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* 10% x80p0b sIroOUHU 3yMOB8JIEHi
namoJsio2iYHUMU 2eHamMu

* OOUH u3 150 HoeOHapoOXXxO0eHuUXx
Mae cmpykmypHi abo 4yucsoesi
MOopPYyUWweHHs1 XpoOMOCOM

e oOHa u3 10 2camem s1r0OUHU
Hece 2eHemu4HI NopPyweHHs




MyTéuiT — 3MiHM reHeTn4Horo marepiany (3smyanHo [JHK abo PHK)

[1o MmyTauin 3gaTHi BCI XX1BI opraHiamyu. BoHM BMHMKaKOTL panToBo, a
3MIHW, CMIPUYNHEHI MyTaLigMW, CTINKI U MOXYTb yCnaaKoBYyBaTUCA.
MyTauii MOXyTb OyTU WKIANUBMMUN, HENTPAnNbHUMKM abo,

Haa3BUYaMNHO PiaKo, KOPUCHMMU Ans opraHiamiB. OgHi 1 Ti cami
MyTaLl,iT |V|0>|(y'|'b RIAUIAKATIA LLoaNNLNANA2NDN

Ll o



NP HACIHHOMY PO3MHOX>XEHHI POCJIMHA
3 NMOKOJIHHA B
NOKOJIHHA CTIMKO 3BEPIFAA LIl O3HAKW.
BYEHMN CTBOPUB MYTALINHY TEOPIIO,
OCHOBHI MONOXEHHA AKOI AKTYANbHI | B
HALL YAC.

NMPOLECC BUHUKHEHHA MYTALIU
HASUBAIOTb MYTAIEHES3,
OPTAHI3MU, B AKUX BUHUKNN
MYTALI, - My TAHTAMU, A DAKTOPU
CEPEAOOBULUIA, 11O BUKIUKAIOTb
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N'yro fle ®pis



TpuBasnumn 4ac npuymHM
MyTaLI,II/I 3anuuwanmcg
He3'ssCoOBaHNMMW.

Jlnwe 1927 poky
aMepPUKaHCbLKNN rEHETUK
[epmaH [ko3ed Mennep
BCTAHOBWUB, LLO MyTaUil
MOXHa BUKITMKATU LUTYYHO.
OnpoMiHKo4YK
PEHTrEHIBCbKUMWN NPOMEHSIMM
Ap030Qois, BiH criocTepiras y
HUX PIBHOMaHITHI MyTaLUil.

(DaKTQ.pI/I, 30aTHI CNPUYNHATH
MyTaull, Ha3NBakOTb
MyTareHHuUMMm.




MyTauii € OCHOBHUM
oxeperiom
crnagkoBol
MIHITMBOCTI

[na po3pobneHHsd
reHETUYHUX METOIB
6opoTbbu 3
LWKIAHMKaMWU
CifTbCbKOrO |
nicoBoro
rocnogapcTs,
KPOBOCUCHUMU
KomMaxamu

MyTauii umpoko
3aCTOCOBYHOTb Y
cenekuii pOCnuH i
MIKpOOpraHi3amis

Y nabopaTopHmnx
yMOBax Ha camuiB
LUKIOIMBOro Ans
NIOOUHN BUAY LOiI0Tb
MyTareHHUMU
doakTopamm




[nig i3 cutHapPoOMOoMm
LLlepelueBcbkoro-TepHepa

Mymauil €:

JiemarsibHi — rnpu3eo0sime 00
8HYMpPIiWHbO-ympobHoI 3azuberi
3apooka abo 0o cmepmi 8
oumsiHomy eiui;

HanienemasibHi — 3HUXYMb
Xumme3dammHicmb op2aHi3My,
rpu3eoosi4u 0o paHHbLOI cMepmi.
B ocHosHOMY cMepmb Hacmyriae
00 0ocsiegHEHHST cmamegoi
3pirnocmi;

HeumpasnbHi — He 8rsuearoms

cymmesuM YUHOM Ha rpouecu
XummeoisiribHOCMI;

cnpusmsuegi — 3abes3ne4vyyroms
op2aHi3My HO8i KOPUCHI
grracmusocmi.



