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I ennsie 6aneznu — 310 OoNBIMAN Tpy1ma 3ab0JeBa-
HHMH, BOZHAKAIOMMX B pesynsrare noppexiennd /|HK na
YPOBHE I'€Ha.

(O6masg yacrora reHHBIX O0JICZHCH B HONYIISINA |
cocraBiser 1-2%. Yeinorno 9actoty reHHbIxX 6oesHen
CIATAIOT BHICOKOM, ECIIM OHA BCTPEYAETCA € 9aCTOTOH
| cniygain na 10000 nopopoxiennLx, cpepen — 1 na '
10000 - 40000 1 jiee — HABKOM. _

bOJNBLIAHCTBO I'eHHBIX NATOJIOTAN OOYCIIOBIICHO

MYTAIAAMHA B CTPYKTYPHBIX I'€HaX, OCYINECTRIAIONAX
CBOIO PYHKIHIO YEPE3 CHHTES HOJHMICITIIOB - OCIKOB.
JIobas MyTanna resa BeJIeT K M3MCHCHMIO CIPYKTYPhI
AIIA KOJIMYECTRA Oenka.

-



NPUUMHOH TeHNHbIX GonesHel MoxerT
ObITh:

1IMyTauuM CTRYKTYDHbIX F6HOB —
HaOJOIa0TCS KaYeCTBEHHBIC
HM3MEHEHUsI OEIIKOB,

00pa3yroTCcsl aHOMaJTbHBIC

Oenku (HarpuMep, MyTaHTHbIE POPMBI
reMonIo0rHa);

2)myTauum (hyHKUMOHANbHbBIX IEHOB
— TIOBBIIIACTCS UJIU MIOHMKACTCS
coJiepKaHrue HOPMAJIBHOTO OeJKa B
KJIETKE, IPOUCXOJISAT KOJTMYECTBEHHBIE
€ro U3MCHCHHUSI.




dennnketronypusa (OKY, PKU)v

cheHnnNMpoBuHoOrpagHas onurodpeHns

o MIM #261600
o QayTOCOMHO-peueccuBHOe 3aboneBaHue
o YacrtoTa 3aboneBaHus 1 : 10000 B Mmupe, 1: 7000 B

Poccumn
o YacTtoTa HocuTenbcTBa 1 : 50 ‘
o Aedpununt deHnnanaHnHrnapokcunasbl (PAIL PAH) >

PebeHok ¢ (peHMNKeToHypren BbirnaguT npu poxmemm 3A0pOBbIM. |

=
Mo Mepe HakonNeHNs MeTa6oNnToB i P
NposIBNSAIOTCA: ’ ‘4
> NMOBbILLEHHAasa BO36yaAUMOCTDb M A

ABUIraTe/ibHasA I'Ml'lepaKTMBHOCTb
> YMCTBEHHasi OTCTaNoCTb &
» rMNONMrMeHTaumns KoXu, Bonoc, =

pagy)xHou 060n0uku rnas

Ba3a paHHbix 0 ®KY http://www.pahdb:n
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[anaKkTo3emus

HapyLLUEeHO NpeBpaLlLeHUe ralakTo3bl B
/1IOKO3Y

nospexgeHune mosra
KaTapaKTta

Wentyxa
renatomeranua

\\

. nospexgeHue noyekx

MEAVLIMHCKMMA LLEHTP
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BunbcoHa-KoHOBaNn0Ba

* HapylweHue CTPYKTYpbl MeabTPaHCNOPTUPYIOLLEN
ATda3zbl neyeHwu I

* ToKcuyeckoe BanAHUe mean Ha M, NoYKKU, neyeHs, \
poOrosuyy.

* [laToreHeTn4yeckoe nevyeHune — D-NeHUUMUNNAMUH + '
BUTaMUH B6
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HACTCOCIMNBEHHOE "' /’
3000/1e8aHUe, CBAZAHHOE C |
HAPYULEHUEM KOA2YAAYUU '

= | /‘,,
(npoyeccom ceepmuiGaus \ / ‘
) - 4

pH 2TOoM 3a00JIeBaHUN
BO3HUKAIOT KPOBOU3ITHSIHHUS
B CYCTaBbl, MbILIIbI U
BHYTPEHHUE OpraHbl, KaK
CIIOHTAHHBIC, TAK U B
pPE3yIbTaTe TPABMBbI HJIH

HPYPLYRCUSE My Shared
BMELIATE/ILCTBA.
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CepnoBuaHOKNETOYHAA aHEMUSA
Sickled cells ‘
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Normal

red blood cells

2 Healthwise, Incorporatad




XPOMOCOMHBIE BOJIE3HU HYEJIOBEKA

~1% HOBOPOXAEHHbIX

/ \

HapyweHus B NonosbIX HapyweHus B ayrocomax:
xpomocomax: XX wu XY rpynnibl «D», «E», 21 napa u ap.

v v

XPOMOCOMHbIE AHOMANTUN

/ \.

