XpomMocoMHi xeopobu ma
Memoou ix diacHOCMUKuU
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“Inkosin XxBopo6a cunbHiWa 3a
MegnunHy”



LlikaBa cTaTtucTuka

* 40% BunagkiB caMoBIifibHOro rnepepuBaHHs BaritTHOCTI
0B ‘S3aHi 3 XpOMOCOMHUMU aHOMAaSISMU. XPOMOCOMHI
3axBoproBaHHs crioctepirarotbcsa y 1%
HOBOHAapompKeHUX. BoHu € ripuynHoro 45-50%
MHOXUHHUX YPOKEHUX B3 PO3BUTKY, 36 % BuUnagKis
po3ymoBoi BigctasnocTi, 50% 6e3nnigas y XIHoK 1a
10% 6e3nnigas y Yos10BIKIB.




InaH

I. Kinacudikanisi cmaakoBUxX XBopooO JIIOANHH.
I1. XpoMocoOMHI XBOPOOH JIKOAUHU:

1. XBopoOu, cIpUYMHEHi TECHOMHUMH MYTalisIMHU
ayTOCOM:

a) cuHapom JlayHa;
0) cunapom Ilaray.

2. XBOpoOU cipMYMHEHI TEHOMHUMM MYyTaliAMH
CTATEBMX XPOMOCOM:

a) cunapoMm llepemescokoro-TepHepa;
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CnagkoBi XBOpPOOU — ue

3axXBOpPHOBaHHA NMIOAUHMN,
3YMOBJIEHHI MyTaUIsIMMN.




CnaakxoBi XBO

MOHOTEHHI XPOMOCOMHI DO L HE

I'enomui MmyTauii
XpomMocomMHi MyTamil

AyTOCOMHI
34emnieHi 3i cTrario




Chemkeosl saXBoRKBAHHS

MoHo2eHHi a0 MOreKynsapHi 3aXBOPIOBaHHSA -

Lile 3aXBOPOBaHHA, 0OYMOBJSIEHI FTEHHUMMU
MyTaLuISMW.

HAMPUKIAL: beHinKeToHypis, ranakrosemis,
nonigakTunia,remodinia Towo. = -




LinEnikoisl SELL(BORIRoEE R REA

XPOMOCOMHI 3aXBOPHOBaHHA - Le
3axBoptoBaHHA 0OYMOBNEHI F’EHOMHUMU YK
XPOMOCOMHUMW MyTaLISIMWU.

HAMPUKNAL: CUHOPOM KOTAYOro KPUKY,
cuHgpom [layHa, cMHOpoMm
KnanHgenbTtepa, CUHOPOM
LLlepeLieBcbkoro- TepHepa.




ChamkoE] saBoRIOBAKIHS

[MonireHHi ab6o mynbTUdakTopianbHi 3aXBOPIOBaHHSA

Lile 3aXBOPHOBAHHSA 3i CNaakoBOK CXUNMbHICTIO.

[TpnymnHa 1X noB'd3aHa 3 MyTaUIE KISIbKOX FeHiB, sika CNPUYNHIOE
He NaTosIorito, a NnLle CXUNbHICTb A0 Hel. [1nga Toro wob
CXUIBbHICTb PO3BUHYAcA B NaTonorito, NoTpibHa B3aemMogais
reHeTUYHUX | cepenoBULLHUX ddaKTopIB.

HAMPUKINAL: uykposun giabet, bpoHxianbHa acTMma, BMpa3KkoBa
XBopoba.
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MexaHI3M BUHUKHEHHSA

[TopyLLEHHA PO3XOaXKEHHA rOMOSIOTIYHMX
Xpomocom y aHadpasi | Ta Il noainis menosy

Hepo3xoa:xkeHHa XpoMOCOM B MeHo031

Metadazall

Axadaza I



1)

2)
3)
4)

Cunapom /layna

Kapiorumn: 47, XX (+21) abo 47
XY (+21);

Yacrora xBopux 1: 1100;
Hu3zbkuii 3pict

YepenHo-1uIeBl aHOMai («BCl
HITH OAHIET MaTep1»): KOCHUM
pPO3pI13 OUCH, KOPOTKA 1M,
EMIKAHT, IJIOCKE 00IMYya,
MaJICHBKUI KOPOTKHM HIC,
BEJIMKHUU SI3UK, MaJICHBKI
ne(popMOBaHI ByXa;

Omrodpenis (pi3Hl CTYIIEH]




Cunapom /layna

6) MaBmsga ckiagka,
KJIMHOOAKTWJIIS MI13UHIIS,
M’ I30Ba T1IIOTOH14,
PO3XHUTAHICTh CYIJI001B;

7) BpomxeH1 Bagu
BHYTPIIIIHIX OpraHiB
(cepiisi, OpraHiB
TPABJICHHA );

8) 3HHKECHHUH IMYHITET.




