OCHOBH MEAHUYHOI TEHETHKH
IIpakTHYHe 3aHATTA Ne 3

Tema: XpoMOCOMHi XBOpOOH

MeTa: O0OroBOpHUTH IHTAHHS YCHAAKyBaHHA  XPOMOCOMHHX
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XPOMOCOMHI1 3aXBOPIOBAaHHA AIOUHU
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3. Kaacudikariis XpoMOCOMHUX 3aXBOPIOBaHb
4. OCHOBHI CHHAPOMHU AIOOAUHU

3aBmanua 1. Kaacudikaliligd XpoMOCOMHHUX 3aXBOPIOBAHb

Bci xpoMocoMHI XBOpoOU MOXKHA PO3QIAUTH Ha TPU TPYIHIH:
Xpomocomui XBopoOH

Y N\

[Moni- 3axBOpPHOBAHHA, 3axBOpIOBAHHA,
TLTOLI11 NOB A34HI 31 3MIHOK OB A3aHI 31 3Mi-
KUIBKOCTI HOK KUIBKOCTI 1
| CTPYKTYPH CTPVKTYpPH cTaTe-
dBTOCOM BHX XpPOMOCOM
Kpim Toro, ix KaacugiKylOTh TaKO¥XK 3a HaCTyIIHHMH
IITPHMHIIUIIAMM.
[Mpunnun xnacudikauii DopMH XPOMOCOMHHX XBOpPOO
3a xapakTepoM 3MiHH KapioTHny (eTionoriyHuii ~ MOMMIoiail
MPHHIHI, TOOTO XapaKTepHCTHKA 3MiHa KiJIBKOCTI I CTPYKTYPH aBTOCOM
XPOMOCOMHOI 200 reHOMHOT MyTallii) —— 3MiHa KiBKOCTI I CTPYKTYPH CTATEBUX XPOMOCOM
3ane:xHO BiI THNY KJIITHH, B IKHX BHHHKAIOTh — MOBHI (POPMH — pe3y1bTaT FeHepaTHBHOI MyTaLil
MyTauil y OaTbKiB

—— MO3aiuHi (POPMH — pe3yIbTAT COMATHYHOI MyTallil
y camoro emOpiona

Yac BUHUKHEHHS MYTauii (Y MOKOJIiHHSAX) CHopajHyHi — pe3ylbTaT HOBOI MyTallii

— YCNaJKOBaHi — YCMaKOBYIOThCS BiJl DaThKIB
3i 30a/1aHCOBAHUMH XPOMOCOMHHMH MYTaLlisIMH
abo Bix DATHKIB 3 XPOMOCOMHHUMH XBOpOOaMu
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OTxke, OAS TOYHOI AIaTHOCTHUKHU XPOMOCOMHOIO 3aXBOPIOBAHHS
HEOOXiTHO BU3HAYUTH:
e THUII MyTallil;
® 3aAy4YeHY B IIPOIIEC XPOMOCOMY;
e ¢opMmy (moBHa abo Mo3aiuHa);
e BU/ XBOPOOM (CHOpaAUYHUMN BHUIIQIO0K ab0 yCIIaJKoBaHa
dopma).

Taka pgiarHOCTMKAa MOXKAMBA TIABKU IIPH IIUTOT€HETHIHOMY
JIOCAIIKEHHI, 1110 TPOBOANTHCS ¥ MAlliEHTA, a iHOi M y fioro 6aThKiB i
cubciB.

eHETUKN TMOPIBHIOIOTH XPOMOCOMHI 3aXBOPIOBAHHA 3
IIOIIEAUIIIEM IIICAS IIOKEXKI1, OCKIABKH [0 MOMEHTY HapPOAXKEHHS
dOopMy€ETHCST OCTATOYHUM (PEHOTUII, KOAU HIiYOT0 BUIIPABUTU BXKE
HEMOIKAUBO (AHIIIE TPOBECTHU KOCMETUYHY KOPEKILiI0, SIKII0 CUHIPOM
CYMICHHUM 3 KUTTSIM). XPOMOCOMHIi 3aXBOPIOBaHHS BUABASIOTBCS SIK
CUHAPOMH MHOXKHWHHUX BPO/XKEHUX Ball, OCKIABKU IIOPYLIYIOTHCH
paHHIi eTanu PO3BUTKY.

