48 BeAUKUM IPAKTUKYM 3 3araAbHOI T€HETHKHU
AabopaTopHa pobora Ne 7

Tema: OCHOBU MeQUYHOI TeHETUKH

MeTa: OOroBOpUTH IIpeaAMET BHBYEHHS MEOWYHOI Ta KAIHIYHOI
MeHEeTHKM, OCHOBHI CITa/IKOBi 3aXBOpPIOBaHHS, iX Kaacudgikalliro Ta

TPYIIH.

OOAamHaHHSA: 30IIHUTH, METOANYHI BKA3iBKHU, AITEpaTypHi [zKEpeAa.

Xin poboru

3aBmanaa 1. BUBUYUTH reHeTWUHY KAaCUQIKAIliIO CIIaIKOBUX
IIQTOAOTIH, 3aIIOBHUTH TaOAUIIO 1.

FemeTnyHa Kaacudikallisa 6a3yerbcd Ha KaacugiKallii My Tartiii.

Bcio cmanmkoBy maToAoTiio MOXKHA PO3AIAUTH Ha ImaTh rpyn (H.
I1. Boukos, 2001):

1. MoHoreHHi (reHHi) XBOpPOOM — CIIPUYMHEHI TI'€HHUMU
MyTalidMU (aXOHApoIIAa3ida, (peHIAKeTOHYypid, reModiaid Ta iH.).

2. XpoMOCOMHi XBOpPoOM — 3yMOBA€Hi 3MiHOIO KIiABKOCTi abo
CTPYKTypH XpoMocoM (cunapom [layHa, [laray, EnBapaca Ta iH.)

3. XBopobu i3  CIIaAKOBOIO  CXHABHICTIO  (CMHOHIM:
MYABTH(AKTOPiaAbHI) — XBOPOOH, PO3BUTOK SAKHUX BU3HAYAETHCH
B3aEMOJII€I0  3MIiHEHOTO  TE€HOTUIly IiHAuBima 1  dakTopiB
HaBKOAUIIIHHEOTO  CEpPeloBUINA  (3aguya  Iyba,  KAMIIIOHOTICTbD,
rinnepToHigYHa XBOopoba, mm3odpeHia Ta iH.)

4. TleneTnyHi XBOPOOM COMAaTHYHUX KAITUH — 3yMOBAEHi
COMaTHYHUMHU MyTallisMHu (OiABLUIICTE ITyXAWH, €Ki CIOpPaauyHi
BUIIQIKU BPOLZKEHUX Ball, MO3aidyHi POPMH XPOMOCOMHHX XBOPob Ta
iH.)

5. XBopoOM TeHeTHYHOI HeCyMiCHOCTi MaTrepi Ta maoda
(remoaiTyHa XBopoOa HOBOHAPO/LKEHUX, sIKa BUHUKAE B PE3YAbTATI
HecyMicHocTi maTepi i maoga 3a Rh-antureHom, aHTUreHaMU T'PYIIU
ABO Ta IHIIUMHY TPyIOBUMH aHTUTEHAMH).



4% Beankuit IIPAKTUKYM 3 3araAbHOI T€HETUKU
Tabauma 1 - TemernuyHa Kaacudikamia cnagkoBuX
3aXBOpPIOBaHb

3aBmanHa 2. BuUBYUTH KAIHIYHY KAacHQiKallilo CIIaIKOBUX

IIATOAOTIH, 3aIIOBHUTHU TaOAUIIIO 2.

3a 1iero kaacugikalli€elo XBOPOOM IMOMIAIIOTHCA Ha YOTUPH
TPYIIH.

'pyma 1 — 6e3rmocepenHbO CIIaaKOBI XBOPOOH — XPOMOCOMHI Ta
TreHHi 3axBoproBaHH4d (cuHapoM EaBapsca i [laray, deHiakeToOHypis,
MYKOBICIIMA03 Ta iHIII]).

[pyna 2 — XBOpoOM 3 IIOMIiTHOIO CIIAIIKOBOIO CXUABHICTIO 10
IIPOSIBY (apTepiasbHa rinmepTeH3is, MyKPoBUH aiaber, momarpa).

pyma 3 — XxXBOpoOM, III0 BHU3HAYAIOTBCSI IIE€PEBAKHO
dakTOpaMu 30BHIIIIHEOIO CEPEAOBUIIA, aA€ B IIaToOreHe3i SKHX
rpalOTh POAb CHAAKOBI (QAaKTOPHU (raaykKoMma, aTepOCKAEPO3, Ppak
MOAOYHHX 3aA03).

pynma 4 - xBopoOu, MO0 SKHUX CHOQOKOBICTH HE Mae€
BITHOIIIEHHH.
Tabauma 2 - KaimiyHa Kaacudikamia conaakoBHX

IIATOAOTIiH




“BeAUKHUH TPaKTUKYM 3 3aTaAbHOI "€ HETUKH

3aBmanua 3. BuBunuTHU Kaacu@ikallito ClIafKOBUX ITATOAOTIH 3a

XapaxkTEepoM ITOPYUHIEHHA I'OMEOCTaly, 3allOBHUTHU Ta6AI/II_[IO 3.

