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1. POJ1b CNAAKOBOCTI B MATONOrII

CnapgkoBicTb — BriacTUBICTb OpraHiamiB 3bepiratu Ta
3abeanevyBatu nepegayvy O3HaK Hawagkam, a TakoX
BMU3Ha4yaT 0CcobNMBOCTI IX iHOMBIQYANTbHOrO PO3BUTKY
B KOHKPETHUX YMOBax cepenosuLa.

CmaH 30opoe’s abo xeopobu — pe3ynbTaT B3aemMoail
CnagkKoBUX | cepenoBULLHUX (PAKTOPIB.

[ @HeTUYHI YMHHUKK BIOIrpaloTb O4HY 3 KINYO0BUX Posien

Y BUHUKHEHHI | NOWWMPEHHI B Nonynauil natonoridHmnx
NpoLECIB | CTaHIB, 0AHaK KOHKPETHUN BHECOK CNaakoBUX
doakTopiB B BUHUKHEHHSA TI€El YM IHLLIOI HO30MOr4YHOI OpPMU
PI3HUN.

3anexHo Big CTyrneHd crnagkoBOro Bkaagy Ta BninBy
30BHILWHIX (paKkTopIiB BUAINATL HACTYMHI rpynu
3aXBOpPHOBaHb:



1. MoHo2eHHIi (MOHOhakmopHI) — 3aXBOPHOBAHHSA, PO3BUTOK
AKX 0OYMOBIIEHO CMaAKOBMMU (FEHETUYHUMMN) ddaKTOpaMK.,

2. lNoniceHHIi (MynbmugakmopiasnibHi) — 3aXBOPHOBaHHS,
B €TIONOril AKX OCHOBHE 3HAYEHHS Ma€ BMSINB 30BHILLIHIX
doakTopiB Ha TNi cNagKoBOI CXUMbHOCTI.

3. 3axeoproeaHHs, 8 emioJsiocil AKuUx supiwiasibHa pPoJib
Hasiexxumsb Pi3HUM eK302eHHUX ¢hakmopie (Hanpuknaga,
iIH(pekuil abo TpaBmu). Npn LUMX 3aXBOPIOBAHHSAX POSb reHOTUNYy
obmexxeHa peryntoBaHHsSM CTYNEHA CNPUUHATIIMBOCTI OpraHiamy,
ePEeKTMBHICTIO IMyHHOI BIgMNOBIAI | MOXIMBOCTAMU aganTtauivHO-
KOMMEeHcaTOpPHMX peakuin y BigNoBiAb Ha 30BHILLHIN BANKB.

Buan reHeTU4YHMX 3axXBOPHOBaHb B 3aneXHOCTI Big CTyrneHd
BMNSMBY CragkoBUX | cepeaoBULLHUX d0AKTOPIB | IX NPUYNHA
npencTaBfieHi Ha PUCYHKY.



NATONOrid nioguHu

A

MOHOreHHi
0 MOHOdbaKTOopianbHi) XxBoOpoou
10% y)\p/\ 90%
F'EHHI XPOMOCOMHI

dakTop narosnoril -
MYTaHTHI reHU (reHHi
MyTaLil), myTauii B
OLONHUYHOMY JOKYCI

dakTop NaTtonorii - MyTaHTHI reHn
(reHHi MmyTauii), myTauii B
OANHUYHOMY JTOKYCi XPOMOCOM.
Pesynbrat 3amiHn yncna

XPOMOCOM XPOMOCOM (FreHOMHIi MyTau,ir)
l abo nopyLeHHsa ix bygosu
(TpaHcrokauis, neneuis, iHBepciq,
o CDeHiJ'IKeTOHypiFl .u'ynniKaU'ig)

e [ NnikoreHo3W. ¢

e MykoBicungos Ta iH.
e XBopoba [ayHa.

e CuHapom LepelueBcbKkoro-
TepHepa.
e CuHopom EgBapaca Ta iH.

MNMonireHHi
(MynbTUdoakTOpianbHi)
XBOpOOU

N

Pesynbrar cykynHux ain
MyTaLUin Y OEKiNTbKOX
NOKyCax XpOMOCOM.
[eHeTnYHI gedekTu
BUKITMKAIOTb CXUMbHICTb
A0 XBopoowu.
[MaTonoriga - pesynerar
CKrnagHol B3aemoail
EHETUYHUX (PaKTOpIB |
doakTopiB cepenoBuLla
\/
e LlykpoBun piabet
(1-6% HacerneHHs).
e CgiTnosa cninota
(0,5% xiHOK, 8% 4onos.ikiB).
e [inepToHiyHa xBopoba
(30% HacerneHHs1) Ta iH.



brnunsbko 10% Bcix doopm naTonoriyHMx cTaHiB € MOHOMAaKTOPHI
XBOPOOU, NpMYnHA SKNX BUKITIOYHO reHeETUYHA — NOMTOMKN Ha
reHHomy abo XxpomMocoMarnbHOMY piBHI. I'eH — yHKLioHanbHa
OAVHULSA CriagKoBOCTi. Yepes cTaTeBi KNiTUHM baTbKiB
nepeaarTbcs He 03HaKK, a iHgpopMauist Npo HKX. NepBMHHA
Oif reHiB nosnsirae B TOMY, LLIO BOHM NMPorpamytoTb DIOCUHTES
doepMeHTIB 3a NPUHLUMIMOM «OANH reH — OANH DEPMEHTY.

OepMEHTHI CUCTEMU KOHTPOSMIOITLCA BiANOBIAHNMY
KOMMnekcamu reHis i 3miHu (MyTauil) B HUX reHa TArHyTb 3a
co00t0 NaHuorM NpoLeciB — 3MiHIOETLCA abo BUNagae MEPMEHT,
LLIO NpM3BOANTL A0 BMMNagaHHSA BigNoBiAHOI CTyNeHi MeTabonivyHol
peakuii i, SK Hacnigok, 4o 3MiHKM abo MOpPyLUEHHS PO3BUTKY
OKPEMUX O3HaAK OpraHiamy, TO6TO PO3BUTOK CNadKOBUX O3HAK NAe
3a CXEMOIO «2€eH - hepMeHm — 6ioxiMiYHa peaKuisi — O3HaKa».

