MiHnuBicTb Ta Il BUAWU. 34enrfieHe
ycnagkyBaHHA. MeTtoau BUBYEHHSA
reHeTUKu NIONHN.

Knacudikauis MiHNUBOCTI.
YcnagKyBaHHSA reHiB, siKi MICTATbLCSA B O4HIN XPOMOCOM.,.
XpomMmocomMHa Teopist CnagKoBOCTiI.
MeToan BUBYEHHS reHEeTUKU NIOAUNHMU:
leHeanozcidyHuu

brnusHrokosuU
lNMonynsayiuHo-cmamucmuy4HuU
LumozeHemu4yHuu

MemoOd eeHemukKku coMamuyYHUX KJiMUH
BioximMiyHUt memoad
MonekynsipHo-2eHemu4Hi Memoaou



MiHnuBICTb: 1l NPUYMNHM Ta MeTOAMU
BUBYEHHS

1.Knacuikauig MIHIMUBOCTI.
2.CnagkoBa MIHMUBICTb:

* [[eHHI myTauil

* XpPOMOCOMHI myTauil

* [eHOMHI myTaul

3. MoaudikauinHa MIHMUBICTb



MiHnuBICTbL

CnagkoBa MIHNUBICTb — Ue 30aTHICTb OO0
3MIHWU rEeHETUYHOro Marepiany.
[ToginaeTbcsa Ha . KOMBOIHATUBHY Ta
MyTaUINHY.

MoaudikauinHa MIHNUBICTb — 30aTHICTb
OpraHi3miB pearyBaTtu Ha YMOBMU
HaBKOJMULLHbLOIO cepeaoBuLLa,

3MIHIOHYUCH B MeXax HoOpMU peaKull, aKka
BM3HA4YeHa reHoTUMNom.



MoaudikauinHa MIHIIUBICTb
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Abb. 286.1: Umwelteinwirkung beim Lowenzahn. Teilung einer

Jungpflanze in zwei Halften. Die eine Halfte bildet im Tiefland die
Form a), die andere im Hochgebirge die Form b) aus.



OCHOBHI NONOXeHHA MyTauinHOI Teopil
I. Oe Ppiza (1901 — 1903)

MyTauil BUHMKaOTb HECNOAIBAHO AK OANUCKPETHI 3MIHU
O3HakK.

HoBI qoopMU CTIUKI.

Ha BigMiHy Big HecnagkoBMxX 3MiH MyTaLil He YTBOPHOOTb
be3nepepBHNX pAaIB, HE rPYNyTLCA HABKOMO SIKOMOCh
cepeaHboro Tuna. BoHW € aKicHUMKU 3MIHAMM.

MyTauil NposABAATLCA NO PI3HOMY | MOXYTb OYTH AK
KOPUCHUMW TaK | WKIANTUBUMMN.

I7I|V|OBipHiCTb BUABMEHHA MyTaLUiX 3aneXuTb Big KIJIbKOCTI
OocnimaKyBaHUX OCOBUH.

[TogiOHI myTaLUil MOXYTb BUHMKATK Baratopasoso.



MyTauil Ta mogudikauil

No OcobnuBocti MyTauii Oco6mBocti Mogudikauii

|. | Hensnayenicrs Busnavericts

2. | BupaxeHicTs 3MiH He 3anexuT Bix | CTyNiHb 3MiH GeHOTHIY NPAMO MPo-
CHIH i TpuBanocTi Aii pakropa, mo | NOpUiHHMUH CHA | TPHBANOCTI BILIN-
BUKJIHKAE MyTauil BY POBOKYIOHOro (axropa

He maloTs Ge3nocepemmboro aan-
THBHOT'O 3Ha4Y€HHA. IHKONH MOXYTh
OyTH KOPHCHMMH, aje JIMLLIE BHNaA-
KOBO

KoncranTsi (He 3HHKAIOTh MPOTATOM
KUTTA 0COOMHH)

YenaaxoByoThes

B nepesaxuii Ginmbuocti MaloTh
aJaNTHBHE 3HAYEHHA B MEXaxX HOp-
MH peaxiii reHoTHNny. BuxioyeH-
HSM 3 1IbOT0 NPaBHIIa € NePEeBaXHa
OinbiuicTb MOpGo3iB

He crifixi. Ax npaBuio, 3HUKAIOTh
NPOTATOM XHUTTA 0coOMHH. Brxo-
YeHHS — JOBroTPUBAi MOAHiKa-
il

He ycnaxoByioTbes
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Knacudikauia mytauin

. 3a XxapaKkTepom 3MiHMN reHoMa:
[ eHOMHI Mymaujii — 3MIHU YnuCcna XPOMOCOM.
XPOMOCOMHI Mymauii — 3MIHU CTPYKTYPU XPOMOCOM
['eHHI Mymauil — 3MIHW reHiB

. 3a NPOABOM Y reTepoO3uroTi:
LomiHaHmHIi mymauir
PeuecusHi mymauir

. 3a BigXuUrieHHAM Big HOpMU:
[psami mymauir
Pesepcir

. 3 3aNeXHOoCTi Big NMPUYUH, AKi BUKITMKAKOTb MyTaLil:
CrioHmMaHHi, Ki BUHUKaromp 6e3 suOUMUX rMpPUYUH
IHOyKo8aHi Mymauii



Knacudikauia mytauin

5. 3a nokanisauicro B KNiTUHI:
» 5l0epHi
o [JlumonrnnasamamuyHi

6. 3a BigHOLWEHHAM A0 MOXIUBOCTI
ycnaaKyBaHHSA:

» [eHepamusHi, siKi 8I0bysarombcCs 8
cmamesux KriimuHax

« ComamudyHi, Ki 8i0byesarombcs 8
comMamuyHUX KriimuHax



[eHi myTauil

OcHoBHa yBara npy BUBYEHHI reHHMUX MyTaLlin
NnpuaiNseTbcs 3aMiHaMm YepryBaHHs nap Hykneotuais B
OHK'i Hacamnepepn 3miHam, ski TOpKaTbCA OKpeMUx nap
HYKNeoTnaiB, sKi CTAHOBMNATbL KNac moYykKkoeux mMymauiu.

