NMATOD®U3NOIOI A
HACIEOCTBEHHOCTW

[eHeTMKa CTaHOBUTCSA LieHTparbHOW HayKowu B MeguLuHe.

[eHeTuKa usy4yaet 3a0poBbLe N 605fIe3Hb HA CAMOM TOHKOM
YPOBHEe — YPOBHE HOCUTESIAA reHeTUu4YeCcKon nHpopmaumm —
monekyne OHK.

NMpobnema HacneacTBeHHbIX 3aboneBaHUN ABNAETCA OOHOU U3
aKTyanbHbIX. HacneacTtBeHHOCTb onpeAenseT YpoBeHb
340pOBbS, 3a60neBaeMoCTU U CMEPTHOCTU B YeNTI0OBEe4YECKOM
nonynsuuu, NpMcnocoonsaemMocTb U TPYAOCNOCOOHOCTbL
yenoBekKa.



HacnedcmeeHHOCMb — 3TO CMNOCOOHOCTbL OpraHuM3ama
nepepaBaTb Mopdornoruyeckue, OUOXUMUYECKNEe WU
dyHKLUMOHaNbHbIE NPU3HaKU CBOUM MOTOMKaM.




HacneacTtBeHHOCTL 0bnagaeT 2 CBOMCTBAMM:
1. KOHCepBaTU3M WM CTaOUNBLHOCTL
reHeTU4YeCcKoro annapara.

OcHoBa cTabuUrnbHOCTU reHoMa:

a) HAybnmpoBaHHOCTb €ro CTPYKTYPHbIX
9JfIEMEHTOB

b) MaTtpuyHbIn NpUHUKMN BUOCHMHTE3A

c) CnocobHOCTb K penapaunm

d) Perynauna reHHoOM akTUBHOCTWU

2. M3MEHUYUBOCTb — rapaHTUpyeT
opraHu3my HeobxoanMYyto
npmMcnocobnsemocTb K YCITOBUSIM

CYLLIECTBOBaHMA.
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|.Orcraowan uens, 2. Jluanpyrowas uens, 3.m 8. AHK-nonumepaza, 4. JHK-nuraza, 5. PHK-npaimep, 6. HK-npaimaza,
7. ©®parment Oxazaku, 9. Xenuxaaa, 10. Ogronnreswie [JlHK-car3misaowme gomensl, 1 1. Tononzomepaza.
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Puc. 2. HeonpegeneHHaAa M3IMEHUMNBOCTD
GoboBHX pacTeHUR

il B
=3 tg
Ay

1765 r. 1858 r. 1887 r.

J
i) A
S

Puc. 1. NocteneHHoe HapacTaHue NpM3HaKkoB NopoAbl:
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KomBuHaTMBHaa U3SMEHUYNBOCTb POroB Y KOCYnn.



HacnepncrtBeHHbIe NaTonornm



M!TaLIMM —3J3TO USMEHEeHUA reHomMma, KoTopbie NpnBoaAaT K yBeJIN4EeHUI0 UIn
YMEeHbLEeHUNI KonmnyectBea reHetTn4eckoro matepuana, K USBmeHeHuro
HYKrneoTnaoB N ux nocrienoBatesibHOCTM. OpraHM3Mbl C TaKnmm

N3IMEeHeHUNAMUN Ha3bIBalOT MyTaHTaMMW. q)aKTOpbl, Bbi3biBalOWne MyTaLnn,
Ha3biBalOT MyTareHamMm.



Buabl myTauumm:
1. o aTuonoruu pasnuyaroT

MyTaLUn:
CnoHTaHHbIe,
UHaoyumpoBaHHbIe.

vy




CNOHTaHHLIMM __ (MU eCTEeCTBEHHbLIMX) Ha3bIBaAKT
MyTauuu, BO3HUKLLME CaMONPON3BOSIbHO Noa BrIUSSHUEM
€CTeCTBEeHHbIX YCIIOBMN BHELLHEU U BHYTPEHHEU cpeabl.
NMpnynHbLI:

1. EcTecTBeHHbIN (OH paguauum — KOCMMUYECKoe
U3riyyeHue, -u3nydeHme 3eMHOro Lwapa, 34aHum,
paauoakTuBHbIX usotonoB (K-40, KOTOpbIX NOCTYyNaeT C
pacTuTernbHbIMU MNPOAYKTaMU NUTaAHUA; yrnepopa-14,
pagoH U NPoAyKThbl ero pacnaga).

2. QHOOreHHble XMMUYecKne MyTareHbl (oOpasyroTcsa B
opraHuame B npouecce oOMeHa BeLwecTB) — 3TO
nepekucu n ceodoaHbIe pagukanbl (ayTOMyTareHbil).

3. Bo3pacTt. OCOGEHHO Yy MYX4YMH — Yy HUX C BO3pPaACTOM
HaKannmMBarTCA reHHble MyTauuu B NONIOBbIX KrneTkax. Y
XXEHLWMWH 3aBUCUMOCTb YacCTOTbl FeHHbIX MyTauuu OT
BO3pacTa He OTMe4YeHa, HO BbifiBfieHa 4YeTKas CBfi3b
Bo3pacta Matepy C  4acTOTOM  XPOMOCOMHbIX




MHQ!QMQOBaHHbIe MyTaumn — 3TO MyTauuun, Bbi3BaHHbI€e cChneuvnaribHbIMU
HanpaBJieHHbIMUA BO34eUCTBUAMMU — (*)M3I/I‘-IeCKMMI/I, XMMN4YeCKMmMmun n

OMonorn4yecKMMu myTtareHamm.

Pusnyeckne myrtareHol. Ha 1-om mMecte — MoHusunpyrwaa pagmauma m YP-oe
nsny4vyeHme. OcCo6eHHOCTb UOHU3UPYIOLLErO U3NTYYEeHUSA — MOXeT MHAYLUMPOBaTb
MyTauMn B HU3KUX O03aX, He BbI3bIiBalOLWMUX JSIy4eBOro nopaxeHus. Ecnm posa
obny4yeHunsa Bo3pactaet go 1 p, To yactora mytauuun yasamBaeTtcs. Hanpumep,
YyerioBek Npu PeHTreHOCKONUU B 3aBUCUMOCTU OT ANINTENbHOCTU UCCrieaoBaHUA
MOXEeT NoJyuYnTb A03Yy 00ny4YeHus Ao 10 peHTreH).

XuMnyeckme MyTareHbl. TO MOryT ObITb KUCHIOTbI, CIUPTbI, CONMU, TAXenble
MeTannbl U ap. XuMnyecKkme MyTtareHbl cogepxarcsa B Bo3gyxe (cepoBoaopoga,
MbILWbAK, MepKanTtaH, Xpom, (pTop, CBUHeU MU Ap.), no4yBe (necTuumabl U Ap.
XUMUKaTbl), BoAe W nNuUWeBbIX MpoAaykKTax, B nekapcrtBax. CunbHenWwWum
MyTareHoM SIBNSieTCA KOHAEHCAaT CUrapeTHoro AbiMa (coaepXuT OeH3nUpeH),
KOHOEeHcaT pAbiMa U MNOBEPXHOCTHaAA <KOpoOYKa>, obpasywwueca npu
oGxxapuBaHuu pbIObLI U rOBAAUHbI (CoaepXaTt nuponusaTbl TpuntodaHa).
OCc00EeHHOCTb AeNCTBUA XUMNYECKUX MY TareHoB:

1. 3aBucumocTtb 3cpcpekTa OoT AO03bl (YeM Bblille Ao03a MyTareHa, TeM CUnbHee
MyTareHHbIn 3 eKT).