PU3nK HapoaXXeHHSA OUTUHMU i3
cuHapomMmoMm [layHa B 3anexHoOCTi Bif
BiKy MaTepi

Bik MmaTepi Ha MOMEHT I10JIOT'IB
Byab-AKkum BiK 1/650
30 pokis 1/700
34 pokmu 1/500
36 pokis 1/400
38 pokis 1/200
40 pokis 1/100
42 poku 1/60

44 pokwm 1/40




[llarHoCTUKa

LiInToreHeTU4YHnM meToa, OOCNIaKEHHS:
* KaploTUnyBaHHS.
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1)
2)

3)

4)
3)

6)

MeToanka kKapiotTmnyBaHHSA

HenpamMimMm MeToOM.
eeHOIHY Kpoe UeHmpLudhvayrimb, eudimaKimes
geldrKoyumu,;
X eMiLLVENTIE 8 NoXueHe cepedosuiue 3
ghimoaemMasmromMUuUHIHOM (CIMUNMY TS oSN
KITITILUH)
aicns IRKyDauil e mephMocimalrii Ao cycneH3im
JdodarnTIs KOAXIYUH (3ynuHae nodin neldxouywnie
Ha cimadii memaghasu);
Jdodarims einomoHiYHUL PO3SYUH,
LeHmpu@yayrIms,
npenapam ghikcyroms, ¢ghapbyromb, euevYyaroms
g ceimmaoeumM MIKPOCKOMOM,;
ghomoepahyromb | SLUDIZEHITIE XDOMOCOMU,
cucImemMamuivims 3a JereepcbsKoMD
Knacuchirayiero
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CunHppowm lNaTay
1) Kapiotun: 47, XX(+13) abo 47,
XY (+13);

e 2)Yacrtorta — 1:5000 — 1:7000;
« 3) LinnHa BepxHbOI rybu |

1 NiaHEBIHHS;
A * 4) Mmikpouedranida, HU3bKUW cnagncTun
e noo;

B .o ioie R : . .
B ... ﬁ} e 5) MiKpoTanbMmis, aHoTanbMIs;

I(a6o) nidweGinna |\~

wsoceai — * B) MEPEHICCS 3anane, AeopmMoBaH;
BYLLHI paKkOBUHU;

SywHI pakoeuHU




Cunppowm lNaTay
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[llarHoCTUKa

LinToreHeTUYHUN MeTOoA, OOCNIOXKEHHS:
* KaploTUnyBaHHS.
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CuHapom
LLilepweBcKkoro-TepHepa
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Pucyxnok 13. Bonbxaa 14 ner.
Cunpapom lllepemresckoro-TepHe-
pa. KprinosupgHeie cKnaakum Ha
uree “ronoBa chuHkca”



CuHapom
I.IJepemeBCbKoro TepHepa

Cunapom lllepemeBCcbBKOrO-
Tepuepa

1) kapiomun: 45, X0

2) uacmomea.: 1/2000HOCOHAPOOMHCEHLIX,

3) HUBRLKUL 2PIcH (8 cepedHbouy 140,8 ca )

4 ) KpUulonooioHl crIAoOKU Ha WU

5 ) HU3LKA MeMHCca POCchHy 8010CCA HA
HOMLLTHYIL;

O) HEOOPO3IEUHEHT MOMOYHI FATO3U;

7 ) Heoopo3eUHEHT ACUHUKU,

&) AK NPAslilo, HOPMAILHUL POV MOell]
POIEUINOK,

9) beznnioos




[llarHoCTUKa

[{uTOreHeTHYHNI METO/I JOCIJIPKCHHS

* NOCTIIKeHHSl CTAaTeBOI0 XPOMATHHY;
KapioTHIIYBaHHS.
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CuHapom
KnanHdenbTepa

CuaHapom
KaannadeasTepa

1) kapioTun: 47, XXY

Z)vacTtoTa: 1:500 - 1:1000
HOBOHAPOHEeHWX,

3) O0Br KIHUIBKW, BENWKl KWMCTI Ta
CTOMNM;