* TpaH3uuii — Taki 3mMiHu nap Hykneotugis (AT < GC) aki
He 3MIHIOIOTb OpiEHTaLil: NYPUH — NipUMIANH B Mexax
napw.

* TpaHceepcii — 3amiHu nap Hykneotuais (AT < CG, AT <
TA, GC <« CG), siki 3MiHIOOTb OpiEeHTALlito.

« BunadiHHs nap HyKneomuaie.

« 3amiHa oCcHos.

* 3cy8 paMKu 34umyeaHHs.



[ eHHI myTauil

A b
AT GO

Ta6mama 20.1, WimocTpatms cMmuicna  TEpMAHOB
AT GC (3AMEHA OCHOBAHHAY W (CABMT PAMKI

Tun MyTausonnoro coburns

Myrauus resa

-I- A Myracua rexa Jamena
CG Myrauwur exa CaBHr pami jeneumelt
TA G Myramus aresa  Cjir paMKH BCTABKOY

Pic. 129, Toukosbie myraumn, A — Tpansmuymm;
b ~ TPAHCBEPCHH



M-PHK

Benok,
CYUTAHHbIN
no pamMke
Ne 1
Benok,
CYUTAHHbIA
no pamke
Ne 2
Benok,
CYUTAHHbIN
no pamke
Ne 3

[[eHHI myTaull

MeTuoHuH Banux Jlenuux AcnaparuH BanuH
Tpuntodau UucrenH JleumH MeTUOHUH Uucrenn
TepMmuHauus
MuumH AnanuH TPAHCARLMN LincrenH

Puc. 3.16. NameHeHna B Genke, NPOUCXOAsLME NPU CABUME PaMKU CHUTBLIBAHUA




XpOMOCOMHI MyTauil

1. BHYTpiXpOMOCOMHI nepedbyanoBwu:

LeiweHci — BTpaTta KiHUbOBOI OINTAHKKM XPOMOCOMM

Leneuii — BunagiHHA YaCTUHM XPOMOCOMM, siKa He
3a4yensitoe Ternomepy

Lynnikauiir — NnogBOEHHA YaCTUHN XPOMOCOMMU

IHeepcil — 3MIHa YepryBaHHS reHiB B XpOMOCOMI BHaAcnigoK
obepTaHHA OiNngaHKkn xpomocomn Ha 180°

2. MixXXxpoMOCOMHI nepedyaoBMu:

TpaHCJ'IOKaL{II — I'IepeMILLl,eHHFI YaCTUHW OOHIEl XPOMOCOMN
Ha IHLIJy, HE FOMOJ'IOFI‘—IHy .

TpaHcrno3uuji — 3MiHV nokanisauil HeBENMKNX OinsHoK
reHeTn4Horo matepiany. BoHn MOXyTb NepemillyBaTuCh
K MDK HErOMOMOr4YHUMMU XpOMOCOMaMU, TakK | B Mexax
OAHIEl XPOMOCOMMW.



XPOMOCOMHI MyTaLll
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Puc. 21.2. MuBepcust # TPaHCIOKANMA ~XPOMOCOMHBIC NEPECTPORKH, HIMEHAIOLIHE
PACMO/IOKCHHE TEHOB B XPOMOCOMAX.



[eHOMHI MyTauil

AHeynnoigis — uUe 3MiHa Yymcrna XpoMoCoM, sKa He
KpaTHa rannoigHoMy Habopy XpOMOCOM.

NMoninnoiaia — ue 3MiHa Yncna XpomMocomMm, ska
KpaTHa rannoigHoMy Habopy XpOMOCOM.

* Aymononinnoiois — NOBTOPEHHSA B KNITUHI OOHOIO
| TOrO CaMoro XX XPOMOCOMHOro Habopy.

* Anniononinmnoiois — NOBTOPEHHS B KNITUHI
XPOMOCOMHMX HAabOopIB Pi3HUX BUAIB.



Buaun aHeynnoigiB i noninnoigie
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Puc. 21.4. Arcyninonaueid HA3bIBASTCH CUTyandsl, Korgza B XpomMocoMHOM nHabope
OJIHA WJIH HECKONBKO XPOMOCOM OTCYTCTBYIOT, NHOO, HaAaoGOopoT, NPHCYTCTBYIOT

muinHue. MoHONIOU/MEH HA3BIBASTCH HAJNMYHE B KJACTKE JIMINL OaHOro HaGopa

XpOMOCOM, nonumnoHnueii —6osee nByx HabopoOBs.
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Puc. 125. Cxema miTtoTnuHo1 (@), aurotuunol (6) i meitoTHunol (8) noJinJgo-
inusanii:

! — suxigni aunaoixasi wkaiTuRH; 2 — ramerH; 3 — surory; 4, § — comMaTHuHi
KJIiTHHH oOpra”Hismy




AHeynnoigis

Tabmuma 213, Hapyuictus, CBA3aHABIC ¢ PasTHYRBIMA THNAMH QHCYTIONAA Y Ye-
JI0BeKa

Yactora cpemm

Apccom: Crmmpon HOBOPOXICHHBIX
AyTocOMbI
Tprcomus 21 Jayna 17700
Tprcomns 13 Maray 1/5000
Tprcomns 18 Jipapica 1/10000
[TosoBbIC XPOMOCOMBI (KCHIIHiTbI)
X0, Morocom#s Teprepa 1/5000 Bofoaund,,, CROGER o D
XXX, TprcomHs [TonmxehHas
XXXX; terpacomus M11070BHTOCT 1/700

Cxoxus ¢ niogom
TYaHCETTHH

XXXXX, neuracomus
[losoBbie XpoMOCOMbI (MyKYAHbI)

xvv’ TpHCOMHﬂ HopMa l/ l(m PenyiptposasHnii Ilaposrpasif
XXV, 1prcoMHs
XXVV, tetpacomns
XXXV’ TCTpaCOMHﬁ Kﬂaﬁﬂd)c.ﬂchpa l/sm Cxoxcwit nnonom Cxoxaik ¢ noom
XXXXV, nesracomns umunara eyt

Puc. 21.26. Bucmaut sug nnoxos aypmana Datura stramonium. Kaxmwid w3 12
XXXXXV, rexcacomus

