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BBenenue

AKTyajlbHOCTB: ['eHOM uenoBeka coaepkut mpumepHo 20 000-25 000
T€HOB, KOTOpPbIE CIIyKaT YepTekaMH JJIsl MOCTPOCHUsI BceX Hammx OenkoB. [Ipu
MOHOTE€HHBIX 3a00JIEBaHUSAX 32 3a00JIEBAaHHE OTBEYAET MYTALUS TOJBKO B OJHOM
U3 ITUX T€HOB. MOHOIreHHbIE 3a00JIEBaHMs MEPEAAOTCA MO HACJIEACTBY U MOTYT
ObITh TOMUHAHTHBIMH WJIM PELIECCUBHBIMU, ayTOCOMHBIMU WJIM CUEIJICHHBIMHU C
moJIOM. AHaJM3 POJOCIOBHBIX OOJBIIMX CEMEH CO MHOTHMH TOPaKEHHBIMHU
YJIeHaMU OYEHb IOJIE3€H AJISI ONPEIETCHUS XapaKTepa HACIEq0BaHUSI MOHOT€HHBIX
3aboneBanuil. [loaToMy 3Ta TeMa OYeHb aKTyalibHa.

Hean uccaenoBanus: [IpoanannsupoBarb HHPOPMALIUIO 110 T€HETUYECKUM
3a00JICBaHUSIM.

O0beKT uccienoBanus: ['eHsl.

IIpeamer uccaenoBanms: ['enernyeckue 3a001€BaHuA.
3amaun:

V3HaTh, YTO TAKOE I'CHBEI.

VY3HaTh, 4TO TaKOE TeHETUYECKUE OOJIC3HH.

BrisiIcCHUTB, Kakue reHeTuuecKre 3a001IeBaHus ObIBAIOT.
[IpoBecT aHKETUPOBAHHUE.

O3HAKOMUTHCS C MYTAMH NPOPUIAKTUKN HACJIEICTBEHHBIX 3a00JIEBAHUM.
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JaTte uHbOopMaIMIO O TEHETUYECKOM NACIopTe.



1 Yrto Takoe reHeTHYECKHE 3200/ 1€ BAHUA

1.1 Yro Takoe reHul

['eneTtnka — 310 M3ydyeHue reHoB. Haiu rensl HecyT HHGOpPMAIINIO, KOTOpast
nepesaeTcss OT OJHOTO TOKOJEHWs K Apyromy. Hampumep, reHsl OOBSCHSIOT,
oYeMy y OJTHOTO peOeHKa CBETJIbIE BOJOCHI, KaK y €ro MaTepH, a y ux Opara uiu
CEeCTphl — KaUITAHOBBIE, KaK y oOTHAa. ['€Hbl Takke ONpeessioT, MOYeEMY
HEKOTOpbIe OOJIE3HH MEPENaloTCs MO HACIEACTBY M OyIyT JM ACTH MalbUyUKaMU
VI JI€BOYKAMH.

I'enst — 310 yuactku JHK (ne30kcupuOoHyKI€eMHOBAsT KUCIOTA), KOTOPBIE
HAXOJATCA BHYTPHU KaXKJI0M KJIETKU yesnoBeka. OHU HACTOJIBKO KPOILIEYHbIE, YTO UX
MO>KHO YBHJETh TOJIBKO MOJ MOIIHBIM MHKpockonoM. /IHK cocrout u3 yersipex
XUMHUYECKUX BEILECTB, KOTOPbIE OOpa3yloT Mapbl B Pa3IMYHBIX KOMOWHALIMSX.
KomOuHanuu co3naroT KoAbl U pa3HbIX T€HOB. Y KaXKJ0ro 4ejgoBeka okoiyio 20
000 reHoB. I'eHBl KOOUPYIOT pa3M4YHbIE 4YEPTHl, TaKWE€ KaK LBET IJas,
TEJIOCIIOAKEHHUE, MYKCKOM UJIU KEHCKHM TOJI.

Buyrpn xaxpou knerkm JIHK 1otHO ymakoBaHa B CTPYKTYpHI,
Ha3pIBacMble XpomocoMmamu. Kaxkmas HopmanbHasg KIETKa HuMeeT 23 mapsl
XpoMocoM. (Bcero 46):

e 22 mapbl XpPOMOCOM OJIMHAKOBBI y MYKUYMH M >KeHUUH. OHH
Ha3BIBAIOTCA ayTocoMaMu (tipousHocutces: AW-tuh-soamz).

® 23-s mapa — TOJIOBBIE XPOMOCOMBI — OIpeAeNsaeT noja pedbeHka. ¥
YKEHIIUH J1B€ X-XpOMOCOMBI, a Y MY»KYUH O7Ha X-XpOMOCOMa U OJHA
Y-xpomocoma.

Kak rennl nepenarorcs ot poauresiei K nersim?

UtoOsl chopMupoBaTh MIOA, SHIEKIETKA OT MaTepd U crepma OT OTIa
o0benuHAIOTCA. SlHleK/IeTKa W CIepMaTo30M] HMMEIOT IO TOJOBHHE Habopa
xpoMocoMm. SirexeTka U crepMaTo30ul BMECTE JAl0T PEOCHKY IMOIHBIA HAaOOp
XpoMocoM. BOT kak MbI MOXXEM yHAaclleoBaTh YTO-TO OT MaTEpH, a YTO-TO OT

oTnga.