2. 3aBucumoctb 3chcdhekTta OT cTaauMM KIeTovyHoro uumkna (Hauwbonee
yyBCcTBUTENnbHa ctagua cuHte3sa [HK).

buonornyeckme wmyTtareHbl. bakTepuaribHbleé TOKCUHbI, BUPYCbl (BUPYChbI
repneca, renatuta, anMaeMmyeckKoro naportuta v Aap.). Y XeHWuUH BUPYCHbIE
MHEKUMN MOryT NnpoBOLUPOBaATL CMOHTaAHHbIe abopTbl, NPU 3TOM B KIeTKax



[1o TUNY KNeToK, B KOTOPbIX BO3HUKINA MyTaLUA:
ComaTunyeckue - myTaumm B COMaTU4YECKOM KIeTKe.
ComaTn4yeckme mytaumm HOCAT CNyYanHbIN XapakKTep,
MOryT BO3HMKaTb Ha NOOOU cTaanUn pa3BUTUSA, HAYMHASA C
3urotbl. [1o HacneacTBy He nepeparoTca. MyTaHTHbIMU
oyaeT YyacTb Knetok. BosaHuKaeT Mo3anumsm (HenonHas
cdopma 6one3Hum)

lNonoBble — ecnu MmyTauusa NPOUCXoauUT B NOSIOBOU KNeTKe
(reHepaTMBHaA MmyTauusa), TO ee NnocnencTBus
CKa3bIBalOTCA Ha cyabbe NOTOMCTBA U CriyXaT NMPUYNHOU
HacneacTBeHHbIX 3aboneBaHun. MyTaHTHbIMU OyayT BCe
KNeTKn notomctBa. Bo3HukaeT nonHasa popma 6onesHum.

B 3aBUCMMOCTHY OT pa3MepoB NOoBpeXAEeHUA MyTaLUK
AenATCA Ha:

[@eHOMHbIe —MUCIEeHHble XPOMOCOMHbIe abeppauuu
XpOMOCOMHbLIE — CTPYKTYPHbIe XPOMOCOMHbIe abeppauunmu
[eHHble — 3MeHeHUsA B OTAEeNbHbIX FreHax.







['eHOMHbIe MYTaLH
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C M3MeHeHHeM YH(/Ia I'eHOMOB

1) I'arutonaun
2) Ilo/martonma*

C BMeHeHHeM YHc/Ia
0TA¢/IbHBIX XpP OMOCOM —

aH3 YTUTOM/[se

1) MoHocoMHH 21 -1

2) Tpucomuun  2n +1

3) Mo/micoMuu 2n + 3 U Ap.

CbanaHcHp OBaHHad
2n +2n

Hecbanad -
pOBaHHas

2n +n

[o

dyTOCOMaM

[0 nonoBEIM
Xp OMOCOMaM




XpoMocOMHbIe 60s1e3HU

Cpedu HOBOPOXKOEHHbIX Yacmoma XpPOMOCOMHOU namoJsio2uu cocmaaeJsisiem
0,6 — 1,0%, a cpedu abopmycoe — 70%. Amo 2080puUMmM 0 8bICOKOLU
JiemaJsibHocmu 10008 ¢ XpOMOCOMHOU namoJsioauedl.

Knaccudgbukeayusi xpoMOCOMHbIx 60s1e3Hel:

A. llo muny Knemok, 8 KomopbIX npou3sowJsia Mymauusi.

- lNontHasi hopma xpoMoCcoMHOU 60s1e3HU 803HUKarOM 8 pe3yJibmame
2€HOMHbIX UJ1U XPOMOCOMHbLIX Mymauuu e nosioebIxX Kriemkax podumeriedl.
Bo3Hukwasi xpoMocoMHasi aHoMasiusi 6ydem ebisiesiimbCsl 80 8CeX K/ilemKax
nomomMcmea. 3mo e03HUKaem rnpu HapyuweHuUuU co3pesaHusi 2amem u npu
HapyuweHuuU orns1000meopeHuUsi.

- HenonHasi hopma xpomMocomMHoU 60s1e3HU (MO3auyu3mM) 03HUKarom, ecsiu
Mymauus npoucxodum 80 epeMsi nepeabix desieHull 3uzomabi U M.0. Ha j1robou
cmaduu pazsumus. Popmupyemcsi op2aHU3M, Yacmb KJIeMOK KOmMOopo20
umMeem HOpMaJsibHbIU XPOMOCOMHbIU Habop, Opy2asi — USMEeHeHHbIU. dmu
Mymauyuu coMamu4ecKo20 MpPouUCX0XXOeHUS.

b. Mo nokonerHuro, 20e ecmb Mymauusi.

- cnopadu4eckue — 8 95%

- HacnedyeMsble.- 0O4eHb pPedKo, 8 5% criy4yaes, Npu Hasu4uu y pooumerneu
cbanaHcupoeaHHOU mpaHCIoKayuu.

B. lNlo muny mymauuu.

K 803HUKHOBEHUIO XPOMOCOMHbIX 60s1e3Hell Mo2ym npueodums criedyroujue
Mymauuu:



lMonunnoudusi — ecmpedyaemcs y abopmycoes,
rnsoo He)xu3HecrnocobeH. Popmupyromcsi rnpu
HapyuweHuUuU co3pesaHusi 2aMmem U HapyuweHuu
0rns1000MeOopPEeHUs.

lMpu HapyweHuUU orny1I000MeEOPEHUsT MOXXem
803HUKHYMb:

- du2eHusi —ornsiooomeopeHue ounyIoudHou
silyeKknemku 2ansiouoHbIM criepmMamo30U0oOM
- duaHopusi — obpamHbIl eapuaHmM

- ducnepmusi — ornsio0omeopeHue 2ansiouoHou
siduyeKsniemku odsymMms criepmMamo3oudamu.
JuzeHusi, duaHOpusi, ducnepmusi sedem K
obpa3oeaHuro mpurniouoa.

AHeynioudus — pazeuearomcsi CUHOPOMbI,
cesi3aHHbIe C USMEHEeHUsIMU 4YucJsia aymocoM usu
rMoJsi08bIX XPOMOCOM



NMonunnouama

AunnouaHasa poXb

TeTpannougHas poxXb

MNonunnonana — KpaTHoe rannougHomy
Habopy (n=23) yBenuyeHune oOLWero 4ucna
XpomocoMm. B Hopme comaTuyeckue KNneTKu
opraHuamMa SBIAKTCA AUNNIONAOHbIMU, T.e.
cogepxat 2n (46) XpoOMOCOM (NONoBble KIeTKU
— rannougHbie). MonunnougHblie KNeTkn MoryTt
MMEeTb KONMMYeCTBO XPOMOCOM 3n -Tpunnoua, 4n
-TeTpannoua, n T.4. Y yenoseka nonunnonaus
AWarHoCTUpyeTCs TOMNMbKO y abopTycos, nnopa ¢
TaKoMu NaTosiormnen HeXxn3HecnocobeH.

