MiHJIHUBICTb
1B

I'eHeTHYHUI MOHITOPHMHT Yy JIOJCHKUX MOMYJIALISAX, HAIPSIMH, 3HAYCHHS
CnaakoBi 3axBoprooBaHHsl T01uHN? UK MOKIIMBO BIJIIKYBaTH 200
CKOpETryBaTH CTaH 3/I0POB’S 3a JIESIKUX 3 HUX?

[I{o criibHOTO ¥ BIAMIHHOTO MK MOMYJISIIisSIMM JIIOAUHU i TBAPUH?
Bucnis: «bynb-gka 3MiHa NpokJiagae MuisX 1HIITUM 3MiHAM

2B

MenuyHa reHeTUKA Ta i 3aBAaHHS Ta MPOOJIEMU

Oco06muBOCTI reHoQOHAY JIACHLKUX CHUIBHOT? SIKI YUHHUKU BIUTUBAIOThH
Ha X popMyBaHHS?

Slke npakTUYHE 3HAYCHHSI MAIOTh 3HAHHSA 32AKOHIB reHeTHYHOI PiBHOBaru
Ta rOMOJIOTIYHMX PSIAiB CNAJKOBOI MiHJIMBOCTI?

[TosichuTu BucHiB: «KUTTS MIHJIUBE, HAYE MOPE..»

Bigmosiai

1B

1. TeHeTHYHUI MOHITOPUHT — I1€ CUCTEMATUYHE CIIOCTEPEKEHHS 32 CTAHOM

reHo(OH Ty MOMYJISIIIl, IKWi JI03BOJISIE OIIIHIOBATH HAsIBHUN MYyTaIlliHUN TTPOIIEC

Ta Ja€ MOXKJIMBICTh MTPOTHO3YBATH HoT0 3MiHU. Llei Bua criocTepekeHHs
nepeadayae 30MpanHs, 00poOKy, aHali3 Ta 30epexeHHs iHpopMmallii mpo
BUHUKHEHHS 3aXBOPIOBaHb, 1110 3yMOBJICHI MyTareHHUM BILUIMBOM CEPEIOBUIIIA.

Jlo HanpsiMiB TEHETUYHOTO MOHITOPUHTY HaJIEKaTh:

(heHOTUNTYHUIT MOHITOPUHT (CITOCTEPEKEHHS 32 YaCTOTOI0 JOMIHAHTHHUX
MyTarlin),

010XIMIYHUN MOHITOPUHT (BUSBJIEHHS O10XIMIYHUX TOPYILIEHb ),
[IUTOTEHETHYHUN MOHITOPUHT (CIIOCTEPEKCHHS Ta BUBYCHHSI YaCTOTH
XPOMOCOMHHUX Ta TEHOMHHUX MYyTalliii),

MOJICKYJISIPHO-TEHETUUYHUN MOHITOPUHT (BUSIBIICHHS T€HETUYHUX
MOPYIIEHbD),

MOHITOPUHT apXiBHUX JOKYMEHTIB (BUBHAUEHHS TEMITIB POCTY MYTalLlIHHOTO
IPOLECY 3a 3MIHAMH YacTOT JIETaJIbHUX MYTallii).



OTxe, TeHEeTUYHHUI MOHITOPHUHT — 11€ CYKYTHICTb 3aX0/IiB JUIS BIACIIAKOBYBAHHS
NOSIBU 1 MOMIMPEHHS CHAIKOBUX 3aXBOPIOBaHb. OCHOBHOIO METOIO T€HETHYHOTO
MOHITOPUHTY € KOHTPOJIb Ta MONEPEIKEHHS CIIaAKOBHX IIKIIUBUX MOPYIIEHb.

BI/IKOPI/ICTaHHH T'CHCTHUYHOI'O MOHiTOpI/IHI‘y Hajgae€ TaKl MOKJIMBOCTI:

® BH3HAYEHHS YAaCTOTHU ACSIKUX MYyTAallill Ta IHTEHCUBHICTh MYTaIlIHHOTO
npoIiecy;

® CTBOPEHHS PEECTPY CHAJKOBUX 3aXBOPIOBAHbB JIIOIUHH;

® TIPOTHO3YBaHHS KIJTBKOCTI JIFOJEH 13 CaJIKOBUMHU 3aXBOPIOBaHHIMM;

L OHiHKa HIKiI[J'II/IBOFO BINIMBY MYTAarCHHHX YUHHUKIB CCpcaoBHILIA.