1.2 Yro Takoe reHeTu4eckoe 3a0oJieBaHue

N «renernyeckuii», M «HACIECACTBEHHBIN» OTHOCATCS K Hamed JIHK u
HallleMy T€HETHYECKOMY CTPOEHHUIO. XOTs U T€HETHYECKHE, W HaclleJICTBEHHbIE
3a0oseBanust onpeaenstorcs myrauusmu B Hamed JIHK, He Bce reHermueckue
3a00J1eBaHUsl MEPEAAIOTCS MO HACHEACTBY. TOJIBKO T€, KOTOPBIE MEPENAIOTCA W3
MIOKOJICHHSI B TIOKOJICHUE, SIBJIIOTCS HACJIEICTBEHHBIMU.

Bce nHacnencrtBeHHble OOJIE3HU SIBJIAIOTCS T€HETMYECKMMHU, HO HE BCE
reHEeTUYEeCKUEe OOJIE3HU SIBISIOTCS HACIEACTBEHHBIMU. UTOOBI MOHATH pa3inyus
MEXIy OSTHUMHU JBYyMsI TOHSATHUSMHU, Mbl JOJDKHBI CHaydajga B3IJISIHYTh Ha
OINPEENICHHS U XapaKTEPUCTUKU KaXKJI0TO U3 HUX.

['enernyeckue 3a0ojeBaHUsl — 3TO MATOJIOTHUH, BO3HUKAIOLIME U3-32
W3MEHEHMs Haiero reHerndeckoro marepuana win JIHK. Myrtanuu mMoryt ObITh
BbI3BaHbl ommOKoil pemmmkanuun JIHK wnum daktopamu okpyxkaronieil cpenbl
(HampuMep, CUTApeTHBIM JBIMOM WM BoO3jciicTBUEeM paauamuu). [Ipu sTom
3a00J1eBaHUE MOKET MPOSIBUTHCA B JIIOOOM Bo3pacte. I'eHeTnyeckue 3a001eBaHus
MOTYT ME€peIaBaThCA OT POJUTEIIEH K TOTOMCTBY WIIA HET.

['enetnueckoe 3aboseBaHWE BO3HHMKAET, KOTJAa TE€H (MM TEHbI) HMEET
poOJIeMBbI CO CBOMM KOJIOM, M 3TO BbI3bIBAET MpoOJEMbI cO 310poBbeM. MHorma
reHeTnyeckoe 3a00eBaHNE BO3HMKAET, KOrjla peOEHOK HaclleqyeT €ro oT OJHOIO
WM 00oux poauTeneil. B npyrux ciydasx 3To MpOUCXOAUT TOJIBKO y peOeHKa (1 'y
poauTeseit HeT TeHETUYECKOTo 3a00ICBaHMUs ).

Paznuunbie Bemy MOTYT BBI3BaTh TEHETHUECKOE 3a00I€BaHNE, HATTPUMED:

® U3MEHEeHHE (MyTalusi) OJIHOrO reHa Ha XpOMOCOME

® HEIOCTAIOIIAs YaCTh XPOMOCOMBI (TaK Ha3bIBaeMasi JACJICIIHS)

® CMEUIEHUE I'€HOB M3 OJJHOM XpOMOCOMBI B APYIYIO (Tak Ha3plBacMas
TPaHCIOKAIIHS)

® JIMIIHSA WIA OTCYTCTBYIOIIAsl XpOMOCOMa

® CJIHIIKOM MaJIo UJIH CJIIMIIKOM MHOTO ITIOJIOBBIX XpPOMOCOM



VYuyenble Bce Ooiblie W OONbIIE Y3HAIOT O TeHETHKEe. BceMupHbIi
MCCIIE0BATEIbCKUI TIPOEKT MO Ha3BaHueM «IIpoekT reHoma uyenoBeka» co3aal
KapTy BCEX TIEHOB ueloBeka. OH IMOKa3bIBAET, IJ€ T'EHbl PACIHOJIOKEHBI Ha
XpoMocoMax. Bpauum MOryT HMCHOJIB30BaTh ATy KapTy A IOMCKA WM JICYEHUS
HEKOTOPBIX BHUJIOB T'€HETHMYECKUX HapymieHuidl. EcTh Hamexna, uto B Oyayuiem
OyayT pa3paboTaHbl METO/IbI JICUEHUSI MHOTHX F€HETHUYECKUX 3a00JI€BaHUN.

HacneactBeHHoe 3a0051€BaHUE BBI3BIBAECTCS U3MEHEHHUSIMU B T€HETHYECKOM
Marepualie, IepeAatolMMHUC OT POJUTENEH K JETAM. B TO Bpemsl Kak €CTh Takke
u3meHenue B JIHK, kirodeBoil xapakTEepUCTHKON 3/€Ch ABISIETCS TOT (PaKT, 4TO
00JIe3Hb MepenaeTcsi, NOTOMY YTO HM3MEHEHHE MPUCYTCTBYET BO BCEX KIIETKaX
OpraHu3Ma, BKJII0Yasi KJIETKU 3apOIbIIIEBOM JIMHUU, KaK Mbl OOBSICHUM HUXKE.