H300paXCHHBIX MyTAHTHLIX THIIOB—~TPHCOMMK IO OMHOH W3 12 XpOMOCOMHEIX nap

ATArNA NarTAU@a



YcnagKyBaHHS reHiB, iKi MIiCTATLCA B OAHIU XPOMOCOMiI
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YcnaaKkyBaHHSA reHiB, AKi MICTATbLCA B OOHIU
XPOMOCOMI

: d
Bildung
der Geschlechtszellen

Eimutterzelle Spermien-
(in der 1. Prophase der Meiose) mutterzelle
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Abb.297.2: Nachweis des Gen-Austausches und Bestimmung der
Austauschwerte. Die untersuchten Gene liegen bei Drosophila mela-
nogasterim Chromosom 2. Dargestellt ist nur dieses Chromosom,
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129.1 Kopplungsbruch bei Drosophila. b = schwarze Korperfarbe,
+ = braungraue Kérperfarbe, vg = Stummelfliigel, + = lange Fligel
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XPOMOCOMHa Teopis cnaakoBOCTI

OCHOBHI NOMOXXeHHA XPOMOCOMHOI Teopil
CNaaKoOBOCTI:

 [eHU nnokani3oeaHi 8 xpomocomMmax. KoxHa
XPOMOCOMaA — Ue 2pyna 34eriJyiIeHUx 2eHis.
Kinbkicmb 2pyn 34ensieHHsi Y KO)XXHO20 eudy
dopiesHIoe 2arsioiOHOMy Habopy XPOMOCOM.

* ['eHu y xpomocomax po3miuieHi niHitiHo. KoxHuli 2eH
Yy XpoMoOCOMi 3alimae au3Ha4yeHull JIOKycC.

* Mix 2omosio2iyHUMU XpPOMOCOMaMu MOe
eidbyeamuchb KOH'to2auisi i KpocuHaoeep (06MiH
asiesibHUMU 2eHaMu).

e BiocmaHb MiX 2eHaMu 8 XpOMOCOMI rnpornopuitiHa
npoueHmMy KpoCuH208epy MiXX HUMU | aupaaembCsi
8 Mop2aHiodax:

1 mopeaHida = 1 % KpocuHz208epy



[eHeTUYHI KapTn XPOMOCOM

P
Vi

lange kurze
Fiihler Fiihler
aristaless
normale = gekrduselte
Fliigel Fligel
curly
normale schwarze
Kérper- Korper-
farbe farbe
black
rote zinnober-
Augen farbene
Augen
cinnabar
normale Stummel-
Fliigel fligel
vestigial
normal stark
grofie verkleinerte
Augen Augen
lobe
rote braune
Augen Augen
brown

33.1 Ausschnitt der Genkarte des Chromosoms Il von Drosophila mela-
nogaster. Die Zahlenwerte geben die relative Entfernung der Genorte von
dem einen Chromosomenende in M an.

Puc. 1.113

l'eHeTYHa KkapTa X-XpOMOCOMU JIOANHU,



[ eHeanoriyHn meton



[eHeanoriyHum metoAa
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Puc. 2.1. CUMBONbI, UCNONL3YEMBIE NPU COCTABNEHUA POAOCTIOBHOM




YcnagkyBaHHSA O3HaK AKi MalOTb NPOCTY
(MOHOreHHy) npupoay
JJoMiHaHTHa O3HaKa nepenaceTbcs 6€e3 NPonyckis

MOKOJIHb.

PeuecnBHa o3HakKa nepegaetbcs Yepes NoKoMiHHA:
OVTVHA 3 PELIECMBHOIO O3HAKOIO MOXE HapoaMTUCS B
POOVHI, A€ B »XOOHOro 3 6aTbKiB Takoi O3HAKM HEMAE.

AyTOCOMHa O3HadKa 3yCTpI‘—Ia€TbCFI 3 O4AHaKOBOHK
4YacCTOTOHO | Yy YOJ1OBIKIB | V' XKIHOK.

OsHaka, 34ensieHa 3i cTaTTio, 3B/4aHO 3yCTPIYaETLCH
B OCOOWMHM oaHiEl cTaTi.

AyTOCOMHMU reH maTn Ta 6aTbKo nepenarTb AOYKaM i
CUHaM.

['eH, 3L|enr|_e|-w||7| 3 X-XpOMOCOMOI, MaTK nepegae 4k
CUHaM Tak | JoYKaM, a 6aTbKO — TiNMbKU OOYKAM.

l'eH, nokanizoBaHUM y Y-XpOMOCOMi, baTbko nepeaae
TINbKM CUHaM.

LluTonna3smaTtuyHi reHu OiTM yCnagkoBYOTh TINbKU BIO
mMarepi.



eHeanoriyHum metona

Puc. 2.3. PonocnosHas cembi ¢ Gpaxupaktunmeit Puc. 2.4, PogocnosHas cembi ¢ anbbuHUamom




[[eHeanorivyH1UM meton
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Puc. 2.5. PopocnosHas ¢ X-cuenieHHbiM PeLecCUBHbLIM TUMOM HacnenosaHua (remodpunus)
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eHeanoriyHMu meTton

Puc. 2.7. PogocnoBHas Cc Y-cueryieHHbIM
TUMNOM HacnengoeaHua (rmnepTpuxos).




bnuiHKoBUKU meToAn



BbnnsHokoBUn meton

brin3HoKoBUN MeToa — MeToA
OLiHKM CniBBIgHOCHOT poni
CMaaKoBOCTI | cepenoBmLa y
CTaHOBMEHHI cheHoTUNY,
3aCHOBaHUN Ha NOPIBHAHHI:

— OQHOSANLUEBUX i ABOANLIEBUX
ONMU3HAT;

— [lap napTHepiB B MOHO3UIOTHKX
napax MixX coboto;

— AaHunX aHan|3y ONM3HIOKOBOI
BVI6IpKl/I 3 3araribHol I'IOI'IyJ'IFILI,II

Ta EHr 3 micTa Ciam (Tannangp).

Mpoxunu 63 poku, 6ynu oapyxeHi Ha
cecTpax-6nm3HioKax. YaHr 6aTbko 10

B/IU3HIOKA

aiten, EHr - 12.

