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Tema ypoka: Myraunuu — 3T0 napagokc WiIM 3aKOHOMEPHOCTb.

Leap ypoka: omnpenenutb MyTalMM KakK pe3yJbTaT W3MEHEHUS XPOMOCOMHOIO
WJIM TEHHOTO aIapara.

IIpobGyema: KakoBbl NPUYMHBI CYHIECTBOBAHUS Ha 3emile TaKoro OOJBIIOTrO
MHOT000pa3us )KU3HU.

Tun ypoka: HHTErpUpOBAHHBIM OWHAPHBIA YPOK: OHOJOTHS — MaTeMaTHKa-
CaMOITO3HAHUE.

3agaum ypoka.

OOpa3oBaTesbHbIe: YIIIyOUTh M KOHKPETU3UPOBATH 3HAHUA O MYTAl[MOHHBIX
nporeccax; chopMUPOBATh MPEACTABICHNE O MYTareHHbIX (haKToOpax, CBOMCTBax
MyTareHOB ¥ MEXaHU3MaX 3aIUTHI OT MyTAaLHil.

BocnuraTesbHble: BOCIUTAHWE OOUIEH KyJIbTYypbl Yy4eOHOW JAESATEIbHOCTH
(yMeHue ciymiath, padoTaTh B IPYIIAX); BOCOUTAHUE KYJIbTYpPbl pEYU. IPUBUTHE
HaBbIKOB 30K 1 ncnonp30BaHuE UX HA MTPAKTHKE.

Pa3puBaomme: (GopMUPOBAHHME HABBIKOB JIOTMUECKOIO MBIIUICHUS, YMEHUS
UCIT0JIB30BAaTh UHTEPHET-PECYPCHI U JINTEPATYPHbIE HCTOYHUKH.

CpencrtBa o0yueHus: mpe3eHTaIuu, ¢otorpaduu, PUCYHKH, TAOJIHIIbI, YYEOHUK,
paboywe JINCTHI.

OCHOBHBIE ITOHATHSI U TEPMUHBI:

Komyrarensl — ycuiuBawor aeWictBue MyrtareHoB (CO, HHMKOTHUH, HEKOTOpBIE
CMOJIBI CUTapeTHOrO JIbIMa, HE(QTENPOIYKThI, BEIIECTBA B KapamelHd, HEKOTOPbIE
MUILEBbIE TOOABKH)

AHTUMYyTareHol — HEUTPAIM3YIOT JACUCTBME MYyTareHoB (BUTaMHUHBI, |p-
coJieprKalllie Mpenaparhl, IEKTUHOBBIE BEIIECTBA, AHTHOKCUIAHTHI)

MyTtarensl — (paKTOpbl, BbI3bIBAIOLINE MYTALIUH

MyTtarenes — nporecc nosiBICHUs MyTallAi

®dusnueckne  Qaktopel  (pa3iaMuHble  BHABl  MOHU3MPYIOIIEW  paaualuy,
yIbTpapuoIETOBOE U3TyUeHHE, Tyun PeHTreHa, remneparypa)

Xumnyeckue (GakTopbl (MHCEKTULUIbI, TEepOMLMIbBI, CBHUHEL, HApKOTUKH,
AJIKOT'0JIb, HEKOTOPBIE JIEKAPCTBEHHBIE MPEapaThl U JIp.BEIIECTBA)

buonornueckue (akTopsl (BUPYCHI OCIIbI, BETPSHOM OCIHbI, TPUIIA, KOPH, TeaTuTa

H 1Ip.)



Kak wacto Bctpeuarorcs mytanuu? (Marematuka. [Ipunoxxenne Nel)

[Tpunoxenue 1 puc 1
Hcrouynuk JJHK I'pynna Conepxanue  Hykieotuaa, %
OpraHu3MOB
AneHuH ['yanun L_(I/ITOBI/IH Tumun
YenoBek MitexoInuTaronme 31,0 19,1 18,4 315
Kopogsa MitexonuTaromnme 28,7 22,2 22,0 27,2
Jlococh PrIOEI 29,7 20,8 20,4 29,1
Mopckoii é&x | becmo3BoHOYHBIE 32,8 17,7 17,4 32,1
[Tmenunia Pacrenus 27,3 22,7 22.8 27,1
Hpoxcxu ['puObI 31,3 18,7 17,1 32,9
TyOepkyné3nas Bbakrepun 15,1 34,9 35,4 14,6
Mukpobakrepusi
baktepuodar Bupycot 32,6 18,2 16,6 32,6
T2
Bupyc Bupycel 30,4 25,4 19,5 30,0
MTOJINOMUEIINTA

1. CpaBHHUTE coaepKaHUE aICHUHA U TAMUHA B OpraHu3Max?

HecMOTps Ha OFPOMHOE KOJITHYECTBO MyTAreHOB, MyTAIlHH CIIy4aroTcs 4acto: 107°-
107 — wacToTa MYTAaILMU OJTHOW aJUIEIM F'€HOB B DKOJIOTMYECKHU YUCTOM cpene. [lpu
TOBBIIIEHHOM (JOHE MYTATGHOB YaCTOTA MyTaImii yBenmumpaercs o 107-10
I'paduk. Yuncio mroaeii ¢ myranusamu. (Marematuka. [Ipunoxxenue No2)
[Ipunoxenue 2

404

30+

Counts

10+

04 !