Msbr 3nHaem, uro JIHK mnepemaercs OT OOHOrO NOKOJEHUS K APYromy,
MI03TOMY BOIIPOC 3aKJIFOYAETCSl B TOM, KaK HEKOTOPbIE T€HETHUECKHUE 3a00J1€BaHUS
HE CTaHOBSATCA HACIEJACTBEHHBIMU. UTOOBI TOHATH ATO, HaM HYXHO CHauaja
kpatko u3yuuts JJHK.

Kparknii 0030p nameii JHK

JIHK (nme30kcupruOOHYKIEHHOBAsT KUCIOTa) MPEACTABISIET COOOM CIIOXKHYIO
MOJIEKYJTy, KOTOpasi o0pa3yeT CTpPOWTENbHbIN OJOK /i Halleil TeHEeTUYECKON
CTPYKTYpbl. ET0 MOXHO HaWTH MPAKTUYECKU B KAXKJIOW KIIETKE HALIETO TEIa, U OH
COJIEPKUT HMHCTPYKLKU, HEOOXOAUMBIE IS CO3/IaHUS U MOAICPKAHUS KU3HU.

Ham renom (Bech HaGop Hameit JIHK) MOXHO cunTarh «reHETHYECKOM
KHUTOM XKU3HW». 3]1€Ch Mbl HalijieM Hamu reusl, ydactku JJHK, naronme nagano
OesikaM, BBINIOJIHAIOIMIMM pa3fiuyHble (YyHKIMU B HalieM opranusme. MHTepecHo,
yT0 TOJIBKO 2% JIHK mpuBoauT k cozmanuto O0EiIKoB.

JIHK — »T0 o4deHb JMHHasi MOJIEKYyJa, KOTOPYIO 4YacTO MPEACTABISIIOT B
BUJIC CIIUPATCBUIAHON (POPMBI, ¢ KOTOPOW MBI BCE€ OYE€HB XOpoIno 3HakoMbl. JJHK
BMECTE C JPYIMMH MOJIEKyJaMu oOpa3yeT Tak HasbiBaeMblii xpomaTuH. Korma
KJIETKU JEJSATCA, XPOMAaTUH MAaKCHUMAalbHO YIUIOTHSETCS, U UMEHHO 3TO CO3HAET
XpOMOCOMBI. Y 4enoBeka 23 mapbl XpomMocoMm. B kaxaoil mape Mbl Haciemayem

OJIHY XpOMOCOMY OT MaTepH M OJHY OT OTLIa, BCero 46 XpoMOCOM.



1.3 T'eHeTMuyeckHe U3MEHEHHS: YTO 3TO TAKOE M KAK OHU BO3HUKAIOT?

C MOMEHTa OIUIOJOTBOPEHUS SIMIIEKJIETKH U OOpa3oBaHUs 3UTOTHI Halla
JIHK omnpenenena, u y Hac ectb 46 XpOMOCOM, O KOTOPBIX Mbl YIIOMHUHAJIM BBIIIIE.
B TO BpeMs Kak KJIETKHA MOCTOSTHHO JIEJISITCS Ha MPOTSHKEHUU BCEW HAIled »KU3HU
(moposkzasi HOBBIC KJIETKH), UMEHHO BO BpEeMs 3MOPHOHAIBHOTO PA3BUTHUS OHH
JEJISATCS ¢ HAanOOJbIIeH CKOPOCTHIO.

ITockoJIbKY KJIETKH JIENSATCSI OBICTPO BO BpPEMs 3MOPHUOHAIIBHOTO Pa3BUTHS,
COAEPKAIIUICSI B HUX T€HETUYECKUN MaTEepUal TAKKE JIEIIUTCS, CUHTE3UPYETCS U
pacrpenenseTrcss MeXAy HOBBIMH KieTkamMu. B pesynprate y Hac OyayT aBe
JIOYEPHUE KJIETKH, MOJTHOCTHIO PABHBIE APYT JIPYTY, NPOUCXOASIINE OT UCXOIHOU
KJIETKHM. JTOT MPOIIECC HA3BIBAECTCS MUTO30M.

Murto3 — odeHb 3(HEKTUBHBIN MEXaHU3M, KOTOPBIH BKJIIOYAeT B ceOsl psl
KOHTPOJIBHBIX TOYEK, YTOOBI YOEIUTHCS, YTO MPOIECC MPOJ0JHKACTCS MPABUIIBHO.
Tem He MeHee, Bce €IlIe CYLIECTBYET BEPOSTHOCTb TOTO, YTO B
nocienoarenbHoctd  JIHK  BO3HHMKAIOT —OMIMOKM, KOTOpbIE OOXOASAT JTHU
KOHTpPOJIbHbIE TOYKU. OHU wu3BecTHhl kKak Mmytauuu JJHK wuaum reneruueckue
HW3MEHEHUS.

N3menenue JIHK He Bcerna o3HauaeT 3a0oJieBaHue. B HEKOTOPBIX Cilydasix
M3MEHEHHE HE MMEET HUKAKOro 3HAYCHMS, B TO BPEeMs KaK JAPYrue HU3MEHEHUS
3aTparuBaroT CTPYKTYpy Oelika, KOJUPYEMOro TeHOM, BbI3bIBas 3a00JI€BaHUE.