[Ona MOHO2eHHUX 3axeopro8aHb XapaKTEPHO MNPOSsIB O3HAKU

B anlbTEPHATUBHIN OOPMI: € reHETUYHA NOSIOMKa — € XBopoba
(Hanpuknag, eHiNnKkeToHypisa), HeMae rNosIoMKU (oedekTty
reHomMy) — HeMae XxBopobu. ToAi Ak y nosliceHHUX 3axeoproeaHkb
O3Haka BapitoeTbCA KiNbKICHO (Hampuknagd, Taka o3Haka, sik
apTepianbHUN TUCK, € ¥ BCiX OCI0, ane piBeHb NPOsiBA LIET O3HAKN
CTPOro |Hn|/|B|uyaanvm)



XPOMOCOMHI | FeHHI MyTauil HagalTb PI3HOMAHITHI 4il Ha opraHi3m.
Y baraTtbox BUnagkax ui mytauil netarsbHi, TOMY WO MNopyLLYHTb
PO3BMTOK; Y MOANHW, HAanpuKnag, 6nm3bko 20 % BariTHOCTEN
3aKiH4yOTbCS NMPUPOAHUM BUKUAHEM B TEPMIHW 00 12 TUXKHIB, i B
NOSTOBUHI TaKUX BUNaAKIiB MOXHa BUSABUTU XPOMOCOMHI aHOManil.

Y pe3yanaT| D,GFIKI/IX XpOMOCOMHI/IX MyTaLI,II/I NeBHI reHn MOXYTb
OMMHUTUCHA Pa3O0oM, | IX 3ararnbHumn ereKT MOX€E BUKITMKATU NOABY
6y,El,b SIKOI «CI'IpI/IFITJ'II/IBOI» O3HaKW.

Kpim Toro, 30MMKEHHS OEAKNX FeHIB OWH 3 OAHUM POOUTL MEHLL
MMOBIPHUM IX MoAin B pesynbTaTi KPOCUHIroBepa, a B pasi
«CNPUATNMBUX» FeHIB Lie CTBOPIOE Nnepesary. 'eHoMHI MyTallil, HapiBHI
3i 3MiHOIO (peHoTUMy, YacTo NPU3BOAATL A0 MUMOBINBLHOIO abopTy abo
XPOMOCOMHOI XBopo6|/| Cepen HOBOHAPOMKEHUX | AiTen, NOMEPNnNX y
nepuHaTanbHUN rnepioa, XPOMOCOMHI XBOPOOU 3yCTpivatoTbCA 3
yactoTtoro 1 Bunagok Ha 200.

CnapkoBi xBOpoOwM — Lie XBOpoOK, 3yMOBIIEHI NOPYLIEHHAMM
crnagKkoBol iHpopMaLlii, OTPUMaHNMK OpraHiaMoMm 3i CTaTeBNMM
KNiTMHaMn CBOIX DaTLKIB.

UacTtoTa NOoLLUNPEHHA CNMagKoBO O6yMOBJ'IeHI/IX 3aXBOpI-OBaHb 3al1€XnTb
BI,EI| xapaKTepy yCI'Iaﬂ,KyBaHHFI reHEeTUYHO 3MIHEHNX O3HAaK i € AOCUTDb
NOCTIMHOKO B TiN 4N iHLWIN I'IOI'IyJ'IFILI,II Oﬂ,HaK MO>KITUBOCTI CyL-IaCHOI
MeauLnHN, B TOMy 4yuncni, leprILIHI/IX BTPpyYaHb, OXNBATN A0 BIKy
cTaTeBol 3pIJ'IOCTI | YacTiwe, HixX paHlme MaTWU NMNOTOMCTBO, LLI,O 36IJ'IbLIJy€
YaCcToTy IH,EI,I/IBILI,yyMIB 3 rTeHeTU4HNMHU Ll,ereKTaMI/I B I'IOI'IyJ'IFILI,IFIX




- Be |

BpoaxeHi xBopobu — e xBopobu, siKi MposBNATLCA MPU HAPOLKEHHI
OUTUHWN.

BpomxeHi XBopoOu MOXYTb OYyTU K reHEeTUYHO AEeTePMIHOBaHUMU, TaK |
BHYTPILLUHBOYTPOOHO HagbaHuMu (B TOMY Ynchi dpeHoKoniT).

feHemu4HO demepmiHoBaHi 8POOXKeHi 3ax80pPrO8aHHSI PO3BMBAIOTLCA B
pesyribTaTi NOLWKOOXEeHHSA reHETUYHOro anaparty 6aTbKiB, a TaKOX MOXYTb
TakoX ByTn pesynbTatoMm myTauii «de novo» — myTauin y rameTtax 6aTbKiB,
AKi 3HOBY BUMHWUKAIOTb.

BHympiuwHb0ympo6Ho HadbaHi xeopobu € BpooKeHNMM cTaHaMmu. BoHu

BUHUKAKOTb Y pe3yanaT| il eK30reHHUX TEPATOreHHUX CbaKTOpIB Yy neplon,
BariTHOCTI.

®eHokomii — 3MiHN 03HaK opraHiamy nig BNAVBOM (OaKTOPIB 30BHILLHLOIO
cepefosuLia B nepiod eMOpioHarnbHOro po3BUTKY, SKi MO OCHOBHUM
nposieamM noAibHi 4O cnagkoBol nNaTonoril.

lpu4YuHU 8UHUKHEHHS1 (beHOoKoniu:

e KncHeBe ronogyBaHHA nnoaa.

e XBopoOa maTepi nig Yac BariTHOCTI.

e [IcuxidyHa TpaBma Yy BariTHOI.

e EHOOKPUHHI 3aXBOPIOBAHHSA Yy BariTHOI.

e HenpaBunbHe xapyyBaHHs BariTHol (Hectava BitamiHiB C, B, P, PP i
MIKPOENEeMEHTIB KobanbTy, KanbLito, 3a503u Ta iH.).

e [Ipuinom nikapcbknx npenapariB nNig Yyac BariTHOCTI (aHTUBIOTUKIB,
cynbdaHinamigis Ta iH.).