CnoHTaHHI

reHeTUYHoro
marepiany)

(BMHUKAKOTb YHACNIQOK
ail HA reHEeTUYHUN
MaTepian 30BHILHIX
DHaKkToDIB




JoMiHaHTHI PeuecuBHi
(cnpUYnHAKTD (cnpuynHaTb

nosiBy nosiBy
JOMiHaHTHOI peLecuBHOI
O3HakKW) O3HakKW)

TUNOM
nposiBy
O3HaKM

Monidakmunis

CeprnosudHOKIIIMUHHa aHeMisi

Buknukaembcsi
peuecusHUM
2eHOoM, sIKuu
3MiHIO€ hopmyny
2emMo2s106iHy

Mosekyna
remoraodnHa

UuTonnasmartu
ApnepHi YHi (3MiHIOIOTb
(3MiHIOIOTb reHu, reHu,
po3TalloBaHi B po3TalloBaHi B
AAPI KMITUHN) umMTonnasmi
KNiTUHN

3a
nokani3sauie

0 B KNiTUHI



COMaTWUYHI myTauil reHepaTtuBHI MmyTauil

MOXYTb MOXYTb
nepegasaTucs nepenaBaTucs
Hallagkam nuile 3a Hallagkam 3a

YMOBUW BEretTatTuBHOro 3BMYanHOro CTaTeBoro

PO3MHO>XEHHHA PO3MHO>XEHHHA
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* Posnogain 3a piBHeM opraHisauii
CrnafKoBOro matepiany, Ha skomy
BiAOyBaeTbLCS MyTaltia

|

B pe3ynbraTi 3MiHN
HYKIeoTuaHoI
nocniaoBHOCTI

B monekyni [JHK B mexax
oOHoro
reHa BHacnigoK BCTaBKM,

BuUNaaiHHA abo

3aMiHU HYKneoTuAaiB.

NMepebynoBu, 3MiHu B
CTPYKTYpI
XPOMOCOM, fIKi MOXXHa
BUSAABUTU | BUBYUTU
nig eNeKTPOHHUM
MiKPOCKOMOM.

3MiHa yucna
XpPOMOCOM
y reHOMi KniTuH




Ilymauii

[ eHOMHI Mymaull

eHOMHI Mymauii npu3eoo0simb 00 3MiH KiflbKocmi
XPOMOCOM Yy Habopi:
- nosninnoiodiss — 36inbWeHHs KifibKocmi XpoMOCOoM,
KpamHo20 2arsioioHoMy Habopy (3n; 4n; 5n ...);
- aymornJsioidisi — sUHUKaE€ sIK pe3ysibmam rnoaoisly XpoMOCOM
6e3 nodasibwo20 noodiny KAimuHu;
- aHeyn10i0is1 — 3MiHa KiflbKocmi XpoOMOCOM

8 ournsioioHomMy Habopi, HeKkpamHomMy
2ansoioHomy (2n+1; 2n-1)




30inbLIEHHA AUNNoIaHO|l
KINbKOCTI XPOMOCOM LLUNSAXOM
aoaaBaHHSA LiNmMx

XPOMOCOMHUX HabopiB Yy Y TBapuvH i

pes3ynbraTi NoOpPYLLIEHHS NanHU

Menoasy. NpU3BOAUTL
0o 3arnbeni

nnoay

* Y POCNVH Npu3BOAUTb
00 30inbLUeHHA nnoga



Femeponnoidisi. Y pesynerari
NOPYyLUEHHS Meo3y i MITOo3y _
KifIbKICTb XPOMOCOM MOXe 3B’S130K 3aNeXHOCTI

3MiHIOBaTmUCA | cTaBaTy reTeponnofil i3 BikoMm Matepi
HeKpaTHOIO ranfoiaHoMy Habopy.