2. CnaakoBi 3aXxBOpOBaHHs JIIOAWHN? YK MOKINBO BUJIIKYBaTH a0
CKOpPETYyBaTH CTaH 3/I0POB’S 3a AEAKUX 3 HUX?

CraIkoB1 3aXBOPIOBaHHS — 11€ CHAaIKOB1 pO3JIaJ iy OpraHi3My, OB’ sI3aHI 3

MOPYIICHHSIM T€HETUYHOTO anapary (TeHiB, IUTICHOCTI XpOMOCOM UM KIJTbKOCTI1
xpoMocoMm). CyTo ciaIKOBUMHU XBOPOOaMH € 3aXBOPIOBAHHS, TPUUUHAMH SIKUX €
3MIHM CHaJKOBOIO arnapary — FeHHl, XpOMOCOMHI Ta TeHOMHI MyTauii. BianosigHo
JI0 IIOTO BC1 CTMA/IKOB1 3aXBOPIOBAHHSI JIFOJIMHA MOHA 00’ €IHATH Y JIBl TPYIIH:
TeHHI Ta XPOMOCOMHI.

['enni xBopoOu — ciaKOB1 XBOPOOU, CIIPUYMHEH] TEHHUMH MyTaiisimu. 11
XBOPOOU MEPEIat0ThCs B/l TOKOJIIHHS /IO TTOKOJIIHHS 0€3 3MiH 1 MOXKYTh OyTH
JIOMIHAHTHUMHU ayTOCOMHUMHU (TIONJAKTUIIIS), PEIIECUBHUMHU ayTOCOMHUMU
(anb01HI3M), PEIECUBHUMH 3YETUICHUMH 3 X-XpOMOCOMOIO (remodiis,
JaTbTOHI3M), 3YEIIJICHUMH 3 Y -XpOMOCOMOIO (1XT103).

XPpOMOCOMHI XBOPOOH — 11€ CIAJKOBI XBOPOOH, CIPUUNHEHI XPOMOCOMHUMHU Ta
reHOMHUMH MyTalisiMi. CHJIbHUM JUTSI BCIX XPOMOCOMHHUX XBOPOO € MHOKHHHI
YpaKE€HHS i HasiBHICTh CUHAPOMY (CHUHJIPOM — 1€ CTIKA CYKYITHICTb CUMIITOMIB).

HabGarato serie 3ano0irtu nosiBi 3aXBOPIOBAHHS, OCOOIMBO TSAKKOTO, aH1K
BUJIIKYBaTH ioro. ToMy y cydacH1i MEIUIIMHI ITUPOKO BUKOPUCTOBYIOTHCS 3aXO0U
Npo(UIAKTUKY CMIAJJKOBUX XBOPOO JIFOJIMHU: IEPBUHHA, BTOPUHHA Ta TPETUHHA
npodiIaKTHKA.

[lepBrHHa HalllJIEeHA Ha MONEPEIKEHHS 3a4aTTs XBOPOi IUTHUHU; LIe
3a0e3MneuyeThCs MIaHyBaHHSIM BariTHOCTI.



BropunHa npodinakTuka HaIIeHa Ha IPUITMHEHHS BariTHOCTI y pasi Iyke

BHCOKO1 BipOFi,Z[HOCTi HAapOPKCHHSA JUTHHU 3 TSXKKHM 3aXBOPIOBAHHSM.

TpetunHa npodinakTHKa MOJATae B KOPEKIIT MPOsIBY aHOMAJIbHUX TEHIB; 3a

JIOTIOMOTOI0 TPETUHHOT MPO(PITaKTUKK MOXKHA JOCATTH TOBHOT HOpMaIi3arlii abo
3HIDKEHHS CTYIICHS BUSIBY MTAaTOJIOTIYHOTO MPOIIECY.