.

MiHnMBICTb — BNacTUBICTb OpraHiamy HabyBaTh HOBMX O3HaK |
0COOMMBOCTI iHAMBIAYanbHOIrO PO3BUTKY, LLIO BiAPI3HAOTLCS Bif
BGaTLKIBCbKUX.

MiHnnBIiCTb MOXXe OYyTU PEHOTUNMUYHOKO | FEHETUYHOLO.

e PeHomunu4Ha (Hecrnaokoea, MoougukauiuHa) MiHIugicMb.
3MiHM CTOCYHOTbCA TiNbKM iHOMBIOyanbHUX O3HaK NPY HE3MIHHOMY
reHeTUYHOMY MaTepiani. Taki 3MiHKM He nepeaarTbCs y Cnagok.

e [eHemuyHa (cnadkoea) MiHnueicmsb. 3MmiHv BiNbyBalOTLCA B
reHoMi.

e [eHepamueHa MiH/IUgicMb — 3MiHN B CNaakoBOMY anapari
rameT (CTaTeBuX KNiTUH).

e Comamu4Ha MiHIugicmb — 3MiHW B anapari KNiTUH Tina
(coMaTUYHUX KITITUHAX).

AK reHepaTuBHa, Tak i comaTuyHa MiHMMBICTL ByBae MyTaLiMHOO
Ta KOMOVHATUBHOLIO.

MymauIUHa MiH1UBIicMb O6yMOBJ'IeHa BUHUWKHEHHAM MyTaLI,II/I =
CTIMKNUX 3MIH rEHETUYHOIO MaTeplany, 1O NpuU3BoAOATb A0 3MIiHU
yCI'Ia,EI,KOBaHOI O3HaKMW.



-
Komb6iHamueHa mMiHnueicmb 00ymMOBIeHa BUNaaKoOBOO
nepekoMOuHaulieto anenen y reHoTuni Hallaakise, Lo NpusBoanTh
00 BYHWUKHEHHS BiAMIHHOCTEN IX reHoTuny Big 6aTbKIBCbKOrO.
AnenbHi reHm, aneni (Big nat. allelos — npoTunexHUn) — NapHi
reHu, Lo 3anmaloTb OAHI U Ti cami NTOKYCU rOMOIOFIYHNX
XPOMOCOM i BU3HaYaloTb anbTepHaTUBHI B3AEMOBUKITIOYHI CTaHM
TiEl caMol O3HaKuK. TpannaTbca B MeXax odHIiel nonynsuii
opraHi3amiB Ta BM3Ha4al0Tb Pi3HI PEHOTUMM LINX OpraHi3miB.
Taknm YnHOM, Npu KOMBIHATOPHIN MIHNMBOCTI CaMi FreHn He
3MIHIOKOTbCS, arne reHoTUnm BaTLKIB | AiTen BUABIAIOTHCS
PIBHUMMN.

MexaHiamn KoMBiHaTMBHOT MIHNMBOCTI: He3aneXHa po30iKHICTb
XPOMOCOM Y MeW03i, pekoMbiHaLlisi TeHiB NP1 KPOCUHIOBEPI,
BUMNagKkoBa 3yCTpIid raMeT npu 3annigHeHHI.

[onireHHi 3axBoptoBaHHSA BUABMAKOTLCS MiCNSA HAPOAXKEHHS
He Bigpa3sy. Lle obymoBneHo HaACTynHUMM NpUiYnHaMu:

1. ['eH, Wo aeTepmiHye NeBHY NaTONOrito, 3HaXOAUTLCS B
3arasibMOBaHOMY (3apenpecoBaHOMY) CTaHi, a Yepes AeAKNN
Yyac eKCrpecyeTbCH.

2. [oTpibeH 4Yac, Wwob dakTop cepenosuLLia 4OCTAaTHLO NOAISB
Ha BMacTUBICTb, WO AETEPMIHYETLCS JAaHUM FrEHOM.

3. 3 BIKOM 3MIHIOETHLCA aKTUBHICTb nioiecis ienaiaii]’.



2. MYTAUII

MyTauis — cTika pantoBa CcTpudkonodidbHa 3miHa B CriaKkoBOMY
anaparti KniTUHW, He NoB'A3aHa 3i 3BU4anHO peKoMObIHaLED
reHeTUYHOro martepiany.

Buau myTtaudin:
1. 3a npUYNHaAMN BUHUKHEHHS:

e CrnnoHmaHHi. BUHMKalOTL npu il 3Bu4anHnX goaktopis
30BHILLUHbLOroO cepenoBuLla. Hacrtorta iIx HEBENMKa.

e /HOyKO8aHI: BAHUKAIOTb MNig BNSIMBOM Pi3HUX (PISNYHMX,
XiMIYHUMX | BioNoriYHNX doakTopiB (MyTareHis).
2. 3a nokKani3sauicto:

e ComamuyHi. BUHMKaoTb B cOMaTUYHUX KNiTUHAX. Hacniaku
COMaTUYHUX MyTaLin NOB'A3aHI TINIbKX 3 OONEe0 4aHOoro
opraHiamy. 3 MOro 3armbenno 3HMKaloTb cnigun ctanaca myTauil.

e Cmamesi. BuHnkarotb B ctateBux KnitTuHax. Hacnigku myTtauii
NO3HA4YaTbCHA HaA OONI NOTOMCTBA.



3. 3a xapaKkTepoM 3MiHM reHOTMny BiANOBIAHO
A0 3-X piBHIiB opraHi3auil reHeTUYHOro marepiany
(reHU-XPOMOCOMMN-TEHOM) PO3PI3HAIOTD:

e [eHHi Mymauil, 3yMOBIEHi 3MIHOIO NMOCNILOBHOCTI
NypPUHOBUX i NipUMIANHOBKX OCHOB AinsaHkn AHK (3miHu
CTPYKTYpu reHa). [pyn LbOMy MyTaHTHI reHU MOXYyTb OyTu
dOMiHaHMHUMU, 9Ki NPOABNAIOTb cebe B reTepo3nNroTHOMY

CTaHi, | peuecusHUMU — NnpoABAOTbLCA B TOMO3UTOTHOMY

CTaHi.
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e XpomMOCOMHIi Mymauii, TOOTO CTPYKTYPHi nepebynoBu
XpoMocoM (geneuii, gynnikauil, iHBepcil, TpaHcnokaditl).

