BboinonHuna ydauwiasicsa 11 Kriaccs
MOY “COLL c. Manble O3epkn”

PokmHa J1lapuca
PykoBoaunTtTenb:3amapvHa
Mapumnsa BnaavmmpoBHa




Ha mondx

HEBO3MOKHBI IIPAMBIC IKCTIEPUMEHT,
OJIHAKO HAYKE H3BECTHO MHOTOE

0 HACTIE/ICTBEHHOCTH YETI0BEKA.



1.Teopuu po:aeHnA
AeBOYEK U MaNbUunKoB.
2. Meuos.

J.MeToabl N3yueHUd HacneaAcTBEHHOCTU YeJoBeKa.
4 HacneacTBeHHbIE
3aboneBanna uenoBekxa.
BbIBOA.




[EHETUYECKOE PASHOOBPASYE MOREM

Hdoka3zaHo,4yTo pelwarowmm d)aKTOpOM B onpeperneHvn nosna
pEGéHKa ABJIAeTCA MYXCKas nojfioBas Krietka-
cnepmMmartro3ouna.

[MonoBble KNeTKU My>X4UHbI U XXeHLWMUHbI-raMmeTbl coaepxar
NONOBUHHbIN Habop xpomocom.Ob6pa3oBaHUIO ramMeT
npeAlwecTByeT npouecc aerieHns (Menos), KOToOpbIU NO
CBOEMY XapaKTepy U oCOGEeHHOCTAM OoTnunyaeTcs oT
00bI4YHOro(MMTO3a) .

[pv geneHnn comaTU4eCKUX KINETOK Kaxaasa foYepHAA
KIleTKka nosiy4yaeTt cBoM «3aKOHHble»46 xpomocom. A npu
obGpa3oBaHMKM NMOSOBbIX KNETOK B AApa oyaywmx rameTt
nonagaeT TOMbKO NO OAHOU XPOMOCOME U3 KaXXaoun
napbl 1.€.46: 2=23

MHTepecHO,4TO B NnpoLecce MUTO3a Kaxxaasa XpoMocoma
MOXeT HanpaBuUTCA B TO SA4PO0,B KOTOpoe e
«3abnaropaccyamtcsa».B pesynsrate BHOBb
obpa3oBaHHble raMeTbl OTNMYAKTCA APYyr OT Apyra
BapMaHTaMn XPOMOCOM U coepKalluXcs B HAX FreHOB.




CxemMma
obpaszoeaMHlUs] MosIO6sIX

B npapoautenbHULe NosoBbIX
KNeToK HaxoauTcsa 23 napbl
XpPOMOCOM: oAHa napa
MaTepUuHCcKasi(KpacHas),apyras
OoTUOBCKasi(CUHASA).

NMpun noarotoBke K MEMOTUYECKOMY
AEeNeHN0 XpOMOCOMbI NapTHEPLI
U3 OHOM Napbl HAXOAAT Apyr
Apyra.

MapTHEpPbLI KaXXaou napbl
pacxoaAaTcsa B ABe AoYepHue
KNneTKu-nepBoe aeneHue.

B pe3ynbraTe BTOPOro AeneHus
KaXgaa M3 BHOBb 0Opa3oBaHHbIX
KINeToK nosiy4yaet oAUHapHbIN
Habop(23) Bcex xpomocom.




ANbTEIHATI

Mapa nonoBbLIX XPOMOCOM TOXe NPUHUMAIOT yYacTue B
Meno3se.Y XeHLWUHblI OHU oanHakoBble-XX. Y MYyX4YUHbI
pa3Hble-XY, Nno3TOMy SAULEeKneTKa Bcerga oyaer
HocuTernbHUUuen X-xpomMocoMbl.A BOT A1 cnepmaro3ouaa
eCTb aNbTepHaTuBa : B npouecce obpasoBaHusi rameT
nosioBMHa U3 HUX nony4yaeTt X-XxpoMocoMmy,a apyras
NosioBMHa —Y-XpOMOCOMY.

