| eHHBIE MyTaAlIUH

* ['eHHBIC MyTAallUA - 3TO MYTAIlMH, CBA3AHHBIEC C
U3MEHEHUEM CTPYKTYPHI 0TAEJAbHbIX YyacTkoB JHK
— OTAEJBbHBIX HYKJICOTHUAHBIX AP WIN HE0O0JbIIIOI0
UX 4YHCIAa.

* JTH YYaCTKHU HA3bIBAIOTCS CAMTAMHU, MJIM TOYKAMM;
IMO03TOMY I'eHHbI€ MYTAIlMM TAKKe HA3bIBAIOT
TOYKOBBIMHU MYTAIIUAMM.

* I'eHHbIe MyTAlIUU (TOYKOBbIE MYTALIUU WU
TPAHCIT€HALIMN) MPOUCXOAAT B pe3yJbTare 3aMeHbl,
BCTABKM, BbINAICHUUA U MOTEPb MAP HYKJICOTHI0B.



| eHHBIE MyTaAIIMH

I'eHHbIEe MyTAlMM JEJSTCH HA ABE IPYNIbI:
1. mymauuu 0e3 cosuza pamxu cuumuvléanus
2. Mmymayuu co cO6U20M pamKu CHUMbIGAHUAA.

3. IKCRAHCUA MPUHYKTIEOMUOHBIX HOGMOPO8




MexaHu3Mbl T€HHbIX MYyTallMH
0e3 cIBUra paMKH CYUTHIBAHUA:

* |.3amMeHa HYKJICOTHI0B —

a) ecsim B JIHK mpownsomna 3aMeHa mypHHOBOIO
OCHOBaHMS Ha nypuHoBoe (A 1),
NAPUMHUJIMHOBOrO Ha mupuMuanHoBoe (I <« T,
Y), TO TaKHe 3aMCHBI Ha3bIBAIOTCS

TPAH3UIMAMM.

0) 3aMcHa OypHMHAa HAa NUPUMHJIUH  HUJIH
IUPUMUINHA Ha IypUH Ha3bIBACTCS

TpancBepcuen ( A,I'e I TY).




CepnoBHAHOKNETOHAR aHEMHA — 3aMEHa Napbl 0CHOBaHMil
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3ameHa HykneoTtugHon napbl T-A — U-I" (TpaHanums) B Tpunnete 1

NcxopoHas ctpykTtypa pparmeHTta OHK, cootBetcTBytowen MPHK 1 cooTBeTcTByOLLIETO

nonunentTnga
‘ TPHUIIAET | TPHUIIAET | TPMIIAET | TPHUIAET | TpUHAeT | TpUHAET | TPHUIIAET | TPHUIIAET
1 2 3 4 5 6 7 8
xopousr AHK AlT|IT|ID|T|OT| T OO r|(A|TIA|T|T{IOI'|T AlA
anTukopousr AHK TIAIA|IO|LIOIT|JA|A(T|T|T' T\ T T|IA|T(AJA|T|LIJA(T|T
xopousl MPHK AYVIVITITIOIY| Y OU O OO T (A Y(A[YIYILHOT'|Y]|A|A
ammmoxucaoret Geaxa S ZING AT den | mpo apr THP cep | crom
CtpykTypa myTaHTHOro coparmeHTta [JHK, coorBetcTBytowen MPHK 1 myTaHTHOro
nonunenTnga
‘ TPUIIAECT | TPHUIIAECT | TPUIIAET | TPUIIAET | TPHUIAET | TpUHAET | TpPHUIAET | TPHUIIAET
1 2 3 4 5 6 7 8
xopoubr AHK ALT||T|OT| T IOy |(A|TIA|T|T|LII'|T|A[A
anTaroaonst AHK T|rT|A|lOlTC|A|A|lT|T|T|T|T | T|A|T|A|A|T|L|A|T|T
xopousr MPHK ALY TIOIY|YIOU O OO T(AJYA[YYLIT|Y]|A]A
avmmoxucorer Geaxa G YIS AU den | mpo apr TUP cep | crom

B pe3ynerate aTon mytaumm U3aMeHSAEeTCs CTPyKTypa bernka: nsonemuuH sameLlaeTcs Ha
TPEOHWH



3ameHa HykneoTtugHoun napbl L-I' — T-A (TpaH3nums) B Tpunnete 2

/IcxogHaga cTpykTypa dpparmeHTa AHK, cootBetcTBytowen MPHK 1 cootBeTcTBytowero nonunentuaa