Xpomocom

HOPMAJIbHA TTOCJIIIOBHICTb I'EHIB Y XPOMOCOMI

[ A | B I D IS

1. lestenisi — BTpaTta AUIAHKH XPOMOCOMHM

A | » I o> I

2. lynaikauisi — noABOEHHS AUITHKA XPOMOCOMHU

AT T B [ B [ D NN
3. IuBepcist — noBopot (hparmenrta xpomocomu Ha 180°
A | B NN » I

4. Tpancaokauist - oOOMiH AISHOK Mi?K HETOMOJIONIYHUMH XPOMOCOMaMH

[ A | B HENGEN » NNEN
BNV N |




e [ eHOMHI Mymauii, 3yMOBIeH| 3MIHOK Y1cna XpPOMOCOM
BHaACNIAOK HeENpaBUNbLHOro po3noAiny ix B NpoLuec AineHHs,
arne He CynpoBOOXYHTbCA 3MIHOK IX CTPYKTYPMW.

["eHOMHI MyTaLli
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o >
K : YC

reHOMHHX
My Tauii

=

AHeyImioiais
(rerepomostinoiis)

3MEHILIEHHS 3MiHa yMcna
KUIbKOCTI HabopiB XpPOMOCOM
XpPOMOCOM OKpEMHUX nap

[Moainaoinist Iangoinis

30UIbLIEHHS YHCIa
XpPOMOCOMHHUX HabOPpIB,
KpaTHEe rariolIHOMY

(Tpunnoimia (3n), Terpamioimig (4n),
4 S




4. 3a 3HaYEeHHAM ANA OpraHiamy:

e KopucHi mymauil. INigBuLLYyIOTb XXNUTTE3OATHICTb OpraHiamy
abo Buay (Hanpuknag, TeMHe 3abapBreHHs LLKIPHOTo
NOKPUBY Y XuTeniB appUKaAHCLKOrO KOHTUHEHTY).

e HeumpanbHi Mymauyii. He BNnivBaoTb Ha XUTTELISNbHICTb
OpraHi3amy (BECHAHKM, 3MiHW KONIbOPY BONOCCSH i panay>XHoi
ODOJIOHKN OKa).

e llIkionuei (namo2eHHi) Mymauiri. pu3BoaaTb Ao 3arnben
emOpioHa (JtlemasibHi Mymauii) i 4O PO3BUTKY CNaaKoBOl |
BPO)KEHOI naTonoril (HesiemarsibHi).




1. MyTauii yHiBepcaJibHi.

2. Myrauii HecnipsiMOBaHI.

3. CtyniHb BUpaKeHHsI MyTalii y (peHOTHIII HE
3aJ1€KMTh B/l IHTEHCUBHOCTI 1 TPUBAJIOCTI il
MyTareHHoro gakropa.

4. YacToTra MyTauii 3pocTae KoJu aisi
MYTareHHoro (pakropa A0BrorpusBaJjima i
CHJIbHIIIA.

S. list MmyrareHHUX (GaKTOpiB HE iICHYE HUKHbBOT0
Mopory iXHboi Ail (HaBITh HAWHUKYI 103U
MyTareHHUX (axkTopiB 31aTHI CIPUYHMHHUTH
MYyTAauilo.



3. MyTtareHHi paKkTopwn

MyTareHHi dpakTopu — Le dpakTopu, SKi € NPUYNUHOK MyTaUin.
'pynn mytTareHHMX YNHHMUKIB:
1. 3a noxoaXXeHHAM:

e Ex302eHHI MymazeHu. Lle pi3Hi hakTopn 30BHILLIHbOIO

cepeposuLia (Bipycy, padialinHe BUNPOMiHIOBaHHS,
OKUCNIOBaMi, ankinyw4i CIOnyKu i in.).

e EHJo2eHHi MymazeHu. YTBOPIOOTLCA B NPOLECI

XUTTEQIANBHOCTI opraH|3my (BIJ'IbHI pafiunKkanu O2, NPOAYKTH
NepeknCHOro OKUCJ1EHH4A ninigis ta IH. )

2. 3a npupoaoro:
e Dj3uUYHI: IOHI3ylOHE | yNibTpagioneToBe ONPOMIHEHHS.

e XiMiYHI: UNTOCTaTMKKU, 0cobnneo iHridiTopn cnHtesy OHK —
MepKanTonypuH, TEOWINIH; ankinyoudi cnonykn — asoTMcTun
INpUT, dbeHon, opmanbaeria; aHanoru nypuHoBuX |
NipUMIAUHOBUX OCHOB; BiflbHI paaukanu i aHTumeTaboniTu.

e biosio2iyHi: BipycH (HaanKnan, KpacHYXW, BIpYCHOro
renaTtuTy), aHTUreHn OesIKNX MIKpOoOpraHi3mis.
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OcHOB8HI MexaHI3MUu Pi3u4HUX Myma2eHHUx ¢gpakmopie:
1) NOpPYLUEHHSA CTPYKTYPU rEHIB i XPOMOCOM;

2) YTBOPEHHS BISfIbHUX pagukanis, WO BCTYNawThb Yy XiMiYHY B3aeMOAito
3 HK;

3) pO3pMBU HUTOK axpoOMaTUHOBOIO BepeTeHa noainy;
4) yTBOPEHHA ONMEPIB.
HanbinbL NOBHO BUBYEHUM 3 DIBNYHMX MyTareHiB € pagiauis.

LLInpoke 3acTocyBaHHS iOHI3YHOHOro BUMNPOMIHIOBaHHSA B PI3HUX
rany3six Hayku i TEXHiKK, CiNbCbKOro rocnogapcTea i MeauLUNHI
BUKITMKAE OMNPOMIHEHHSI 3HAYHNX BEPCTB HACEMNEHHS.