Y-xpomocoma HeCET HanborbLlee YNUCIIO BaXHbIX FEeHOB:
MMEHHO OHM onpeanensoT pa3BUTUE YNCTO MYXKCKUX
NnepBUYHbIX U BTOPUYHLIX Npu3HakoB.U Korpa B
onsIo40TBOPEHUM ANLEKIIETKN y4acTBYyeT cnepmMmaTo3oum ¢
Y-XpoMOCOMOMN,Ha CBET NOSAABUTCA Masib4yuK,ecnm xe ¢ X-
XpPOMOCOMOUN-AeBOYKa.
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NMon 6yaywero pebéHka onpeanensaeTcs B MOMEHT CIIMAHUA siAep NoroBbIX
KJIeTOK OKOH4YaTesIbHO 1 6eCNOBOPOTHO.

[MockonbKy TONMbLKO MyX4YMHa siBnsieTcs obnagarenem X- n Y-XxpomMocowm,
3HA4YUT MMEHHO OH KBUHOBHMK» TOrO , YTO XXEHLLUUHA poXaeT eMmy nmbo
CblHa, NM60 AO0Yb.

CornacHo cTaTMCTU4EeCKUM OAHHbIM,MOYTN BO BCe BpeMeHa Manb4YnKoB
poXaaeTcA HaMHOro 6onblue,YemM AeBoYeKk.U 3To Npr TOM,4TO MYXKCKue
3apoAblilin 6onee ya3sBUMbI U A0 POXAEHUA NTMOHYT Yalle,YeM 3apoAabillun
XXeHcKoro nona.CnegoBatesibHO,MO KAKUM-TO NPUYUHAM NPU
onsiofoTBOPEHMM ropa3ao Yawe npeanoyteHne otaaeTcs
«MYXeCTBeHHbIM»Y-criepmato3onaam.lo HeKOTOpPbIM AAHHLIM,3TU
crnepmaro3onabl HEMHOIO NPOBOpPHEe CBOUX «COMEepPHUKOB»C X-
XPOMOCOMOM 1 NO3TOMY ropasfo ObicTpee UX AOCTUraeT Lenu

BHeAPAOTCA B 5 " LEeKJIeTKY.
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MeTtoAbBI U3yyeHuA

HACACACTBCHHOCTH
YCAOBCKA

I'eneanozuueckuu bausneyoswvru Llumozenemuuecxku




HacneacrBeHHbIe 3aboneBaHus
yenoBekKa.

Llapckaga

= lapcKas’

DLATENBAB?
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SSXIIAPCKAS» BOJIE3HD.
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AHrnmnckasa koponeBa BukTopusa He nogo3peBaria O TOM,UTO ABIFeTCA
HocUTernbHUUen remoumnmm 1o Tex Nop,noka He poaunra cBOero BOCbMOro
pebeHka-cbiHa JleononbAaa.C ero poxgeHUem crtano siCHO,

YTO Hag AOMOM HaBucna yrposa CTpallHOW,HEN3NeYMMon B Te BpeMeHa BonesHu.

N He TonbKo Hag aHrmuncknm:oTcroaa remodounusa gana cBou «Metactasbl» B Te
Ooma,Kyaoa npuwinuv getm u BHykn Buktopun.

He mmnHoBana yyacTtb cna u Poccuro.PogHas BHy4YkKa KoposieBbl ArekcaHapa
denopoBHa cTana XeHown pycckoro MoHapxa Hukonas .Y Hux poauncs CbiH-
LapeBu4 Anekcen,ctpagaBLUummn TAXXKenom cpopmon remounuu.

O TOM,4YTO remohunusi-saboneBaHne ceMenHoe,HacneacTBEHHOE,3HaNN O4YEHb
naBHo.Ewe B Tanmyae(ll Bek oo Hawen Bepbl)onmcaHbl CMepPTENbHbIE

KpoBOTEYEHUA ¥ MaJiIb4YUKOB MOCJ1E o6p9|,1:|,a o6pe3aH|/|9|.l/I npeanncbiBaeTcAd BCEX

POLACTBEHHUKOB MO XXEHCKOW NUHNKN,HE 0Dpe3aTb.3aMeTLTE MO XXEHCKOW NINHUN.
NMopa3utenbHO!

oy
“-—-\
-,
-

—

"

2=

a

i,
P4




LR el IRCMOEE ... B
C TOYKM 3peHHA HAYKM.