‘ ‘ Tpuriser | Tpumaer | Tpumaer | Tpumaer | Tpumaer | Tpumaer | Tpumaer | TpuUmAer
1 2 3 4 5 6 7 8
xoponsr AHK AT T|IIT|OT| T OO A|ITIAT|TIOIT|T AlA
anTuxoronsr AHK TIA|JA|OOT|A|A|TT || TT' O TIA[{TIAJA|T|(OJA[{T|T
xoporer MPHK AY| YT T OQ|Y|(Y(QO L L[I'AJIY(A|Y]|YLOTIT|YAlA
ammmoxucaoret Geaxa S ZING AT den | mpo apr THP cep | crom

CTpykTypa myTaHTHOro coparmeHTta [JHK, coorBetcTBytowen MPHK 1 myTaHTHOro

nonunenTuaa
‘ ‘ Tpunaer | Tpunaer | Tpumaer | Tpumaer | Tpumaer | Tpumaer | Tpumaer | TpUmaer
1 2 3 4 5 6 7 8
xoaonsr AHK AT T|ITTD|T|T| T OO LOOOIr ATAT|ITI LI|TAlA
p—en ol T Al Al jAlA|lA|T|T | Do) T|A|T|AlA|T|IjA|T|T
xoaonsr MPHK AYIYID|T|YVY(Y OO OO T A YA Y|YHT'| Y AA
ammnoxncaorst Geaxa R YING TAT den | mpo apr THP cep | crom

B pesynbsrate aTon mytaumm CTpykTypa benka He
N3MeEHAETCH



3ameHa HykneoTtugHomn napbl T-A — A-T (TpaHcBepcus) B Tpunnete 3

/IcxogHaga cTpykTypa dpparmeHTa AHK, cootBetcTBytowen MPHK 1 cootBeTcTBytowero nonunentuaa

‘ ‘ Tpuriser | Tpumaer | Tpumaer | Tpumaer | Tpumaer | Tpumaer | Tpumaer | TpuUmAer
1 2 3 4 5 6 7 8
xoponsr AHK AT T|IIT|OT| T OO A|TIAT|ITIOIT|T AlA
anTuxoronsr AHK TIA|A|O O T|AJA|T|T|T| T O TIA[{TIAJA|T|(OJA[({T|T
xoporer MPHK AV YT T O|Y|(Y(O L LIAIY(A|Y]|YLOTIT|Y AlA
ammmoxucaoret Geaxa S ZING AT den | mpo apr THP cep | crom

CTpykTypa myTaHTHOro coparmeHTta [JHK, coorBetcTBytowen MPHK 1 myTaHTHOro

nonunenTuaa

‘ ‘ TPUIIAECT | TPHUIIAECT | TPUIIAET | TPUIIAET | TPHUIAET | TpUHAET | TpPHUIAET | TPHUIIAET
1 2 3 4 5 6 7 8

xopousr AHK AT TIT|IT| OTALIOOIMOLOITA|TIAITITOT|IT(AA

anTaroaonst AHK T|A|A|Ol|r|A|T|T|r|C|T|C|LT|A|T|A|A|T|L|A|T|T

xoaousr MPHK AVIYVITI|IT|OYAI IO IO T A YA|Y]|YIOT'| Y AlA

AMUHOKHCAOTEI Geaxa HAC TAU THP IIpo apr THP cep cron

B pesynbrate aTol MyTauum n3aMeHsieTcst CTpykTypa benka: doeHunanaHvH 3amellaeTcs Ha
TUPO3UH



3ameHa HykneoTtugHoun napsel LU-I' — '-Ll (TpaHcBepcus) B Tpunnete 4

/IcxogHaga cTpykTypa dpparmeHTa AHK, cootBetcTBytowen MPHK 1 cootBeTcTBytowero nonunentuaa

‘ ‘ Tpuriser | Tpumaer | Tpumaer | Tpumaer | Tpumaer | Tpumaer | Tpumaer | TpuUmAer
1 2 3 4 5 6 7 8
xoponsr AHK AT T|IIT|OT| T OO A|ITIAT|ITIHIT|T AlA
anTuxoronsr AHK TIA|JA|OOT|AIATT| T OTIA[{TIAJA|T|(OJA[{T|T
xoporer MPHK AV YT T O|Y|(Y(O L LIAIY(A|Y]|YLOTIT|Y AlA
ammmoxucaoret Geaxa S ZING AT den | mpo apr THP cep | crom