OcobnuBy HeBEe3NEKY CTAHOBUTb HEPEryNbOBaHE NiABULLEHHS
npupoaHoro oHy paaiauii Ha 3emni, ika 3yMOBIIHOE 3pOCTaHHS
PIBHA MyTaLil y BCbOro HaceneHHsi 3eMHoI Kyri, Lo Np13BOANTb [0
eHETUYHOrO HaKOMUYEHHS LLKIANMBUX MyTauin (reHETUYHUIA TArap).

3a Cy4YaCHOI OLIHKOH Yy CBIiTi XIMIYHOK MPOMUCIIOBICTHIO | XiMIYHUMMU
nabopartopisMn CMHTE30BaHO BNM3bKO 4 MITH. PI3HUX XIMIYHNX
cnonyk, sukopucrtosyetbca noHag 500000 pi3HUX XIMIYHUX

pevoBuH | 6nm3bko 10000 LWOPIYHO CUHTE3YETLCS B KifTbKOCTI

Bia 0,5 go 1,0 mnH. kr. Y wonob6oBoMy 3acTOCyBaHHI 3HAXOAUTLCS
65000 pisHOMaHITHUX XiMiYHMX cnosyK. 3asHadumo, wo 6000 cnonyk
XapaKkTepusyrTbCA MyTareHHOK aKTUBHICTIO.



loHi3ylo4ye BUNPOMIHIOBaHHS BUKIUKAE NEPEBAXKHO XPOMOCOMHI
nepebynoBu, ki CynpoBOAXKYIOTLCA PI3KMMU 3MiIHAMMU CTPYKTYPU
Ta YHKLiT opraHiamiB. BinbLuicTb iX LWKiaIMBa.

XimMiYHUX MyTareHiB HaassBn4yanHo 6arato. BoHM MOXYTb BNnvBaTy
Ha CNaaKoBICTb PI3HNX eKCnepuMeHTanbHNX 06'eKTiB: dharis,
MiKpoopraHi3MmiB, poCrvH, koMax, ccaBuiB. MyTareHHy akTMBHICTb
NPOSABMATb YOTUPU YMOBHUX FPYNU XiMIMHUX ddaKTOPIB 30BHILLHLOIO
cepegoBsuvlla: necmuyuou, NPomMucsiIoei ompymu, xap4yoei
JoMiWkKu, JiKu.

Cepen XiMiYHUX MyTareHis 0o HanbinbLl CUNbHMX BIOHOCATD
(nepwa rpyna): eTuneHamid, gietuncynbdart, AuMeTuncynbgar,
HITPO30ETUIICEYOBMHY, HITPDO3OMETUM-CEYOBMHY, NEPOKCUI BOOH!IO,
INpWT Ta iH. IX We Ha3nBalTb cyrnepmymazeHamu, OCKIfbKM
BUKNUKAOTb OAWH | TOU camun Tun myTtaudin. Opyry rpyny
CKnagatTb PEYOBUHMU, AKi ONM3bKi 3a OY10BOIO 00 a30TUCTUX
OCHOB HYKINEIHOBUX KUCMOT i OitoTb Ha HUX: 5-Opomypaumn,
5-(pTOp-AioKciypeanH, 5-6pomMokciypauun Ta iH. [lo TpeTboi rpynu
BiAHOCATL aKpUAMHU Ta 1X NOXIAHI (aKpMaANHOBUN XXOBTUN, €TUAIN
Opomiay, npodnasiH akpUAMHOBOrO cCMapargoBoro Ta iH. ) BoHu
3AaTHi 3MiwyBaTtn okpemi ocHomM [IHK abo Buknukatn mytauii Tuny
aeneuin (BunagiHHA ainaHkv [HK). Y yeTBepTy rpyny BXoaAThb
asoTuUCcTa KucnoTta, goopmarnbaeria, rigpokcunamiH Ta iH.



KOXXHMI 3 XIMIYHUX MyTareHiB MoXe BUKITMKATN SK XPOMOCOMHI
PO3puMBWN, Tak | FeHHI MmyTauil. Arne Ha BIAMIHY Big (I3UYHUX
MyTareHiB, AKi nepeBaxHo IHOYKYKOTb FreHHI MyTadil, 1X gis
Oinbl TpBana, MyTaLil 3'ABnsOTLCA He 3pasy, a vYepes
NEBHMIN Yac. XiMiYHI MyTareHn BUKIMKaloTb NepeBaxHo
mo4koei (2eHHi) Mymaduil, SKi BNnnBaloTb Ha (i3ionoriyHi

Ta KiNIbKICHI O3HaKM.

XapakTep cnagkoBuX 3MiH, BUKIMMKaHUX OI€H0 XiIMIYHNX
YMHHKKIB, 3aNeXnTb Bid A03N MyTareHy. Hesenuki
KOHLEHTpaUil XiMi4YHOI pe4OBUHM — MyTareHy BUKIUKaTb
3Ae0inbLIoro ApibHi MyTalii, SiKi CTOCYHTbCSA NEePeBaXxHO
KiNbKICHUX O3HaK; i3 30irbLUEHHAM 003U 3pOocTaE ePeKT
MyTauin, 3yMOBNeEHUN NepebyaoBO XPOMOCOM.

XiMiYHI MyTareHun 3gaTHi BnMBaTh Ha cnagkoBy OCHOBY SiK
NnpsiMo, TakK | onocepeakoBaHo. [1o XiMi4HUX MyTareHiB MoXHa
BiAHECTW | AesKi nikapcbki pe4oBuHU. Jlikapcbki npenapatu,

AK XIMIYHI PEYOBUHN PI3HOI CTPYKTYPU, € YY>KOPIiAHUMU ONist
opraHiamy noauHW. 3Biacu BUHMKAE npobnema ix
MyTareHHocTi. HoBi | gaBHO BiAOMi NikapCbki pe4OBUHM 30aTHI
BUKINUKATN MyTaUil reHiB y pOCnuH, MiKpoopraHiamiB, Komax,

a TaKoX Yy KynbTypi KNITUH ccaBUiB | NIOONHW.
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[eaki 3 nikapcbkux npenapariB 3a BENIMYMHOK MyTareHHoro
noTeHLjiany He NoCTynalTbCA iOHI3yo4iv paaiauil. Tak,
Hanpuknag, yci LMTocTaTuyHi 1 aHTUMITOTUYHI NpenapaTtw,

SKi BUKOPUCTOBYIOTBCS AN NiKYBaHHSA 3MOSKICHUX MyXIIWH,
3AaTHI iHAYKyBaTWU reHHI MyTaLlii, XPOMOCOMHI aHomanii 1

IHLWI BionorivyHi edpekTn, xapakTepHi 4N i0HI3yH40oro
BUNPOMIiHIOBaHHSA. JlikapCbki NpenapaTtn MOXyTb BUKIMKaTH
LLUMPOKNIW CMEKTP MyTauUin — Bid moYKkoeux 00 NMoWwKOOXeHHS
8Cb020 XPOMOCOMHO20 Habopy. Y Hall vyac BCi NikapCbKi
PEYOBNHM BUMPODOOBYIOTbL HA MyTareHHy akTUBHICTb.

