


Brnnue 3abpyaHeHHA HAaBKOMULLIHBOTO
cepegosuLLa

HapoaooHaceneHHs NeBHOro perioHy € OpMOL0 ICHyBaHHA NOANHU B
KOHKPETHUX YMOBaX cepenosuila. BoHo € cBoepigHoto BiororivyHoto
CUCTEMOLO, DYHKLIA AKOT - 30epeXXeHHs Ta BiATBOPEHHA BUAY Homo sapiens B
yMOBaX NOro iCHyBaHHS.

LLle 1866 p. ['. MeHaenb O0BIB, WO OyAb-AKi 03HAaKN OpraHiamy BUM3Ha4aroTbCH
PIBHOMAHITHUMW NOEAHAHHAMU CNagKoBMX YNHHUKIB, KOTPI NepeaarTbes Bia
6aTbKiB 40 HallaAdKiB Yepes cTaTeBi KIITUHMN.

BigkpuTi I'. MeHaenem cnagkoBi YAHHWKM OaTCbKUM Gionor MloraHceH y
1909p. 3anponoHyBaB Ha3nBaTu reHamun. BiH TakoX yBIB reHETUYHI TEPMIHU
"reHoTUN" - CYKYNHICTb reHiB, JTIOKanisoBaHMUX y XpoMocoMax Ta
LUuTonsIasMaTUYHUX CTPYKTYpax 3UroTu (UnioigHOI KIITUHK, LLO
YTBOPHETHLCA BHACNIAOK 3MUTTH YOS0BIYOI Ta XKIHOYOI CTaTeEBUX KNITUH), |
"peHoTUN" - CYKYMHICTb O3HaK Ta BNIaCTUBOCTEN OpraHiamy, MPOABUN AKNX
3yMOBIEHI B3aeMoAieo reHoTuny 3 ymoBamm BHYTPILLHBLOIO |



HecnopaiBaHi 3MiHM cnagKoBMX O3HAK HA3MBaKOTb
MyTauisgsmn. CborogHi My BXe 3HaeMo, LLIO CNagKoBi
3MIHU MOXYTb CTaTUCA He TINTIbKN BHACIAOK 3MIH
reHeTU4Hol iIHdpbopMmauii, KoTpa 3anncaHa B
MOJIeKyJlaX XpPOMOCOMHUX HYKITETHOBUX KACSIOT, a U
YHacnigok untonnasmaTtudHux myTtauin, TobTo
Moaudpikauil cnagkoBuUx caMmoBIATBOPHOBAHUX
UMTonasMaTUYHNX CTPYKTYP.

HuHi 6rn3bKo 37% HaceneHHs HaLlol KpalHu
NPOXXNBA€E B €KOSIOrNYHO HECNPUATIINBNX YMOBaX,
LLIO NpU3Beno A0 LWBNAOKOrNo 3pOCTaHHS
3axXBOPHOBAHOCTI, MOB'A3aHOI 3 MOripLUEHHSM
HaBKOJTINLLHbLOIO cepeaoBuLLa.

Ak BigoOMO, NopyLLIEeHHS cepenoBuLLla ICHyBaHHS
HapogoHacefeHHs NeBHOro perioHy, NoripweHH4
€KOSOor4YHOro ctaHy BeayTb 40 HEMPOAYKTUBHOI
3MiHW reHoPOoHAY, HAaKOMUYEHHS reHETUYHOro
BaHTaXy nonynauil.