Ktmm CNOCOGOM NOTYEHHA NOMNNOHA0B SEMIETCSH

7. Monunnoudus

Gmmmw

PACTEHAS, Y KOTOPGIX MPOK30WND
YBENMHEHNE XPOMOCOMHOIO

Habopa, KpaTHoR rannoNaHOMY, Y ‘
pacTerwA nanunnowas obnagair
GonbueR MAccod BerETATBHbIX |
Oprasos, WMeKT Bonee KpynHLe

N0/l M CEMEH.

™ 3
PP Y

ECTRCTBEHHE NOMMANONS! ~
NILEHKLLA, KAPTODENs i Ap.,
ESIBE/IEHbI COPTE NOAMNOWIHOR
rPesin, CaxapHOR CBEKNs.




MoHocoOMMA — HasiM4yme B reHotTurie BCero O.D,HOI\/'I
n3 napbl rOMoJiorM4HbIX XpoMOCOM.

MoHOCOMMSA MO NMOJZIOBOM XPOMOCOME -
cnHaApoM LllepeweBckoro —lepHepa

(reHoTun X0, NMNosa — >XeHCKUn).
NMonynsumoHHasa 4acTtoTa
1:3000 HOBOpPOXXAEHHbIX.

PebeHok c cMHapoMoM
LLlepewieBckoro-TepHepa

AHeynnounauvsa - usmMeHeHue (yMeHbLUeHue UNu yBernnyeHue)
yucna otaesibHbIX XPOMOCOM (3TO MOHOCOMMSA -1 XpOMOCOMa,
Tpucommus +1 XpoMoCOMa, TeTpacoMUsA, NeHTacomMus 1 T.4.).
JT0O Haumbonee pacnpocTpaHeHHasA naTosiorusa cpeau
XPOMOCOMHbIX O0ne3Heun.




N3meHeHUns CTPYKTYPblI XPOMOCOM.

OCHOBHbIM 3BEHOM naTtoreHesa XPOMOCOMHbIX
3aboneBaHnn aABnseTcA HecbanaHCMPOBAHHOCTbL reHOTUNa
B pe3yfikTate reHOMHbIX U XPOMOCOMHbIX MyTauWuWU, YTO
NPOSABNAETCA:

q BHYTPUyTPOOHOM rmMbenbo 3IMOPMOHOB U NIIOAOB,

q pa3BuUTUEM cneunpuyeckmnx CUHOPOMOB,
NPOSABNAIOLWMNXCS HapyLweHnamm dnsnyeckoro n
NCUXNYECKOro 340pPOBbA.

ansa XPOMOCOMHbBIX OonesHeun XapaKTtepHa
MHOXeCTBeHHOCTb nopaxeHua —-MBI1P:

yepenHo-nuueBble agucmopdum,

BPOXAEHHbIe NMOPOKU Pa3BUTUA BHYTPEHHUX U HAPYXHbIX
OpraHos,

yMCTBeHHas U (pusanyeckasi oTCTanocCTb.

HapyLleHue NnonoBoro pa3BnuTus, becnnogme.

HapyweHune pyHKUMN HepPBHOU U SIHOOKPUHHOU CUCTEM.
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HopmanuHan

Xpomocoma Oynnukauuva UHBepcus %Tpancnoxauua




XPOMOCOMHbIE MyTauuu — MPOABMAAKTCA U3MEHEHUAMU CTPYKTYpbI
XPOMOCOM (YUCIFI0O XPOMOCOM HOpManbHoe). 3a cyeT Yyero? — 3a cyet
pa3pbiBa XPOMOCOMHOMN HUTU B O4HOM UIN HECKOJIbKUX MecTax. Buabl
CTPYKTYPHbIX XPOMOCOMHbIX NepecTpoek:

- [Heneumsa — BbiNnageHUe yyacTka XpOMOCOMbI,

- TpaHcrnokauusa - OoOMeH cermMeHTamMu Mexay HeroMosrorM4HbiMu
XpomMocomamu,

- WHBepcusa — noBOPOT yyacTKa XpoMOCOMbI Ha 180 rpagycos,

- Oynnukauusa — yaBoeHUue oTaenbHbIX y4aCTKOB XPOMOCOM.

u T.4. (MHCepuusi, M3O0XPOMOCOMA, AULEHTPUYECKas XPOMOCOMaA,
KonbLeBas XpPOMOCOMA, MU3oAMUUEHTpUYecKass XpomMocoma). IATuU
MyTauuMM He HacrieQyrTcs, nepegadya BO3MOXHA TONMbKO B criy4vae
cbanaHcUpoBaHHOM TPaHCNOKaLUW.

XpPOMOCOMHbIe MyTauuu MNPUBOAAT K BO3HUKHOBEHUIO pPa3fIMYHbIX
aHOManumn pa3BUTUA N XPOMOCOMHbIX Oone3Hen.

[eHHble (MU ToYeuHble) MyTauuum onpenensarTcd U3MEHEeHUsMU B
CTPYKTYype reHa.

MyTauum TpaHCKPpUOMpPYEeMbIX Y4YacTKOB MNPUBOAAT K CUHTe3y
aHOManbHoOro ©Oenka, MyTauuMm HeTpPaHCKPMOMpyembixX obrnacteu
NPUBOAAT K CHUXKEHUIO CKOPOCTU CUHTE3a bernkKa.

BO3HUKHOBEHMNE reHHbIX MyTauuu BO3MOXHO B pe3ynbraTte OwwuboK
pennukauuu (ypBOEHMA) n penapauuu (BoccTaHOBNEHUA

o o w5 BB



[lo  xapakTepy BAUAHUA MYTAHTHOrO reHa Ha
dopmMMpoBaHMe NpuU3HaKa:

- JOMWHaHTHbIE — eCNU MYTaHTHbIN reH nNposABnAaeT
cebsl U B retTepo3UroTHOM COCTOSAHUM.

- PeueccuBHble — eCrniu MyTaHTHbIN reH NposBnseT
cebsl TONbKO B rOMO3UIOTHOM COCTOSIHUMN.

[lo ncxoay pasnunyaroT MytTaumum:

- JleTanbHbIE,

- HeneTanbHble.

JleTanbHOCTb MOXET NMPOSABNATLCA Ha YPOBHE ramer,
3Urot, 3MOPMOHOB, MNNOAOB, MNOCNe pPOXAEHUA.