Jo rpynu MIiKpOIHTOr€HETHYHHX CHHAPOMIB BXOIATH
CUHIPOMH, 3yMOBAEHI JIEAEIliIMH a00 AYTIAIKAIITIMHU Ay>K€e MaA€HbKUX
JIATHOK XPOMOCOM

Hassa cunapomy | 3amydena AiTsHKa XpoMOCO-
abo xBopobH MU (Aeneuis ado aymniikauis)

OCHOBHI CHMITTOMH

MikpoaeneliitHi CHHAPOMH

Petunobnacroma 13q14.1-q14.2 [MTyximHa ciTKiBKH (0/1HO- 200 ABOCTOPOHHS)
B AUTSYOMY BiLli
Cunzpom i xopmxi 22q11.21 Cynomu (rinokanblieMiui), arasis abo rinonmnasis
THMYca, Au3Mopdil IHILOBOTO Yepena, Bau ceplis
Cunapom AHreabMaHa 15q11-ql3 HesBuuaiine o0nnyus, aTakcis, rinoToHis, enijiencis,
Yy XpOMOCOMi Bijl MaTepi | MAPOKCHM3MHU CMIXy, Mikpouedallis, BIACYTHICTD MOBH
Cunapom [Mpagepa 15q11-q13 Osxupinng Tyayba i NpOKCHMATBHUX BIIUIB KiHIIIBOK,
Binni y XpoMocoMi Bif OaTbka | An3mMopdii JIHILOBOTO Yepena, rirnoToHis,

rinoroHagn3M, po3yMoBa BiJICTACTh, MaJIeHbKI
KHCTI 1 CTOMH

[Tyxmna BinbMmca 11pl3 Hedppobnactoma

Mikpoayrutikauiiini CHHAPOMH

Cunzgpom bexsita — ['pika mMynkoBOro KaHaTHKA, MAKPOTJIOCIS, TiraHTH3M,
Binemanna 11pl5 rinoraikemisi, Mikpouedaris, BpoKeHi Baan
BHYTPILIHIX OpraHiB

JAsT MIKPpOITMTOTEHETUYHUX CUHAPOMIB XapaKTepHe HaCTyIIHE:

1. BoHu marome uimky KaiHiuHY KApMUHY, OCKIABKU
MiKpoeAelliss abo MiKpOAYyMAiKallid MOPYIIYIOTh MAA€HBKY MIASTHKY
XPOMOCOMHU (JacCTO OJUH T'EH).
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2. [HKOAU 1Ii CHHAPOMU MOKYTE OYTH 3yMOBAEHI HEe TiABKU
XPOMOCOMHOIO abepalli€lo, are i TeHHUMH MyTalliIMH 3a3Ha4e€HOro
reHa. Hanpukaaz, peTuHOoOAaCTOMA MO3Ke OYTH 3yMOBAEHA JIEAEITIEI0
MIASHKU [oBroro rmaeda 13-i xpomocomu (ql4) abo TOYKOBOIO
MyTalli€l0 3a3Ha4yeHOoTro reHa.

3. [Ipu4nHOIO PO3BUTKY AEIKHUX CHHIAPOMIB MOXKe OyTH He
TIABKU MIKpOIEeAellid, are B omHOoOaThbKIiBChKA MHCOMiA Ta BIIAUB
F€HOMHOTO IMIPUHTHHIY (cHHApPOMU AHreabMasa i [Ipagepa-Biaai).