Vi i Buay npodislakTUKK Oyiu 6 HEMOXKIMBUMU Y 3/IIMCHEHH1 0e3
BUKOPHCTaHHS CKPHHIHTIB — METO/IIB PAHHBOT'O BUSBJICHHS TCHCTHUYHUX
nopyuieHb. BoHU 103BOJISIOTH OIIHUTH BIPOT1HICTh MOSIBU HeOa)KaHUX T'eHIB, 1
BHUXOJISIYU 3 IIbOTO, POOUTH TIEBHI BUCHOBKH. PaHHS JTiarHOCTHKA 3aXBOPIOBAHb €

Ty’e BaXXJIMBOIO, TOMY 1[0 TO3BOJISIE BYACHO BUSBUTU XBOPOOY 1 MOYaTH

JKYBaHHS, 110 J03BOJUTH JIIOJIMHI Y MailOyTHHOMY OyTH HOPMaJIbHOIO

(peHOTHIIYHO HE BIAPI3HATUCH B1J 30POBUX JIIOJIEH, OTPUMYIOUYU NOTPIOH1 JIIKH).

Jly’xe BaXJIMBUM HAIPSMKOM € reHoTeparnia. ['eHoTepamnis — 1e JiKyBaHHs

3aXBOPIOBAHb MIJISIXOM 3aMiHU J€(EKTHUX T€HIB HOpMabHUMH. JlyKe TAxKKi

3aXBOPIOBAHHS MOXKYTh OyTH BUJIIKYBaHI 3aBJIIKH JAHOMY METOJTY.

3. o cniapHOTO i BIAMIHHOTO MK MOMYJISINisIMH JTIOJUHUA i TBAPUH?

O3Haku

[Torynsnist TFOAMHU

[Tonynsittist TBApUH

SIKi 3B’ SI3KH MAKOTh
BU3HAYAJIbHE 3HAYCHHS?

PonunH1 3B’ s13k1

TepuropianbHi 3B’ 13K1

[Ilo € OCHOBHOIO YMOBOO

Biisau nniro6

BinbHe cxperyBaHHS

1ICHYBaHHS? (maHMiKcCist)
SIk1 0cOOIUBOCTI € CorlaiabpH1 0COOJIMBOCTI Biosioriyd1 0co0IMBOCTI
NEPEBAKAOYUMHA?

SKi YMHHUKYA MaIOTh
BUpIIIAJIbHE 3HAYCHHS Y
dbopmyBaHHi?

[Ipaus, cycnuyibHMA
CITOCIO JKUTTA,
YJICHOPO3/I1JIbHA MOBA,
a0CTpaKTHE MHUCJICHHS
TOIIIO.

SlkuMu € 0coOJIMBOCTI
reHoony?

3pocTaHHs TeHETUYHOL
PI3HOPITHOCTI BHACIIOK
HAKOIMYEHHS B Pe3€pBl
CIaAKOBOI MIHJIMBOCTI
TCHETUYHOTO BAaHTAXKY
(peulecuBHUX MyTaIii).