MexaHi3mu Oii XiMiYHUX Mymag2eHie:

1) Ae3aMiHyBaHHS;

2) ankinyBaHHS;

3) 3aMiHM a30TUCTUX OCHOB IXHIMM aHaroramu;

4) NPUrHIYeHHS CUHTE3Yy nornepenHUKiB HyKNelHOBUX KUCIIOT.
MexaHi3mu 0Oii 6iosi02iYHUX Mymaz2eHie:

1) Bipycu BbygosytoTb cBoto [HK y [IHK kniTuH xa3siHa;

2) NpoAyKTU XUTTEQIANBHOCTI NapasuTiB — 30yAHMKIB XBOPOO
OII0Tb 9K XIMIYHI MyTareHu.



4. CnapKoBi XxBopobu

OcHoeHi kpumepil knacugpikauii cnraokoeux xeopob:
B MYTaHTHUX KNITUH | BHECOK CNafkOBUX YNHHUKIB
| cepenoBuLLa.

3anexHo Big BMAYy NepBUHHO ypaXXeHUX KNiTUH BUAINeHi
HaCTYMHI rpynu 3axBoprOBaHb:

e Xeopobu eHacslidok Mymauiii 8 cmameeux KilimuHax —
«rameTU4Hi», TOOTO BNacHe crnaakosi XBOpoOu (Hanpuknag,
doeHinkeToHypis, remodinir). Lli xBopobu nepenaroTbes y
cnagok.

e Xeopobu eHacniook Mymauiii 8 comamu4HuUx
KJlimuHax — « COMaTUYHi» (Hanpuknag, nyxfiMHu, aesiki
XBOpOOM iMyHHOI ayToarpecii). Lli 3axBoptoBaHHSA He
nepegarTbCcs y Cnagok.

e Xeopobu eHacsiidok kombiHayil Mymauili e cmameeux
i coMmamu4HuUX KriimuHax (Hanpuknag, cimenHa
peTuHobnacrtoma).




3ariexxHo Big porii cnagkoBOCTI i cepeaoBULLa BUAINAOTL
YOTUPU FPynu 3aXBOPHOBaAHb:

e BriacHe cnadkoei xeopobu (po3BuNBalOTLCA BHACNIOOK
MyTaLin).

e EKo2eHemu4Hi 3axeopro8aHHs1 (PO3BMBAOTLCSH NpW
HasiBHOCTI MyTauil nig BNAMBOM crneuudgivHoro akropa
cepefnoBuLLa).

e Xeopobu 2eHemu4HoOI cxusibHOCMi (BHECOK reHeTUYHUX
doakTopiB o4eBUOHUN).

e Xeopobu, w0 sukukarombcsi hakmopamu
308HIWHBLO20 cepedosuwa (CTPOro Kaxy4um, usa rpyna
XBOPO6 HE HaNeXuTb A0 cnagkoBUX XBOPOO, Tak Ik BHECOK
reHeTUYHUX PaKTOpPIB B IX BUHUKHEHHA, PO3BUTOK | pe3ynbTaT
MOXXe OyTn BKpan Manmm, CyMHIBHUM abo HeEBIZOMUM).

BrniacHe cnagkoBi xBopoowu
lMpuy4uHa: myTauil (reHHi, XPOMOCOMHi, FeHOMHIi).

YMmoeu: pakTopu 30BHILLHLOIO cepenoBuLla He BNMBalOTh
Ha 1X BUHUKHEHHSA | MOXYTb Nnulle MoaudikyBaTu 1X KNiHIYHUA
nepeoir.



Bigomo, Lo KNITUHU 3 AePEKTHUMN MEXaHI3MaMK penapadi
MaloTb 30ifbLUEHY YYTMUBICTb 4O TEHOTOKCUYHUX areHTiB i,
oTXXe, OyayTb MaTu NiaBULLIEHY YaCTOTY MyTaLin.

Y IHguBigyymiB 3i cnagkosumun gedpekrtamum HK
BUABIMAETLCA 30iNbLIEHa YYTNNBICTbL 40 FrEHOTOKCUYHOrO
BNAMBY, 30ifbLUEHNA PIBEHL XPOMOCOMHUX abepauin |
MyTaUin y COMaTUYHUX KNITUHaX, WO BKA3YyOTb Ha
XPOMOCOMHY HECTIUKICTb | CXUSTbHICTb 40 paky.

LIi nopyLueHHA BUpaXkatoTbCa y BUrnaal NirMeHTHOl
Kcepoaepmu, cuHapomy KokkenHa (Cockayne), aTakcil-
TeneaHriekrasii, aHemil PaHkoHI | cuHapomy brnyma.

Hanpuknag, cnHapom brniyma noB'dA3aHnn 3 4ePEKTOM reHa,
LLIO Koaye Ha 15-1n XpoMOCOMI aMIHOKUCNOTHY NOCIIAOBHICTb
OHK-nirasu. [laHe nopyLlleHHA He € KPUTUYHUM, O4HaK
He3gaTHICTb BigHoBMoBaTK aedektn AHK Beae o 1i
HecTabIiNbHOCTI, 30iMnbLUEHOl YacTOTK MyTauin i 36iNbLIEHOro
PU3UKY OHKOJSOrM4YHMX 3aXBOPHOBaAHb.