4) BY3LK Nnedl, WWpoKMK Ta3
(eBHYXONOOIDHA CcTaTypAa);

o) NMHeKomMacTIiA (MOXYTE DYTH

“ ﬂ-. iy 'l:ﬁ i .H '" DO3BWHEHI MOMOYHI 3ano03u);
ook owow e G) mani Aedyka, asoocnepmiA

lil AT W B ou (BIACYTHICTE CNepMaTo30idiB vy
& & g CIM AHIA PIOWHI);

e R ) beanmaonA



[llarHoCTUKa

LiuToreHeTMYHUIN MeToA OOCTIOKEHHSA:
* [OCIiIKEHHA CTaTeBoro XpOMATUHY;
* KapioTUNyBaHHSA. /=
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Puc. X.10. Kapuorun 6onbHoro ¢ cunapomom Knaitndensrepa (47, XXY)



NP oOINaKTHESD

Meauko-reHeTHYHe KOCYJIbTYBAHHA IPH
BariTHocTi B Bili 35pokKiB i crapiue,

BUKJIIOYEeHHSI POAMHHUX IILIIOOIB.
JIuTuHy 0OaxaHo Hapoa)KyBatH y Bili 18-25 pokis

IlepeamoJsioroBa giarHoctuka (Y3/1) i 3i morpeou -
NepepuBaHHSA BariTHOCTI.

3popoBuii Cocio KUTTS.
OX0opoHAa HABKOJMIIHBOIO Cepel0BMIIIA.

IIponaryBaHHsl MeIUKO-TEHETUYHUX 3HAHb cepel
HACEJICHHH.



Meouko-2enemuune

KOHCYJIbMY8AHHA cIpsIMOBaHe Ha
[onepeaKeHHs MoABU B CiM'I XBOPUX
31 CIIAJAKOBOIO TA IPUPOAKEHOIO
MaToJIOTIEI0.




Mera megmnKo-reHeTH4YHoro
KOHCY/IbTYBaHHA:

* 3MEHLUEHHSA reHeTUYHOro BaHTaxy B nonynsauil.

* Bu3HayeHHsA NPOrHo3y HapPO4XXEeHHA AUTUHN 3i
CnagKoBOK NATOSIOrIED;

* [losiCHEHHA NMOBIPHOCTI Takol NoAil;

« [Honomora ciM’I MPUNHATY PiLLIEHHSA NMPO noganbLue
OITOHAPOOXXEHHS.




OcnHoeHi 3ae0aHHst MTK

 BcTaHOBNEHHA TOYHOroO AiarHo3y crnagkoBol
XBOpOOU;

* Po3paxyHOK puU3nKy NOBTOPEHHSA CnagKoBol
XBOpPOOU B CIMT;

* BusHaveHHs1 HanbiNbL ePEKTUBHOIO Cnocooby
NpoMIiNakTuKu,;

* [loACHEeHHA pogmMHaM cyTi MeguKo-reHeTUYHOro
NPOrHo3y | MeToaiB NPOdINakTUKN.



0O60e'si3rcoee MKI" noeuHHO Npoeo0umMucs y
cim'six, wo Hanexxams 00 2pynu pusurKy 3a
maKumu NOKA3aAHHAMU:

HapoaKeHHs1 ANTUHU 3 MPUPOOAXKEHOK BaAOK PO3BUTKY;
BctaHoBneHa cnagkoBa xBopoba abo nigospa Ha Hei'y
CIM'T;

3aTpumka isn4HOro po3BMTKy abo po3yMoBa
BiACTanICTb Y ANTUHWU;

KpoBocnopigHeHi wrnobu;

Brnnue TepatoreHis abo nigospinux Ha TepaTOFeHHICTb v
dakTopiB y NepLUi TPy MicHLi BariTHOCTI; | VER

HeCI'IpI/IFlTJ'II/IBI/II/I rlepe6|r BariTHOCTI.




MKI npoBOoAUTLCA B HOTUPK
eTanu:

 BcTaHoBNEHHA OiarHosy;,
« CKnagaHHs NporHoasy;
 BUCHOBKM abo 3aKnOYEeHHS;

* [lopaga ciM™I Woao0 NpodIinakTuKn
HapOMKEHHSA XBOPOI AUTUHN.




Ha MI'K i npeHamasnbHy diaegHOCMUKYy
Haripaesisioinb.

1. )KiHOK 3 nep8UHHOK aMeHOopPEEH0.