4. BucniB: «byap-sika 3MiHa TPOKIIATAE TIISAX THITAM 3MIHAM))

B KOHTEKCTI TeHETUKH 51 PO3YyMit0 LIeH BUCIIB TaK: 3Ba)Kal04H Ha Te, 110
SJIEMEHTAPHOIO OJMHUIICIO €BOTIOIIMHOTO MIPOIIECY € MYTallis, MOKEMO YSIBUTH,
110 OJTMH MAJICHBKHH «KPOK» - MyTallisl IPU3BOIUTH JI0 TICBHUX 3MiH B OpraHi3Mi,
HE Ba)XXJIMBO, MIO3UTUBHUX, HEUTPATbHUX UM HeTaTUBHUX. KO)KeH Takuii
«MYTAIIHHUM KPOK» BUKJIMKAE MTEBH1 HACTIIKH - epeKkTH. TakuM YuHOM,
MPUPOIHUH 1001 Ta 1HII YUHHUKHA €BOJIOLIMHOTO MPOIIECY CIIPUSIOTH TOMY, 1110
BIDKUBAIOTh HAHOUIBII MPUCTOCOBaH1 ocobu. I came mo cobi Take MPUCTOCYBaHHS
BOHO HiOM IiJi¢ IEBHUMU IIJIIXaMH — 1 TaK, 3aBIIKUA 0araTboM MajleCEHbKUM
KpOUYKaM — MYTAIlisIM — MOMYJISIIT pyXatoThCs IEBHUMHU «IIJISIXaMU 3MiH»: XTOCh
HABYMBCS IJIaBaTH, XTOCh — JIITATH, 1HIII IIBUJIKO OIrat0Th, a XTOCh JIyXKe
MaJICHBKHM 1 )KMBE y Tapsuux reisepax... OT 1 MaemMo, 1o Oyab-sika 3MiHa HIOU
MPOKJIAJIA€ MUIAX 1HITUM 3MIHAM.



2B
1. MeauuHa reHeTHKa Ta i 3aBIaHHS Ta MPOOIEMU

MennyHa reHeTHuKa — po3/ilsl TeHETUKU JIOANHHU, III0 BUBYAE POJIb CIIAIKOBUX
YUHHHKIB Y PO3BUTKY 3aXBOPIOBAHb.

OcHOBHUMH CY4aCHUMHU 3dBAAHHAMU Ta HpO6JICMaMI/I MGI[I/I‘-IHOI I'CHCTHUKU €.

® BUSBJICHHS Ta OINKC CHAJKOBUX 3aXBOPIOBaHb(MAIOThHCS HA yBa3l ayTOCOMHO-
JIOMIHAaHTH1, 8y TOCOMHO-PEIIECUBHI, 34€IIJICH] 31 CTATTIO T€HHI Ta
XPOMOCOMHI 3aXBOPIOBAHHS);

® BHU3HAYCHHS POJIi TCHOTUITY i YWHHUKIB CEPEIOBUIIA B PO3BUTKY
MOJIITEHHUX 3aXBOPIOBaHb (HAIPUKIIAI, IIyKPOBUH aialbeT, iiemMiyHa
XBOpoOa ceplis TOIIO);

e po3muU@pyBaHHS NPUPOAU BEIUKOI KITBKOCTI CIIAJKOBUX 3aXBOPIOBAHB
O0OMIHY pEUOBHH 1 po3p00sICHHS €(PEKTUBHUX METO1B MPODITAKTUKH U
JIKyBaHHsI (HalpUKJIIaJ], HETIEPEHOCUMICTD JaKTO3U, (DEHUIKETOHYPIs);

® [II3HaHHS CKJIAHOI MPUPOJIU CXUIBHOCTI JJO OHKOJIOTIYHUX 3aXBOPIOBAHb Ta
MEXaH13MiB 1i peaizarlii;

® pPO3pOOJIEHHS AOCTIAHUIIBKUX IPOrpaM Ta METOAMK JUIsl PO3IIUPEHHS
MO>KJIMBOCTEH METUKO-TCHETHYHOTO KOHCYJIHbTYBAHHS;

e TmpodiTaKTUKA Ta BUJIIKOBYBAHHS CIIAJKOBUX XBOPOO 3a IOMTOMOTOI0
HOBITHIX TEXHOJIOT1M 3MiHHM T'€HIB Ta METOIiB T'€HOTEepaIlii.

2. OcobnmuBOCTI reHO(OHTY JIOACHKHX CHIJILHOT? SIKi YMHHUKY BIUTUBAIOTH HA
ix (hpopMyBaHHS?

[1i1 TepMIHOM «IIOMYJISIIS JIFOAUHUY (JIFOJICHKE YIPYIIOBaHHS) MU Ma€EMO Ha yBasi
BIIHOCHO CTa0UIbHY ¥ BIIHOCHO 130JIbOBaHy rpyny ocoouH Buay Jlroguna
PO3YMHa, sIKI MEHIKAIOTh Ha CIUIbHINA TePUTOPIi, BITbHO BCTYNAIOTh Y IILIIO0 i
MaloTh CUTbHUN reHO()OoHA. OCHOBHOIO YMOBOIO 1CHYBAHHS JIFOJICHKUX MOITYJISIIIIH
€ BUIbHUU IITI00, Y TOW Yac SK Y TBApPUH — 1€ BUIbHE CXpEIlyBaHHs (TTAHMIKCIs).

