OCHOBbI BMONNOMMYECKOW

N PNSNHECKOU BE3OINACHOCTN,

[MTPOOUITAKTUKA SABOJIEBAHNN K
OTKJIIOHEHWW B PASBUTUI.

Jloxnag Menenesckux E.H.,

utens ononoruu JInmen Ne 9,
02.11.2019..
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— «KOO4 XXU3HUN 3ATTMCAH CUMBOJIAMW».
MOTT PUIN

I'enoM 4yejt0BEKA

*II0JIHBIM HA0OP I'e€HOB, OIIPEACIISIOMINN HaIIl
BHCIIHUHN BM/I U BHYTPCHHEE CTPOCHHE,

*YIIAKOBAHHBIN B 23 mMapbl XPOMOCOM,
*3TO Hallla CBOCOOpa3Has aBToOuorpadusi,

*I'JIC 3aCAHbI BCE MPEBPATHOCTH CYIbOBI U
NOCTHKEHHUS IBOJTIOIMH PO/IA YEIOBCUECKOTO.



OPITAHU3M HENNOBEKA U EF'O ’rEHOM

100 TpuIIMOHOB
KJIETOK B
OPTaHU3ME

60 000 — 80 000
T€HOB B TEHOME




4

4TO TAKOE N'EHOM?

* Ecnu HaswiBath | HykieoTua B  'enoM 1 4etoBEKA B CTPOKY,
CEKyHAy IO 8 4aCOB B JICHb, TO r7e red 1 MM paBeH JJINHE
yuaer 100 ner pexu JlyHaii



MYTALUN: BUObIl, MPU3HAKW, CIIEOCTBUAL.

B JIHK MHoOro ciiy4yanHbIX IOBTOPOB —
obeccmbiciaennas JIHK, koropeie penko
TPAaHCKPUOHUPYIOTCS, 3TO TPAMMaTHUYECKHUE
OIIMOKHM I€HETHUYECKOTO KO/Ia, BeAylue K
FreHeTHYECKHUM 3200/ 1eBAHUAM.
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* HyxHbI
perpoBupycam (BHY,
TPUIIN)

e OOpaTHBIN OUJIET A
I'€HOB, TOKMHYBIIHNX
T€HOM

* 1,3 % AJaMHDBI HAIIETO
reHoMa
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PerporpaHcno3oHbl

* IlepecTanu ObITH
BUpPYCaMH U CTaJIU
OeCIIaTHBIMU
naccaxxupamu

* 14,6 % nauHBI
HAIlIEro reHoMa

« LINEI 1400 Oyxs
«ITIPOYTHU MEH1»

e TlceBaoOrensl,
yTPATUIIN CBOIO
(YHKLHIO B 3BOIIOIUH

IIapa3uThl peTPOTPAHCIIO30HOB

beccmbicneHHasa OHK

e [Tapa3uT mapasura
JTHK

* 35 % OJIMHBI T€eHOMA

e Alu 180 OykB, mapa3ur
LINE]1, nossnsaercs 14
pa3 Ha 11 xpomocomax



* [Iapa3zursl Hamero resomMa LINE]1 u Alu pa3psiBatoT reHbl 1
CIMOCOOCTBYIOT BOSHUKHOBEHHMIO MyTallui, HaIpUMeEp reMopuiinm

* UMerT TOYKY HHUIMALUUA — TPAHCIIAPAHT «3aMEHU MEHS» U IIOBTOPAIOTCS
5 — 50 pa3 ¥ y KaKA0ro MHAUBUAYAJIbHO MOBTOPAOTCA B 11 Xpomocomax —
FreHETUYECKUU OTHEYATOK YeJI0BEeKa (METO KPUMUHAIMCTUKA —
(puHrepnpunt, omuoka 0,1 %)

* EIMHCTBEHHBIN METOI MX MOAABJICHUS — METUJIMPOBAHUE IUTO3UHA
(1997, Nonep — HoOeneBckast mpemust)

* B 5MOpuoHax oHH Bcerjaa METHJIHUPYIOTCS, 2 B PAKOBbIX KJIETKaX —
TeMeTHJIHPYIOTCS.

* 1983 r. bapb6apa Mak — Knunkok HoOeneBckast mpeMus 3a OTKPBITHE
PETPOTPAHCIIO30HOB
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XPOMOCOMHBIE

I eHOMHBIE

I'eHHble CBS3aHBI ¢ M3MEHEHHMSAMM I0CJIeI0BATEIbHOCTH
HYKJeoTua0B MoJekyJabl JHK.

XpPOMOCOMHBIE CBSI3aHbI C U3MEHEHUSAMU CTPYKTYPbI
XPOMOCOM.

I'eHoMHBIE IIPUBOAAT K HU3MCHCHHIO YHC/Ia XPOMOCOM.