CTpykTypa myTaHTHOro coparmeHTta [JHK, coorBetcTBytowen MPHK 1 myTaHTHOro

nonunenTuaa
‘ ‘ Tpunaer | Tpunaer | Tpumaer | Tpumaer | Tpumaer | Tpumaer | Tpumaer | TpUmaer
1 2 3 4 5 6 7 8
xoaonsr AHK AT TITTD|OT| T/ OO OITr|OQr|A|TIAT|T| LI TAlA
p—en Ol T A|lAlf T |A|lA|D|C| D || T|A|T|AlA|T|IjA|T|T
xoaonsr MPHK Ay T O|y|(ylogo o r (I A Y|A|Y|Y|LOI'|Y|AlA
ammnoxncaorst Geaxa R YING TAT den | mpo apr THP cep | crom

B pesynbsrate aTon mytaumm CTpykTypa benka He
N3MeEHAETCH



/IcxogHaga cTpykTypa dparmeHta OHK, coorBetcTBytowen MPHK 1 cootBeTcTBytowero nonunentuaa

3ameHa HykrneotugHou napbl LI-IN — T-A (TpaH3uuus) B Tpunnete 5

‘ tpuriaer | Tpunaer | Tpumaer | Tpumaer | Tpumaer | Tpumaer | Tpumaer | Tpumaer
1 2 3 4 5 6 7 8
P A 1| 1|r|r|u| | 7| ofujujul || A|T|A|T|T|O|T|[T|AlA
el v Al a|lujujr|a|a|r|r|r|r|r|OjT|A|T|AlA|T|O{A|T|T
TS - | v |y r|r|uly|y|ofojujulu{r|a|v|a|y]|y|ajT|[v|ala
HA€E T'AU den IIpo apr THP cep CTOII

CtpykTypa myTaHTHOro coparmeHTta [JHK, coorBetcTBytowen MPHK 1 myTaHTHOro
nonuvnenTuga
‘ ‘ Tpuniaer | Tpumaer | Tpumaer | Tpumaer | Tpumaer | Tpumaer | Tpumaer | Tpumaer
1 2 3 4 5 6 7 8
S A 1| 1|r|r|u| || ofujuju| T|T|A|T|A|T|T|I/T|[T|AlA
S v Al a|lujujr|aja|r|r|r|r|Aa{aT|A|T|AlA|T|O{A|T|T
BT A | v | v r|r|uy|v|gloojuly|r|a|v|A|y|y|a|r]y|ala
HAE T'AT den IIpo CTOII

B pesynbrate aTon MyTaumMm NosiBNSieTCA CTOMN-KOAOH: CUHTE3 Benka
npekpaLllaeTcs



3ameHa HykrneotugHoun napbl T-A — A-T (TpaHcBepcus) B Tpunnete 6

/IcxogHaga cTpykTypa dparmeHta OHK, cootBetcTBytowen MPHK 1 cootBeTcTBytoWwero nonunentuaa

‘ Tpuiiser | Tpumaer | Tpumaer | Tpumaer | Tpumaer | TpumaAer | TpUmAeT | TpHUIAET
1 2 3 4 5 6 7 8
xopoubr AHK AT|IT|ID|T|OT| T |A|TIA|T|T|LIIT'|T|A[A
v e AETE T|A|lAlL|T|AlA|lr|T|T|T|o|lT|A|T|AlA|T|IjA|[T|T
xoaonsl MPHK AIYIVITIT|IY | YL I T' A YIA|IY]IYILOT'|Y[(A]lA
AMMHOKHCAOTBI GeAka A€ AU den IIpo apr TUP cep CTOII

CtpykTypa myTaHTHOro coparmeHTta [JHK, coorBetcTBytowen MPHK 1 myTaHTHOro

nonunenTuaa
Tpunaer | Tpunaer | tpumaer | Tpumaer | Tpumaer | Tpumaer | Tpumaer | Tpumaer
1 2 3 4 5 6 7 8
xopousr AHK A|T|IT|IT|T|OT|T| OO LI TCT{AJT|A[A|T|IT|T|A|A
arruxoponsr AHK TIA[AJI|LIT|A|A|T|T|T|T|T' O T|A[T|T|IA[T|ILIJA|[T|T
xoaoubl MPHK AIYIVITIT|IY | YL I T'fA|JYIAA|Y|LHT|Y|[A]A
AMMHOKHCAOTHI GeKa A€ T'AU den IIpo apr crom