TepMiH «reHOpOHI» MU PO3YMIEMO, SIK CYKYIHICTh YCiX ajelliB, TeHiB 1 TEHOTHUIIIB
oJH1€T momyJswii opranizMiB. Cepesl reH1B NOMYJIALI] € 0THAKOBI I yCiX OCOOMH,
a € i BIAMIHHI, TOMY BUOKPEMIIIOIOTh TaKl BIaCTUBOCTI T€HOPOHTY, IK TEHETHYHA
OJIHOPI/IHICTh Ta FTEHETUYHA PI3HOPIAHICTh. OKPIM TOTO, AJ1 TeHOPOH Y



TOMYJISITIIA XapaKTePH1 ¥ TaKi BIACTUBOCTI, SIK IIJIICHICTb, BIIKPUTICTD,
JTUHAMIYHICTb.

Tenep MoxeMO BU3HAYUTU OCOOJIUBOCTI T€HOPOHTY JIOJACHKUX CIIBHOT:

e 3pOoCTaHHS T€HETUYHOI PI3HOPITHOCTI TEHOTHUIIIB IIpU 30€peKeHH1 3araibHOT
CYKymHOCTI reHiB. (['eHeTHYHa reTepOoreHHICTh MOMYJIAIIN 3MIHIOETHCS
BHACJIIIOK MyTaliii 1 pekomOinarii JIHK, mo mocuts yacto mpuBOAUTH 10
T€HETUYHOTO MoaiMopdi3My. JIFoau pi3HIATECSA MK CO00I0 3a aHTUTEHAMMU
rpyn kpoBi ABO, pe3yc-cucremu, 3a BapiaHTaMu reMoryio0iny, (hepMeHTIB

TOIIIO. )
e 3ayiexXkHICTh FeHOPOHTY CYyYaCHO1 JIIOANHU BiJ] TeHODOHAY ii

npenkiB.(I'eHeTnyHa reTepOreHHICTh Ja€ 3MOTY TMOIYJISIIIT
BUKOPHCTOBYBATH JJISI PUCTOCYBAHHS HE JIUIIE 3MIHH, 1[0 BUHUKAIOTH, a 1
Tl , III0 BUHUKJIH JTy>K€ JIaBHO U ICHYIOTh y PUXOBAHOMY BUTJISIAL. 31
30UIBIIEHHSIM YAaCTOTH 3yCTPIYaIbHOCTI PEIECUBHUX aJIeIIiB, 110
BIJIMOBIJIAI0TH 32 MYTallii, BOHM MOXYTbh IMEPEUTH Y TOMO3UTOTHUM CTaH 1
NPOSIBUTHCH y (DEHOTHITI.)

e 3pocTaHHs F€HETUYHOI0 OOTSKEHHSI (TeHETUYHOTro BaHTaxy). (To0To
HasIBHICTh CepeJl PELIECUBHUX MYTallil y TeHO(OH1 MIKIJIMBUX CIIaJKOBHX
3MiH. YUeHI BBaXalOTh, III0 3pOCTaHHS YKCIIa TAKUX MYTaIlii mij J1i€10
MyTareHiB CepeI0BUIIA HErATUBHO MO3HAYAETHCS HA PO3BHUTKY JIFOJICTBA. )

OTXe, OCHOBHUMHU OCOOJIMBOCTSIMU JIFOACHKUX MOIYJISIIN € 3pOCTaHHS
TeHETHUYHOI PI3HOPIAHOCTI BHACIIIOK HAKOMTMYEHHS B PE3€PBI CIAIKOBO1
MIHJIUBOCTI HIKIJUTUBUX PEIIECUBHUX MYTaIlil.