Maternal age as effect on Trisomy 21
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American Family Physician: Aug 15, 2000



« AbcontTHa BinbLUICTb
eMOpIOHIB r'MHe Ha
paHHIX cpokax
BariTHOCTI

* Yym MeHLle reHiB B
XPOMOCOMI, TUM
BIporigHiLue, Wwo nnig
NOXUBe 00
HapOOXXEHH4.

 [lopyLleHHS pO3BUTKY
3aBXxaun HapyweHuns
pa3BuTuA BCeraa
3a4inntolTb OpraHu i
TKaHUHU
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[TloacHUB cMHOPOM
[layHa Ak
XPOMOCOMHY
aHomarlito.

Takox onucas
CUHOPOM KOTAYOro
KPUKY — IHKOJN NOro
Ha3nBaloTb
«CUHOPOMOM
INexxeHa».

A BIOGRAPHY OF

JEROME LEJEUNE

Cenetidist - Doctee - Father

ISANATY S










Short stature

Low hairline

Shield-shaped
thorax

Widely spaced
nipples

Shortened
metacarpal IV

Small
fingernails

Brown spots (nevi)

Y Ebow

Characteristic
facial features

Fold of skin
Constriction
of aorta

Poor breast
development

deformity

Rudimentary
ovaries

Gonadal streak
(underdeveloped
gonadal
structures)

No menstruation






POMOCOMHI Mymauii

AHeynioinis

‘.
Monocomia —

BIJICYTHICTb
OJHI€T

XPOMOCOMH

] T

Hynaicomia — Tpucomin —

BIJICYTHICTh HAsIBHICTH

JIBOX XpPOMOCOM JI0JaTKOBO1
XPOMOCOMH
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BuHuMKatloTb y pesynsraTi nepebygosm XpoMOCOoM.
Lle Hacnigok po3punBy XpOMOCOMM 3 YTBOPEHHSM
IXHIX doparMeHTiB, AKi NOTIM 00’€HYIOTLCS, ane
Npu LbOMY HOPMarsibHa CTPYKTypa XpOMOCOMMU HE

BEHPRAOGHRCA-

- Hexeamku;
- desneuir;

- dynnikauir;

- iHeepcCiT;

- mpaHcioKauyir;
- mpaHcrno3uuir.
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Hexeamku. Leneull.

Hexeamku — xpomocoma empayae KiHueagi
¢gppacmeHmMu i empaveHi OifnisiHKU
eudasiirombCsl 3a MeXi ssopa e Xx00i Meuoa3y.

,qeﬂeu” — empama 4YaCmuHuU XpomMocomu

ecepeduHi. lje euknukae 3miHy cheHomuny,
asie IKWo empayeHi 2eHU € XXUummeeo
HeobxiOHuUMu, mo ue npu3zsooums 00

cmepmi abo namouioaii.



lMpuknadu xeopux dimeu 3 desneuyisimu 8
XpPOMOCOMax




dynnikauyuii

Adynnikauyii — nodeoeHHs1
SIKOI-3a8200HO0 OifISTHKU

XpPOMOCOMU, W0 ersiusac 8
OCHOBHOMY Ha ¢heHomuri, 60
2eHU nuwe dodarombcs, a He
empa4yarombcCsi.

Mymauii suHUkaromeb
momy, wo 3miHroemncsi PHK. "
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AYTUBADY € MBI
Y4ACTOK XPOMOCOMDBI
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IHeepcCII

- ‘ —fie

HHBETHYEMAA
HaCTh POMOCOMSI

3epPCil — 3miHa NopsAOKY pPO3MiuleHHs
2€eHie 8 XxpoMocomi. BoHU euHuUkaromb
8 pe3ysibmami 080X po3pusie
XPOMOCOMU, NpuU UbOMYy hpacMeHm
noeepmaemsbcsi Ha Micue, asie
noeepHysuwucob Ha 180 epadycis,
KiJIbKicmb 2€eHie He 3MIHFOEMbCS,
momy ocobsiueo2o ernsiusy Ha

op2aHi3M maki Mymauii He Maroms.