Hanbonee BbipaXeHHOM Yy 4erioBeKa SABISeTCH

reTanbHOCTb Ha YPOBHE 3UroT. 60% 3uUrot norubaer
Ao UMMNIaHTauumm, T.C. Ao KITMHNYECKHN

pernctpmpyemMoun 6epemMeHHOCTM.




caxap
nesoxkcupubosa

OCHOBHan napa

aaAcSHUWH
a3oTHMNCThLIe
OoCHOBaAaHM1A
TVIMWH
ryaHuH
2.0 HMm
UMNTO3IUH

OuHamunyeckme MytTaumm (Mnv mytauum aKCnNaHcuMmn) — B Ha4ane 90-X Ir. y YenoBeka
Obln 3aperncTpupoBaH 3TOT TUN MyTaLUN, KOTOPbIA HE BCTPeYaeTcs Y XKUBOTHbIX.
CyTb MyTaumMm 3TOro TUNA 3aKMK4YaeTcs B HapacTtaHuM (3KCnaHCuUU) 4ucna
TPUNNETHbIX MOBTOPOB, PaCMONIOXEHHbIX B PEryrfaTOpHON WUIIU KOAUPYHOLEN
yactn reHa. Hambonee wu3BeCcTHbLIMM MNOBTOpPaMu, NPUBOASILLIMMM K PasBUTUIO
HacneacTBEHHOW MaTosiorMu, SABIIAKOTCA MOBTOPbI: LIMTO3UH-TyaHUH-ryaHUH ©
LinTo3anH-aneHUH-ryaHuH. YBenu4yeHue ymcna gaHHbIX NOBTOPOB (OT 5-40 B HOpMe
Ao 90-200) NpUBOAUT K PasBUTUIO TAXENbIX HEBPONOrnyeckux OGonesHen (3To
MWOTOHUNYECKUe ANCTPOodn, CUHAPOM NNOMKOU X-XpPOMOCOMBbI U Ap.).




«Ljapckasi 60s51e3Hb»
o

e bonesHb KpoBK, cTasLlasa
MPUYNHON paHHEN cCMepTU
MHOIMMX HacnegHKoB
npaBALnX AgUHACTUN
BenunkobputaHuu,
'epmMmaHun, MlcnaHmm un
Poccuun, pacnpocTtpaHanach
cpegun NoTOMKOB
OpuTtaHckon Koponessl
Bukrtopun, y kotopon,
BUOAMMO, N MpousoLuna
MyTauunda reHa. bonesHb
EBPONencKmnx MoOHapxoB —
remodununa.

Knaccudumkauma HacneacTBeHHbIX
oone3Heu



Mpexae yem roBOpuUThb o Knaccugukauuu
HacsieOCmMeeHHbIX 3abosiegaHuUl HYXHO NOAYEPKHYTb,

YyTO, HapsAnQy C  HacneacTBeHHbIMU  Oorne3HsAMM,
CYWeCTBYHOT ewe WU BpoOXAOeHHble 3aboneBaHwus,
ceMeunHble N crnopaguyeckue 3aboneBaHus.
BpoxaeHHbIMU ABRAIOTCA OONie3HN, C KOTOPbIMU pebeHOoK
NOABIISETCH Ha CBET, OHU MOTyT ObITb HacrleACTBEHHbLIMU
U HeHacrneacTBeHHbIMU. HacTb U3 HUX BO3HUKAET Cyryoo
nog aencreuem (pakTopoB BHELWHEN cpeabl HA OPraHU3m
OepeMeHHOM XeHWMUHblI M nnoga - TepaToreHHoe
AeucTBUue (3TO NneKapCcTBeHHble npenapaTtbl U BpeAHble
XUMUYECKUEe BellecTBa, WOHU3MpPYHOLLee WUu3ry4vyeHue,
UHeKuusa u ap.).

CemeUHble 0OOMe3HM - MOryT BO3HUKaTb Yy BCeX WU
HECKOJIbKMX YJIeHOB CeMbMW, HO 3TO MOXeT ObITb
obycrnoBneHo He reHeTun4deckum cakTtopoMm, a oblien
cpeoon XXWU3HMW, YyCnoBusAMM ObiTa, NMUTaHUA U T.A.
(HanpumMmep, ceMbs LLIAXTEpPOB, CeMbA royilyoesoaoB u T.4.)




Knaccudukaumsa HacneacTtBeHHbIX bone3Hen

[eHHble 6one3Hu
MynbsTtudakropuanbHblie 3aboneBaHus
(bone3Hu ¢ HacneaACcTBEHHbIM
npegpacnorioXXxeHuem)
XpOMOCOMHbIEe OOrie3HU
[eHeTU4YecKne 6Orie3HN COMaTUYECKUX KNeTOK
bone3Hu c HeTPaAULUOHHBLIM TUMOM
HacrnenoBaHUA (MUTOXOHAPWaNbHbIe O0ne3Hw,
OOne3Hn 3KCNaHCUM TPUHYKNEOTUAHbIX
NoBTOPOB, 0ONIe3HU FTEHOMHOIo0 MMMPUHTUHTA,
oaHopoAauTeribCKne AUCOMUMN).



iHaCIIEACTBEHHbIe 60J1e3HM yenoBeka

AYTOCOMHbIE HapyLIeHns
boneszHb [ayHa, CuHapom lNaTtay, CuHgpoMm 2aBapaca

HapywieHna pacxoXxaeHusa X- XpoMOCOM
CuHpgpoM LLepLwieBckoro —TepHepa

HapyuieHna pacxoxxaeHua Y —XpoMOCOM
CuHapoM KnamHdenesTtepa

HacneacreBeHHble 3aboneBaHus

Femodunus A, N'emodumnusa b, BonesHe AnburenMepa,
deHUNKeToHYpUsA
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Hactorta BcTpeuaemoctu 1: S00-800.

Tpucomus nmo »toit 21 Xxpomocome.

[IposiBiieHue: 1II0CKOE JTUIIO,
MOHTOJIOUJIHBIN pa3pes ras.,
SIUKAHT, OTKPBITBHIN POT, KOPOTKHUI
HOC, IJIOCKas MEPEHOCHUlIA,
KOCOITIa3ue, MUTMEHTHBIE IIATHA O
Kparo paayKKd, IUIOCKUN 3aThLIOK,
MBIIIEUHAasi TUIIOTOHU A, BPOKICHHBIE
[OPOKU cepla, YMCTBEHHA A
OTCTAJIOCTh, SIUIIETICUI, JIEHKO3.
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JITpucomus

TpucomMmua — aTo Hanuyume TPEX roOMONOrMYHbIX
XPOMOCOM BMECTO Napbl B HOPME.

CuHapoM [layHa 1 cXofHbIe XPOMOCOMHbIE
aHoOManuu Yyalle BCTpeYvarTes y AeTel, POXAEHHbIX
HEMONOALIMUN XEHLLMHaMWU. ToUHas NpudMHa 3Toro
HEU3BECTHa, HO, MO-BUAMMOMY, OHa Kak-TO CBA3aHa
C BO3pacToM ANLEKNETOK MaTepu.

TpucomMunsa NponCxoauT n3-3a Toro, YTo BO BPEMS
MeNno3a raMeTbl He pacxoaaTtca. [1pu CrnUaHnKU ¢
raMeTon NMPOTUBOMNONOXHOIO nosia y aMopuoHa
oBpasyeTca 47 XxpoMocoM, a He 46, kak 0e3
TPUCOMUMN.