Ntak, B yeM pa3Hulla MEXKIy T€HETUYECKUM U HACJIEICTBEHHBIM, YUUTHIBAs,
YTO JIF000€ M3 HUX MPOUCXOJIUT KaK reHeTndeckoe n3menenne? Kimrouom Kk oTBETy

Ha 3TOT BOIIPOC ABJISICTCA TO, KOrAa U raAC€ IPOUCXOAUT U3MCHCHUC.

1.4 Kuerku 3apoabllieBOH U TeHETHYECKON JIMHIH
Kuerku 3apoabiieBoii JIMHUM
Knerku 3aponpllieBON JMHUM — 3TO TOJIOBBIE KIJIETKH, T.€. AMUEKIETKU U

criepMaro3ouibl. D10 KieTku, nepeaatonue JIHK cremnyromeMy mokoseHuio, u
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OHM SIBIISIFOTCS KJIFOYOM K IOJIOBOMY PasMHOXEHHIO. BaxxHO otmeTuts, yto /JHK,
coAepKamasicss B KJIETKax 3apOAbIIIECBON JIMHUMU, SBISIETCS €IUHCTBEHHOM,
KOTOpasi mepeaaercs OT poauTeneld Kk peOeHky. Tak mepemaercs reHeTHdyeckas
uHpopMaIus.

Ecmu y poautens ecte MyTranus B KJIETKax 3apOJbIIIEBON JIMHUH, 3TO
HOBJIMAET HA UX SHIEKIETKH WIM CIEPMAaTO30M/Ibl, IIEPEHOCS UX C COOOW B HOBBIE
KJIETKU ux pedenka. Ecinu paccMarpuBaemasi MyTallsl BBI3BIBAET 3a00JI€BaHKE, TO
3TO OYJET HacIEeICTBEHHOE 3a00JIeBaHHUE.

CoMaTH4ecKue KJIeTKH

[ToMuMO SIMIIEKTIETOK U CIIEPMATO30MI0B, BCE OCTAIIbHBIE KJIETKH SIBISIOTCA
comarnyeckumu kietkamu. Jlroosle mytanuu JJHK B knerkax srtoro tuma OyayT
ONpENENATh T'€HETUYECKHE 3a00J€BaHUsA, HO OHU HE OYyIyT HACIEIACTBEHHBIMU,
IIOCKOJIBKY HE IEePENatoTCs IOTOMCTBY YEJI0BEKA.

XOopomuM MPUMEPOM TOro, Kak pabOTarOT HacJIEJCTBEHHbIE OOJIE3HHU,
ABJIAETCSl CiIy4all HEKOTOpPBIX HAacJEICTBEHHbIX BUIOB paka. HccinemoBaTenu
OOHApyXWJIM, YTO CYIIECTBYET MHOXECTBO TIE€HOB, KOTOpbIE IOMOTaroT
BocctaHaBnuBath JIHK, u4ToOBI mnpeaoTBpaTuTh, HAmpuMep, pak MOJOYHON
xene3bl. HanOosiee M3BECTHBIMM T'€HAMM, Y4YacTBYIOIIMMU B DPa3BUTUU paka
MoJsiouHoM kenesbl, sBisitoTcsa: BRCA1 u BRCA2. Hanuuue myrtanuu B TeHE
BRCA1 yBenumumBaer puCK pa3BUTHS paka MOJIOYHOM »kene3bl 10 87%, 4ro
SBJIIETCS. OYEHb BBICOKMM PHUCKOM IO CpPAaBHEHUIO C OOLIUM PHUCKOM Jif
HaceJieHus, cocraBisitomnM 12%. Ecin y yenoBeka ecte myTtanus B reHe BRCAI
B KJETKaxX 3apOAbIIIEBON JIMHUM, 3Ta MyTalus MOXET OBbITh MepelaHa ero
MOTOMCTBY, KOTOPOE YHAcCJIEAYyEeT MOBBIIICHHBI PUCK PAKa MOJIOYHON KEIE3bI.

HacnencrBenHslil pak coctaBisieT 0kosio 5-20% Bcex BUIIOB paka, MpU 3TOM
HauOojiee YacTOM NPUYMHOW paka SBJSIOTCS TNPUOOPETEHHbIE MYTalluHu,
BO3HHKAIOIME B COMAaTUYECKHUX KJIETKax. OHU MOTYT MOSBIIATHCS HA NPOTSKEHUN
BCEW >KM3HU 4YeJIOBEKa W yalle, KOrja Mbl CTAHOBUMCS CTaplle, YTO MPUBOJIUT K
pocty omnyxonu. IIpm 3TOM, KIIOYEBOE pas3IMuMe MEXAY TIE€HETUYECKHM U

HaCJICACTBCHHBIM 3a00JI€BaHUEM 3aKJIIOYACTCS B TOM, INPUCYTCTBYCT JIM MyTalus
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TeHa, BBI3BIBAIONIAsl 3a00JIeBaHUE, B KJIETKAaX 3apOBIIIEBON JTUHUW WU HET. B
KOHEYHOM MTOT€ MYTAIMU B 3apOJBIINIEBON JIMHUM MPUBOAAT K HACJIEICTBEHHBIM
3a00JieBaHUsAM, TOrJa Kak MyTallid B COMAaTHYECKMX KJIETKaX MPUBOIAT K

T'CHCTHYCCKUM 3a6OHCBaHI/I$[M, KOTOPBIC HC ABJIAIFOTCSA HACJICACTBCHHBIMMU.