Daneko He cpa3y K I'eMO(bVIﬂMVI yAanochb I10,E|,O6paTb reHeTn4yeckue KHPO‘IVI.CMOTpVITe:
CTpaaaroT remodwlnueﬁ TONMbKO Manbyukn.Ho npum 3TomMm UX getTn-MmasibMMKm 1
AeBO4YKMN-BCcerga 3ﬂOpOBbI.OﬂHaKO Y ITUX,Ka3asnocCb 6b|,3ﬂOpOBbIX AeBo4yekK
pPoXAakTCA OOnbHbIe MaNbLYUKN. I'quemy?

Pa3sragka kpbinacb B X-xpomocome B camom KOHUe ANMHHOro nnevya X-xpomMoCOMbI
JIOKanu3yrTCs reHbl U3 U3BECTHbIX TpMAauaTu hakTopoB CBEPTbIBaHUA KPOBU.OHU-TO
n 6yayT Hac nHtepecoBaTb:3T0 VIII 1 IX dakTop.

lNMoBblWeHHas KPOBOTOUYMBOCTb,T.€.remocpmnus,BbiaBaHa nx gecpmumTom B
opraHuame. Korga orcytctByeT B KpoBM VIl hakTop-aHTUreMopunbHbIN rMOGYINH-
pasBuBaeTtca remocdpunusa A.Het IX cpakTtopa —nnasmeHHOro KOMNOHeHTa
TpombobGnacTtuHa -remocpunusa B.

Ho BOoT Bonpoc: noyemMy ux HeT,0oTKyaAa aecdpumunt?BuHOBaTa MyTauus reHoB,
oTBe4YarLmnx 3a cuHTe3 3TUX haktopoB.bbiBaeT, 4to reH Vlll dakropa Bbinapaetr
nonHocTbio. B aToMm cnyyae aHTUreMounbHbIN FOOYNMH NPAaKTUYECKN He
npoayuupyeTcsi:pa3BMBaeTCs KpamHe Tshkénas popma remocpunmun. B reHax moryTt
ObITb HebONbLUME OWNOKN,onevYaTKkn-Toraa pakTopbl CBEPTbIBaHUA KPOBU
npon3BOAATCA,HO paboTaloT NJI0X0,aKTUBHOCTb UX CHMXKeHa.Popma 3aboneBaHuA
3aBUCUT OT TOr0,HaCKOJIbKO OHa HM3Ka No cpaBHEHUIO C HOPMOU,KOTOpas B
nonynsuun koneoénetcsa ot 50 Ao 200%. Tak BoT,4emMm uncppa meHble 50,Tem ocTpee u
TAXernee NposBneHusa remounnu.
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3% Jlokaau3anus rega ™c
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NMockonbKy MyTaHTHbIN reH reMounnMm NoKann3syeTcs ToNbKO B
XpPOMOCOME U C Hen nepeaaeTcs N3 NOKOSIeHUNA B NOKOsieHne,
roBOpPAT,YTO 3aboneBaHne HacrieayeTca cuensieHHO C NOoJIoM.

Tokasa nokanusauusa reHa MHoroe oo bsACHAeT.CTaHOBUTCA SICHO,
no4vyemy y 60nbLHOro poxaparwTca 3aopoBble AeTnU. CbiHy OH
nepegaeTt Y-XxpoMocomy,B KOTOPOU HET N HEe MOXET ObITb reHa
remocpunuun. A BoT A0o4Yb 00Aa3aTenbHO NOsy4YuT X-XpoMOCoOMy C
MYTaHTHbIM reHoM.Ho...OT maTepu oHa Toxe nony4uT X-
XpomMmocomy,a BMecTe ¢ Hen HopmarnbHbIX reH VI (IX) dhakTopa
CBEpPTbIBaHUA KPOBU,KOTOPbLIU N 00ecnevYnT ero 4oCTaTto4HbIN
cuHTe3.U Bcé byaeTt bnaronorniy4yHo A0 TeX Nnop,nokKa
HOCUTeNnbHULUA reHa remoounum He nepepact gedekTHyro X-
XPOMOCOMY CBOEMY CbiHY.B 3TOM cny4yae Manb4mK 06si3atenbHO
3aboneer.