Tpucomua 21-1 xpomocomsbl B 95% cnyvaen
ABNAETCA NPUYUHON BO3HUKHOBEHUA CUHO pOMA
[layHa, n B 88% cny4aes 1U3-3a HepacxoxgeHus
MaTEPUHCKUX raMeT U B 8% — MYXCKUX.



CUHOPOM MNATAY




- Cungpom Dupapaca (XX+18,
XV+18)

CHOPOM SABAPACA



turnersyndro

CUHOPOM LLUEPLWLIEBCKOIO-TEPHEPA
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KnanHoenbrepa
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Normal brain Alzheimer's brain
Public Domain Image

BONIE3Hb ANNbLUMEUMEPA
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CUENNEHHOE C NONOM HACNEQOBAHMWE
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X-cuenrieHHble NPU3HaKu




X-cuenneHHble peLueccuBHbIe OOMe3HMN.
OcobeHHOCTU Nepenayu:
1. Nepeaaya naTonorn4yeckoro reHa NpoucxoauT OT OTUa Ao4vepu, Bce
aovepun 6onbHOro otua — eHOTUNNYECKU 340pPOBbLIe HOCUTESN.
2. )KeHWMHa-HOCUTENb NepeaacT NaToriormYeckum reH 50% cBonx geTtemn.
3. BonbHOM MyX4MHa MOXeT MONMYy4YMTb NATONIONMYECKUN FeH TOSIbKO OT
mMaTtepwm.
4. XXeHWMHa-HOCUTENb MOXEeT MNOJIyYUTb MNaTONMOrM4YeCKUM reH Kak oT
MaTepwu, TaK U OT oTua.
5. XeHwuHbl OonewT pepnko. loyemy? PoxaeHue OoOnNbHOM Ao4epwu
BO3MOXHO TONbLKO B Crly4yae Opaka reMM3nrotTHoro otua v retTepo3mMrotHom
MaTtepu, NPoOoUCXoauT romMo3uUroTupoBaHMe — 3aboneBaHMe MNpoTeKaeT
TSXero, YacTb NoaoB abopTUpPyeTCH, YacTb HOBOPOXAEHHbLIX norndaetr
Ha 1-OM roay XU3Hu.
6. Y romMO3uroTHou xe OOnNbHOM MaTepu OyayT OONbHbLIMM TOJIbLKO
CbIHOBbS, AoYepun OyayT HOCUTENAMM.
Mpumepbl: remochmnnua A,B; ganbLTOHU3M, cUenSIEHHbIA C MOJSIOM UXTUO3
arammarnooynmHemusn —o6onesHb bpyTToHa, HegocTtaTok I-6-®AI, cuHapom
Nlewa-HuxaHa — pepgkaa aHoMmanua metabonusma NnypuHoOB, CBsi3aHHas C
He4OCTaTO4YHOCThLIO cepmeHTa rMMMNOKCAHTUH-TYaHWH-
cdochopunbosnntTpaHchepasbl (Taxenasn runepypukemus,
HeBpoOnorM4eckne paccTtpoucTBa, nogarpuvyeckume Yy3nbl, WUAUOTUS,
HEeVKDOTUMOEe CTheMJIeHue K CaMOMNoOBDeXIOeHUSM — OTKVCbIBaAHUIO
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X-cuenneHHble AOMUHAHTHbIe OONe3HN.
Ocob6eHHOCTU NepeaavYv AOMUHAHTHbLIX O0one3Hen, cuenneHHbIX C NOJIOM:
1. NMopaxarTca U MYX4YUHbI U XEeHWUHbI. HO OONbHbIX XEHIWWH B 2 pa3a
Oonblue, 4eM GONbHbIX MYXYUH.
2. Bce npoyepu 6onbHOro otua oyayT 605fibHbIMU, CbIHOBbS 340POBbI.
3. Ecnn matb romo3urotHa nNo gaHHOMY MpPU3HaKy, TO BCe NMOTOMCTBO
OyaeT OONbHbLIM, €CIiV reTepo3urotHa — 6onbHbLIMU ByAyT 50% CbLIHOBEN U
aoyepen, T.e. 50% geten.
4. B cpegHeM retepo3smrotHble XeHLWUHbl OONET MeHee TAXeNno, Yem
reMM3uUroTHble MY>X4YNHbI.
NMpumepbl: gecekT 3ybHON amanu, aHOManusa BOJIOCAHbLIX (PONNUKYIOB
(honnukynapHbIN runepkeparos, OH NPUBOAUT K MOSTHOMN UNN YaCTUYHON
yTpate pecHuu, OpoBen, BONOC rofioBbl — TAXesble (pOpPMbl TOSMbLKO Y




remodpunus




Y-cuensieHHble NPU3HaKu
Mpn3Hak nepeaaetca Bcem manbumkam. (Mpumep -
OBOJIOCEHME YLIHOU PaKOBUHDI).
Ha Y-xpomocome nokanusoBaH psif, reHOB,
AeTePMUHUPYHOLLUN pa3BuTue CeMeHHUKOB,
OoTBeYarLlnn 3a cnepmMaToreHes, KOHTPONMPYOLWLUN
WHTEHCUBHOCTb pPOCTa Teria, KOHe4YHOCTEU M 3y0OB,
onpenensarOWMN OBONIOCEHME YLIHOU PaKOBUHLI.
EcTecTBeHHO, naTtonorn4yeckKkue MyTauuu,
3aTparuBawwme ¢opmmpoBaHme CeMEeHHUKOB MU
cnepmMaToreHe3 HacriegoBaTbCsl He MOryT, MOTOMY
YTO TaKme UHANBUAObI CTePUSIbHbI.
B nocnegHee BpemMs ycTaHOBMEHO, 4YTO Ha Y-
XpPOMOCOMeE pacnorsrioXXeH reH SRY, OoTBeTCTBEHHbIU 3a
ancdpdpepeHumpoBky nona. Ecnu reH paboraert, TO
cdeHOTMN pa3BUBaAETCA MYXCKOMN, eCnn He paboTaeT
— npu reHoTune XY heHOTUMN XXeHCKUMN.



Y-cuenneHHble NPU3HaKU




Knaccudumkauma reHHbIX OonesHen:

ayTOCOMHbIE — AOMUHaHTHbIE U peLeCCUBHbIe.

cuensieHHbIe C NosIoM — AOMUHAHTHbIE U peLeCCUBHbLIe.

AyTOCOMHbIEe AOMWHAHTHbIE FeHHble 6one3Hun. [pn AOMMHAHTHbIX
ayTOCOMHbLIX 3aborfieBaHMAX NaTONMIOrM4YeCKUM reH HaxoautTcAa B
ayTocoMe U nposaBnsieT ceba gaxe B retepo3nroTHOM COCTOAAHUM.
OcobeHHOCTM NepeaavYm AOMUHAHTHbLIX ayTOCOMHbIX 3a00eBaHUM:

1. JIna My>XCKOro M XXeHCKOro rnorsia nopaxarTcsl B paBHOU CTENEeHM.
2. MNMepepaya naTtonornyeckoro rnpusaHaka BO3MOXHa OT fiOOOro u3
poauTeneu.