TpaHciokaull. mpaHcrno3uuyll

TpaHcnokauyii — Mmymauil, ujo noe’sizaHi 3:
- 0O6MiHOM OinsiHKamMu Mi)>X He20MoJ102iYHUMU
XpomMocoMamu;
- MPUKpIinseHHs1 OifisiHKU OOHiei XxpoMocomu
00 XPOMOCOMU He20MOJ102i4HOI napu.
TpaHcno3uuyir — ue:
- 8CmaekKa HeeeJsiuKko20 hpacMeHmy
XpPOMOCOMU, W0 Hece

deKisibKa 2eHie 8 sIKyCb iHWYy OifiiHKY
XpoMocoMuU;

) TpaHcIoLMpoBaHHaA
xpomocoma 20
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Xpomocoma 20
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TpancaotppopatHas
Xpomocoma 4

-
-

[

b
Xpomocoma 4

- NepeHeceHHs1 YaCmuHU 2€eHie8 8 iHWe Micue.



['eHH1 MyTail

[1OMiHAHTHI
S*HaniBOOMIHAHTH]




[ eHHI Mymaulli

leHHI (kpankoei) Mymauii — cmiuki
3MIiHU OKpeMux 2eHie, Wo eUHUKaromb 8
pe3ynbmami:

- 3aMiHU oOHiei abo OekKinbKox azomucmux
OCHO8 y

cmpykmypi [JHK Ha iHwi;
- gunadaHHs 0esIKUX a3omucmux OCHOS;
- 0OMOBHEHHSI HO8UX a30MuUCMmMuUX OCHOB.

Lje npu3zeodumb A0 NopyuweHHsl
nopsioky
crniucyeaHHs iHgbopmauit.

l'eHHi Mymauil 3mMiHrOrOMb
MopdgbosiozidyHi, 6ioximivyHi i ¢hizionocivyHi
eslacmusocmi op2aHi3my.




I'eHHI Mymauil

* Benuka YyacmuHa eeHHUX
Mymauit npu3eooums 00
CUHmMe3y deghekmHozo birika,

AKUU He 30amHul 8UKOHy8amu e s
C80I QpyHKUT. C e
«  Hadliyacmiwe makumu {}'
3aX80PHOBAHHSIMU €: el 4 | :
- adpeHo-2eHimaribHuUl CUHOPOM; ot s J %
- mionamis QroweHa-bekkepa; '
- MyKO8UCUUOO03; f s % "‘w
- 2eMoxpomMamos; . ,} 'y ® .
: d)efl inKe.rn OHypiﬂ; '-\ Gene therapy L;ng sinires 0:;‘ b .‘
- Helpoghibpomamoas.  an adenovirus vector 4 §

»  308HIWHBO Ui X8OPO6U HE ... i
MposIBsIloMbCS, a /luue 8 OOMIHI
peqyosuH — memaboriami.
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MyTarenes — 11e npolec BUHUKHEHHSI MyTaIllu.
Myrarenes
InaykoBanui Cnouranuum
- KOJIM MYyTallll OJIEP)KYIOTh 32 - KOJIM MyTaIlii
JOIIOMOTOK (DI3UYHUX YU XIMIYHHUX B1I0YBAKOTHCS YaC BI]I
MyTareHiB qacy 13 CyTO
/ \ BUMAIKOBUX ITPUYHH.
pagiauminHui XiMiYHUI BoHU BUHUKAKOTH Y
CIIPUYMHEHUUN JT1EF0 CIIPUYNHEHUHN PI3HUX IpyIax
eHeprii XIMIYHUMU OpraHi3MIB 13 YaCTOTOK)
BUTIPOMIHIOBAHHS pPEUYOBHUHAMH, 10° — 10 Ha oauH reH

OpraHi4HO1 IPUPOIH




dakmopu, wo 30amHi cripu4YuHsImu
Mymaduil, Ha3uearombCsi Myma2eHHUMU,
mobmo MymazeHaMu.

BoHu 6ysaromb:
- Pi3UYHOR20;
- XIMIYHO20;
- 6i0/102iYHO20 NMOXOO)KEHHSI.