1.4 Ilytu npopUIAKTHKH TeHeTHYeCKHX 3a00/1eBaHM I

[Iyth  npoduIakTUKKM  HACHEACTBEHHBIX  OOJE3HEW  OompeaemsioTcs
NPUYMHAMH, CIOCOOCTBYIOIIMMHU WX pa3BuTHO. K OCHOBaM MpOQMIaKTUKH
OTHOCATCS CIIEAYIOIINE MEPHI:
1. 3anper Ha OnM3KOpOACTBEHHBIE Opaku. M37aBHA 3aMeUeHO, YTO y CYNpPYIoOB,
POJCTBEHHUKOB YacTO POXKAAIOTCS OONBbHBIE M OCIA0JICHHBIE JETH, TOATOMY Yy
MHOTHX HAapOJOB CJIOXMJIOCH OTPHUIATEIFHOE OTHOIICHHE K TakuM Opakam. Kak
NpaBUIO, MYyTallMM B TeHaX HOCAT PELECCHBHBIA XapakTep, I[03TOMY B
reTepO3UroTe OHH HE TMPOSABISIOTCSA. Y JIBYX POJICTBEHHHKOB, HMEIOIINX
OJJMHAKOBBIE MYTAIlUH, BBIIIE BEPOATHOCTH IMPOSIBICHHUS PEIECCUBHOTO TEHA, U

coriacHo II 3akony MeHnnens coctaBut 25%.

2. 3ampeT Ha ynoTpeOyieHHe aJIKOroJisi U HAPKOTUYECKUX BEIIECTB.

Hx ynorpebieHne BeAeT K HapyILICHHIO MPOLecCa KOHBIOTAIMM XPOMOCOM B
Meno3e, T.K. aJIKOTOJIb — ST IS JIF0OOM KJIETKH, 0COOEHHO T0JI0BOM. B pesynbpraTe
B HEKOTOPBIX TMOJIOBBIX KJIETKAX MOTYT BO3HUKHYTb W3MEHEHUS CTPYKTYphl U
4yuciaa XpOMOCOM, YTO MOJKET MPUBECTU K TSKEIBIM YPOACTBAM HIJIM YMCTBEHHOM
OTCTAJIOCTH.

3. boprba 3a 4YKHCTOTY OKpYyXarolleil cpeabl, OCOOCHHO MPOTUB 3arps3HEHUs
MyTareHaMH — BEIIECTBAMH, BBI3bIBAIOIIMMHU MU3MEHEHHUS B T€HAX M XPOMOCOMAX
YEJI0BEKA.

Jlokazan myTareHHBIM 3(PQEeKT KypeHus W KeBaHUS Tabaka, PaguOaKTUBHOTO
W3JIyYEHUs, BBIXJIONMHBIX Ta30B, XUMUYECKHX Kpacurteieu, jakoB. [locTtosiHHO

ITOITIOJIHACTCA CIIMCOK JICKAPCTB, o6nana101u1/1x MYTarcHHBIM I[GI\/’ICTBI/IGM.



4. MeauKo-reHeTUYeCKOe KOHCYJIbTUPOBaHUE.

BnepBeie B wMupe oHO OblI0 opraHm3oBaHo B 1929 romy coBeTcKkuM
Hesponatojiorom C.H. JlaBuneHkoBbIM. DTO ObUT MEPBBIN 1Iar Bpaya-reHETUKa Ha
NyTH  [ponaraHjbl  MEIUKO-TEHETUYECKUX  3HAHUW  Cpeld  NaIlMEHTOB.
Pe3ynbTaTUBHOCTh TAKOTO KOHCYJIBTUPOBAHUS 3aBUCHUT OT TOrO, B KAaKHE CPOKHU
poautenu  oOpaTWiIMCh 32  MNOMOUIbl0.  Pa3nuyaroT  peTpocneKTUBHOE
KOHCYJIbTUPOBaHUE (€CJI B CEMbE YK€ €CTh O0JIBHON PEOCHOK) M TIEPCIIEKTUBHOE
(10 pOKJICHHS TIEPBOTO peOEHKA).

5. JoponoBas  JIHWAarHOCTMKA  HACJEACTBEHHBIX  OOJIe3HEH,  KOTOpas
npeaycMaTPUBAET UX CBOCBPEMEHHOE BhHISBJIICHUE.

Tak, oOs3atenbHOE yibTpa3BykoBoe ucciegoBanue (Y3U) Bcex OepemMeHHBIX
JkeHIMH Ha 30% CHUBMIO POXKICHHUE [JE€TE C THKEIbIMU TOPOKaAMH.
JlabopaTopHas nopojoBasi AMArHOCTHKA, T.€. MCCJIEIOBAHUE OKOJOILUIOMHBIX BOJI
WM KJIETOK 9 000J0YKkM IUTI0Ja Ha paHHMX cpokax (6-11 Hemenb), HyKHa
YKEHILMHAM cTapuie 35 JeT U TeM KEHIIMHAM, Y KOTOPBIX YK€ POJWIUCH JCTH C

BPOXKJICHHBIMU ITIOPOKAMHU.