Y nNpupoaHMX ymoBax MyTauil 3'aBNA0TLCA Nig
BMNSMBOM YMHHWKIB BHYTPILHLOMO Ta
HaBKOJSIULLUHLOIO cepepgosuLla. YMHHUKNK, 3a0aTHI
CNPUYUHUTU MyTaLmo MaloTb Ha3By MyTaFeHIB
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3abpyaHEHHS HaBKOSTULLHBOIO cepeaoBuLLa
HEMMWHYYeE NPU3BOoANUTbL A0 36iNbLUEHHS
3aXBOPHOBAHOCTI HACENEHHS, OCKINbKA
aerpagadisa cepenoBuiia NpoXnBaHHA
3YMOBIIOE, 3 04HOro OOoKy, 30iNbLIEHHS YMucna
reHeTUYHUX MyTaLin (FEHETUYHOIO BaHTaxy
nonynauii); 3 iIHWOro - 30iNbLYETLCS KiSTbKICTb
BUNaKIB HECMAOKOBUX 3aXBOPIOBaHb.
MyTauii MatoTb ABi opMM: reHepaTUBHI MyTaLii, =<
LLIO BUHUKAIOTb Y 3apOAKOBUX KNITUHAX i
nepenarTbCA Mo CrnagkoBOCTI, Ta COMaTUYHI
MyTauil, WO 3'aBMATLCA B OOHIW KITITUHI
NOAOCLKOro Tifa | He NepegarTbCAa HallagKkam;
BUHMKAIOUYM B OyOb-AKi COMaTUYHIN KNITUHI, Taki
MyTaLlil yCrnagkoBYOTbCA TINTbKU Hawagkamu Liel
KNITUHW, BHACIIOAOK PO3MHOXEHHS SIKOI
YTBOPKETLCA MyTaHTHa TKaHMHA. ComMaTu4dHa
MyTaLis Y HA3LI BUNaaKiB NpM3BoaUTL 0
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XiMiyHi MyTareHun. XiMiYHUX MyTareHis Hag3smn4anHo bararo.
MyTareHHy akTUBHICTb NPOABNSATL YOTUPU YMOBHUX FPYNN XIMIYHNX
JoaKTopIB 30BHILLUHLOIO cepenoBuLLa: necTuumuan, NPoOMMCIIOBI OTPYTH,
Xap4yoBi AOMILLKN, JTiKKU. KOXXHUW 3 XIMIYHUX MYyTareHis MoXke BUKINUKaTH
K XPOMOCOMHI pO3puBKY, TaK i reHHi MyTauil. Arne Ha BigMiHy Bif
TpuBana, MmyTtauil 3'aBnA0TbCA He oapasy, a Yepes neBHUm Yac.
XapakTtep cnagkoBux 3MiH, BUKITMKAHUX Al XIMIYHUX YAHHUKIB,
3anexuvTb Big 403U MyTareHy.




HeBenuki KOHUEHTpaLil XiMiYHOI pe4OBUHN-MYTareHy BUKIMKaTb 30e0iNbLWOoro aApioHi
MyTaUil, SKi TOPKaKTbCA HaNYacTile KifTbKICHUX 03HaK; i3 30iNbLUEHHAM 03U MyTareHy
3pocTae epekT MmyTaLin, 3yMoBrieHnN nepebynoBoO0 XPOMOCOM.

[leski 3 nikapCbKUxX npenaparis 3a BENUYUHOK MyTareHHOro noTeHuiany He
NOCTYMNarTbCA IOHI3YIOMIN pagiauil. Tak, Hanpuknag, BCl LUTOCTAaTUYHI 1 aHTUMITOTUYHI
npenapatu, aKi BAKOPUCTOBYIOTbLCA ANA NIKyBaHHSA 3MTOAKICHUX NYXUH, 30aTHI
IHOYKYBaTW reHHi MyTaLil, XpOMOCOMHI aHoManil 1 iHLWWi OioNorivHi ePeKTU, XapaKTepHI
Ons I0HI3y4Y0ro BUNpoMiHIOBaHHA. JlikapcbKi npenapaty MOXYTb BUKITUKATU LLUMPOKUN
CNEKTP MyTaLiu - Big TOYKOBMX A0 MOLUKOOXKEHHS BCbOro XPOMOCOMHOro Habopy.
XiMiYHi XBOpoOU - HOBa BeNMYesHa rpyna 3axBoptoBaHb, YiMano AKux e HeEBIAOMI.
byaOb-aKi KCeHOBIOTUKM, MOTPANSIAYM B OpraHiam, MOXYTb BKITloYaTUCSA B OOMIH
PEYOBUH | NPN3BOANTM A0 OiNbLL- MEHLU TSXKUX HAcniakiB. [TonoBHIOETLCA rpyna
XBOPOO Bif iKiB, ICHYE OECATOK «3aTBEPIKEHNX» NPOdPECIMHMX XBOPOD, ane He
binbLle. BigcyTHs igeonoris nepBUHHOT NPOodiNnakTUKKN HanodisbLL NOLLNPEHNX
CYOVHHUX | OHKOMOTriYHNX 3aXBOpOBaHb, 00 HEe NOYTb NOLUYKWN ETIONOril, BUSIBNIEHHS
KOHKPETHUX CTUMYTIB. TM YacoM 3pOoCTae CMEpPTHICTb, y TOMY YUCIII U MONTOAUX
nogewn, Big UmMx 3axBoptoBaHb.