ApuyuHu Mymauil

Di3UYHI Mymaz2eHu:

(a,8,Y - npomeHi,
pPEeHmMeeHieCbKi MPOMEeHIi, HeUMmPOHU);
(padiu, padoH, izomonu K, C);
-yrbmpaaghiosriemoei mMpoMeHi;
-Hadmo eucoka abo HuU3bka memrnepamypa.
BoHu npu3eodssimb A0 3MiH XiMiYHUX peakuill,
CrIPUYUHSIIOMb XiMiYHI mepemeopeHHsI Pi3HUX CIOJYK,

wo i € npu4yuHamMu mymaduitl — Yyacmiwe 2eHHuUXx i piowe
XPOMOCOMHUX.



dlpuyuHu Mymauic

XIMIYHI MymaaeHuU:

- CUJSIbHIi OKUCHUKU ma 6iOHOB8HUKU (Himpamu,

Himpumu);

- asiKinipyrodi aceHmu (llodauemamuo);

- necmuyudu (2epbiyudu, ¢pyH2iyuou); | "M AR

- Xxapyoei dob6aeKu; ’ m

- MPoJdyKmu repe20HKU Hagpmu; s SV s

- Op2aHIYHi PO3YUHHUKU; AT ,,:;e(,&*
- fliKku 3i pmymmio, aHmudenpecaHmu. ?ii&‘?ﬂ%i‘éii?’i‘? \REZ




AMpuyuHu-Mymayic

lMpuknadu Oii Oesikux XiMiYHUX MymaaeHie

- asIkasioio KosiXiyuH pyuHye eepemeHo noainy, wo

rnpu3eoodums 00 NOOBOEHHS KillbKOCMi XPOMOCOM Y
KJTIMUHI;

- 2a3 inpum, ssKuU paHiwe sukKkopucmosyeasiu ossi
eu20moeJsieHHs1 XiMi4YHOoI 36poi, 6iH nideuwyeas
yacmomy Mymaduiu y ekcriepuMmeHmasbHux muweu y 90
pasie.

Bci xiMmiyHi MymaaeHuU 30amHi ymeoproeamu Mmymauii
ecix munis.



Alpuyuru Mymauis

biosiociyHi MymaaeHu:

— gipycu ( y KnimuHax, ypaxeHux eipycamu, Mymauii
criocmepi2arombcsi 3Ha4YHO Yacmiwie, HiXk y 300p08UX).

BoHu 30ammHi crnipu4yuHroeamu i 2eHHi, i XpOMOCOMHi
Mymauii, mak sik 8800simb ree8Hy KilibKicmb 8s1aCHOI
2eHemuy4HoI iHbopmauyir y 2eHomun KnimuHu-xa3siiHa.

- MPodyKmMu obMiHy pe408UH;
- aHMu2eHu oesikux Mikpobie i napasumis.






1961-1971r. BbeTHaMm. 72 MNH. 4ehONNaHToB.
[locneacTBUA NPUMEHEHUA AUoKCHA 44 MNH.N.




— 1010
HaunwokKyroui

MyTauil NroanHN



1. lNporepis

Lle 3axBoptoBaHHA
3yCTpIYaeTLCA Yy OOHIEl
OUTUHU Ha BICIM
MifbUOHIB. [N HbOro
XapakTepHi 3MIHU
BHYTPILLHIX OpraHiB Ta
LLKIPW, BUKINUKaHI
nepeg4yacHUM CTapiHHAM
NKOACbKOro opraHismy.
CepeaHsa TpuBanicTtb
XUTTA Takux Nogen nuie
TPUHaAOUATL POKIB.
HaykoBuaM BigomMum
TINbKX OOWH MaUIEHT 3
AnoHii, Wwo AoXxuB Ao
cCopoKa M'sTU POKIB.