3a xapakTepoM HOPYyILIEHHS TOMEOCTa3dy BUIOIAGIOTh TaKi TUIIHA
XBOPOO:

s

5
6
7.
8
9.
1

XBOpoOU aMiHOKHCAOTHOT'O OOMIHY.

XBopoOu 0OMiHY BYTA€BOIB.

[Topy1ieHHS AiTigHOTO OOMiHY.

CriamkoBi XBOPOOM IIyPUHOBOIO Ta MHipUMiIHHOBOTO
OOMIiHiB.

. [Topy1ienHst oOMiHY CIIOAYYHOI TKAHUHU.

. [Topy1iieHHsT ITUPKYASITOPHUX OiAKiIB.

[Topy1iieHHss OOMiHY PEYOBUH B €PUTPOIIUTIB.

. CtagkoBi XBOpoOU 00MiHy MeTaAiB.

[lopyiieHHa BCMOKTYBaHHY y KHIIIKOBOMY TPaKTi.
0. T'opMmoHaABbHI HOPYIIEHHS.

Tabauma 3 - Kaacudikaumis cnagkoBHX IIaTOAOTIH 3a
XapaKTepoM MOPYIUIEHHS F'OMEOCTAa3y

3aBaanua 4. BuBYuUTH HaAWIIOIIHWPEHINII T'€HHI ayTOCOMHO-

JOMIHAHTHI 3aXBOPIOBAHHS, 3aIIOBHUTHU TaOAUIIIO 4.

3aBaanusa 5. BuBYUTH HaAWIIOIIUPEHINII T'€HHI ayTOCOMHO-

peIrlecCHBHI 3aXBOPIOBAHHS, 3alIOBHUTH TAOAUITIO S.



#8 . BeAuKUil IpakKTUKyM 3 3araAbHOi T€e HETHUKU
3aBmanna 6. BuBunTH HaWNOIIMPEHINII T€HHI I1aTOAOTIii
3YeIIA€Hi 31 cTaTTIo, 3alIOBHUTH TabAHUITIO 6.

3aBaauusa 7. BuUBYUNTH HaAWIIOIIWPEHINII MITOXOHApPiaAbHI
3aXBOPIOBaHHSd, 3alIOBHUTH TaOAUIIIO 7.

SaBzanna 8. BUBUNTH HaHIIONIMPEHINIi XpOMOCOMHI abepairiii,
3alIOBHUTH TAOAHIIO 8.

3aBaanua 9. BuBuUMTH HaUIIOUIUPEHIII 3aXBOPIOBAHHS
TI0OB’dA3aHi 31 3MiHOIO KiABKOCTi XpOMOCOM, 3alIOBHUTHU TaOAUIIIO 9.

3aBmanna 10. BuBuuTH HAaUIONIUpPEHINI XBOpoOU 3
HEKAACHYHHUM THUIIOM YCHaAKyBaHHs, 3alIOBHUTH TabauIiio 10.

3pobuTH BUCHOBKH Ta 3aIIUCaTH iX 10 Aa0OPATOPHOIO 30IIHUTY.



“.BeAMKUI IIPAKTHUKYM 3 3araAbHOI TeHETHUKU
Tabauua 4 - HalinomupeHinli ayroCOMHO-AOMiHAHTHIi reHHi 3aXBOpIOBaHHSA

Xopesn
I'eHTHHI'TOHA

Cuaapom
XoaTa - Opama

Cunapom
Mapdana

Tabanua 5 - HainmomupeHili ayToCOMHO-pELleCHBHI reHHi 3aXBOpPIOBaHHS

1 MyxkoBicunmos
2 Peniskeronypis
'3 TasakTo3emis

. XBopob6a 'oure

(mepebpo31I03)




“.BeAMKHI IPAKTHKYM 3 3aTaAbHOI T€HETHKHU

Tabauua 6 - HalinomupeHili ayToCOMHO-pELlECHBHI 'eHHi MaToAOrii 34enaAeHi 3i crarTIO

TFinmodocharemiunun
paxit I THuny
M'ss3zoBa aucrpodisa
diomieHa
IIirMmeHTHA
Kcepoaepma

Tabauua 7 - HainomupeHimi MiTOXOHApiaAbHI 3aXBOpIOBaHHA

ATpodia
30pPOBHX
HepBiB Aebepa

Henpomnariga,
aTakcis Ta
NirMeHTHHH
- PeTHHIT

XBopoba Aes




“.BeAMKUI IIPAKTHUKYM 3 3araAbHOI TeHETHUKU

Tabaunsa 8 - HalimomupeHimi XxpomocomMHi abepamii

Cuaapom
AexeHa

I CHHAPOM

Boasdha —
XipumrxopHa

Tabauusa 9 - HainmomupeHimi 3aXBOpIOBaHHA NOB’sA3aHi 3i 3MiHOXO KiABKOCTi XpoMocom

Cunapom JdayHa
Cuunapom IlaTay
Cunapom
IIlepenieBCHKOro
— TepHepa




“.BeAMKHI IPAKTHKYM 3 3aTaAbHOI T€HETHKHU

Tabauusa 10 - HainmomupeHimi XBOpoOH 3 HEKAACHYHHM THIIOM YCIAAKyBaHHS

. CuHApPOM
IIpaznepa - Biaai
. CuHApOM
AHreaAbpMaHa
Cunapom

MapTiHa —
Beaaa