[lirmeHTHa Kcepogepma — piaKICHUX reHo4epMaTos,

LLIO XapaKTepunsyeTbCs BUpaxeHo dpoTodooieto,
rinepnirMeHTaui€eto Wkipy Ta AUCTPOieto 3 PO3BUTKOM
Heonnasin. Ynepuwe onncaHa M. Kaposi B 1870 p.

YactoTa BusiBNeHHs 3axBoptoBaHHsA cTaHoBUTL 1:1 000 000.
XapakTepusyeTbCs NIrMEHTHO AUCXPOMIELD Ta AUCTPOIELD
LLKIpW 3 PO3BUTKOM Heonia3m yHacnigok nigBuLLEHO!
YYTNMBOCTI 4O COHAYHOro BUNPOMIHIOBAHHSA, O 3YMOBJSIEHO
cnagkoBuM OedeKToOM penapaTtuBHUX PEPMEHTIB.

Tun ycnagkoByBaHHA aBTOCOMHO-PeLeCUBHUMN.




CuHapom KokkeiHa — pi,EI,KiCHI/II7I ayTOCOMHO-PeLEeCUBHUN,
HenpoaereHepaTMBHMN pPo3nag, L0 XapaKTepusyeTbes
HeOoNIKOM 3pOCTaHHS, MOPYLUEHHAM PO3BUTKY HEPBOBOI
CUCTEMN, aHOMAnbHOK YYTNMBICTIO 4O COHAYHOro CBITNa
(CbOTOCGHCI/I6IJ'II3aLI,IFI) 3aXBOPHOBAHHAMU OYEMN |
nepenyYyacHUM CTapiHHAM.

Curiapom Kowweina
e - ‘u:ﬂas&_——_zz




ATakcifa-TeneaHriektasisi (AT abo A-T), Takox BigoMa Ik aTaKTU4YHO-
TerieaHrioeKtaTUMHUM cuHapom abo Jlyi-bap cuHgpom,

Lle piakicHe, HempoaereHepaTMBHe, ayTOCOMHO-peLlecnBHe
3aXBOPHOBAHHS, LLIO BUKIIVKAE BaXKy IHBaniAHICTb. ATaKcisl BKasye Ha
NopyLLUEHHs1 KoopAMHaUIl, a TeneaHriekTasis — Ha HeBenuKi po3LNPEHI
KPOBOHOCHI CyanHWN, 0OMUABI O3HaKaMWn XapaKkTepHi 4nga gaHoro
3axBOpOBaHHSA. [

A-T Bpaxae pi3Hi YacTuUHU Tina:

® Bpakae€ NeBHI OINMAHKA MO3KY, BKI1HO4ako4n MO3OHOK, BUKITUKAO4H
prﬂ,HOLLI,I 3 NnepecyBaHHAM I KOOp,EI,I/IHaLI,IGI-O

® rocnabsnoe iIMyHHy CUCTEMY, BUKITMKAKOYN CXUNBbHICTb 40 iHGEKLUIT;
3anobirae BigHOBMNEHHI nowkomkeHnx OHK, 30inbLyoym pusmk paky.

Purc. 1, NaumenTea M., ¢ AMArHocTHpo~
BAHHBIM CHHADOMOM Slyn-Bap
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AHemis (DaHKOHI — CcnagKkoBe aBTOCOMHO-PELIECUBHE 3
BapiabenbHO NEHETPAHTHICTIO | FEHETUYHOIO
reTepOreHHICTIO 3aXBOPIOBAHHS i3 3aranbHUM YpaXKeHHsM
remMornoesy, Bpo4XeHMMMU aHoManisMmm po3BuTKY |
nopyLweHUMn penapaTMBHUMN MOXIUBOCTSAMW OpraHismy.

Y nepuui pokn XUTTS CUMNTOMaTUKa MiHIMarnbHa;
— CMHOPOM aHeMil BUHMKAE Y BiLl 6-8 pOKiB;

— 00 NPOBIAHUX CUMMATOMIB HaneXuTb 3aTpumMKa i3n4YHOro
PO3BUTKY;

— [iTVW HAPOKYIOTHLCA 3 Marnol Macoto Tina, a Haaarn
CMOBINbHIOETLCA 30iNbLLUEHHSA POCTY, NPU LibOMY BiAcTaBaHHS
y POCTi i Maci nponopLinHe;

— XapaKTEePHUMU € YnceribHI aHOMaril pO3BUTKY cKernerTa:
— MiKpouedanig;

— BiACYTHICTb abo rinonnasisi BENUKOro nanbus pyk;

— 3MEHLUEHHS KINTbKOCTI KICTOK 3an'ACTKaA;

— nonigakTunIs;

— CUHOAKTUNISA;



— KNMUHOOAKTUNINA;

— 3ani3Hina nosBa s4ep CKOCTEHIHHS;
— BPOIXXEHUWN BUBUX CTETHA,

— KIMULWOHOTICTb;

— CKONIo3;

— KIdp03;

— rinonna3sis HWXKHLOI LWenenu;

— aHomMmanil po3BUTKY pebep i xpebuis;

— BaXXNMMBUM OIarHOCTUYHUM KPUTEPIEM € NIrMeHTauis LWKIpW |
CITN30BUX, AKa nepeBaXHo Mae ANPY3HUN XxapaKkTep |
MaKkcMMarbHO BpaXkeHa B akCUMSIPHUX Ta NaxoBuX
OiNAHKax, Ha LWul, XXNBOTI, CTaTEBUX OpraHax;

— rinepnirMeHTauis LWKipY NOEAHYETLCA 13 CYXICTIO Ta
NYyLWEHHAM;

— PI3BHOMaHITHI BPOAXXEHI BaAn po3BUTKY cepus | CyaunH, opraHis
OVXaHHs, TPaBHOrO KaHany, CTaTeBol CUCTEMMU

(rinoreHitaniam, KpUNTOPXi3M, rinocnagis, aTpois LWNAKK
MaTKM Ta BariHW, ABOpora MaTtka, KiCTU SS€YHUKIB);



— BPOMKEHi Baaw WMTONOAIOHOI 3ano3u, oden (Mikpodtanbm,
CcTpobi3Mm, enikaHTyC) i HEpBOBOI cnucTtemMu (rigpouedanis);