, ' 'illl s

40 80 120 160
Number of de novo mutations per proband
PUC.2




1.Ompenenute no rpaguKy MPOMEKYTOK HAUOOJIBIINX MYTaIUH,
BCTPEYAIOIIUXCSA Y JTIO/ICH.

2.Kaxoil mpoLeHT COCTABIIAIOT JIFO/IM, UMEIOIINE HAauOOJIbIlIee YUCTIO
MyTaIlUH OT OOIIETO YKCiia UCCIICTYEeMbIX ?

3. B oO1eii crnoxxHOCTH 0OHApyY uiau B cpeaHeM 108778 HOBBIX MyTalluu U3
1578 nccnenyembix. CKOIBKO MyTalMi PUXOJIUTCSA B CPEAHEM HA OJHOTO
YeJoBeKa?

IV Myrtauuu 1 310poBbe

MyTanuy, BO3HMKAIOUIME Yy JIOAEH — HCTOYHHUK HECUYACTHH, OHU NPUBOIAT K
rubenu 3MOPUOHOB, MOSBICHUIO OOJIBHOTO MOTOMCTBA U MOTYT OBITH NMPUYUHOMN
paka.
KaxeTcsi, BEpOSITHOCTh WX HHUYTOKHO Malla, HO HM3-32 OTPOMHOTO KOJIMYECTBA
reHoB B opraHuzme okojo 10% reHoB B3pocimoro opranuzma MyTaHThl. C
BO3PACTOM MYTAIIUU HAKAIUTUBAIOTCSI.
XpoMOCOMHBIE 60JIe3HU

XpoMocoMHbIE 0osie3HH — Oofblliasg Trpymnna HACIEICTBEHHBIX OOJie3HEH C
MHO>KECTBEHHBIMU BPOXKJICHHBIMH TOPOKaMH pa3BUTHS. B WX OCHOBe Jexar
XPOMOCOMHBIE WJIM T€HOMHBIC MYTallMu. DTH JBa pa3HbIX TUMNA MyTaluid s
KPAaTKOCTU O0BEIUHSIIOT TEPMHUHOM «XPOMOCOMHBIE AHOMAJTHI).
Hanbonee wacto Bcrpeuaromiasics OoJne3Hb, Tpucomus 21, KIMHUYECKH ObLia
onucaHa B 1866 r anrmumiickum neauatpoM JI.J[ayHoM M monydmiia Ha3BaHUE
«cuHgpoM Jlayna». B panpHedmieM npuYMHA CUHAPOMA HE pa3 MOABEprajach
F€HETUYECKOMY aHalau3y. BbICKa3bIBaIoCh MPEANOIOKEHHE O JOMUHAHTHOM
MYyTaIlH, O BPOKIEHHON MHPEKIINH, 0 XPOMOCOMHOM MPUPOIE.
[lepBoe KIMHHUYECKOE OMUCAHWE CHUHIPOMAa MOHOCOMHUHM MO X-XpOMOCOME Kak
oTnenpbHOM  (QopMbl  Ooyie3HHM  OBUJIO  CHAENAaHO  PYCCKUM  KIMHHUIMCTOM
H.A.IllepemeBckum B 1925 1., a B 1938 r. I'.Tepuep Takxke onucai 3TOT CHHAPOM.
[To ¢amunuu 3TUX y4EHBIX MOHOCOMHUIO TI0 X-XpPOMOCOME Ha3bIBAIOT CHHIPOMOM
[IIepemeBckoro-TepHepa.
AHOManMu B CUCTEME IMOJOBBIX XpOMOCOM y Myx4HMH (Tpucomus XXY) Kak
KJIIMHUYECKU cuHIpoM BrepBbie onucan . Knaitndentep B 1942 1.
[lepeuncnennble 3a00eBaHus CTaIu 00BEKTOM MIEPBBIX
KJIMHUKOIIMTOTEHETUYECKUX  MCCIEIOBAHUM, TMpOBEACHHbIX B 1959 1.
PacumdpoBka  stuonoruun  cunapomoB  Jlayna, IllepmeBckoro-TepHepa,
Knaiindentepa oTkpblI1a HOBYIO IJIaBY B MEIMIIMHE — XPOMOCOMHBIC OOJIC3HH.

Cunapom [layna
Cungpom [layna, Tpucomus 21, - Hanbosee M3ydeHHass XPOMOCOMHasi OOJIE3Hb.
YacrtoTta cunapoma JlayHa cpean HOBOpoxkJeHHbIX paBHa 1:700-1:800, He umeer
KaKoW-mn0O0 BPEMEHHOW, JSTHUYECKOW WM reorpaduueckoil pasHHIBI TPU
OJIMHAKOBOM BO3pacTe poaurenei. YacTtora poxXIeHus 1eTel ¢ CMHAPOMOM JlayHa



3aBUCHUT OT BO3pacTa MaTepy U B MEHBUIEH Mepe OT BO3pacTa OoTHa. Y KEHIIMH B
BO3pacte 45 JeT BepOosTHOCTh cocTaBisieT 3%, y paHOPOXKAOMIKX KeHIMH (10 18
JeT) — okoJio 2%.