B pesynkrate aToM MyTaumm NOSIBNSIETCA CTOMN-KOAOH: CUHTE3 Genka
npekpaliaeTcs



MyTanuu 0e3 CABMIa paMKH CYUMTHIBAHUSA

CnencrBmemMm TpaH3ULUU U TPAHCBEPCUN
MOrYT ObIThb:

1. "3MeHeHne nHopmaLum NnpuBoamuT K
M3MEHEHUIO CTPYKTYpbl 6ernka

2. N3MeHeHue nHdopMaLmn He NPUBOOMUT K
M3MEHEHUIO CTPYKTYPbI 6enka

3. UI3MeHeHne nHdopmMaLun NPUBOOMUT K
obpa3oBaHMIO CTOM-KOO0HA.



Ilo BIMAHUIO HA XapaKTEp KOAUPYEMBIX
ITOJIMIIEIITHIOB T€HHBIC MYTAaIlUU JICJIATCA Ha
CJIEAYIOIINE KIIACCHI:

1. MUCCeHC-MyTalMU, IIPA KOTOPBIX 3aMEHA
HYKJICOTH 1A KOAUPYIOMIEr0 TPUILIETA
[IPEBPAIAET €0 B JAPYIrON KOIUPYHOIIHUH
TPHUILIET, T.€. MEHIETCS CMBICII TPUILIETA
Hampumep, BO3ZHUKHOBEHHE CEPIIOBUIHO -
KJI€TOYHON aHEMUH ‘




2. HOHCEHC-MYTAIUHU - 3TO MyTallMH ITPH KOTOPBIX
3aME€Ha HYKJICOTHAA B TPUILIETE IIPEBPAIIACT €TI0 B
HOHCEHC-TPHUILIET U 0€CCMBICIICHHBINA TPHUILIET.

3. HelTpaJibHAsA MyTallUsl — 3TO MyTallUH, IIPU
KOTOPBIX 3aMEHA HYKJICOTHAA B KOJIOHAX MOXKET U HE
IPUBOAUTH K U3BMEHEHUIO €0 CMbICHA, Onaromaps
BBIPOXKJICHHOCTH TEHETUYECKOTO KOJIA.

T.e. He J1r00as1 reHHAst MyTalUs NPOABJISACTCS B
(peHOTHIIE.



MyTauum co caBUrom pamMku CHYUTbIBaHUS
-pperMIInPTHI

* MyTauum co CABUIOM PAMKM CUUTBIBAHUS (Phpeimumugmot)
MPOUCXOAAT B pPe3yJbTare BCTABKH UJIM MOTEPH
HYKJICOTHAHBIX nap. Myranuu co CABUIOM PAMKH
CYUTHIBAHUS NMPUBOAAT K U3MeHeHH 10 001men aaunbl JJHK
(pa3MepoB reHa), U3MEHEHHUIO YU CJIA AMUHOKMCJIOT U MOJTHOMY
U3MEHECHUIO CTPYKTYPhI OeJika.

* DBOJIIHMOHHOE 3HAYEHHE MYTAIUHA CO CABUIOM CYUTHIBAHUSA
3aKJII0Y2€eTCS B TOM, YTO B pe3yJibTare TAKUX MyTallui
POKIAIOTCSH HOBbIE I'eHbI, MOABJIAKTCH NPUHIUANHAAIBHO
HOBbIE 0€JIKH U HOBbIE IPU3HAKHU.



MyTau,vm cocaBurom pamMKm CYH1MTbiBaHUA
-bpeumMwupmeoi

* MyTanuu co CIBUIOM PaMKH CUYATHIBAHUS
coCTaBIIAIOT ~ 80% OT BCEX F€HHBIX MYyTaIHMH.

* BcTaBKu MHAYE HA3BIBAIOTCS UHCEPUUAMU.
IIpoiecc 0Opa3oBaHus BCTAaBOK HA3LIBACTCS
UHCEPUUOHHBIM MYMAZEHE30M.