EkonorivyHa natonoris nioganHn Moxe byTw,
no-nepuue, ABHOK (3axBOPHOBAHHSA) i, MO-
apyre, NnpuxoBaHO (KONu BNMBaKTb
MIHIManbHI 4031 SKMXOCb XIMIYHUX

PO3BUBAETLCA B Baratbox Yepes pPisKy
XIMi3aUito OOBKINNA, NPOAYKTIB XapyyBaHHL,
npogecinHnx Ta NobyToBMNX BAMIUBIB TOLLO.
TobT0 Ha Oyab-sIKOMY PiBHI Cy4aCHOIO XXUTTS
B OpraHiaMm MOXYTb NOTPaniAaTH
(aeporeHHUM Yun IHranAauinHUM LLNAXOoM, 13
BOZIOO Ta KELO, @ TaKOX MPOHMKATU KPIi3b
LLKIPY) XIMIYHI pe4OBMHU. 3a CTATUCTUKOIO,

LLIOPOKY Y CBITi BUPOBMAETLCA KifnlbKa TUCAY 3anaxy, Lo ae Big piuku XyaHxe, Boau
HOBUX XIMIYHMX CMOSYK, SKI MOXYTb /

[TacTyx NITHLOrO BIKY HE MOXEe BUTPUMATU CMEPLIYOro
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®i3nyHi myTareHu. [10 PisHHNX MyTareHHUxX
YMHHUKIB Hanexartb: YCi BUAMW IOHI3YH040oro
BUMNPOMIHIOBAHHS, ynbTpadoiornietoBse
BUMNPOMIHIOBAHHSA, BUCOKI Ta HU3bKI
TemMneparypm.

[\A. HagcoH ta [.C. ®ininoB ynepuie noBenu
(1925), Wo IoHI3yto4a pagiauis Mae CUNbHY
myTareHHy aito. M.I1. OyOiHiH (1961) Ha KNiTUHaX
NIOAMHM NOKasas, Lo 403010, AKa No4BOE
4yacToTy MyTauin y noguHu, € 10 6ep. Lo goay
byno npunHATO HaykoBMM KOMITETOM 3 pagiauil
npy OOH gk MOXNnBY MiHIMarnbHy 403Y.
Po3spaxyHku nokasanu, wo Bnnve 4o3un 170
MOep/pik MOXE NPU3BECTU A0 HAPOOXKEHHSA 27
TWUC. OiTeun 3i cnagkoBMMu BagamMmun PO3BUTKY.
|OHI3yt04e BUNPOMIHIOBAHHS BUKINUKaE
nepeBa)HO XPOMOCOMHI Nepedyno-Bu, siKi
CYNPOBOOXYHKOTbLCA PI3KUMU 3MIHAMWU CTPYKTYPU |




KomyTtareHu. [eHeTU4HUn Tarap. AHTUMYyTareHu
ICHYIOTb TOKCUYHI PEYOBUHMU, AKI caMi He
CNPUYMHIOKTb MYyTaLil, ane CyTTeBO 3MIHIOKOTb
BMSMB MyTareHHMX YAHHUKIB gPI3NYHOI, XIMIYHOI
Ta BionoriYHoOl NpUpoau - Lie KomyTtareHn. BoHu
BUCTYNaKTb CUHEpPricTaMmn MyTareHHUX YMHHUKIB.
Taknn eqpekT MatoTb CMOSTyKU MPUPOAHOrO |
LUTYYHOrO NMOXOOXXEHHS, HeopraHI4YHOI | opraHiyHol
npupoaun. Tak, ackopbiHoBa kucnorta (BitamiH C)
NiACUITIOE UMTOreHEeTUYHI epeKTU MyTareHis,
30KpemMa uunknogocgamigy, B Kynetypi
nimcouunTie NOAUHKU: 30inbLUYE NOLLKOAKEHHS
OHKi 1.0, IHWK1M KOMyTareHOM BBaXXaeTbCA
KodbeH, aesiki dpapmakonoriyHi 3acobu
(Bepanamin, dgeHauniH, HecTepolaHi
npoTu3anarnbHi NpenapaTun Ta iH.), 9Ki BNnuBaTb
Ha CMOHTAHHWM Ta IHOYKOBAHNW MyTareHes.
TOKCUYHI CNONYKN € YAHHUKaMM, LLIO MPU3BOAATL
00 MogudoikauiMHOT MIH-NUBOCTI Ta 3MIHIOKTb
HOPMY peakuil. Pa3om 3 myTareHamy BOHM
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[eHeTNYHUN Tarap - Le YaCcTuHa cnagkoBol MIHIMBOCTI nonynsuil, Aka BU-3Ha4Yae nosiBy
OpraHi3amiB 3i 3HKEHMMW NPUCTOCYBaSIbHUMM O3HaKaMu. 3 NIIMHOM Yacy B nonynauii
HaKOMUYyOTbCS LWKIANMBI peLecuBHi MyTaLil, HOCIAMU AKUX € reTepo3nroTu. Ha cborogHi
reHETUYHUI TArap NoacTBa 3arpo3nmMBo BUCOKUA. Ko-XXHa ntogmHa nnaHeTun 3eMis - HOCIN
10-15 noTeHuianbHO NopyLeHnX reHie.l eHeTUYHUM Tarap nacbkux nonynauin Mmoxe 3’
ABNATUCA NI BMIMBOM MyTareHHUX edoekTiB opraHiaMoBMx MeTaboniTiB, a caMme BHacCigokK
3MIHM KOHUEHTpaLil AeAKUX KOPTUKOCTEPOIAHUX | CTaTEBUX TOPMOHIB, IMYHOSTOTMNYHNX
KOH(NIKTIB. 30iNbLUIEHHA rEeHETUYHOIO TArapsa € HebesnevyHum asuem, 60 NpupoaHuin obip
NIOAVHU MOXKE BTPaTUTM 3HAYEHHSA CnpsiMyBaribHOro YMHHUKa esontouii. NpupoaHuin obip
OOMeXYy€e HapOIXKEHHA AiTeN 3 HECYMICHUM ANs XUTTS BagaMmu. MiHnmBICTb y BiNbLIOCTI
nogen Mmamxe He NPOXoanTb NPUPOAHOro 4obopy. YHacNigokK Lboro reHeTu4Ha aganTadis
nonynauin nognuHn oo 3abpygHeHHs cepeaosmila mytareHamm He BigdyBaeTbCs. 30iNnbLUIEHHSA
B NMIOAOCLKMX NONYnAUiaX KinbKOCTI BUNagKiB cnagkoBmx aHoManin, NCMXIYHUX BIOXUIEHD,
OHKOJTI0MN4YHMX 3aXBOPOBaHb, ankorosiiaMmy Ta HapKoMaHil 3yMOBIHOE O0I'pyHTOBaHe
XBUNOBaHHS, 00 3riaHO 3 KOHLUeruieto reHeTn4Horo tarapsi I.Menepa iCHye MOXIUBICTb
Hebe3rnekn BUPOOXKEHHS NIOANHU SIK BUAY.