Cungpom KOHepa TaHa
JTroan, Wwo cTpaxkgatoTb Ha Le pigkicHe reHETUYHE BIAXUNEHHS, MatloTb HEAOCTATHIO
MO3KOBY AiSINbHICTb, NPMMITUBHE MOBMEHHS Ta XOAATb padku. BusiBue Ta BUBYMB

cuHgpom bionor KOHep TaH nig Yac 3HanomcTBa i3 poaMHOLO Ynac, ska Mellkana B
OAHOMY i3 TYpeLbKNX cenuLy




. inepTpunxos
B CepegHboBivdi ntogemn i3
noaibHNM reHETUYHNM
OedeKToOM HasnBanu
noanHo-masnamMmu abo
nepesepTHAMU. Onga uiel
XBOPOOU xapakTepHe
HaaMMLLKOBE 3POCTaHHS
BOJIOCCA MO BCbOMY Tifny.
[lepinn Bunagok
3axBOpIOBaAHHA Ha
rinepTpnxos 6yB
3adikcoBaHUA B
LiICTHAAUATOMY CTONITTI.




Enigepmoagucnnasia seppyumndopmHa
Lle 3axBOptOBaHHS i3 TAKOK CKNagHOK HA3BOK € OOHMM 3 HAUPIOKICHILLMX reHHUX
3001B. YUepes xBopoby ntoanHa ctae rinepyyTnmBoro Ao Bipycy naninomMmu. [Hdekuiqa
BUKITMKAE Y TaKUX Ntogeun 3poCTaHHA YNCIIEHHUX LUKIPSAHUX HAPOCTIB, AKi 3a CBOEID
LLINTbHICTIO HaragyTb AepeBuUHY. 3arany rnpo 3axBOpPHOBaHHA CcTano BigoMO fULLE B
2007-my poui, KOnu y BCECBITHIN MepeXi 3’ ABUBCS BiAeoponuKk npo 34-piyHoro

iHOoHe3inusa dene Koceapos.




TsKKMN KOMBiIHOBaHMIW iMyHoaedIUnT
IMyHHa cucTeMa HOCIIB LbOro 3axBOpPiHHS NPOCTOo He Adie. [po xBopoby novanu
FOBOPUTU MIiCMA KIHOKAPTUHM «XITONYUK Y NNACcTUKOBIN Kyri» 1976-ro poky, Lo
PO3MNOBigae NPo AOr0 ManeHbKoro xnonyduka-iHeaniga esiga Bettepa. dinbm
3aBepLlyeTbLCA LWacnnBmum xenni-eH4oM Ha BigMIHY Bif pearibHOro XUTTs.
CnpaBxHin [eBig nomep B TpUHAOUATL POKIB, OCKINIbKWU Nikapi Tak i He

crnpomMorsincCb 3MILHUTU IMYHITET OUTUHMN.




Cungpowm Jlewa-HixeHa — nigBULLEHUN CUHTE3 CEYOBOI KUCITOTU
[ig yac uiel xBopobu Ao KpoBi HAAXo0AUTb 3aHaATOo baraTo ce4oBOIl KUCMNOTH, Lo
CMPUYMHSAE MOABY KAMEHIB Y HAPKaxX Ta CE40BOMY MixXypi, @ TakoX nogarpuyHum
apTpuT. OKpiM TOro 3MIHIOETBLCS 1 NOBEAIHKA JTIOOMHU. XBOPI AY»Xe 4acCTo rpusyTb
rybu Ta nanbLi ax 4o KpoBi, 40 TOro X BOHM O’tOTbCS ronioBoto 00 TBepai NpeamMeTu.
Ha reHeTu4He BigXMNEeHHs cTpaxaaloTb Nvlle MarntoKy YoroBiyol cTari.




ExTpogakTuniga
Lien BpookeHuin nopok
BUKNUKaHNK 360em poboTn
CbOMOI Xpomocomu. Y
NOEN, WO CcTpaxaarTb Ha
reHEeTUYHe BIOXUITEHHS,
MOBHICTIO BiACYTHi abo
HeOOpPO3BMHEHI NanbLi rpoH
abo cton. Hepigko xBopoby
CYNpPOBOAXYE MOBHA
BiOCYTHICTb CITyXY.