5one3Hb Tes-CaKca — WHCEPLMA YETbIDEX OCHOBAHHH, CABAT PaMKH CHHTBIBAHHS

W NPEXIEBPEMERHA TEPMHHALHS
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VI3MEHEHUE PaMKH CHUTBIBAHNA




BcraBka (MHcepuuns) ogHom HykneotugHown napobl (LI-I1) B Tpmnnete 1

NcxopoHasa ctpykTypa pparmeHTa OHK, cootBetcTBytowen MPHK 1 cooTBeTcTByOLLIENO

TpunneTL: K 2 3 4 5 6 7 8
RS AT (7|r|rjufT|T|ufujujuju|r|{A|T|A|T|T|U|F|T|A|A
B 7| A|Alujufr|A|A|r|r|r|r|r|u|T|A|T|A|A|T|U|A|T|T
EEEEIIE A | Y|y r|rjuly|y|ujuju{uju|{r|A]ly|A|lY]Y|u|r|Y|A|A
s cTton
T
r

CtpykTypa myTaHTHOro coparmeHTta [QHK, coorBetcTBytowen MPHK 1 myTaHTHOro

nonunnenTnga

TpunneTsbl 1 2 3 4 5 6 7 8
RS Aju|T]T|r|rju|T|Tjujujujuju|r]A|{T|A]T|T|U]r|T|A]A
Bl 7| r|Alajufu]r|AlAlr|r|rr|rjulT|A|T|A|A|TJU|A|T]T
EEENIIE A (u|v]ly|r(rju|y|y|ujujujulu|r]a|y|A]Y|Y|u]r|Yy|A]A
o Tpn | nen | npo | npo | nne | deH | Ban

B pesynbrate aTON MyTauum U3MEHSIETCS CTPYKTypa Bcero 6enka, nvilb HeKoTopble
aMWUHOKUCIOTHI
(4-51 aMMHOKMCOTa — NPONNH) Cly4YanHo ocTatoTcs Ha cBoeM MecTe. CToM-KoO4oH ncyesaeT u

AnuHa Bcero 6ernka yBeEJTM4YNBaAETCA.



BcTtaBka (MHCepuus) ogHoun HykneotuaHon napel ([-L1) B Tpunnete 6

NcxooHas ctpyktypa pparmeHTta OHK, cootBeTcTBytowen MPHK 1 cooTBeTCcTBYOLLIEITO

(

— K 2 3 4 5 6 7 8
S AT |T|r|r|u|T|7T|ujuuju|u|r|A|T|A|T|T|U|r|T|A|A
L T (A|Alufu|r|A|A|r|r|T U|T|A|T|A[A|T|U|A|T|T
EEE A Y| Y|r|rju]y|y|ujujujuju|r|A]Y|A|y|y|u|r]Y|A|A
wune | rmu | cdeH | npo | apr | Tup | cep | cTon

r

U
CTpykTypa myTaHTHOro coparmeHTta [QHK, cootBeTcTBytowen MPHK n myTaHTHOro nonunentunga
TpUnNneTbl 1 2 3 4 5 6 7 8
R AT |T|r|rju|T|7T|ujulujuju|r|AlT|A|r]|T|T|U|r|T|A]A
LIl T A Aluju|r|AalA|r]r|r|r]r|u|T]A|T|U]A|A|r]ulA|T]T
I A |y v r|rju]y|y|uju|uu]u|r|{a]y|A|r]y|Y|u]r|Y|A]A
une | rmm | ¢peH | npo | apr | cTon

B pesynbkrate aTol MyTaumm NosIBASIETCA CTOMN-KOAOH: CUHTE3 Bernka npekpatlliaercs




Tlonnoe usmenenue cmpykmypbl 2eHa u
coomeemcmayruieco benka

* B pe3syabTrare eIMHUYHONA MYTAIUU CO CABUTOM PaMKH
CYMTHLIBAHUS (HAIPUMEP, BCTABKHU HYKJICOTHIHOM MapPbI)
U3MEHSIETCH CTPYKTYPa BCEro reHa u Bcero 0eJika.

e JIMmib HEKOTOPbIe AMUHOKHCJIOThI COBEPIIEHHO CJOYYaiHO
OCTAIOTCS HA CBOEM MeCTe.

* U3MmeHeHHE CTPYKTYPbI FeHA MOXKET MPUBOAUTH K
UCYE3HOBEHUIO HJIM HA000POT MOSIBJIEHUIO CTON-KOOHOB, U
TOIIAa M3MEHSAeTCH JJUHA BCero 0eska .