1.6 I'eneT4ecKUil MACIOPT Y€JIOBEKA.

HacnenactBennass wim reHeTHdeckas WHGOpMAIMS KaXIOro delloBeKa
3amrcaHa B BUJE IMOCJIEI0BATEILHOCTH HYKJICOTHUIOB, U3 KOTOPBIX COCTOUT HUTh
JHK. JIHK, ynakoBanHas B 46 xpoMocoMm (23 mapsl), COACPKUTCS B KaKIOU
KJIETKE OpraHu3Ma, 3a MCKIIOUYEHHWEM TIOJIOBBIX KJIETOK (SHUIIEKIETOK |
CIIEpMAaTO30UJI0OB), KOTOpble cojepxkaT 1o 23 xpomocombl. JIHK xkaxmoro
4yeJio-BeKa yHUKaJlbHA, TeHeTHYecKas WHGoOpMalus JBYX JIOJEH HE CBSI3aHHBIX
POJCTBOM COBHAJAET TOJbKO HA 99%. 1% pasznuunii B nociaeaoatenbHoctu JJTHK
M OTBEUAaeT 3a BCE MHOTO00pa3uWe BHEIIHOCTH, XapakTepa, CIOCOOHOCTEH,
MPUCTPACTUN, 3a 3lI0POBBE, TMPEAPACIONOKEHHOCTh K PAa3JIMYHBIM BUIAM

JACATCIBbHOCTH.
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Nudpopmanusa 06 ocobennoctsx [JIHK koHkpeTHOro dvenoBeka JEKUT B
OCHOBE COCTAaBJICHUS WHIWBUIYaJIbHOTO TE€HETHYECKOrO IAacrnopTa 4eaoBeka. B
HacrosIee BpeMs moa «reHetudeckum» mnacrnoptom (I'TI) monmmaror nubo
«unentudukammonnerii  ['Tl», mu6o «I'T1 3mopoBes». WneHTHUKAITMOHHBIHA
F€HETUYECKUN MacnopT — ATO WMHIMBUAyalbHble AaHHble 0 JIHK koHKpeTHOro
YeJioBeKa, 3alicaHHbie B BHUAC IU(pa, MOHATHOTO TOJBKO CIEHHAIUCTY. ITH
JAHHBIE MOTYT WCIOJB30BAaThCS IS HACHTHU(PUKAIMK JIMYHOCTH, HArmojaooue
OTIEYATKOB MajbIeB, 1 OOBIYHO HE HECYT KaKoW-In00 MHPOPMAIUU O 3I0POBbE
yenoBeka. [looOHBIE HCCIIENOBaHUSI TakXKe TMPOBOJSATCA HANpUMEpP MpHU

ONnpcCACICHNN OTLHOBCTBA.

'eneTnueckuii  macmopT  370pOBbS  COACPXKHUT  uHoOpManuioo 00
ocobeHHocTsIX cTpykTypbl JJHK, nHanBUyansHOM MpeapacionokKeHHOCTH K Py
HACJICICTBEHHBIX, MYJIbTU(AKTOPUAIBHBIX M JPYruX 3a00JieBaHUM, a TaKke
pEeKOMEHAAIMK JJi1 TalMeHTa W €ro Jieyallero Bpaya Mo MNpoUIaKTHKE
3a00JIeBaHUM C TOBBIIIEHHBIM PUCKOM.

B nonHoMm BapuaHTe reHEeTUUYECKUI MachopT JAOKEH BKIHOYATh PE3yJIbTaThl
WCCJICIOBAHUSI HE TOJIBKO T€HOB TPEIPACIOJIOKEHHOCTH, HO U OECCUMIITOMHOTO
HOCHUTEJIbCTBA MYTAaIlMil TEHOB HamOoJee YacThIX HACIEACTBEHHBIX Oosie3Heit. Ho
TECTUPOBAHUE ITUX N'CHOB JOJKHO OCHOBBIBATHCS HA aHAJIN3€ UCTOPUU CEMEUHBIX
3a0oneBanuil. [lpuHUMas 3HAaUE€HHWE NAHHBIX TE€HETUYECKOTO TECTHUPOBAHMS IS
rapMOHUYHOTO  (POpMHUpPOBAHMS  JIMYHOCTH,  PALMOHAILHOTO  MUTAHWUS,
3 PEKTUBHOCTH CHOPTUBHBIX 3aHATHH M T.J., TaKOE WCCIEAOBaHUE JIydlle
IpOBOIUT, B Oojiee MoJoaoM Bo3pacte. Ho  yuyuThiBasi, dYTO TEHBI
MPEeAPACIONIOKEHHOCTH  peanu3yloT cBoU 3(@(exTel B 3peioM  BO3pacTte,
pa3pabaThiBaTh WHIWBHIyAJIbHBIC MPOTPaMMbl TMPOQPMIAKTAKA HUKOTJAA HE
no3qHo. B omHOM OmyONWKOBAaHHOM OY€Hb HMHTEPECHOM HCCIICIOBAHUH,
npoBegeHHoM B 2007 roay, OBUIO TMOKa3aHo, YTO 10 TecTupoBaHus 92%
oOcneayeMbIX AyMalld, 4TO OHU BEAYT 3J0POBBIM 00pa3 KM3HU, B TO BpeMs Kak

40% w13 HUX BeNH ceOsl COBEPILIEHHO HENPaBUIIBHO C TOUYKU 3PEHUSI UX T€HETHKU.
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OdveHb Ba)XHO, YTOOBI YEJIOBEK TEpeIiesl K HOBOMY PEKHUMY MUTAHUS W 00pasy
KU3HH OCO3HAHHO. ['€HeTHUecKoe TECTUPOBAHME JACT B ATOM CMBICIEC Hanboee
CWJIbHYIO MOTHBAIIHIO.