3. YacToTa MHAMBUAYaNbHOro NopaxeHus cpeam NOTOMKOB 60NbLHOro
— 50%.

4. BcTpe4yalwTca B KaXaoM MNoKoneHuu (npu ycnoBuu 100%
NeHeTPaHTHOCTH).

[NeHeTpPaHTHOCTbL - 3TO BEPOATHOCTb (PEHOTUNMUYECKUX MPOABMNEHUN
NaToNorn4ecKoro reHa, CnocooHoOCTb reHa NpoonTbLCA B Npu3sHak. OHa
NnokasbiBaeT, KakoM % HocuTenem naTtofiormyeckoro reHa
oOHapyXxunBaeT COOTBEeTCTBYHOLWUUN (heHOTUN.

NMpy BbLICOKOM MEHEeTPaAHTHOCTM Yy Bcex naen, nonyvYuBLUMNX
naToriorM4eCKMn reH, pas3oBbeTCcA 3aboneBaHWe, T.e. YUCIO
HOCUTeslen 3TOro reHa OyaeT paBHbIM KONMMYecTBY OonbHbIX. pu
cnabon neHeTpaHTHOCTU YUCIIO HOCUTENen MNaTosIorM4ecKoro reHa




HenonHass  neHeTpaHTHOCTbL  OMNpeAensAeTcA  reHOTUNUYeCKUm
OKPY)XXE€HUeM TreHa, T.e. YerioBeK MOXeT ObiTb HocUTenem
NnaTosyIOrMYeCKOro reHa, Ho reH MOXeT He MpPOosIBNATLCA 3a CcuYeT
Mmoaudmumpyroiero BNMAHUA Ha Hero Apyrux reHoB reHortuna. B
3TOM CJly4ae TrOBOPAT O HEMNOJSIHOU MEeHEeTPaAHTHOCTU U O

BapbUpyroLLEeN IKCNPECCUBHOCTMN.

JKCMPecCUBHOCTbL — 3TO CTeNneHb BbIPaXeHHOCTU MNaTONOrM4eckKoro
reHa. lNMpumep: WecTUNanocTb, HO LWECTOU narey — KOPpOTKUK, cradboe
nposiBrieHne yHacneaoBaHHOro npu3Haka.

Mpumepsbl ayTOCOMHbIX AOMUHAHTHbIX 3aboneBaHUM:

KOPOTKONAasiocTb, MHOronanoctb, MHOXECTBEHHbIM MNONUNo3
KULLEeYHUKA, BPOXAEHHbIA NTO3 BEK, aXxoHAponnasua, BpOXaeHHas
KypuHasa crnenorta (He nopggawLwasicAa rnevyeHUO BUTaMUHOM A, T.K.
eCTb KypuHasa cnenota, Kotopasa rneuntca BuTtA), bonesHb MapdaHa
(nopTpet JIMHKONbHA, apaxHOO4AKTUIIMA — MNay4ybu nNanblbl,
noaBbIBUX XpycTarimka), xopea eHTUHITOHa (nposiBnsieTcA B 35-40
neT, UMeeT 2 OCHOBHbIX CUHApPOMA: XOopess — rUnepKUHeTU4Yeckue
nogepruBaHusa TyJoBMuLLa, NuuUa, LIapkKawLwasi noxoaka, CUMMNTOM
HapyLweHUs1 peyn n3-3a nogepruBaHusa fisblka U Heba; AemMeHUUA —
crnaboymue) n ap. AKCNPeccCUMBHOCTbL Npu xopee NeHTUHITOHA MOXeT
BapbupoBaTb OT HMUCTarMa A0 TMOJIHOM JAeMeHUuuMnM — 3TO
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AyTOCOMHO-AIOMMHaAaHTHOEe
HaclnnegosaHve

NMepBoe onMmcaHme aytTocoMHO-
AO0OMMHAQHTHOINO HacJsiejqoeaHmA

aHoOMarIMmMm y 4Jderiopeka gaHo B 1905
r- apaotwmn. PoogocrnoHasa Obina
cocTaBlieHa OJ19 ceMbu C©
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xapakrTepeH HU3KMM pocCT.
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APAXHOOAKTWUINA




CUHOPOM MAP®AHA
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AyTOCOMHbIe peleccuBHbIe TreHHble Oorne3Hu. [poABNAKTCA TONMbLKO B

rOMO3UroTHOM COCTOSIHUMW.

Ocob6eHHOCTU Nepenaym peLecCUBHbIX ayTOCOMHbIX 3ab0oneBaHUM:

1. Jlnua My>XCKOro U XXeHCKOro nona nopaxatTcs B paBHOU CTEMNeHMU.

2. Pogutenu 6onbHOro heHOTUNU4YeCKn 340pPOBbI, ABMAIOTCA reTepo3nrotamMu,
HOCUTENIAMM NaTOSIOrMYECKOro reHa, YTo obHapyXuBaeTcs TONbLKO B cny4ae

poXxaeHua 6onbLHOro pebeHka.

3. Mpu 3TOM pUCK pOoXaAeHNA 60NbHOro pebeHka 25%.

4. Ecnu boneH oavH u3 poauTtenen AeTn oobIYHO 340POBbI.

5. Hepeako pooutenu 6onbLHOro pebeHka ABNAKOTCA POACTBEHHUKaAMU (Bbllie
BEPOATHOCTb ObITb HOCUTENIAMU OOHOrO U TOro Xe peueccuBHoro reHa). o
AaHHbIM BO3, cerogHA MUINMOHLI XUTeren nifaHeTbl 3aKn4YarT KPOBHO-
poAacTBeHHbIe Opaku. B Hawen cTpaHe 3TO ABMeHne LWUPOKO pacnpoCcTpPaHeHo B
A3unn, rge 20% Bcex OpakoB — poAacTBeHHble. B kaxxgou 60-oM TakouM ceMbe
poxaaetca pebeHOK € HacneaocTtBeHHou nartonornen. Ha 3anape Toxe

pacnpocTpaHeHbl BHyTPUCeMeuHble Opakmu U BbICOKa YacToTa HacneacTBeHHbIX
3aboneBaHun, Hanpumep, B hepmMmepcknx permoHax PMHNAHAUMN.

Mpumepbl: 3H3UMONaTUM — HacneAcTBeHHble Aed)ekTbl OOMeHa yrneBoAoB
(npumep, ranakrosemus), NTMNUAOB (NpumMep - cPUHronnNnAo3bl), aMUHOKUCHIOT
(npumep - deHUNKeToHypusi,, anbOMHU3M); BUTAMUHOB, 3PUTPOLUTAPHLIX
cdepmeHTOB, AiecheKTbl OMOCUHTE3a FOPMOHOB, KOfnareHoBble 00e3HMu.