[ToTeps (akcumnsuns) ogHom HykreotuaHon napeol (I-L1) B Tpunnete 2

NcxopoHas ctpykTypa pparmeHTa OHK, cootBetcTBytowen MPHK 1 cooTBeTcTByoLLEro

TpunneTsbl | 2 3 4 6 7 8

1

I AT (T rrju]T|T|ujujujufu|r|A[T]A|T|T|U|r|T|A|A
L T A Ajufulr|Ala|r|r|r|r|rju]T AlA|r|u|A|T|T
EEOEEIE A Y |y r|rju]y|y|u|ufujuju|r|A]ly|A|Y|Y|u|r]Y]|A|A

nne mu | ¢peH | npo | apr | Tup | cep | cTon

>
-

(=T o

-
U

CTpykTypa myTtaHTHOro oparmeHTta [JHK, coorBetcTBytowen MPHK n myTaHTHOro nonunentunga
TpUnNneTbl 1 2 3 4 5 6 7

T AT (T r|u|T]T|ujujulujufr|A|T|A|T|T|U|r|T]|A|A
L T A|Alu|r[AJA|r|r|r|r|rju|T|A|T|A|A|T|U|A]T|T
BRI A Y Y| rjuly]y|ujujulujulr|{A|Y]Aa|Y|Y]u|r|Y]A]A
e une | ana | cep | npo | acn | une | apr

B pe3ynbraTte aToM MyTauumnm U3MEHSETCA CTPYKTypa Bcero 6enka, nuilib HEKOTOpbIe
aMWHOKNCNOTbI

(4-9 aMMHOKMCNOTa — NPOSINH) CIlydanHO OCTarTCa Ha cBoeM MecTte. CTon-KOA4OoH ncyesaeT n

AnvHa Bcero benka yBEeIIM4nBaeTCA.



llocaencTBus NOTEPh HYKICOTUAHBIX TIAP

IloTepn HYKJICOTHAHBIX AP MOT'YT IPUBOAUTH K MOJHOMY
U3MEHEHHUIO CTPYKTYPbI F€eHA U COOTBETCTBYIONIET0 OeJIKa.

Mykoshcungos AFI08 — Aeneuns TPEX OCHOBAHHA
504 : 50 1 506 ; 507 : 508 ; 509 ; 910 o1 |
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* Mukpoaejgenuu — 3T0 MyTallMi, CBA3aHHbIE
C YTPaTON HECKOJbKHMX HYKJICOTHIHBIX Iap.

e Mukpoaejgenum MOIyT IPUBOAUTH K CAMBIM
Pa3HO00pPAa3HBIM MOCJIEACTBUSIM:
U3MEHEHHUIO IEPBUYHON CTPYKTYPhI 0esIKa,
IOSIBJIEHHMIO CTOI-KOJAOHOB UJIU, HA000POT, K
3aMeHe CTOI-KOAOHOB HA CMbICJIOBbIE
KOJAOHBI U YBEJIHYCHUIO JJIMHBI OeJIKa.



MNoTeps (MMKpoaeneumsi) HECKONbKUX HYKNEOTUAHbIX nap

NcxopoHas ctpykTypa pparmeHTa OHK, cootBetcTBytowen MPHK n cooTBeTcTByoLLErO

TpunneTsbl | 1 2 3 4 5 6 7 8
N AT T|r|r|uft]T|ufujujufujr|AlT{A|T|T{Ur]|T|A
RS CI T Al Alujulr|AlAlr|r|r{r|rju| T|A|T|A[A|T|U[A]T
BT A\ Y| v(r|r(uly|y{ujulujufulr{Aly|[A]y|Y|u|r|Yy|A
wune | mu | ¢heH | npo | apr | TMp | cep | cTon
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CtpykTypa myTaHTHOro coparmeHta [JHK, coorBetcTBytowen MPHK n myTaHTHOro
fomdpei™vAa | 4 2 3 4 5 6
xopoHL1 IHK AlT|T|r|rju|T|r|AlT|A|T|T|U/T|T|AlA
cECLLESRILIeE T  A(AJU( U TJA|{U| TJA| T|{AJA|T|UJA[(T|T
kogoHbl MPHK AlY|IYIT(TIWY|IT|IALY|A|YIYIUT]Y AA
AMWHOKUNCIOThbI
e wne | rmm | cton

B pesynbraTte aTon MyTauumn NosiBNSETCs CTOM-KOAOH: CMHTE3 Benka npekpallaeTcs




* Ecim MUKpoOaesIenu CBA3aHbI ¢ MOTepPe Tpex
(mecTH, AeBSATH...) HYKJICOTHIHBIX AP, TO CABHUIA
PAMKHU CYUTHIBAHUS HE IPOUCXOAUT.

e U3 0esika HCKIIOYAIOTCA JUIIL OTAEJbHBIE
AMHUHOKHCJIOTHI.