. Cnngpowm [lpoTes
[eHeTUYHUN OedeKT
BUKNUKAaE LWWBNOKUA Ta
HenponopuinHnM 3picT
KICTOK Ta LLKIPAHUX
nokposiB. BHacnigok Toro,
LLIO OOHI KNITUHN
3pocTalThb B
HOpMasibHOMY TeMmni, a
IHLWIi 3aHaQTO CTPIMKO,
noguHa Mae aHoMarnbHUn
30BHIiLWHIN BUrNa4. OgHak
BUSABMNAETLCA
3axBOPHOBaHHS nuLie




TpumeTnnaminypiq
Lle BioxmneHHs BigHOCUTLCA
00 HanbinbLW piaKiCHMUX
EHETUYHMX 3aXBOPHOBaHb.
[1pO MOro po3noBCHOAXKEHHS
HaBITb HEMAE XXOAHOI
cTaTUCTUKK. B opraHiami
TUX, XTO CTpaxaae Ha Lo
XBOPOOY, HAKONUYYETHLCS
TPUMETUSAMIH, LLO Mae
HENPMEMHUN Pi3KUI 3anax,
KWW Haragye 3anax
NPOTYXNKnX seub abo pnow.
3BiCHO noaun i3 LM
reHeTU4YHUM 300€EM
YHUKaIOTb BaraTontogHmx




CuHgpom MapdbaHa
[Mpun ubomy
3axXBOpPIOBaHHI, sike
3yCTpIiYaeTbCA y OgHiel
NOONHN 3 ABaOUATH
TUCAY, NOPYLLUEHO
PO3BUTOK 3'€HYyBasbHOI
TKaHWHW. XBOPi MalTb
HenponopLuinHO AOBTI
KIHLiBKX Ta
rinepmoBinbHi cyrnoodw,
00 TOro X B HUX
crnocTepiraroTbCcH
BUKPMBNEHHS XpebTa Ta
po3raan 30poBol
CUCTEMM.




OJIEHI : HannowwupeHiwa myTauisa cepef oneHiB BUpaXXaeTbCA B 404AaTKOBUX
KiHuiBkax. Lli " BigpocTku " 3a3Bmn4amn poCTyTb 3 XXMBOTA i NPOCTO DOBTAOTLCS.
[opaTkoBi odi (3a3Bmn4yan cninoTa) Takox ayxe nowumnpeHi. Cammn 3aHenbaHnm
BUIMSAO MyTaUil BUpaXXaeTbCHa Y HApOLKeHHI beckoxHoro mantoka. OneHs 6e3
LLUKIpW Oy»e pigko uee Oinblue roauHu nicns HapoaXXeHHSA , TOMY LLO TOHKa
MemMbpaHa , aka 3axuLliae nnig gyxe WBUAOKO po3pmnBaETbCa . Ti X OfeHi , Wo
BUXUBAKOTb OYyXe PigKO XapyyrTbCA MaTEPUHCHbKOMY MOSIOKOM , i 3annLiarTbCs
NOKUHYTUMW Ha ronoagyBaHHSA




KOHI: Lyxe
NOLLUNPEHOIO
MyTaui€ero cepen
KOHEeW € noaaTKoBi
KIHLIIBKW, OMi,
LLUNYHOK abo
KNLLIKW 30BHI (Npw
Takomy obpaasi,
KNLLIKWA
3HaxoOATbCA B
YUCTIN
MeMbpaHHin
KnweHi). Ha
LacTs,
O4OMAaLLUHEHUX
KOHemn
PO3MHOXYIOTb
Oy>Xe akypaTHO
BXX€ He ofHe
“TIOKOJTIHHA, TOMY
MyTauil cTalTb
TYT OyXe
PiaKICHUM
ABULLEM.