Opyron npumep: KaHanonatum — MYKOBUCLUMAO3 — JleroyHas U Kuwe4yHas

dopma. (xapakTtepusyetca obpazoBaHUEM B XeJfie3ax ryctoro ceKpeta, KOTopbIu
3aKynopuBaeT XXene3ucTtble NPOTOKU, B pe3ynbraTe hoOpMUPYIOTCH KUCTbI).
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COBOlcyHHOCTb I'CHOB

MynbTudakropmanbHbie 6051e3HU




MynesTudaktopmanbHblie 3adborneBaHna — rpynna 6onesHewm,
B pPa3BUTUU KOTOPbIX MUrpawdT pofib He TONbKO
reHeTuyeckue, HO U cpenoBble PaKTopPbI.

Ponb Tex n apyrux haktopoB MOXHO NpocneanTb NO CXeme
Xappwuca:

Bbone3Hu ¢ HacneACTBeHHbIM NpeApacnonoXeHNemMm OenaT
Ha:

- MOHOreHHbIe,

- NMonureHHble.

MoOHOreHHble OonesHu C HacneaCTBEHHbIM
npeapacnonoXxeHnem ooycroBnmBaroTCAa myTaumen ogHoro
reHa, Ons nposiBIeHUs1 KOTOpOoro TpeodyeTtca Aeucreue
ogHoro cneuuduyeckoro pakrtopa cpeabl. B aTom cnyvae
roBOpsiT O «MONYaLLEM reHe» U «nposiBnsirowem akroper,
KOHKPEeTHOM AJ1fl AaHHOro reHa. [lpumepsbl:

1.conHe4yHasa paguauusa + aedekt pepMeHTOB penapauuu
OHK — 3 bA3BNEeHUS KOXMW.

2.J1akTo3a Monoka + gedeKkT nakrasbl — HeNepeHOCUMOCTb




NMonureHHble bone3Hun C HacneACcTBEeHHbIM
npeapacrnonioXXeHnem obycnoBnuBaroTcs
KOMMJ/IEKCOM NaToONIOrM4ecCKUX reHoB, MNposBrieHune
KOTOpbIX onpegensercd MHOMMMM  BHELWHUMU
dakTopamn (3TO 3Inunencus, runepToHUYecKas
Oone3Hb, caxapHbiu AOnabet, A3BeHHasA OOne3Hb
XKenyaka, anneprua v ap.).

BbiaensoT «rnaBHble reHbl NpeapacnorioXXeHHOCTU»
K M®3 un «reHetnyeckmm poH», KOTOPbIU MOXET
MEHATb 3KCNPECCUIO rMaBHbIX NFeHOB.

Pe3ynbTaTtbl reHOMHbIX MCCrnegoBaHUM MO3BONUIU
OOHapyXUTb KOHKpPEeTHbIe reHbl
npeapacrnonoxeHHocTM pAna MHormx M®P3 wu
NOABUNINCL BO3MOXHOCTM pa3paboTku
npodunnakTnyeckmnx MEepOonpuUaTUMN, BKJ1O4as
CBOEBPEMEHHYI0 AucnaHcepusauuio
noennacnonoXeHHRKLIX Nl



Tabnuya 1. MOHOTeHHbI® (POPMbI HEKOTOPLIX LMPOKO PACTPOCTPAHEHHbIX

My IbTUCPAKTOPHaNbHLIX 3a60NeBaHUIA

Jabonesanua Penkan hopma T OMim*
[HNBPTEH3NA, KyNUpYEMAA MIOKOKOPTHKOMGAMH | HEPABHLIA KPOCCMHIOBED MEX[Y MeHAMM 103900
aNbAOCTEPOH-CHHTA3bI i 11--THPOKCHNA3bI
Sc:eenu:nan "::ﬂ CHHAapoM ITuaana (nceenoantA0CTEPORKIM) [BHbI 3NUTENHANLHOM Na-KkaHana 177200
sl Mces0anb0CTEPOHMIM, THN 2 (CHHAPOM (SCNN2, SCNN3)
MMNEPTEHINA .
[opAoKa) [8H NOYBYHO# 11-[-THOPOKCMCTEPOMD-TBMMA-
CHHAPOM M36LITKA MAHEPANKOPTMKOKA0B POreHassl 218030
CeMBiHaA MnepxanecTepuHEMIA LOLR,19p13.2-p13.1 143890
TUNEQTATARENAS | it cpexT Apo-B-100 Ago-B. 2p23-p24 107730
MODY 1 HNF4A (xpomocoma 20) 125850
MODY2 [&H miokoKKHA3b! (GCK)(xpomocoma 7) 125851
MODY3 [2H AA8pHOrO hakTopa renatoumTos (HNF1a) 600496
VHCYNHHHE3ABK-
CHMbIR CaxapHbli (Xpowocowa 7)
waber (HACT) MODY4 [8H chaxTopa-1 NPoMOTOPa HHCyNKHA (IPF1) 606392
A (xpomocoma 13)
MODY5 [8H NBYEHONHOTD (AKTOPA TPAHCKPHALMM 2 605284
MODY6 [eH NEURODY 606394

* OMIM (MIM) - mengenseckos Hacnagoeanue (Mendelian Inheritance in Man w Mendalian Inheritance in Man Onling)
W HoMap 2a6onesanma & katanora V. McKusick




I'eMo/TITHYICCKHE AHeMIH

/\

HACJIe ICTB eHHbIe (BP O/KIeHHbIe) Ip 1O Op e TeHHb1e

reMoJIMTIHYe CKaA 00/1e3Hb

HOB 0P 0K IeHHBIX
IPUTP OLMTOIIATHH
(MeMOp AHOIIATHI) HPHMIICP €I AT
HeCOBMEeCTHMOM KPP OBH
NPH JeHCTBHH JIeK ap CTB
(pep MeHT OITaATHH (cyb paHIrTaME b M P .)
(9 H3HMOTIATHH)
IPH BHP YCHBLIX HH} eKIHAX, JeiCTBHA
XHMH1eCKHX M (pH3HIe CKHX BellecTB,
reMOJIMTIHYe CKHX f/10B
IeMOTI00HHOTIATHI IPH JeICTB UM MeXaHH'e CKHX