[ToLyKN 3aXUCTy BIA BNSIMBY MyTareHHUX YAHHUKIB MPUBENN 40 BIOAKPUTTA aHTUMYyTareHiB.
AHTUMYTareHu - BioNoriYyHO akTUBHI PEYOBUHU, BBEAEHHSA AKUX Y KITITUHY NepeLLKomKae ail
MyTareHy.

nl u [} [} [} (1] (¥}
2 . ol BEEE A BNl ot BN ek B E A B potw earamrh T Sl o 4 e ik [ —— —“Aﬂlﬂl—lﬂl'-—l.l‘l‘ —AA—AKIHIAAI B B gty B o ea R ' ot Tl | acimmsm pote e a.oiahe "R B &



YHiBepcanbHUMN Ha3nBaKTb aHTUMYyTareHu, SKi
OoAHaKoBO ePEKTUBHI NPOTK il pagiauii Ta XiMiYHNX
MyTareHiB. [Jo yHIiBepcanbHUX aHTUMYyTareHiB
HaneXaTb NOXiaHi TIONIOBOro psaay: UMCTEIH,
LMCTaMIH, rMOTaTIOH TOLLO; CEPOTOHIH, CMEPMIH Ta
IHLLI nonliamiHKW; nonepeaHUKN HYKNeIHOBUX KUCIOT,
OesKl BiITaMiHW.

[oBeneHo, Lo aesiki BiTaMiHn OepyTb akKTUBHY
y4yacTb Y NPUPOLOHMNX aHTUMYTareHHMX cucTemax.
[locnigXeHHs ULMTOreHETUYHOT aKTUBHOCTI
TOKOhepOorsy, KApoTUHY, acKOPOIHOBOI KNCINOTH
cBigyaTtb NPO aHTUMYyTareHHy akTUBHICTb, Sika MOXe '

OyTu NoB’si3aHa aHTUOKCUOAHTHUMU "3‘ : 3
BNaCTUBOCTAMM 3a3HAYEHNX PEHOBUH. rF 5%
[ig yac gocnigkeHHs iHTepdepoHy (binka, wo - -
YTBOPKETLCS Mig Yac BIpyC-HMUX IHJpeKLUIN Ta € s e

HecneynIYHUM YAHHUKOM NPOTUBIPYCHOIO
iIMYHITETY) BU3HAYEHO MOro Pi3HOBIYHY Bionoriuny — ®
aito. BctaHoBneHa padio3daxmucHa Ta NpPoOTEKTOPHA

ais i_HT_epct.).epOHy nig BNJMBOM MyTareHiB i3N4HOI
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NPESEHTALWA SAROHYEHA,