 Eciim yrpaueHHble AMMHOKHUCJIOTHI HE OKA3bIBAKOT
00JILIIOI0 BJMAHUA HA TPETHYHYIO U
YeTBEPTUYHYIO CTPYKTYPY 0eJIKa, TO 0eJI0K-
(bepMEeHT MOXKeT COXPAHUTH CBOK) AKTUBHOCTD.



Mukpogeneumn Tpex (LIecTn, OeBATU...) HYKNeoTUOHbIX nap

NcxogHaa ctpyktypa oparmenTa HK, cootetcTBytowen MPHK n cootBeTcTBYHOLLEIO

TpunneTobl 1 2 3 4 5 6 7 8
R AT (T r|rjufT|T|ujujujufujr]AlT|A|T|T|U/F|T|A]A
i T A[A ujur|AlA[r|r|r|r|rju|T[A|T|A[A|T|U|A|T|T
I A Y| Y rrjuly|y|ujujujulur|AlY|A|Y|[Y|u[r]Y|AlA
wne |l rnu | cbeH | npo | apr | TMp | cep | cTon
riru I\
upugr LUITIA

CTpykTypa myTtaHTHOro coparmeHTta [JHK, coorBeTcTBytowen MPHK n myTaHTHOro nonunentuaa

‘TpMnneTbl | 1 2 3 5 7 8
kopoHbl AHK AT TIT(TILU W UWUAT|ITIL T(AlA
aHTukopoHel AHK EWNWAFAF-ARNEINENENLNE) ATIT

vomon wPHK AR AR I T S R R A L R R

o o une || cbeH | npo | ruc | cep | cTon

benka
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>
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MpouncxoauT NoTepst O4HOM aMUHOKUCIIOThI UM 3aMeHa BYX aMUHOKUCIIOT Ha oaHy. B
ocTanbHOM CTPyKTypa Genka coxpaHsieTcs.




DKCNaHCUA TPUHYKNEOTUAHbIX
NOBTOPOB

[1og akcnaHcmen JHK noHnmatot
YBENMUYEHMeE Ymncna Konmm KOpoTKUX

NOBTOPAIOLLNXCS
nocrieqoBaTeribHOCTEN

HYKIMEOTMOO0B BHYTPU KJlacTepa npu

nepepaye reHeTn4eCcKon MHpopmalnmn
oT

POOAUTENEN MOTOMKaM.



DKCNaHCUA TPUHYKNEOTUAHbIX

MOBTOPOB

[TOBTOP YaCTO COCTOUT N3 TPEX HYKNEeOoTUA OB,
Hanpumep LIAT vnum LILLT, n
NOBTOPAIOLWMNCA YHACTOK BbIMMAOUT KaK

J,AFLI,AFLI,AF LA i LU L L r ...

LI,

|OCKOJbKY reH nepegaeTtcsa U3 NoKoreHnsa B

NOKONeHne, Konn4ecTBO NOBTOPOB MOXET
yBenmymBaTbCs (noaBepraTbCS
3KcnaHcun).




DKCNaHCUA TPUHYKNEOTUAHbIX

MOBTOPOB

YBennyeHue ymcna TPUNHYKINEOTUOHbIX
NMNOBTOPOB BbI3bIBAOT TAKUE 3aboneBaHus
KakK

CUHAOPOM NOMKOU X-XPOMOCOMBI,
MwnoToHn4eckasa guctpodus,
b6onesHb [eHTUHITOHA

aTtakcusa Ppugpenxa.




IlocaencTBus MmyTanum

1. Eciu MmyTanust co CIBUTOM paMKH WJIM HOHCEHC-MYTAaIlUs PACIoioKeHa B S
— 00J1acTH reHa ( T.€. OJIMKE K €ro Hayajy), OHa COMPOBOXKIAETCSI OTCYTCTBUEM
CUHTE3a KaKoro-Jnoo (yHKIMOHAILHO 3HAYUMOTO MOJUIICHTHIa U HOJHOM
MOTEepEl aKTUBHOCTHU O€JIKa — TaK Ha3blBa€MbIC H)esble mymayuu. Takue
MYTAIUX YaCTO JIETAJIbHBI WJIM MIPUBOST K TSKEIBIM 3a00JICBAHUSIM.
Hanpumep, arakcus Te€IeaHTUIKTa3US.