["'enodona momyJsiii GopMy€eThCs YIPOIOBK €BOJIOIIT. Uepe3 Te YMHHUKAMU,
10 BIUIMBAIOTH HA TEHO(MOH/ MOMYJIAIIN Ta 3MIHIOIOTh IXHIO T€HETUYHY

CTPYKTYpY, €:

1) mpupojHii 100ip;

IPUPOJIHKH J1001p — MpolIiec, BHACTIAOK SKOTO BH)KUBAIOTh 1 JIMIIIAIOTh

MTOTOMCTBO MTEPEBAXHO OCOOMHHM 3 KOPUCHUMHM B TAHUX YMOBaX CITaIKOBHUMH
3Minamu. Moro THCK y MIOICHKUX MOMYIALISX M0CIa0IIaB, 10 3yMOBICHO
3pOCTaHHSAM 3HAYEHHS COIliabHUX YMHHUKIB. OHAK 32 MPUPOTHUM
n000poM 3anuiuiiacs GyHkKiis ctabiaizarii reHoGoH/IIB 1 MATPUMKA
CIaJKOBOTO PI3HOMAHITTS OMyJIAIiiA. BiH € pymiiiiHo0 cuiioro hopMyBaHHS
reHO(OH Ty TOMYJIAIIN JTFOCH.

2) MyTalliitHHIA TpoIiec;




MYTaIlIMHUHN TPOILIEC € MEPBUHHUM JIPKEPESIOM HOBUX O3HAK, a caMl MyTallii
- JICMEHTApHUM CBOJIIOIIIMHUM MaTepiajoM. Y JaHUM Yac MyTalliiHUAMI
MIPOIIEC Yy JIFOIMHU BiJIOYBA€THCS Ha TJI1 MIABUILECHOI KOHIIEHTpAITii

MyTarcHiB.

3) monmyJIsIiiHI XBHUII;

OONYJISIIIIAHI XBWII — MEPI0UYH1 KOJMBAHHS YUCEIBHOCTI MOIYJISAIIIT.
3aBIsSKU MOMYJIALINHIM XBHJISIM MOKE€ HIBUIKO 301IbIIYBATHCS YacTOTa
3yCTPIYaIbHOCTI OJTHUX aJIeIiB, TOJI SIK 1HIII B3araji MOXYyTh OyTH
BTpAyCHI.

4) mpeiid reHis;

npeiid reHiB — BUMaJAKoBa i HECIIPsIMOBaHA 3MiHA YACTOT 3yCTPIYaIbHOCTI
anems y momyJsiii. HaitgiTkime e SBuile BUSBISIETHCS B HEUUCICHHUX
nonynsiisx. Haciiakamu apeiidy reHiB € NommMpeHHs MyTaHTHUX
PELIECUBHUX aJIeNIiB HAMEPEKip IPUPOTHOMY 1000DY.

5) 1301181, 1110 OOMEXKYE BIIbHE CXPEIyBaHHS (TAHMIKCIIO);

13071511115 — BUHUKHEHHS OY/[b-SKHUX MEPEIIKO/I, IO MOPYIIYIOTh BIJIbHE
CXpelryBaHHs i 0OMiH cragkoBoro iHpopMailiero. OCHOBHUMH HOopMaMH
1307141111 € reorpadivyHa Ta eKoJIOTIYHA. [30JIs11is SIK €BOTIOMINHNNA YHHHUK
3aKPITUTIOE ¥ MiJICUITIOE YTBOPEHI B MOMYJISIIISX T€HOTUITHI BIIMIHHOCTI.

6) Mirpari.

MIrpaltissMyd Ha3uBarOTh IIEPEMIIIeHHST 0COOMH ab0 iXHIX TaMeT 3 OJHI€T
nomyJisLii B iHiry. BHacnigok mirpaiiii Bi0yBaeThCsl MOTIK TE€HIB, 10
3MIHIOE€ TEHETHYHUN CKJIAJ OMyJIAIii. MirpamiifHi mporecu B JTIOACHKUX
TOMYJISIISIX 32 OCTAaHHI YacH 301IBIIUITUCS.