MyTauis cepel Komax ayxe nowmpeHa. HanHebesneyHilwmmMmmn BBaXKaoTbCH
MYTaHTU 3 OC, Y SKNX XXano po3MipoM 3 HiroTb noanHU. MyTauia TakoX yKOpPIHMBCSA | B
naBykax (0COONMMBO TUX, LLO 3aUUKIEHI HA BUCTEXYBaAHHI) y BUrNALI OTPYMHUX YKYCIB,
ane B JOCUTb ManeHbKUX o3ax, TOMY JII0ACbKa peakuia BUpaXKaeTbCH NnLLe B
3anamMopOY€eHHi | HyaoTW y Jopocnux (4iTy | NoAW NOXUIOro BiKY BXE CXUSIbHI
CEPMO3HOMY PU3KNKY). AK BXe Byro ckasaHo, 6ini 6mxonu BUpobnstoTb TOKCUYHUN
mea. Moro He BapTo npobyBaTu He 3a SKMX YMOB.

[yxe nowmpeHi B NopoxHix mictax CpeguHHoro CeiTy. HanvacTiwmm Buaom
MyTauil € cninoTa, xoda camMme y Takux LLypiB HEMMOBIPHO rOCTPUIA HIOX | NigBULLIEHA
XKOPCTOKICTb. Tak camMo MoLIMPEHOD MyTali€e cepel LbOoro BUay € LWIYHOK KULLKK
Ha30BHI, siki bOBTaOTLCA B MEMOpaHHOMY MilLeyKy. | y 3B'A3Ky 3 TUM, LLO MyTaLis
ayxe cunbHo nocnabuna wypa, To Taki MyTaHTU 3a3BMUYai aTakyloTb | XapyyTbCA

3rpasimu.
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Knacudixauis-1 tym

Takum YuHOM, mymauii nooin

3a xapakmepoM 3MiH 2eHomuny — 2eHHi, XPpOMOCOMHi
ma 2eHOMHI.

3a MicueM 8UHUKHEHHSI: @) COMamu4Hi; 6)
2eHepamueHi (y cmameesux KsiimuHax).

CrnoHmaHHi — nio ennueom rnpupooHuUX ¢hakmopie,
He3aJsie)XHo eid f1roduHu. Lje moxxe 6ymu npupodHa
padiauyisi, KOCMi4YHi NMPOMeHi, ensue XiMiYHUX Pe4YOBUH.

LlImy4Hi (iHOyko8aHi) — euKsiuKaHi creyiasibHO
cripsiMoeaHuUMu disiMu, sIKi nicsuwyromb MymauitiHuu
rnpouec.



“ehNacucpixauis_mymayil
3a ensiueoM Ha op2aHi3M Mymauil €:

- lemasibHi — npu3800simb 00 8HYMPIiWHLOYMPOO6HOI
3a2ubeni 3apodka abo 0o cmepmi 8 dumsiHomy eiui;

- HanienremarsnbHi — 3HUXYOMb XXumme3damHicmb
op2aHi3My, npu3eoosi4u 00 paHHbLOI cMepmi. B
OCHOBHOMY cMepmb Hacmyrnae 0o OOCSI2HEeHHS
cmameaeol 3pisiocmi;

- HeUmparsbHi — He ensiuearomb Cymmeasum
Ha npouecu >XummeoisisibHOCMI; L ¢
- cnpusimnuei — 3a6e3nevyomes = DY,
HOoe@i KOPUCHI estTacmueocmi. ’




3akpinsieHHs BUBYEeHOro martepiany

FeTeponnoigua Brpata abo nosisa 3amsux CuHapom JayHa

XPOMOCOM B pe3ynbrari

NOpYyLLUEHHA MENO3Y

KpaTHe 36inbLueHHs 3pOCTaHHS POCTY |

Habopy XpoMocom XUTTEBUX MOKA3HUKIB
POCNUH (BiNbLUICTb
KYIbTYPHUX POCIINH)

Moninnoiais

CTPYKTYPHi 3MiHK Baxki Hacnigkm
LR XpOMOCOM (BTpaTa, 3aXBOPIOBaHb, CMEPTb
Aynnikauii NOABOEHHS,

iHBepciil
TR nepekpyvyBaHHSA)

3MiHa po3TallyBaHHS 3MiHa, BTpaTa 03HaKW,
HYKIeoTunaiB B Mexax nosiBa HOBUX arenis

OQHOro reHa (cepnoBmMaHO-KNITUHHA
aHeMmis, anbOiHi3M)