— BMpaxxeHa eHAOKpHHA HEeOOCTaTHICTb Yy I'IOG,EI,HaHHI 3
BPOIXKEHUMU aHoManisiMu PO3BUTKY Ta NirMeHTaui€eto LIJKIpl/I

— reMaTonoriyHi 3MiHM BUHMKAIOTb Y AITeNn nicns poky, Lo
30iraeTbCs 3 NOSABOIO 3MiH Ha LUKIPI (KPOBOTOYMBICTb, NeTexil,
eKkximo3sn).
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CuHpapom Brniyma — e pigkiCHU ayTOCOMHO-PELECUBHUN
XPOMOCOMHMU po3naf, WO XapakTepusyeTbCa BUCOKOH
4aCcTOTOH PO3puBIB i NEpedynoB B XPOMOCOMaX XBOPOI
nognHn. Llen cuHgpom 6yB BnepLle onncaHum nikapem
nepmatonorom esigom bnymom.

O3Haku ma cumMmnmomul.

Ocobwu, xsopi Cb, gk npaBuno, He BUCOKOro 3pocCTy, 3
XapakTepHMMM BUCUMAHHSIMM Ha LUKIPI, WO BUHMKAOTb
Mauxe Bigpasy nicnsg nepLioro BnamBy COHAYHUX NPOMEHIB.
Lli BUCMNaHHA, 9K NpaBnNo BUHMKAKOTb Ha LLOKaX
(BUKNMKaKYmn noqepBOHlHHﬂ) | MAlOTb POPMY METENUKa.
Ane BucuUn MoXe BUHUKaTK HE TifIbKM Ha 00nn4yYi, a 1 Ha
IHLLUMX YacTUHAaX Tina, Ha aKi noTpannany COHAYHI NPOMEHI
(cnunHa, pyku i T.4.).




lNeHeTpaHTHICTbL — NPOABMSEMICTb AAHOro reHa B nonynsuii o0COOuH,
SIKi MalOTb AaHun reH. NeHeTpaHTHICTE MOXe OyTK BMCOKA, cepeHs,
HU3bKA.

EKCnpecuBHICTb — CTYNiHb BUPaXXEHOCTI il reHa Y KOHKPETHOro
XBOPOro.

an/IK.I'Iaﬂ,I/I BJ1aCHE ClNagKoBUX 3aXBOPHOBAHb.

e MoHoreHHi xBopobu (eHInkeToHypis, remodinii A i B,
MYyKononicaxapuaosu, rasiakto3nmis, re|v|orno6|Hor|aT||)

e XpOMOCOMHi XxBopobu (cnHgpom [ayHa, cuHOPOMU
LLlepewieBcbkoro-TepHepa, KnanHdenstepa, Tpucomil X).

EKkoreHeTU4Hi 3axXxBOpHOBaHHA
lMpu4uHa: reHHi myTadil.

HeobxigHa ymoBa: Ais Ha opraHiam crnieyndidHoro dakropa
30BHILLHbLOroO cepenosmLLa.
[Mpuknagn eKkoreHeTUYHMX 3axXBOPHOBAHb:

e AHeMis y iHOMBIAIB, reTepo3nroTHMX rno HbS npu 3HMXKEHHI
napuianbHoro Tncky O2 BanxyBaHOro nosiTpi.

e [locTaHecTeTM4He anHoe nifg BNfMBOM CYKCaMTOHIS nr
(3 rpynu genonapusyoymx MiopesiakcaHTiB nepudepunyHoi air).

e [emoni3 epI/ITpOLI,I/ITIB np|/| npuitomi cynbdaHinamiais

fppt.com
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XBOpoOU reHETUYHOI CXUNBbHOCTI
(6baraTodakTopHi 3axBOpPHOBaAHHS)

be3nocepedHs npu4uHa: HakTop 30BHILIHLOIO
cepegoBuLa abo, YacTille, KoMnrekc dpakTopis.

HeobxigHa ymoBa: reHeTUYHO AeTePMIHOBaAHa CXUSbHICTb
iHOMBIAA.

CTyniHb CXMUIBbHOCTI MOXe OyTU Yy pi3HUX iHOUBIAIB criabKolo,
NOMIPHOIO abo BUCOKOH0. Y 3B'AA3KY 3 BESIMKOHO KiSTbKICTHO
YMHHUKIB, LLO BHOCATb BKNaj B PO3BUTOK 3aXBOPHOBAHHA,

L[l XBOpObM Ha3nBaloTb TaKoX baraTtodpakToOpHUMU.

lMpuknadu 6azamoghaKkmopHUX 3aXxe0pPro8aHb:

e [LuemivyHa xBopoba cepus.

e [inepToHiYHa xBOpOOAa.

e LlykpoBun giaber.

e [lcopias.

e LlInzodopeHia (1% HaceneHus).

e BnpaskoBa xBopoba wnyHka Ta ABaHagusaTunanol KULLKW.



XBopoOu, Wo BUKIUKaOTLCA (pakToOpamMmm cepepoBULLa

lpuYuHU: PaKTOPU 30BHILLHLOMO | BHYTPILLHLOIO
cepegoBuLLa (IHEKUINHI Ta HEIHEKUINHI; PI3UYHOTI,
XiMiYHOI Ta BionorivyHol npupoan).

[ €eHETUYHI YNHHMKN HE BNNIMBAOTb HA BUHUKHEHHA XBOPOOMU,
ane BU3Ha4aroTb 0CODNMBOCTI 1T Nepebiry (MOXNUBICTb
yCKnagHeHb, BUPaXeHICTb aganTUBHUX peakLUin, CTyniHb
PE3NCTEHTHOCTI OpraHiamy, ePEKTUBHICTb NiKyBaHHS Ta iH.).

lMpuknadu xeopob, wWo suKIUKaroMbCs hakmopamu
cepedosuuya:

e binbLicTb IHPEKUINHNX XBOPOO.
e binbLICTL TpaBM | NOCTTpaBMaTUYHUX CTaHIB.
e XBOpPOOU, BUKINKAHI XIMIYHHUMW areHTamMu Ta iH.



NISIKYIO 3A YBATY!