O1xe, reHodOH T TOMYJIALI, 10 € eIEMEHTAPHOIO €BOTIOIIHHOIO OIMHUIICTO,
(bOpMYETHCS Ta 3MIHIOETHCS T AIEF0 €BOIOIIHHUX YAHHHKIB.



3. Slke mpakTUUYHE 3HAYEHHS MAIOTh 3HAHHS 3aKOHIB reHeTHYHOI PiBHOBArU Ta
rOMOJIOTIYHUX PAIIB CAAKOBOI MiHJIMBOCTI?

3aKOH reHeTUYHOI PIBHOBArU, TAaKOX BIIOMHI K 3ak0H Xapi-Baitn6epra,
CTBEPKYE, 110 YACTOTH aJIeJiel 1 TeHOTHUIIIB y MOMYJIALIT 3aJIHIIaTUMYThCS
CTaJIMIMH 3 TTOKOJIIHHS B TTOKOJIIHHA 32 HasBHOCTI TIEBHUX YMOB.

MaremaTUYHUM BiI[O6pa)K€HHSIM ObOTO 3aKOHY € IBa piBHHHHH:

p (A) +q(a)=1 (a1 BU3HAYEHHS TE€HETUYHOI CTPYKTYPH MOIMYJIALIN 32
4acTOTOIO ajiesei);

P’ (AA) + 2pq (Aa) + q2 (aa)=1 (17151 BU3HAYEHHS T€HETUYHOI CTPYKTYpH
MOMYJISIIi{ 32 4YaCTOTO IT'€HOTHITIB).

Jie p — 4acToTa JIOMIHAHTHOTO ajens A;
( — 4acToTa peLecUuBHOIO aJers a,

2 - :
P° — 4acToTa JTOMIHAHTHUX TOMO3UTOT AA;
2pQ — yacToTa reTepo3uroT Aa;

2
(" — yacToTa perecUuBHUX TOMO3UTOT aa.

[Tomynsiuist, B sIKiid 30epiraeTbCsi TEHETUYHA PIBHOBAra, Ha3MBA€THCS 171€aTbHOI0
MONYJISIIi€l0. YMOBAaMU 1CHYBaHHS 11€AJIbHUX MOIYJISIIIN €:

1) BesMKa YUCETbHICTh MOMYJISIIIT;

2) BUIbHE BUMAJAKOBE CXPEUIyBaHHS B MOMYJISALIL (TAHMIKCIs);

3) BiICYTHICTh MyTaIliii;

4) BIACYTHICTh TOOOPY 3a MEBHOIO 03HAKOIO;

5) BIICYTHICTh T€HHOI'O MMOTOKY, TOOTO MIrpalliii TeHiB 13 CyCIAHIX MOMYJISLIM.

Ski1o nmopyuryeTbes xo4a 6 0JJHa yMOBA, TO TEHETUYHA CTPYKTYpa MOIMYJISLIii
3MIHIOETHCH.

VY npupozi iaealibHi MOMYJIALIl He TPAIISIOThCS, ICHYIOTh pealibHi MOMYJIALii, B
SKUX YUCEIbHICTh OCOOMH HE OyBa€ HECKIHUEHHO BEJIMKOIO, BIJIbHE CXPEIIYBaHHS
HeaOCoJII0THE, B1I0YBaIOThCS MyTalllMHUI MpoIec, MPUPOAHUNA J001p, Mirparii.
Ane gepe3 e 3akoH Xapai — BaitHOepra He ctae MeHIIT MOTPiOHNM, HaBMaku. Bix
BH3HAYA€ YMOBH I'€HETUYHOI pIBHOBATH MOMYJIALIT Ta YMOBH, LIO ii MOPYIIYIOTb.
BukopucToByr04H 1€l 3aKOH, HAYKOBIIl MalOTh 3MOT'Y IIpOaHali3yBaTu



MOMYJIALIIO0, TUHAMIKY 11 pO3BUTKY, ClIpOOYBaTH BIAMOBICTH HA MUTAHHS PO
NPUYHHY, SIKI BAKJIMKAIOTh 3MiHY CTPYKTYpPH '€HEeTUYHOI MOMYJIALil. A Marouu
NPUYHMHY, JICTIIE MPAIIOBATH 3 HACIIIKAMHU.