eNCTBUTEeNbHO,reMocunnsa vaile nopaxaer
MY>K4YMH,M Ha TO eCTb BECKUe reHeTu4eckue
npuynHbl.HO B MeanLMHe U3BECTHbLI Crly4aum,
Korga ooneroT n XkKeHwuHbI.K cyactblo,
KpanHe peako. Beab onsa Toro,4to6bl
3aboneTtb remodhunmen,neBoYKa AOMKHA
nony4nTb ABe X-XpOMOCOMbI C MyTaHTHbIMU
reHamun. Takasa cuTyauus BO3MOXHa,ecnm
6onbHOM remodmunmen BcTynaeT B bpak ¢
XXeHLWUuHon-HocuTenbHuuen. Ux goub
nony4aet ABe AedeKTHble X-XPOMOCOMbI:
OAHY OT OTLa,ApPYryH0 OT MaTepu,n y Heé
Hen3b6exHo pa3BmBaeTca remodunus.
€pPOATHOCTb TOro,4To0bl BCTPETUIIUCH U
nonoGunun apyr apyra ctpagaroLmm
remodpunmen n HocuTenbHULA MyTaHTHOIO
reHa,HeBeposATHO Mana. OgHaKo OoHa pe3Ko
BO3pacTaeT,ecnim 605IbHOWN XXeHUTCA Ha
cCBoen poacTBeHHuUe(He BaXXHO,[anbHen
Uy GrIM3KON)NO MaTepPUHCKOU NuHun. B
3TOM crny4vae Haao,Kak roBOpUTCA,CTO pa3s
OTMEPUTb.




TPMlIl\THﬂbeIE

Pe3yc-¢ghakmop-3To 0ANH N3
6enkoB KpoBuU.OTKpbIN ero B 1940
200y Kapn JlaHOwmeluHep.

JKCNepuMEeHTUPYS C KPOBLIO,
JNNanpgwTenHep n ero Konnera
BanHep obHapyxunu B
3puTpoumnTax HeM3BeCTHbIU
arrnioTUHOreH U Ha3Banum ero
pe3yc-thakTopom.

J1oT haKkTOp NPUCYTCTBYET B
apuTpouuTax npmonnM3nTenbLHO
85%noaen;ux KPOBb Ha3bIBaOT
pe3yc-nonoxutenbHou. Y 15%
dakTopa HeT,COOTBETCTBEHHO UX
KPOBb pe3yc-oTpuuaTtesibHa.




Oowee Konw-leCTBo 5
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Obuwee
KONnn4ecTBO
Xutenen,
NnpoXuBakwLwux B
cere-
292
FeHeTnYecKu KonuuyectBo KonnyecTBO
(ycnoBHo) 60nbHBIX 6nu3HeLoB-
3A0pPOBbIX remocpunmen- 2 yenoBeka.
nroaen-289. 1 yenosek.




1.MNon byayuiero pebeHka onpenenseTcs B
MOMEHT CITUSAHUSI NOSTOBbLIX KIETOK,
OKOHYaTenbHO U 6ecnoBOPOTHO.

2.Kak nponsonger pacnpegenenme XX n Xy
XPOMOCOM Henb34 npeayragaTtb Oaxe Ha
KINeToO4HOM YpPOBHE.

3.bnarogapsa ycnexam coBpeMEHHOU
MeOULUMHBI N TEHETUKN pa3paboTaHbl MeETOAbI,
Nno3BonfALLMe AMarHoCcTupoBaTb Hanmyme
3aboneBaHnn gaxe B nepuog 6epeMeHHOCTMN.



HuTepatypa

1.XXypHan«3aopoBbe».
2.060waa buonoruvs,

nop pen.tO.U. NMonsaHckoro.
Noa pen. A.K. benseBa
3.0CHOBbI FreHeTUKMU,

A.1O. AcaHoB,H.C.
NemMukoBa.

4./lHTepHeT-pecypcChil.