MakcuManibHasi T0Jib32 OT T'E€HETHYECKOTrO Iacrmopra MOXET ObITh
JIOCTUTHYTa TOJBKO B CJydae, €ClIdi TEHETHYEeCKOE€ TEeCTUpOoBaHUEe Oyner
3aBepIAThCA MOJHOIEHHON KOHCYJIbTAIlMEH CHelHaicTa MO0 MPEeIUKTUBHON
MEIUITMHE W Pa3pabOTKOW COOTBETCTBYIOIIMX PEKOMEHIAIMNA JUIsl YeJIOBEKa,
3aMHTEPECOBAHHOTO B MHGOpMAIMK O COOCTBEHHOM TI'€HOME, M €ro Jieyallero
Bpada. DTH PEKOMEHAITMH JODKHBI KacaThCs HE TOJBKO KOHKPETHOM MaTOJIOTHH,
HO ¥ HOCHUTHh 3HAUYMTEIbHO OoJiee pa3BEepHYTHIH XapakTep, COJAEPKATh
uH(popMaIUIo, HEOOXOAUMYIO HJii MaKCUMaidbHO 3(PGEKTUBHOM, 370pOBOM U
MOJTHOLICHHOM KU3HMU.

OpnHako Ha CETOAHSIIHUKA JeHb BO3MOXKHOCTH caenarth JIHK ananusbl Ha
BBISIBJICHHE OCHOBHBIX JIMYHOCTHBIX XapaKTepUCTUK ecTh Tojibko B CIIIA, u To B
HAyYHBIX IEIIX, MPUYEM CTOMMOCTh pacmM(@pOBKA TEHOTHUIIA YeJIOBEKa
cocTaBysieT 32 ThIC. JOUTAPOB U 3aHUMAET OKOJIO JIBYX HeJenb. | eHeTUYeCKHit
MIACIOPT TAKXKE JTOJDKEH COJAEPKaTh CITUCOK OOJIE3HEH, K KOTOPHIM Y YEJIOBEKa €CTh
MIPEAPACIIONIOKEHHOCTD.

B Poccunm 1o reHoTwmy denoBeKa BO3MOXKHO —BBIIBUTH  TOJIBKO
MPEAPACHOJIOKEHHOCT K TAaKMM 3a00JICBaHUSIM, KaK OXXHUpPEHHE, auader,
aTepocKiiepo3, UHPAPKT, OHKOJIOTHIECKUE 3a0oieBanus, Oosie3nb [layHa, 60e3Hb
AnpIireiiMepa 1 HEKOTOPBIM JIPYTUM, a KOJUYECTBO MEIUITMHCKHUX YUPEKICHUMH,
IJIe JIeJAl0T TaKUe aHaIHM3bl, MOXKHO TIEPECUNTATh IO MajbiiaM. Ho 3To aHamm3Hl,
KOTOpPbIE MOXXHO CJIeNaTh JIUIIb M0 COOCTBEHHOW MHUITMATUBE, C IEJbI0 BBISBUTH
MPEAPACIIONIOKEHHOCTh OpPTaHW3Ma K TEM WJIM WHBIM OOJIC3HSAM WM HambOoJjee
MPaBUJIBHO CIUIAHUPOBATH TIOSBIICHUE TOTOMCTBA. YUEHBIE MPHU3HAIOT, YTO
TEeHETHYECKOE MPOTHO3MPOBAHNE HOCUT BEPOSITHOCTHBIN XapaKTep, OICHUBAEMBbIi
oT 40% 10 80%. To ecThb npeapacnoioKEHHOCTh — 3TO JTAJIEKO HE CTONPOLICHTHAS
BO3MOXKHOCTh BO3HUKHOBEHHsI 3aboieBaHus. Ho mpencraBpTe cebe >XKHU3HL B

OXXHNJaHHUH oonesnn? OHa MOXKET OKa3aThCs cTpaliHee, 4eM cama 00JIC3Hb.
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Hanpumep, ecin TeHETHUYECKMH aHanM3 OOHAPYXKHJI TMOBBIIICHHBIH PHUCK
BO3HUKHOBEHUS paKa, OCTACTCs NOKU3HEHHOE HAOJIOJEHUE y OHKOJIora. A eciu
TEHETUYECKUI aHANIN3 BBISIBUT IPEIPACIIONONKEHHOCTh K nuabdery? Ilosyuaercs,
YTO BCIO KHU3Hb Hal0 ce0s OrpaHUYUBATh, CUJCTh Ha ONPEACICHHOW IHEeTe U
XKIaTh 3J0M0JdydyHOro vaca X? S aymaro, 4ro JajeKko HE KaXKIbl YeEJOBEK

IICUXOJOINYCCKHU I'OTOB XUTH 1104 TaKUM ﬂaMOKHOBBIM MCYOM.

I'enetnyeckuii macnopT cocrtaBigeTcss Ha ocHoBe aHanu3za JIHK. Kak
u3BecTtHO, Mosiekynbl [IHK oTBewaror 3a mepenady mHdopManuu B 4€JI0BEUECKOM
OpraHu3Me, W MPEACTaBIAIOT COOON OYEHb JIMHHYIO IIEMOYKY M3 MHOXKECTBa
3BEHbEB. Uepemyroch MEXy COOOM, 3TH 3BEHbS CO3JIAI0T ONMpPEACICHHBIN KOJ -
MOJIEKYJIbI TCHETUYECKOM MaMSITH.