CTOCOBHO 3aKOHY TOMOJIOTTYHHUX PSAJIIB CIAAKOBOI MIHIMBOCTI, BIIKPUTOTO
BaBuiioBuM, TO BiH CTBEPIKYE, 110 TCHETHYHO OJIM3bKI BUIH Ta POJIU
XapaKTEPU3YIOThHCS TMOMIOHUMH PSIaMHU CITaIKOBOI MiHJIMBOCTI 3 TAKOIO
MPaBUJIBHICTIO, III0 BUBYMBIIH Psl GOPM Y MEXaX OJHOTO BUAY YU POAY, MOKHA
nepeadaunTi HasIBHICTH POPM 13 TOIIOHMMH MOETHAHHSAMU O3HAK y MEXax
OJM3BKUX BUIIB YU POJIIB.

BpaxoByroun, 1110 TOMOJIOT1YH1 PSIIA 9aCTO BUXOASTH 32 MEXK1 POAIB Ta POJUH, LIeH
3aKOH J1a€ 3MOTY HAyKOBLSIM CIIOCTEPIraTH 3a (PEHOTUITIYHUMHU MPOSIBAMHU
T€HETUYHMX BIIXWJIEHb Y OJIM3bKUX TAKCOHOMIYHUX I'PYII, Ta HA OCHOBI LIUX
CIIOCTEPEKEHb POOUTH MPOTHO3U CTOCOBHO OJM3BKUX BUIIB UM poAiB. OcoOIUBO
1€ BUKOPUCTOBYETHCS Y TUTAHH1 JIIKYBaHHS Ta MPOQIIAKTUKH CIIaJIKOBUX XBOPOO:
0araTo MaTOJOTIYHHUX CTaHIB, 11O iX BUSBJIEHO y TBAPUH, MOXKYTh OYTH MOJEISIMU
craJKoBUX XBopoO mroaunu. [Ipuknan: remodinis codak Mo 3YerieHa 31 CTaTTIo;
CIaIKOBA TJIyX0Ta MUIIEH Ta coOak; LyKpOoBUH AiadeT MUILIEH TOLLIO.

4, TlosicHutH BUCHIB: «KUTTS MIHIMBE, HA4Y€ MOpE..»

B KOHTEKCTI T€HETHKH, 51 pO3YMIIO IaHUI BUCIIIB TaK: >KUTTS — L€ 5K MEBH1
30BHIIIIHI YMOBH, Y SIKUX KUBYTh OpraHi3Mu. | 0 1UX yMOB, III0O MOB XBUJII MOpS
— TO MaJIeHbKI, TO BEJIMKI, - J10 HUX Tpeba nmpucrtocoByBaTuch. CaMme MyTalliiina ta
Mo (diKaliitHa MIHJIMBICTb 1 € THMH KOPAOJISIMH, 1110 JOTIOMAararTh BH)KUTH Ta
mJicTatucs i, 116 — BIDKUTH Ta 3aIUIIATH ITCII ceOe MI€3MaTHUX HAIaaKIB.

Came TO¥# pe3epB I'eHiB, 110 € Y KO)KHOTO OpraHi3My, JoroMarae iomy
IPUCTOCOBYBATHUCH /10 HA/I3BUYANHO MIHJIIMBUX YMOB cepefouia. Hikomnu He
3HAEII, KU TeH «cTaHe y Haroai». Came uepes 1ie, HaBiTh SKIIO BUHHUKIIA IKACh
MyTallisi, 1 3a IEBHUX YMOB BOHA € HEUTPAIBbHOIO, MPH Pi3Kiil 3MiHI YMOB
CepeOBUIIIA, 1151 MyTaIlls MOXKE CTaTH JyXe BaXKJIMBOIO (1 HaBmaku). Yum OiibIie
BapiaHTIB MPUCTOCYBAHHS, TUM OUIbIIIE IIAHCIB JOCSATTH METH 1 CTaTH YCHIIIHUM B
€BOJIIOLIIIHOMY CEHC1 CJIOBA.



