQ@WOon, Kai OUYYEVEIC AQvepaAie¢ MG kapdiag.

Mikpoke@aAia, HIKPOO@BaApuia, USPOKEPAAIa Kai XOPoaU@IBANCTPOE!L-
donabeia.

MikpoKe@aAia Kai OKEAETIKEGC QAVWHAAIEG.
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