M3meHeHne 4ucna XxXpoMocoM B CTpPYKTYpHbIe U3MEHEeHUS B XpOMOCOMaXx:
KapuoTune: aHeynnowaus — a) peneuun;

a) MOHOCOMMUS; 6) TpaHcnokauus;

6) Tpucomus; B) UHBEpCUA.

B) NONUCOMMA. r) AyNnuKums

XpOMOCOMHbIe aHOManuu B Marepuane «abopTycoB»:

2-4 Hepenn —-70%

| TpumecTp GepemeHHOCTH —53-55%

Il rpumecTp 6epemeHHoCcT—  30% 50% -Tpucomumn
Il tpumecTp GepeMeHHOCTU— 6-7T%
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Cunapom Ilaray

XpOMOCOMHOE 3260JIEBAaHIE YEJIOBEKA, KOTOPOE XapaKTePU3yeTCsi HAJIMUUEM B

KJIETKAX JOIIOJIHUTEJIbHOH XPOMOCOMBI 13. L
mMuxpoueghanus

» omcymcmeue Spoeed

pacwennerue 2yber
u (unu) Héba

(nuwrue nansyst)

aHoManeHeIe
SeHuwmanuu

all nghts reservad
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~—— Edwards Syndrome (Trisomy 18)

by * 3 S0
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KAaunnnueckne npu3Haku CUHAPOMA
[MTepemeBckoro-Tepuepa

*  Husxum pocr

* CaoeobpasHan “muTonocAobHam”
IPYAHAA KAETKA

* [Ilmpoko paccTABAEHBI COCKHA

(90%)

KpBIAOBHAHEIE CKAAAKH HA IIIEE

AedopMopoBaunkie yiIHbe
pakoBuHE! (80%)

Baasrycuas aecbopmaninsa AOKTeH,
kopotkas [V niscrHas kocts

Ocreouopo:s

| [mrMeHTHBIE NATHA HA KOXKEe




Tpucomua X

-Kapuotun 47 (XXX)
-Yacrora poxaeHus 1:1000
-XapaxkTepHble Npu3Haku:
*Poxgaercs geBo4yka,;

*B0MbLUMHCTBO »EeHLLWH
UMEIT PS4 HEPe3KUX
OTKNOHEHUI B (hU3NYECKOM
pa3BUTUMU;

*HapyLueHa thyHKuma
SNYHUKOB,;
‘[pexaespeMeHHbIN
KNumakc




KnauHgpensTtepa

47 xpomocom - NUIWHAA X-xpomocoma
- XXY

Habnropaertcay roHowed

Bercokuid poct

HapyweHue nponopuuia Tena
(ANUHHBIE KOHEYHOCTU, Y3Kas rPyAHAs
KNneTtka)

OTCcTaNOCTs B PA3BUTUAM

Becnnoaue




Xpomocomunie Hostesnn

OGycaonnennnie  OGYCIOBICHHBIC

XPOMOCOMMEIMH  FEHOMMBIMH
MY TAIHIMHI MY TALHAMI
Hpnsepni:

Cuzipom Cizpom Jlayna
KOLIATLEro

KpHKa

I'ennbie Dostesan

(MOHOrenubIe)

boJsesan ¢

HACICACTBeHHON
NPePACTIOTOREHHOCTHIO

_ (nojmrennsie)

B ocHOBE NeAHT
CJIMIYHAL FeHHas

MY TALDIs

JlansTominu
Femodrums
DCHIIKCTOHYPHA
Homuzakmvms

L

Hacieacrsennnie 6osedim

Xpomocomusle

/

Fenunie

Hametienns
KauecTsa

XPOMOCOM

» NyGanxawia

¢ QeHuaKeTORYpHN

e AnpGstHHIM

« [emoduany

o Cepnosuano-
KAETO4HAR AHCMHA

* TpaucnoxatHn

Hassenena xonnuecrea
XPOMOCOM (reHOMHbBIC)
/ \ ¢ Jlencuns
{Tomosnix Ayrocom
XPOMOCOM
L
»CiHApoN «Cruzipom Dnpasca
1lepeiesckoro-Teprepna sCniapows aray
oCuiapos TpucoMityd X *CHuapom
«Cunapon KOMIAHbETO KpHKa
Kaaiiwrpesnteps

T