(reMOrI00HHO3EI) ¢ aKTop 0B, PH3IIECK 0i1 HATP YIKH




CepnoBuagHoOKNETOYHAA aHEMUS




'eHHble 6one3Hun (0Kono 4,5 Tbic.)
NMpuunHa — reHHble MyTauuMu. 3aKOHOMEPHOCTU WUX HacregoBaHUA
COOTBETCTBYKOT MeHAerleeBCKUM MpaBunam pacliensieHusa B notomctie. Mpu
3TOM MPUHUMAETCH, 4YTO pedyb uAeT O nosyiHom opme HacrneaCTBEHHOM
natonoruuv, T.e. NaTofiorM4yeckne reHbl MPUCYTCTBYHOT BO BCeX KIleTKax
opraHusma.
CxemMamu4yHO obwulu namo2eHe3 2eHHbIX Mymauul MOXHO rnpedcmaeumsb
credyrouwum obpa3om:
MyTaumss - MyTaHTHbIM TreH - nNaToONIOrMYeCKUU MepBUYHbLIU MPOAYKT
(KayeCTBEHHbIN UMM KOJNIMYECTBEHHbLIN) - Lenb Nocneayrwmx 6MOXUMNYECKMX
npoueccoB U3MEHEHUA Ha YPOBHE KJTeTKU opraHa opraHusma.
NMepBuYHbIe 3pPeKTbl FeHHbIX MyTauMM Ha MONEKYNSIPHOM YpPOBHE MOryT
NPOABNATLCA B 4-X BapuaHTax (Ha npumepe oobmMmeHa BeLecTB)
OtcytctBuem cuHte3a 6Oenka. [lpumep: ¢eHUnkeToHypusa (oTcyTcTBUe
¢depmeHTa heHnnanaHMHrMgpoKcunasbl — HakannmBaeTcsl peHuUnanaHuH)
CuHTe3om aHomanbHoro 6enka. lpumep: cepnoBMAHO-KNETOYHast aHeMMS
(rmppopunbHbIN rRyTaMMH Ha rMAapPoMoOHLIM BanuvH, OH He BbINOJIHAET
KUcriopoa-akLuenTopHyHo dyHKuMIO, npu HegocTaTKe Kucriopopaa
KpUCTanmm3yeTcs - 3pUTPOLUTLI UMEIOT CepnoBUAHYH hopmy)
HepoctaTto4yHbIM cuHTe30M Gernka. lNpumep: -tanaccemus (remornoo6uHonarus) —
TOPMOXeHue cCuHTe3a -uenu HB, uenb CUHTE3MpPyeTCA HOpPMarnbHO, NPU 3TOM
CUHTe3 HopManbHoro HB A cHuXxaeTcsl, HO yBenuumBaeTtcsi cuHte3s HBA2 nHBF.
M30bITOYHLIM CcuHTe30M ©Oenka. [lpumep: nepBUYHLIK reMoxXpomaTo3
(M30bLITOYHLIM  CUHTE3  rNIOOMHA, nNepeHarpyXeHHOCTb  3PUTPOLIUTOB

B ...




Takoe e npuHUuUn namo2eHesa (m.e. MymaHmMHbIU 2eH namoJsio2u4yeckuu
nepeuYHbIU npoldyKm) u Osisi_ 2eHo8 Mopgho2eHemu4eCcKo20 KOHMPOJIis,
MyTauMM B KOTOPbIX MPUBOAAT K BOSHUKHOBEHUIO BPOXAEHHbLIX MOPOKOB
pa3BuTua (nonuaakTunum (4ob6aBoYHbIe Nanblbl HA pyKax UM Horax) u
Ap.).

MonekynspHble U3MeHeHUs NPOABNAITCA Ha KNeTo4YHOM ypoBHe. KneTka
KaKk Obl OepeT Ha cebs yaap oT nepBUYHOro narorornyeckoro acpcekra
reHa. MunweHbl0 B [OaHHOM cCry4yae CchnyXaT KJleTOYHble CTPYKTYpbl
(MemMOpaHbl KNeTOK, IN30COMbI U T.4.).

Mpumep: rnukoreHo3bl (6one3HM HakonneHus). XapakTepusyrTcs
HakKonrfieHMeM B KreTkax Me4YeHU U Mbill MOoSIMMEePOB T[NUKOreHa.
MexaHu3M cBfi3aH C HapyLleHUueM MnpouecCoB [fIMKOreHornusa wus3-3a
oTcyTCTBUA PepMEHTOB pacLUuenneHus rmnKoreHa.

Opyron npumep, rae MULLEHbLIO ABNAETCA MeMbOpaHa KNneToK: HapyLueHue
CUHTe3a peuenTopoB aHAPOreHOB NPUBOAUT MPU HaNU4YUU MYXKCKOro (XY)
reHoTUna K pasBUTUIO XXeHCKOro ¢peHoTuUnNa (3T0 CUHAPOM TECTUKYIISPHOMU
eMUuHn3auunn).

Cnepyrowium ypoBHEM naTtoreHe3a reHHbIX 6orne3Heun ABNsSeTCAA OpraHHbIU
ypoBeHb. OH AABNSIeTCA NPOU3BOAHLIM OT MOMEKYNSAPHOro U KreTto4yHoro
YPOBHEN NaToNorM4eCKuX U3aMeHeHuMn.

Mpumep: ankantoHypusa. MexaHnam pa3BuTMa oOycnoBnUBaeTCA




CUTYALUOHHDbIE 3A0A4HU



3adaya 1

KakoBa BEPOATHOCTb poXaeHua pebeHka ¢
remodpunmen (B %), ecnu otew, CTpagaeT 3TUM
3aboneBaHmneM, a MaTb 300POBa U HE ABMSIETCA
KOHOYKTOPOM (HOCUTeNeMm) reHa remounum?
1.a) 100% ©)50% B)25% Tr)0% (BCe AeTu
OyayT 300pOBhI)

[To Kakomy Tuny HacnegyeTcs 3To 3aboneBaHue?
[Touemy y XXeHLUMHbI C TeHOM «reMoMmUnm» 310
3aboneBaHne He pa3BMBAETCA?

YT0 ABNAeTcs ocHoBOW natoreHe3a reMmounnmn?




3adaya 2

Ecnun HacnencteeHHoe 3abonieBaHne obycnoBneHo
ayTOCOMHO-PELECCMBHBIM FeHOM, a 0ba poauTens
doeHOoTUNn4YeCcKn 300pPOBLI U FETEPO3UTOTHbLI MO
9TOMY reHy TO KakoBa BEPOATHOCTb ( B % ) TOro, 4to
nepBbI pebeHoK byaet boneH?

a)0% ©0)25% B)50% r)75% nO)100%
[TpnBeanTe Nnpumepbl 3aboneBaHnU ¢ TakKUM TUMOM
HacnegoBaHUA.




3adaya 3

Ecnun HacneancTtBeHHoOe 3aboneBaHue
o0yCcnoBrneHo ayToOCOMHO-PeLECCUBHbBIM
reHom "B", a oba poauTtens
dEeHOTUNNYECKN 300PO0BbLI U
reTepOo3nUroTHbI MO 3TOMY reHy, TO KakoBa
BEPOSATHOCTb (B % ) TOro, YTO UX NEPBLIN
pebeHoK byaeT 300poB ?

1.a)25% ©0)50% B)75% r)100%.

Uemy paBHa NeHETPAHTHOCTb reHa y
HOCUTENS AaHHOIo AOMUHAHTHOIO reHa (A),
Y TOMO3UIrOTHOIO HOCUTENA PeLeCcCUBHOIO
reHa (b), y reteposnrotHoro HocuTens
peLieccuBHoOro reHa (B)?




3adaya 4

KakoBa BEpPOATHOCTb (B %) poXxaeHugd
OETeN C axoHaponnasnen, ecnv matb
300p0OBa, a oTeL cTpadaeT 3TUM
3abonieBaHnem?

1.a)25% 0)50% B)75% r)100%
[1o KakomMy TUNy NepenaeTcd AaHHoe
3abonesaHune?

Ha3oBuTe ero OCHOBHbIE NPOSABEHUS.