4, 3ycmpiuaromucs pidko (y 6iabiiocti Bunaakis 1:50 000-
1:100 000 y HOBOHapPOAKEHUX).
5. [ag  [larTHOCTUKH  BUKOPUCTOBYIOTH  MOAEKYASIPHO-

iuToreHerudHi meroau (FISH-meron). 3euuaiine kapiomunyeanHs
eusiensiemocsi HeegpekmueHum!

AikyBaHHs OIABITIOCTI IMAIliEHTIB 3 XPOMOCOMHHUMH XBOpPOoOaMu
MaAOePEKTHUBHE, a IIPOTHO3 HECHPUATAUBUHN. ToMy Oy>Ke BasKAUBO
BHUKOPHCTAaHHSI METOAIB IIPEHATAABHOI MiarHOCTHKH. Y  pa3si
BUSIBAECHHS XPOMOCOMHOI IIaTOAOTi y TIAoda ea2imHicms
pexomeHOyromo nepepeamu!

9K BimomoO, MeTOau IMpeHaTaAbHOI JIaTHOCTUKU MOJIASIOTH Ha
HeiHBasziiHi Ta iHBagziiiHi. HaliepeKTUBHIIIHM € KOMOiHOBaHUM
IIpeHaTaAbBHUM CKPUHIHT (HIO€AHAHHSI yABTPA3BYKOBOI'O CKPHUHIHTY 3
BU3HAQYEHHAM CHPOBATKOBHUX MapKeEpiB MaTepi), SKUM IPOBOAUTHCH
B ABa eranu: B I TpumectpiBaritHoCcTi (10— 14 Tuxk.) Tay Il TpuMecTpi
(15-20 tux.).

IIpu po3paxyHKy €HETUYHOT'O PU3UKY BPaXOBYIOTh KapiOTHII
6aTbKiB (0COOAMBO dKi € HOCiIMU 30araHCOBAHUX XPOMOCOMHUX
MyTallili 1 M0o3aiKiB), , HABHICTB OITEU 13 XPOMOCOMHOIO
IIaTOAOTIEI0 B aHAMHE3I.

3aBaanua 2. BUBYUTH XPOMOCOMHI 3aXBOPIOBAHHS

3a pgomomoror HOiAPYYHUKIB, crared Ta A0OaTKOBHX
iHpopMaIlilHUX [IKEepeA 3aloBHUTU TabAuiio 1 — XpoMOCOMHI
3axBoproBaHHsA. OGroBOpUTH HAUMIOMINPEHIII CUHAPOMHU AIOANHU.
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Tabanua 1 - XpoMOCOMHIi 3aXBOpIOBaHHSA

Tpunaoigis
Cunnpom
[ayHa
Cunnpom
Eansapaca
Cunnpowm Ilaray
Cunapom
«KOTHY0TO
KPHUKY»
Cunnpom
[Ilep1iieBCHKOTO-
Tepuepa
Cunnpom
KaatineabTepa
IToaicomia X
[Toaicomia Y

3pobuTH BUCHOBKHU Ta 3aIIUCATH iX A0 30IIUTY.

TumarHs O camonepesinKul:

. 9IKi 0cOGAMBOCTI yciaKyBaHHS XPOMOCOMHUX 3aXBOPIOBaHb?
. 9K MiarTHOCTYIOTHh XPOMOCOMHI 3aXBOPIOBAHHHI ?
. Ak BU3HAYUTU  BIPOTIAHICTE  HPOSIBY  XPOMOCOMHUX

3axXBOPIOBAHb?
Yu MozKHAa 3yIUHUTH, [IOCAAOUTH YU B3araai BiIMiHUTHU IIPOSIB
XPOMOCOMHOTI'O 3aXBOPIOBaHHHA ?

. YIki HaMbiABIIT PO3MOBCIO/IXKEHI XPOMOCOMHI 3axBopioBaHHA Bu

3Hacre?
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