2. MyTaiuu MOryT IMIPOUCXOAUTh HE B COOCTBEHHO KOJUPYIOIINX 00JIacTIX
I€Ha, & Ha CAMOM CTBIKE S3K30HOB U HHTPOHOB — B CalTax CIJIAMCUHTA —
cniaucurneosvie mymayuu. IIpUBOAAT K 3HAYUTEILHBIM HAPYIICHUSIM
CTPYKTYpHI O€JKa.

3. MyTanuu MOTYT 3aTparuBarh PEryISITOPHBIC YUYACTKH I'€Ha, KOTOPbIE
NPUBOAAT K UBMEHEHHIO SKCIIPECCHUU TeHa. Takue pezyriamopnvie mymayuu
OOBIYHO COMPOBOXKAAIOTCSA HE HAPYIICHUSIMU CTPYKTYPbI WK (PYHKIIUH O€JIKa,
a KOJIMYECTBCHHBIMUA U3MEHCHUSIMU COACPKAHUS OesKa.



[locnegcTemna myTtaunm

* [laTOnornyeckoe gencrtene myTtauun
pa3HbIX FeHOB peanni3yeTcd Ha pa3sHbIX
cTagunax passutug.

* MyTauuun, 3atparneatoLme reHsoi,
KogupytoLime pasrnnyHble PepMeHTHI,
peanunayloTcs B Buae 3abornesaHnin B
TeYeHne NepBoro roga Xn3Hu.

* MyTauum reHoB, NPOAYKTbl KOTOPbIX
MOaNPULUMPYIOT PYHKLKUIO DenKkoB
(TpaHcnopTHbIE Benku, benku
npoLeccuHra u np.), NPoABNATCA Y
B3POCIbIX NMOOEWN.



[locnegcTemna myTtaunm

« MyTaLum reHoB peLLenTopPOB MNPOSIBNSAOTCA
B Mepmnoz nosioBoro co3peBaHus.

* MyTauum reHoB, KOgMPYOLLINX
TPAHCKPUMLUMNOHHbIE (PAKTOPbI — SSAEPHbIE
perynatopHble 6enkn, oTBETCTBEHHbIE 3a
perynaumo akTUBHOCTM MHOIMX FEHOB
nepuoa paHHEero oOHToreHesa, peanmayoTcs
NPEUMYLLECTBEHHO BO BHYTPUYTPOOHOM
nepuoae, Bbi3biBas TsKemNble ypoacTea u
MHOYUUpPYS npepbiBaHne bepemMeHHoCTU. T.
€., UMEHHO reHbl pakToOpPOB TPAHCKPUML NN
BHOCAT OCODEeHHO OonbLou BKNag B
NaTosiornto BHyTPNYTPOOHOIo pa3BuUTUS
yenoBeka.



* 3HaHUE MEXaHU3MOB

aTOJOTHYECKUX 3(pPexToB
MyTalii SBIISIETCS HEOOXOAUMBIM
YCIIOBUEM JJIsI pa3paOOTKM HOBBIX
A(PPEKTUBHBIX METOAOB JICYCHMS
HACJIEICTBEHHEIX O0JIE3HEN.



HomeHknaTypa myTaumin

[ns obo3HayeHns MmyTauun UCNONb3YyoT
obLenpuHATLIE abbpeBunaTtypbl. Hanpumep,
Hanbonee pacrnpocTpaHEHHYO MyTaLuIo,
BbI3blBaloLLy0 MyKOBUCLUMA03, HAa3biBakOT 0f508.
CumBOnN «O» COOTBETCTBYET Aeneuunn, f—
doeHunanaHnHy, a Homep 508 yKkasbiBaeT Ha
MeCTOHaxoXOdeHne B KoanpyoLlen
nocrnenoBaTenbHOCTU reHa CFTR, B KOTOPOM U
npoucxoauTt mytauumsa. ['lpun axoHgponnasuu
abbpesunarypa G380R 03Ha4YaeT 3aMeHy
aMUHOKMCNOTLI HoMep 380 rmuuuHa (G)
aprmHnMHom (R) B reHe FGFR3.