IMOHO3UroTHI (yTBOPEHI 3 OAHIET 3UrOTH, AKa
Ha CTagil noAiny po3ainnnaca Ha ABi um

reHOTUNN)

Binbwe YyacTMHU. MatoTb OAHAKOBI 3anniAHITHCA ABOMA CNepmMaTo30igamm.

On3uroTHi ( po3BMBaOTLCA KON
O[HOYaCHO ABi ANLEKNITUHM

MatoTb pi3Hi reHoTUNK)




Bbnn3HoKoBUU MeToA

vy

BnunsHiokoBuI MeTOd BUKOPUCTOBYETLCS Y reHeTuULi
NOVHK ANs Toro, Wo6 OuiHWUTK CTYMiHb BNANBY
CNafKoOBOCTI i cepeaosuLLa Ha PO3BUTOK SIKOI-
Hebyab HopMarnbHOT abo NaTosnoriYHOT O3HAKN.

OCKinbKN Y MOHO3UIOTHUX BNN3HAT OAHAKOBI
reHOTUMNU, TO HasABHI BiAMIHHOCTI BUKITMKAIOTLCA
ymoBaMu cepegosuila y nepiog abo
BHYTPILUHLOYTPOBHOrO po3BUTKY, abo hopMyBaHHSA
OopraHiamMy nicrisi HapOPKEHHS.

Benukuin iHTepec ons BupilLeHHA pagy nutaHb
MaroTb BUMNALKK, KONU NapTHEPU 3a AKNXOCb NPUYNH
pocnu i BUXOBYBanucs y pisHnx ymosax. [1poss
KOHKOPZAAHTHOCTI psaAy (isionoriyHnX o3HakK y
TakoMy BUNAaAKY MOSACHIOETLCHA BMSIMBOM reHOTUNY.

3 iHWoro 6oky, pisHoANLEBI BNN3HATa 4O3BONAIOTb
npoaHanisysaTu iHLUNIW BapiaHT: yMOBU
cepepoBuLLa (Konm 6nnaHaTa XMBYTb NOpsa)
OLIHAKOBI, @ FTEHOTUMU Y HUX PIi3Hi.
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NonynauinHO-CTaTUCTUYHUU MeToA

3a AonoMoror UbLoro Mmetoay BMBYalOTh
reHeTUYHY CTPYKTYPY NOnynaLin, IX reHooHA,
B3aEMO/Iit0 hakTopiB, siki 0OYMOBIIOIOTH
NOCTINHICTb | 3MiHY rEHETUYHOI CTPYKTYpU
nonynsiyin.

B meguyHin reHeTuui nonynsauinHo-
CTaTUCTUYHUN METOL BUKOPUCTOBYIOTL MPU
BUBYEHHI CNaakoBnx XBOPOO HaceneHHs,
4acTOTV HOpMarbHUX | NATONOrYHUX reHiB,
reHOTUNIB | dDeHOTI/II'IIB y nonynauisx pisHNX
MICLIeBOCTEM, KpaiH Ta MICT. BiH Takox Aae
MOXXIMBICTb NPOrHO3yBaTK IX YacTOTy B
HACTYMHUX MOKOMIHHSX.



[MonynauinHo-
CTaTUCTUYHUU MeTOoA

HocnigkyBaHi nonynsuii MoXyTb PO3pPI3HATUCS 3a
GionoriyHMmMmM 03Hakamu, reorpadiHHUMKU yMOBaMu
XUTTH, EKOHOMIYHMM CTaHOM.

KaTeropii reHiB 3a TepUTopiasmMu:

— Marmb yHigepcarbHy rowupeHicms (OifbLWiCTb
BiJOMUX IEHiB): peLeCUBHI reHN PeHINKEeTORYPIT |
Aesknx gopM po3yMOBOI BiACTaNoCTi, AKi
3yCcTpivaloTbCa Y retepo3uroTHomy ctaHi y | %
HaceneHHa €BPonu; reH gansToHI3aMy — Y 7 % 4onoBikiB
i 0,5 % XiHOK, ane y reTepo3nroTHOMY CTaHi Lien reH
MatoTb 13 % XKiHOK;

— 3ycmpidarombcs 5iokasibHO (reH cepnonofidHo-
KNITUHHOT aHeMIl, AKU1 nowmnpeHnn y kpaiHax AQpuKN i
CepenseMHOMOP'st; FeH, O 3yMOBSIHE NMPUPOLKEHNN
BUBUX CTErHa, Mae BUCOKY KOHLIEHTpaLito Y KOPIHHOIO
HaceneHHs NiBHIYHO-CXiAHOI YacTuHM €Bpasii).

-

Hispanic 6.3% |

™ '\ __ Ty

4+ White 8.1%
Black__1_1.1%

gl T

; 4 ‘ -
£/ Female 9.3%

[MonynauinHo-CTaTUCTUYHUIA METOoL [03BOJISIE
BU3HAYUTN FrEHETUYHY CTPYKTYpPY NOMyrsiuiv
(cniBBIgHOLLUEHHA MiXK YaCTOTOK rOMO- |
reTeposunror).



lMNonynsauinHO-CTaTUCTUYHUU MeToA

1908 pik — 3akoH Xapdi-BauH6epaa: B ineanbHin
nonynaAuil cniBBigHOWEHHA YaCTOTU AOMiHAHTHUX
romosurot (AA), retepo3urot (Aa) i peLleCUBHUX
romMo3urot (aa) 36epira€TbCcA NOCTIMHAM 3 MOKOSiHHSA
B MOKOMIHHA, AKLUO HisiKi eBONIOUINHI (bakTOpK He
NOpyLWyHOTb L0 piBHOBary.

O3Haku igeanbHOI nonynauii:

* BeriMKa YNUCENbHICTb;

* BifIbHE cXpeLlyBaHHSA (NaHMIKCis);

* BIOCYTHICTb 0ODOpPY Ta MyTaLiNHOIo NPOLIECY;
e BIOCYTHICTb eMirpauiv Ta iMmirpauin Mk nonynauismMmu.
PakTopu, SAIKI CTUMYNIOOTb 3CYB PiBHOBAaru:
« CnopigHeHi wnobu;

« MyTauil;

[Opend reHis;

[o0ip;

Mirpauii Ta iHLwiI.