SELE

e ® MykoBUCIIUIO3 \
® I'emoxpomaros

® AJIPEHO-TCHUTAIBHBIM CUHIPOM

©® DEHUIKETOHYPUA

I eHHBbIE€ MYTAIIMHU © HeiipopuGpomaros

® Muonaruu JroimenHa-bekkepa

Tak BUIUT KapTUHY YEJIOBEK: AJBOMHN3M
a) C HOpPMaJbHBIM BOCIPUATHEM IIBETOB; 0) HaIbTOHUK. _ | 13 20 000 yen
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XpOMOCOMHBIE MYTAIIMM:
e Cunapom JlexeHa

* Karapakra

* [ maykoma

* Cunapom Mapdana

e [laTromoruu nanablieB

I eHOMHBIC MyTALIMN:

* VBEIIMUCHUE WM YMEHBIIICHUE HA OJIHY XPOMOCOMY, HE PACXOKACHUE XPOMOCOM IPH MEHUO3E.

47, XX 21+ vnn 47, XY CuHpgpowm [dayHa
21+

47, XXY CuHpgpom KnanHdenstepa

AE Vn hl‘lll‘lnf\ll Illf\nf\lllf\nf\lff\l-f\ T’\nl 1 AN V'S 7\



MYTATEHbI N

* Bricokas Temmieparypa
» Hu3skas temmieparypa
* BricOKO€ 1aBiicHUE

Pusnyeckue:
~ ’ * YiasrpaduoneroBoe
— = TeHeTHYECKHH K0T — CHCTEMA 3AITHCH HEQOpMAIIHH 0
P\, = TIOCTE0BATE TBHOCTH PACTIOTIOKCHHA AMHHOKHCIOT B VIS
) GeTKaX C TIOMOIbIO TI0CTIEI0BATEIBHOCTH e Panmamus
pacmonokeHua Hykieorny10B B #-PHK. )
* CtporimMarepuasl
e I noXUMUKAaTHI
- XHUMHUYECKHE;

* Kpacku
* AJIIepreHsl Cpeibl

* TOKCHHBI ITApA3UTOB —
YepBEN, BUPYCOB,
OakTepuii

e [IumeBbie 10OOABKHA —
BaHUJIMH, Kode, rImyTamMar




Cneacreus AeUCTBUA MyTareHoOB

MHoOroyucJIeHHbIE
IOBTOPBI IPU
CHHUCBHIBAHNH, OHINOKH
KOIIUPOBAHMSA




OWwunbKKM KonnpoBaHus

3a00J1eBaAHUSA

IlpuunHa
bonesur Humana — I1uka

Cunapom Bonbda —

[Ipu cniuchIBaHUU
XUpIIXOpHa

IMOBTOPbI 00Pa3yloT
bojie3ns AubureiMepa  MeTJIH — YHIKH, KOTOPBIE
pPa3pbIBAIOTCS, a
Pa3pbIBbI 3ACTABJIAIOT
MOBTOPHO CIMCHIBATDH
CJI0BO

Xopesa XaHTUHITOHA




Annepru4yeckKkume peakuun

B opranuszMe 1Be HMMYHHBbI€ CHCTE€MbI, KOTOPEIE Ecin yenoBeK »KMBET B CTEPUJIbHBIX YCJIOBUAX
BCe BpeMsi KOHKYPHUPYIOT Cpelibl, €TI0 HMMYHHBbIE CHCTEMbI HE Pa00TaAIOT

KoH()IMKT IByX MMMYHHBIX CHCTEM
YEJIOBEKA B YCIIOBUSAX CTEPUIILHOTO
OKPYKEHUS

KOHTaKT ¢ MOYBEHHBIMU MUKO0AKTEPUSIMHU
1 OaKTEepHUsIMHU CPEbl JaeT HEECTCCTBEHHYIO .
. akTuBHOCTh Th 2 — 3aBUcHUMOi cucTeMe

AcCTMA — Pe3yJIbTAT AKTUBHOCTHU KJIETOK
HUMMYHHBIX CHCTE€M, OTBETCTBEHHBIX 32
BBIOPOC TMCTAMHMHA € MOCJIeayIonen
BbIPA00OTKOM UMMYHOIJVIO0YJIMHA

[IpeObIBaHKE B 3aKPBITHIX IOMEIICHUSIX,
. AKTUBHUPYETCS BLIOPOC THCTAMMHA B KPOBb, rJ1e MHOI'O aICHOBMPYCOB, BbI3bIBAIOIIMX

4YTO OKA3hbIBACT 'HIMOAJIJICPIC¢HHOC, JICTKYIO IIPOCTyAY, HOBBIIIACT
IIPOTHBOACTMATHYICCKOC BO3/1€eMCTBHE YYBCTBUTCJIBHOCTD K aCTMC