2. CiMm7T 3 6e3snnioHicmto, sa2imHicmio, Wo He 8UHOWEEMbCS

3. CimT, 8 AKux HapoOxyeariucb Oimu 3 rpupooXxeHUMu eadamu
PO3BUMKY;

4. Cim'T ceped podudig sikux criocmepiz2arnachk cria0koea rnamorsioaisi;

5. CimT, 8 kux € 0imu 3 gidcmagaHHSIM y rcCUXiYHoOMy ma
comMamu4HOMYy PO38UMKY.

6. BaaimHi XiHKU 8ikomM rnoHad 35 pokie.

7. BaeimmHi, ski o abo gaz2imHocmi masiu KOHmMakm 3 MymazgeHHUMU
I mepamoaeHHUMU hakmopamu (abo makut KoHmakm 00




MeToau gononoroBol
AIarHOCTUKM:

* [1Ipocitoroui
e HeilHBa3uBHI
 |HBa3uBHI




[lpocitoroydi meToau:

* 1) BU3HAYEHHSA PIBHA £-heTOonpoTeiHy

* 2) BUSHAYEHHSA PiBHA XOPIOHIYHOIO
roHagoTponiHy

* 3) BU3HA4YEHHA PiBHA HEKOH’KOroBaHoOro
ecTpiony
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HelHBa3uBHI MeTOoAM:

Hasea 3acToCyBaHH4A

S c7 1| 1. BuaBnaoTb aHaTOMiYHI aedekTn ckenera,
BHYTPILWHIX OpraHiB, M”sIKUX TKAHUH rOfIOBM.

2. BusHayaroTb CTaTh.
3. BuaBnATb NOpyLIEeHHS1 HEPBOBOI TPYOKM.
4. BuaBnaoTb 0aratonnigHicTb

1.PeHTreHorpacpisn |1  [Ana giarHOCTUKU aHOMarnis cKerneTa.




l !! = 34 4onomoror

YyNbTP3BYKOBOI exorpamu
BUABIAIOTb aHaTOMIYHI
aAedekTn nnopa, BU3HaA4YalOTb
MOro CTaTb, MOPYLUEHHS
HepBOBOI TPYOKM,
oaraTonnigHiCThb.




PeHTreHorpadia pgiarHoctuka aHomanin
PO3BUTKY CKerneTa nnopaa.




IHBa3uBHI MeTOoOM:

HasBa TepMmiH 3acTtocyBaHHA
npoBeneHHA
1. bioncia 9-11 Tnx. [Ansi BU3Ha4YeHHs:
BOPCUH XOpioHa 1) XpomocomHoro Habopy
2) AOHK
3) depmeHTIB
4) Crari
5) HasgHocTi remorno6iHonarin
2. AMHioueHTe3s | 12-18 Tux. Ans BU3HaYeHHS:
1) XPOMOCOMHUX aHOManin
2) MopyLeHb 06MiHYy pe4oBUMH
3. KopgoueHtes | 12-18 Tux. Ana BusHa4YeHHs:
1) XPOMOCOMHUX aHOMarnin
2) MopyLweHb 06MiHYy pe4oBUMH




bioncia xopioHa —
B3ATTA TKAHMH XOpPIOHa.

)
Buoncus xopuoHa Yyepes

Aatyumk Y3U UepBUKanbHbIN KaHan

-

TpaHcBarvHanbHas
Buoncus BOPCUH XOPUOHA

/ ;  Harumk
f 3abop obpasua f Y3un
,‘ TKaHU XOPHOHA
/4 /[ > Martka
4 & MnauenTa

Mnopy




AMHIOLleHTe3 — NPOKOoN NIoAoBOro Mixypa 3
METOI0 oAepXaHHA HaBKosronnigHol PiguHMU i
3nyuweHuxX KniTMH aMmHioHa nnopaa.

y3u !} .

AaTYUK & / . AMHMOTHMYECKas

' 7 MUOKOCTD

AMHUOLEHTES




AMHIOLUEeHTe3




KopaooueHTe3 — B3ATTA KPOBI
3 NYNOBUHM.

XpoMOoCOMBbI

/

O6pasey NynoBUHHOW
KpOBU nnoaa



dPeTOoCKOMNIA 3acTocyBaHHA cheTOCKONY ANS
ornany B NOPOXHUHI MaTKU YaCTUH nrnoAaa,
Gioncii WKipy nnopga tTa B3ATTA KpOBi Ha aHarnis.




3aBOaHHA MeacecTpu:

* BuasneHHsa rpyn pusnky 3i cnagkoBOK MaToONOriElD.

« (CBoevacHe HanpaBneHHs ix oo MINK.

 Po3’acHeHHsa HaceneHHw 3Ha4YeHHA MeguKo-reHeETUYHUX
3HaHb.