LinToreHeTU4HUN MeTOL

« 3acHoBaHU Ha MIKPOCKOMiYHOMY

BMBYEHHi xpoMocom. MeToa PospobneHo crneuianbHi

METOAW, L0 O03BOMAITb

AO3BOJISE. . _ dapbysatn OiNAHKKU
— BUBYATW CTaHOAPTHUN KapIlOoTUM XPOMOCOM B 3aneXXHoCTi Blﬂ,
NIOONHNY, ix 6bynoswu. Lle nossonsie
— BUABUTM CNagKoBi XBopobw, PO3PI3HATN HaBITb AyXe
BUKINNKaHI FEHOMHUMM | CXOXi Ha BUrMaa
XPOMOCOMHUMU MyTaLisgMW. XPOMOCOMM.
A gibbon paints B '"fragmented hybrids" C classification colors
st B Y UMTOreHEeTUYHNX
Ny AOCNIAKEHHAX 3BUYaNHO
iy BUKOPUCTOBYHOTb

niMounTH KPOBI, AKi
KYNbTUBYKOTb Ha LUTYYHUX
NOXWUBHUX CepeaoBuLLax.

DAPI
D Cy3 Cy3.5
DAPI FITC Cy3 Cy35 Cy5 Cy55 G5 Cyss colors

classification

B & 45 5 * o JocnimpkeHHs XxpoMOCoM
- NpPOBOAATL Ha CTajil
. . meTadasn.

YNbTMKONbOPOBA AN
YDONMOCON

epeHLuiaLid



bioxiMIYHI MeTOOM

BUKODUCTOBVIOTLCS * [lpu pi3HMX TUNax
pu y A o > )ssurwm,  3aXBOPIOBAHHSA BAAETHCS
ANS AIATHOCTUKN ¢ = - () () ¥ K G@EN  abo Br3HaumMT/ cam
XBOpPOO6 OOMiHY @C;@ﬁd‘j@ £ @©L aHomanbHui BiNnok —
peuoBuH, npuunHoB® ¥ o P @ ¢ Ic_liaeopmi$;, ggﬁiﬂpomwm
AKX € 3MiHU Q@ .,‘ ' poAy Y-

aKTUBHOCTI OKpeMy_ & ¥

) Lli meToan gyxe
(hepmeHTIB. TPYOOMICTKi, BUMaramTb
3a 40MoMOroio 6i0)éiMi‘-lHl/lX cneuianbHOro
MEeTOoAIB BIAKPUTO OSIN3bKO 06]'IaLI,HaHH$| | TOMy He
MOJTeKYINApH '
XBSO%O(?G, S?Kiee Xacﬁiuﬂé!\n MOXYTb 6yTV| BUKOPUCTaHI
NPOSABY MYTaHTHUX FEeHIB a4 MaCoOBUX
(PEHINKETOHYIs, nonynsuinHnX
aﬂb6IHI3M, rariakto3emid, | :
PAHHBLOIO BUABINEHHS
XBOPUX i3 CraaKkoBOK
naTtonorieto oOMiHy.




CnapgkoBi XxBOpoOu noanHm

l'eHHi xBOPOOM NOB’A3aHi i3 3MiHaMK1 B CTPYKTYpI reHis,
nepenarTbCs Bif NOKOMIHHS A0 NOKOMiHHSA 6e3 3MiH.

XpOMOCOMHiI XBOPOOU NOAINATLCS 3anexHo Big Tvny
MyTaLui Ha CUHOPOMMW, 3yMOBJSIEHI YMCIOBUMMU
(moninnoigii, aHeynnoigii,) abo CTPYKTYPHUMU 3MiHAMW
(oenedii, iHBepCIl, TpaHcnokauii, gynnikauil) XpoOMOCOM.
XapakTepuayTbCA MHOXUHHUMU YpaXKeHHAMN Oe3

NeBHOI NATOreHEeTUYHOI NaHKW.

MoHOreHHi XBOpoOu 3yMOBIeHi gieto reHa, Lo 3a3HaB
MyTauil. PO3BUTOK NOB’A3aHUIA 3 NEPBUHHUM MPOAYKTOM
OQHOrO reHa (BiACyTHICTb binka, hepmeHTy abo aHomanii
oro bynosu). Po3pi3HAOTE ayTOCOMHO-AOMIHaHTHI,
ayTOCOMHO-PEeLEeCUBHI, 34enneHi 3 X-XpoMOCOMOH
XBOPOOM.

lNMonireHHi XBOpoOU — Lie 3aXBOPOBaHHSA 3i CKIMagHUM
XapakTepoMm ycrnagkyBaHHSA | BU3HAYarOTbLCA
MHOXXWHHUMUW reHamMmu. [1aTanoridyH1MM NpPoaB BOHU
30IUCHIOKTL Y B3aeMOoAil 3 KOMMIEKCOM YMHHUKIB
30BHILLHBLOrO cepeaoBuLLa.



Ny rmaagir

IF'eHHI Mmymauir

Benuka yacmuHa 2eHHUx Mymauiu npu3zeodums 00
cuHme3y deghekmHoe20 birnka, skuu He 30amHuul
8UKOHyeamu ceol (OyHKUTI.

Hau4yacmiwe makumu 3axeopro8aHHSIMU €:

- adpeHo-2eHimasibHUl CUHOPOM;

- mionamisi [JroweHa-bekkepa;

- MYKOBUCUUOO3;

- 2eMOXpPOoOMamos;

- PeHinIKkemoHypis;

- Helipoghibpomamoas. -
308HIiWHBLO Ui Xx80pObU He NposissIIIOMbCSI, a Jiulle

8 06MiHi pe4osUH — Memaboi3mi.