Th 2 — 3apucumMass UMMYHHAas1 CUCTEMA .
. CIIEHUAIM3UPYETCSA HA YHUUTOKEHUU
Mapa3suTOB KUILIEYHUKA




AcTma — 60ne3Hb CTPpeMSALMNXCA K
4YyUucToTe

KOH(IUKT 1ByX HMMYHHBIX CHCTEM BBIKJIIOYAET BEIPAOOTKY T'MCTaAMMHA,
YTO ITOBBIIIAET MPEAPACIOIOKEHHOCTD K aJUIEPTUH, IK3EME, ACTME

17 Xpomocoma 5 — 8, xpomocoma 6, 12 1o 2, xpomocomsr 11,13,14 1o 1,
IF€HOB xpomocoma | renst Th 1, Th 2

@axtopel  3ABHMCHUT OT I10JIA: Y MYKYMH IPOSBIISICTCS B JETCKOM M FOHOIIIECKOM BO3PACTE,
a 3aT€M MCUYE3ACT, Y sKEHIMH NOsABIIeTCA B 25 — 30 JIET M HE NCYE3AET.



BnusiHue AneTbl Ha coXpaHeHue
3[10POBbS

Henmonnonennas

I1 HU
epeeaaHue -,

Henocrarok
He3aMEHUMBIX
AMHUHOKHCJIIOT




N
MO MPOOYKTHI

* B opranusmMe Bce moJtuMepbl pacnagarTcs 10
MOHOMEPOB, 13 KOTOPHIX CTPOATCSH HOBbIE
MOJIUMePbI

. * He BCe mpoayKThI IUTAHUS MOAXOAAT AJISL
MOJHOLEHHOW TUEThI

* BBIBOJISI COPT, YYUTHIBAIOT HE TOJIBKO MPOAYKTHBHBIE
CBOMCTBA, HO ¥ HCKJIIOYEHHUE SIIOXUMHUKATOB,
repoOMIMIAOB — 3TO 00JIee IKOJOTMYHO JIS Cpeabl U
NUTAHUSA

* lcriosib30BaHNE TOCTHKEHUM T€HHOU MHKEHEPU U
IJI TIOBBIIIEHUS] YCTOUYMBOCTHA K THUECHUIO,
IOJITOHOCHKY, KOJIOPAACKOMY KYKY /JdeJ1aeT
MPOAYKTHI MUTAHUSA 00JIee 0e30MACHBIMU U
rUNnoa/LJIePpreHHbIMHU

LS g

* B npupojae moaMmiaonabl o0pa3yroTcs IIyTeM
. BHE3aIIHOT'0 BUJ000pa30BaHUs



N
OMNACEH NN XONECTEPUH?
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* HeoOXxoauM Aj1s1 CHHTE3a MOJOBBIX TOPMOHOB U TOPMOHOB HAAIIOYE€YHHUKOB —
KOPTH30J1a, aJIbJIOCTEPOHA, XKUPOPACTBOPUMBIX BUTAMUHOB — K. E.A,D

* KopTH30J1 BiIMsieT HA MMMYHHYI0 CHCTEMY, OOOCTPSET CIIYX, 3pCHUE U
OOOHSHHUE, TIOMOTAET IMIPOTUBOCTOATH CTPECCY, YHUUTO/XKAET PAKOBBIE KJIETKH,
CIIOCOOCTBYET CUHTE3y MHTEPICUKHUHA -2, KOTOPBI aKTUBUPYET JICUKOLIMTHI Ha
IIOMCK MHKPOOOB.

* I'enbl B xpomocoMe 10 CYP17 u TCF orBeuaroT 3a CHHTE3 KOPTH30JIa U3
[UIIY, COACPKAIICH MOJUHEHACHINIEHHbIEC HEPA(PMHUPOBAHHBIE
pPACTUTEJbHbIC JKUPBI.

* KOpT030J1 BBIAEIAETCS MO A€MCTBUEM TOPMOHOB MO3Ta «IEHTPA CYACThA,
YTO00bI AKTUBUPOBATH €r'0 — BHICHINANTECH, CIIMTE B IMOJTHOM TEMHOTE,
OyabTe MO3UTHBHBLIMMU M YJIbI0ANUTECH.
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PEKOMEHOAL W

*BbI — BJIaCTEJIMH CBOEI0 TEJIA U XapaKTepa

*Bai reHoM YMHBIN 1 BCEIria TOTOB BaM
[IOMOI'aTh, IO3TOMY HE MelIafuTe eMy

*[IpoBepsiiiTe 000 COBET, JaXE Bpada
*Bcero 1015kHO OBITH B MEpPy

*Jlyulee neKapCTBO — MOJHOUMEHHBIN COH H
IIO3UTHBHbIA HACTPOH