KnuHuueckass cuMIToMaTHKa pa3HoOOpa3Ha: 3TO M BPOXKIEHHBIE IMOPOKH
pa3BUTHS, W HAPYIICHHsS TMOCTHATAIBHOTO pa3BUTUS HEPBHOW CHCTEMBI, WU
BTOPUYHBIH HMMMYHOJAE(hUUIUT U T.M. MHOrme cumnTomsl cuHapoma JlayHa
3aMETHBI YK€ MPU POKJIECHUU U B MOCIEIYIOUIEM MPOSBISAIOTCS Oojee yeTko. M3
YeperHO-TUIEBBIX JUCMOPGUI OTMEUYAIOTCS MOHTOJIOMAHBIN pa3pe3 ria3 (1Mo 3Tou
MPUYUHE CHHAPOM JOJTO Ha3bIBAIM MOHTOJIOMAN3MOM), Opaxuriedanus, Kpyrioe
YIUIOIIEHHOE JIMI0, TIIJIOCKash CHOMHKAa HOCA, SIUKAHT, KPYMHBIA (0OBIYHO
BBICYHYTHIN) S3BIK, Te()OPMUPOBAHHBIC YIITHBIC PAaKOBUHBI. MEBITIICUHAS] TUITOTOHUS
coueTaercs ¢ pPa300JATAaHHOCTBIO CyCTaBOB. YacTo BCTpeyaeTcss BpOXKIECHHBIN
MOPOK  CepAla, KIMHOJAKTUIUSA, THUIUYHBIC W3MEHCHHUS JepMaTorauduku
(ueThIpexmaiblieBas CKJIaJlKa Ha JaJO0HU, JBE KOKHBbIE CKJIAJKA BMECTO TpeX Ha
MusuHIE U 11p.) (Maremaruka. [Ipunosxxenue Ne3)

[Tpunoxenue 3
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Puc 3
Bcero 15746 mytanuu OTIOBCKOTO MM MAaTEPUHCKOTO TPOUCXOKICHUS .
N3 Hux 80,4% MMEOT OTIHOBCKOE MPOUCXO0XKICHUE, KaXK/IbIN TOJl KU3HU
otia npubasiseT 1,47 HOBBIX MyTaluil ero moroMkam. Yucio myraruit
MATEPUHCKOTO IMPOUCXOKICHUS TOXKE YBEIMUUBACTCS C BO3PACTOM MaTepu
BUETBEPO MEJJICHHEE.
1.ITo rpaduxy onpenenute konuuectBo Mytaruu B 30 jeT u B 40 jiet no
OTLIOBCKOM U MAaTEPUHCKOU JIMHUH. BBISICHUTE, BO CKOJILKO pa3 YBEJIUUYUBAECTCS B
CPEAHEM YHMCIIO MYTAlLMi IO MATEPUHCKOW JIMHUU €KETOTHO.
2.AMepUKaHCKHE YUEHBIE COBETYIOT MYXYMHAM CTaHOBUTBHCS OTLIOM 10 35 JerT.
Kakune ocnoXxHEHUS MOTYT BO3HUKHYTh Y TOTOMCTBA 1ocie 40 net?



I'ennble 00€3HM YEIOBEKA
Bbone3nu oOMeHa BelecTB: albOMHU3M, CaXapHbIN JruaderT.
Monekynsipable OOJIe3HH: THIEPTOHMS, aTepockiepo3, mnoaarpa. (Marematuka.
[Tpunoxenue Ne4)
[Ipunoxenue 4

KomnaemeHTapHble napbl KomnnemeHTapHble napbi
AHK ao myraumum AHK nocne mytauum
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R

Puc.4
1.ITo nnarpamMme onpenenuTe, 4To MPOU30UIET C TUIIEPTOHUEN , KOTOPAst
nepeaaeTcs 1Mo HacleACTBY, @ OTBETCTBEHHBIE 3a 3TO 12 % reHoB, KOTOphIE
YBEJIMUUBAIOT PUCK CEPAEUYHO-COCYIUCTBIX 3a001eBanmil. Ha ckosbko
HPOIICHTOB YBEJIMYUTCS 3TO 3a00JICBaHUE MOCIIEC MYTAIUi ¢ BO3pacTom?\

I[aHHBIG 0oJIe3HU OIIPCACIIAIOTCA HCCKOJIBKMMHU I'CHAMH — ITOJITUMCPUSI.

Onu cBsI3aHbI C HaCJ'ICI[CTBeHHOI‘/II IpcapacCiioIOKCHHOCTBIO U 3aBUCAT OT YCJ'IOBI/Iﬁ
CpCIbI, B 6J'Ial"01'IpI/IﬂTHBIX YCIIOBUAX MOTYT HC IIPOABIIAATHCA.