Knacudikaudis reHHUX cnagkoBux XxBopooO
3a XxapakTepom meTaboniyHMx po3napgis

— MNopyLIEeHHA 0OMiHY aMiHOKUCIIOT (NpuKnaaun: geHinnipo-
BUHOrpaaHa oniroppeHis, TMPO3NHO3, ankanToHypis);

— nopyLueHHA obminy ninigis (xsopoba HimaHa — Tlika,
xBopoba lowle);

— NOpYLWEHHA 0bMiHY BYrneBoiB (ranakrto3emiq,
(bpYKTO3YPis);

— MNOPYLLEHHA MiHEpanbHOro obMiHy (renatouepebpansHa
auctpodoist);

— MNOPYLUEHHSA CTEPOIAHONO OOMIHY;
— MNOPYLUEHHA NYPUHOBOIO Ta NiPUMIAMHOBOIO OOMIHIB;
— MOpYLUEHHA rema Ta NopmipuHy;

— nopyLeHHsa BinipybiHoBoro obmiHy (cuHapom Kpurnepa —
Hapgxapa, cuHapom yOiHiHa — [)KOHCOHA);

— NOpYyLUEeHHS 0OMiHY meTanis.



[[eHHI xBOpOOW

JTaHutor nocnigoBHOCTI (popMyBaHHS FreHHMUX 3aXBOPHOBaHb

3MiHEeHU# BioximiyHi
nepBMHHNM npoecu OpraHism
NPOAYKT KNITUHU

MyTaHTHUMA

anenb

* B pesynbrati myTauin reHa Ha MONEKYnNspHOMY pPiBHI
MOXXJTMBI HACTYMHI BaplaHTu:
— CwuHTEe3 aHomMmanbHoro 6inka;
— BunpobneHHa HagMipHOI KifIbKOCTi reHHOro NPOAYKTY;
— BigcyTHicTb BUpOONEHHSI NEPBUHHOIO NPOAYKTY;




[[eHHI xBOpOOW

. XBOPOGU BUKNMKAH] e 3aranbHa YacTtota reHHux

nowkomxkeHHaM OHK Ha piBHi XBOpOO nomnynsLyl
reHa cknagae 1-2%.
— BuBuuTn meTabonivHi npouecu
B KIITUHI; M :
— BusiBUTV nokani3adito reHis B OHOTEHHI (POPMU FreHHUX
XPOMOCOMaX; XBOPO6 ycrnaakoBYHOTbLCS
— JocnimKytoTb reHHi MyTaii; 3a 3aKOHaMI/I r |\/|eH,£|,eJ'|$=|

— BwuBYaloTb MyTareHHy Ta L
KaHLLepPOreHHy akTUBHICTb
XIMIYHUX PEYOBUH.
MoOHOreHHi ’Ir |Ii I “r

¢0pMM Brarer @nomer  [Heathy Omapring [l Afectes Ofsprng % Stnuctursl Variant

Chromosome 3 3q22.1-2 Deletion

« F—H—+Hi ervar PPPFGA L STAG IHHHEH
34enneHi3 X- um = e

Y-XpOMOCOMOIO e

AyTOCOMHO- AyTOCOMHO-
AOMIHAHTHI peuecusHi




XPOMOCOMHI XBOPOBW

(BIAOMO INMOHAL 700
3AXBOPIOBAHD)

BuHukatoTb B pe3ynbsraTi MyTauin XBOPOGM NOB’A3aHI i3 CTPYKTYPHMMM
XpOMOCOM CtateBMX KIITnH NEPYHIER My poMoren
OQHOro 3 6aTbKiB
TpaHcnokauii
XBopobu nos’sa3aHi 3
aHOMaNIAMU YUCAHA Deneuii
XpOMOCOM
IHBepcii
MpuunHoIO € Aynnikauii
Mos’A3aHi 3i noninnoigis
ObymosneHi 36iNbLIEHHAM YK (KpaTHE _
NOpyLWEeHHAM 3MEHLUeHHAaM 36inblUEHHA I30xpomocomia
4ymncna aytocom yncna ctaTeBux X- ranaoigHoro
Ta Y-Xxpomocom Ho6opy -
XpOMOCOM) KibLLEeBMX XPOMOCOM




(A0 1800000, UKTLAGH HEDOJO0KEAAAM ajmocol

Y nroduHu 22 napu aymocom

- Hepo3xo0)xeHHs1 8i0 1 0o 12 nap XpOMOCOM 8UKJ/IUKAaE CMepMhb. -
Hepo3xoodxeHHs1 13 napu — cuHOpom lMamay. -
Hepo3xooxeHHsi 14 i 17 nap suknukae aHoMalslii 8 KPOBOHOCHIU
cucmemi.

- Hepo3xooxeHHs1 15 napu suknukae ’eoe4ye niOHebiHHA", “3as4y
2yby”, eidcymHicmb cnyxy, epo0xxeHUl ausux 04HO20 s16s1yKa,
aHomMalrlil 8 KiHUieKax.

- Hepo3xooxeHHs1 16 abo 18 napu euknukae HenpasusibHOI hopMu ma
HU3bKO PO3MiWeHi syxa, ypoOosiueo MasieHbKY HUXHIO uesneny,
eucmynarody NomMusiu4dHy Kicmeky, 2iopouegbaniro abo mikpouedbarsiiro.

- Hepo3xoodxxeHHs1 18 napu suknukae cuHOpom Edeapdca.

- Hepo3xodxxeHHs1 21 napu euknukae xeopoby HayHa.

- Hepo3xo0)xeHHs1 22 napu 8UKJ/IUKa€E 3J105sIKiCHe 6ifnnokpie’si.



CuHppom [layHa
(Tpncomis no 21-M Xxpomocomi)

MpuynHa: HepO3XOLKEHHS 21-i ol ¥ ™ e s A
napu XpoMOCOM B AULEKNITUHI NS L S b e ;W; i *;{
nig Yac menosy, abo Ha paHHiXx & ‘}v £ U
eTanax noAiny 3uroTu. b g = : :

. . . Y Y A PR Y : 2% 4
3anexuTb Bif BiKy maTtepi 3 i i*\; 3’ i s
(PM3MK HAPOKEHHS METIP'I0 B g % B LAY
40-46 pokis B 16 pasiB BuLLE L I
HiX B 20-24 pokn). — ‘i—ff 4w
yacTtoTta — 1:700-800 2 5 £ = @
XapaKTepHi 03HaKM: — ¥ e — G
NOPYLLUEHHI piBHSA PO3YMOBOIO " ™3 copies of chromosome 21
PO3BUTKY, XapaKTepHi pucu :
obnnyys, BpoaXeHi Baau oty

Cele,F! n(?pyLUeHH.ﬂ C.J-Iyxy Ta Normal palm
30pY, iHLWWi CynpoBigHi

3aXBOPIOBaHHS.

FADAM.



Jlropu 3 cuHapom [layHa
(Tpncomis no 21-U xpomocomi)

= : j;’ | Ll X
on " ) N GLOBAL
Ay \[ e Y DOWN SYNDROME
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CuHpgpowm lNaTtay
(Tpncomiga 3a 13 xpomocomoo)

Karyotype From a Female With Patau syndrome (47,XX,+13)

HepoaxomkeHHss XpOMOCOM B MeMO3i % f S VERY
BiOyBaeTbCS YacTille BCbOro y 18 i 4 H €8 g g
. o B A
AN
4 o 3 4 5

O3Haku: mana Bara

HOBOHAPOKEHUX, aHOMaTTii "»§ YRIRIBIEBIRY

061IMYYS, BY3bKi OYHI LLMIMHM, HU3BKO /! iV 1 iy KA

PO3MilLeHi | AePOPMOBaHI BYLLHI AL

PaKOBUHM, NOMICUHAAKTUIS HIXKHIX 1R éi TRRTRRY

KiHLBOK, CUITbHa igioTis. 2 S ASRLAIN |
be

95% nommuparoTb 40 1-r0 POKYy. 1T TR E‘V

2|

YacTtota: 1:5000-7000.




CuHpgpom
EaBappoca ado tpucomisa 3a 18
XpPOMOCOMOIO

Karyotype From a Female With Edwards Syndrome (47 ,XX,+18)

g‘
5

Lle HanbinbL nowrpeHa Tpucomis
nicna Cnugpomy [layHa

R~ 57 \i
YacToTta: 1:7000, giB4aTka XxBOpitoTb ¥ 3 “1{ g e’ 2 9
pasn YacTile, HiXX XJTOMYMKHA . j: % 3 'f‘ 8 3
L
X

FCETETIERY

1
“mm.

CepenHin Bik: maTepiB — 32,5 poku, .
baTtbkiB — 35 pPOKiB.

| SYAY 0f 44
MposaBu: yepen 3gaBneHun 3 6okie. 3 /g % ﬁ i AR
HU3bKUM YOSTOM i LUMPOKOK BUCTYMNAK4OoHo g 3 i B%
NOTUNULIEIO; HAOO0YHI Bankn 3rnagxeHi, 6 7 0

OYHI LLiNMHKM BY3bKi, KaTapakTa, aHomanil { >
OMOPHO-PYXOBOro anapary, g g é

y

iHTenekTyanbHUn gedekT
cepenHs TPpUBaNiCTb XUTTA X/OM4YUKIB

2-3 Mmic, aiB4aTtok - 10 mic.
EvL N




CuvHOpPOM KOTAYOro KpUKy (Bigomun nia
Ha3BaMWu: CUHOPOM dersieuyii KopomkKo2o nseya 5
Xpomocomu, 5p cuHApom abo cuHApom JlexxeHa)

*  BiOCYTHICTIO YaCTUHN ST XPOMOCOMMW.

*  CNIiBBIOHOLLUEHHS YOrOBIYOIl i XKIHOYOI CTaTTi
CcTaHoBUTL 4:3.

e O3Haku: 3aTpyMKa Gi3NYHOro PO3BUTKY,
Kpyrne obnmyys 3 NOBHUMMW LLLOKaMM,

o

Y

"

‘

)
rineprenopusm, enikaHTyc, onyLUeHi KyTu 'g t o
OYHMX LUISNIMH, KOCOOKICTb, OMYLLUEHI KYyTK ; - 53 s :". 3E

- "‘&
D
e
Tl

poTa, HN3bKO PO3MiLLleHi Byxa, KOPOTKi
nanbLi, 4-x nansbuesBy OONOHHY CKNAaAKYy i
Bagu cepus, CyTTEBa 3aTpuUMKa PO3BUTKY
KOTHITUBHUX, MOBJTIEHHEBUX (PYHKLIN Ta

CDYHKLY PyXy. T T T Y

Deleted
= E

< region

-

Cri-du-chal Chromosome 5 pair




PakTopu NiaBULLLEHHA PUSUKY
HapoaXXeHHA AaiTen 3
XPOMOCOMHUMM 3aXBOPHOBaHHAMMU

loHi3ytoue f
BUNPOMIHIOBaHHS; A
BipyCMm:; WS
XIMIYHI pe4OBUHM, B
Bik 6aTbKiB:

[Tpninom nikiB nig 4yac
BariTHOCTI;

[ OpMOHanbHI NOPYLLEHHS
OaTbKIB;

BXXMBaHHSA ankoronto,
THOTHOHONAnNIHHS,
HAPKOTUYHNX PEYOBUH.




MEOUKO-TEHETUYHE
KOHCYIIbTYBAHHA

 [lig yac koHcynbTauii nikap mae

Lie npoLiec 0bMmiHy iHdopmaLlieio OO0MOMOITM NauieHTy/poanHi:
LLoao npobnem, NoB’A3aHnX 3

HasBHICTIO ab0 pM3MKOM
BUHWKHEHHSA reHETUYHOT XBOpOobu B
ocobu/poanHu.

npoaHanisysatn Megu4yHy iHpopmauito,
BKJTHOMAlO4M BCTAHOBNEHUN AjarHo3,
MOXIMBUIN nepebir XBOpodn Ta NPUNHATHI
METOOM JiKyBaHHS;

OLIHUTYK CTYNiHb BNJINBY r€HETUYHUX
doakTopiB Ha nepebir xBopobu Ta pU3nkK
BUHUKHEHHSI XBOPOOM B NMEBHMX YSIEHIB
POOVIHU;

YCBIOOMUTY anbTepHaTMBIN WOoLO0
3MEHLUEHHS PU3NKY BUHUKHEHHSI XBOPOOW;

BUOpaTn HanbinbLw NPUAHATHUIA CNoci6
NiKyBaHHA BigMNOBIAHO 40 iCHYHYOro
PU3NKY, ETUYHUX, penirinHnX nepekoHaHb,
METH, WO nocTasuna nepepg coboro
ocoba/poauHa;

3abe3neynTn HanKpaLLnm 3 iCHYHUNX
cnocib nikyBaHHS xBopobwu i/abo
NnoiHpopMyBaTh NPO CNOCOBU 3HMKEHHSA
PEKYPEHTHOIO PU3MKY.



rfvndou Vv 11 vvocvuverinszi
rnpeKkoHuenuiuHor ma
rnpeHamaJsibHoi MeOUKO-
2eHemuy4yHoI KOHcynbmauil:

3pinun Bik matepi (35 Ta BinbLle pokiB nig Yyac Nonoris).

3aHENOKOEHHS LLIOAO MOXITMBOIO PenpoayKTUBHOIO pU3nKy y Byab-aKkomy Bil.

[MO3NTUBHUIN pe3ynbTaT MapKEPHOrO CKPUHIHI-TECTY CUPOBATKM KPOBI BariTHOI (MHOXUHHUIA MapKePHUI
CKPWHIHT).

KpoBHa crnopigHeHICTb YK IHLECT.

UuncneHHi BukngHi (Tpu ta Binblie), abopty Ta/um MepPTBOHAPOAKEHHS.

XPOMOCOMHI nepebynosm B 04HOro 3 BaTbKiB/iHLLIMX poandiIB.

AHaMHe3 un HaPOMKEHHS nor_lepe,quoT ANTUHM 3 XPOMOCOMHOLO aHomarniero (Hanpukniag, CMHOPOM
HayHa, Tpucomia 18, Tpucomis 13, cMHOPOM flaMKoT X-XpOMOCOMMN).

BpomxeHe nopylieHHs Metaboniamy (nigospa Ha BpogkeHe nopyLieHHs metabonismy) B 0QHOrO 3
6aTbkiB 4 nonepeaHbOI AUTUMHKM (Hanpuknad, PeHinkeToHypis, Xeopoba KneHoBoro cuporny,
ranakrosemisi, cuHapom Nypnepa, nakraungos, xsopoba Tes-Cakca).

MonepeaHs AWTMHA 3i 3HA4YHO CTPYKTYpPHOO aHoMarieto (Hanpuknag, Baga HespasbHoi TpyOku,
BpOOKEHa Baga cepus, po3LinuHa rybu i nigHebiHHS).

[MonepenHs AnTnHa 3 XxBOpobHOI HEBU3HAYEHOIo aHaMHe3y (Hanpuknag, po3ymoBa BigcTanicTb,
MEPTBOHAPOKEHHS, HEOHaTanbHa CMepTb).

HasBHicTb B 04HOro 3 6aTbKiB YM NornepeaHboi AUTUHM BiAOMOIT reHeTU4YHOI aHomanii (Hanpuknag,
HeJOCKOHanmn octeoreHes, HenpodibpomaTos, MIOTOHIYHa ANCTPOist, TYOEepPO3HUIN CKNepos).
NpeHaTanbHO AiarHocToBaHi aHomanil y nrnofa (Hanpuknag, isofniboBaHa (MHOXMHHA) ManbgopmMauis(i),
BOASAHKA, onirorigpamMHioH, 3aTpMMmKa poCTy Nsiofda HeBiAOMOI eTionoril, Baga HeBpasibHOI TpyOku).
Bnnve TepartoreHiB nig Yac BariTHOCTI (Hanpuknag, ankorornb, NapBOBIpyC, KpacHyxa, NeBHi
AHTUKOHBYNbCAHTU, aKyTaH).

YpaxeHHsa maTepi NeBHUMM XBOpoGamu, Lo BMNMBaTb YK MOXYTb BMIMHYTU HA PO3BMTOK nioda Tta/abo
pe3ynbTat BariTHOCTI (Taki gk giabet, ankoroniam, xsopoba CnonyyYHo T TKAHUHKN, PEHINKETOHYPIS).

OavH 3 GaTbKiB € HOCIEM, Ma€e POAUHHY NepeaicTopito Yn BXOAUTb A0 ETHIYHOT abo pacoBol rpynu puamnky
XBOpO6W, WO MoXe ByTK AiarHOCTOBaHO 3aBAsKM NpeHaTaribHOMY TECTYBaHHIO.




OCHOBHIi MeTOOU
npeHaTanbHOI
AIarHOCTUKM

BusHayeHHA anbdga-
¢deTonpoTeiHy

YnbTpa3ByKoBe
AocnigXXeHHA nnoay

bioncia XopioHy Ta
nnaueHTu

AMHIoUeHTe3

KopooueHTes

deTockKkonis



[lpeHaTanbHa glarHocTMKa

N\
Gebarmutter
Analysedes 4
Fruchtwassers Plazenta
(= zEnc)e
e 5 - Fruchtwasser
e jGesHMﬁ""~'v mung;
biochemische und
enzymatische Analysen
) | biochemische und )
chromosomale S\
Analysen i

Zellkultur

171.2 Methoden der pranatalen Diagnostik. Nicht-invasiv:
1 Blutentnahme bei der Mutter; 2 Ultraschall-Untersuchung; invasiv:
3 Amniozentese; 4 Nabelschnurpunktion; 5 Chorionzottenbiopsie



MYJIIbTUPAKTOPIAJIbHI
XBOPOBW

Cnapkosi ¢akropu
XxBopo6u (um HaBKO/MLL-

MY/IbTUDAK-
TOPIA/IbHI

CXMIbHICTD A0 HbOro
3aXBOPIOBaAHHA

HUX) cepeposuLya

* 92% BiA BCiX CragKoBUX NaTOMOriN ‘ , o
« Hanbinbw nowmnpeHi xsopobu . ‘ ‘
 PeBmatuawm;
* lwemiyHa xBopoba;
« [inepToHiYHa xBOPODOA;
« BwupaskoBa xBopob6a;
* Linpos neviHku;
* Lykposuin giaber;
« bpoHxianbHa acTMa; 322?:::
* [copias; AR
* LlunsodpeHis; :
« [edektn HepBOBOI TPYOKK, LN




Soopoas =7

/
voecrirxrief