B nmepByro ouepenb TeHEeTHYECKHH HACHTU(DHMKAIIMOHHBIA  IACIOPT
HEO0OXOIUM JIIOJISIM, Ubsl TIpodeccrsi CBsI3aHa C MOBBIIIICHHBIM PUCKOM JIJIS KU3HMU:
BOCHHOCTYXKallUM, CIlacaTeisiM, IIaxTepaM, MoOpsKaM, JIeTYMKaM ©  T.1.
JKenarenbHO MMETh TaKOM IACIOPT CIOPTCMEHAM-IKCTpeMaliaM M JIOOUTEIISIM
MyTEIIECTBUM, TypUCTaM M JIIOJSIM, BBIC3XKAIOIIMM Ha paboTy 3a Mpejeibl CBOeh

CTpaHbl WJIX B IPYrOM TOPO/I.

CeromHsi MOXHO HCCIEIOBATh T€HOM €II€ HE POJMUBIIMXCS JETEH 3TO
WCCJIEIOBAHUE BO3MOXKHO, U 00Jiee TOT0, OHO JIOCTATOYHO IIMPOKO MPUMEHSETCS.
I MONEKynspHOW T€HETUKW BEb HE MMEET 3HAUYCHUSA, UMEET JIM CIECHUAIUCT
JIEJI0 C YK€ pPa3BUBIIMMCS OPraHU3MOM WJIM BCETO C OJHOW KIIETKOM. ITO
HCCIIEIOBAHUE  4YacTO  IPOU3BOAUTCS BO  BpEMs  IKCTPAKOPIIOPATIBHOIO
OTUIOJIOTBOPEHUSI, KOTJ]a Ha CTaJUM KJIETOYHOTO JCJICHUS B MPOOUPKE MOXKHO, HE
NPUYMHSS Bpela 3apojblily, U3bsITh OJIHY W3 KJIETOK M MPOBECTH aHaIU3. ITO
HA3bIBACTCA  NPEUMIUIAHTALIMOHHOMINATHOCTUKOW. Takke  MOXKHO  NIPOBECTH
TECTUPOBAHUE BO BpEeMsi OOBIUHONW OEPEeMEHHOCTH, HauMHas C BOCHBMOW-JIECSITOM

HCICIIH.
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2 T'eHeTHYeckHe 3200/IeBAHUSA

2.1Kakue OLIBaIOT reHeTHYECKHE 3200, 1€BAHUS

AJbOMHU3M

ANBOMHM3M — 3TO TIpyNNa TEeHETHYECKUX COCTOSHUM, MPU KOTOPBIX
MUTMEHT MEJAHUH OTCYTCTBYET WJM OYEHb MaJl0 MUTMEHTa MEJIaHWHA B KOXE,
BOJIOCaX M TIja3zaX. AJIBOMHU3M BCTPEUYaeTCs BO BCEX PACOBBIX W ATHHUYECKUX
rpymnmnax mno scemy mupy. B ABcrpamuu npumepno 1 u3 17 000 yenoBek ctpagaer
KaKAUM-JIHOO BHJIOM aJIbOMHU3MA.

JIronsiM ¢ aJlbOMHU3MOM Ba)KHO 3alllMIIATh KOXKY W IJla3a OT COJIHIIA U
PEryJIIPHO MTPOBEPSTH 3pCHUE.

['enpl anbOMHU3MA TIEpeAaloTCs OT 00OUX POAUTENICH, KOTOPhIE cCaMU MOTYT
He OBITb 3aTPOHYTHI UM HampsiMyro. OJHAKO TPOCTOr0 TECTa, MO3BOJSIOIIETO
OTIPENICIIUTD, SIBJISETCS JIU YEIOBEK HOCUTENIEM I'eHa aJlbOMHU3MAa, HE CYIIIECTBYET.

IKTPOAAKTHIIUA

DKTPOJAKTUIIUS — 3TO PEIKUI MOPOK pa3BUTHS, TP KOTOPOM Y OOJILHOTO
OTCYTCTBYIOT JIMOO HEOPA3BUTHI OJMH WIIM Cpa3y HECKOJIbKO MAJIbLIEB HA BEPXHUX
Y HWDKHHUX KOHEYHOCTAX. 3a4acTyr0 JaHHAs MATOJIOTUSl COUYETAETCSA C APYTUMHU
BPOXKICHHBIMU aHOMAJIUAMM.

B GonpmMHCTBE CilyyaeB U3MEHEHUS MPOSBISIIOTCS B BUE IITyOOKOIO
MEXMaJIbLIEBOT0 MPOMEXKYTKA, KOTJJa KUCTh MJTM CTOIA Kak Obl pa3zelieHa Ha JIBe
yacTu. BHeNIHe Takass KOHEYHOCTh HAIIOMUHAET KJIEUIHIO, I03TOMY JTAHHOE

HapymeHne HEPCAKO HA3bIBAIOT ((KJ'ICHIH€06paSHaH KHUCTB).
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ATonuyeckasi OpoHXHATbHAS ACTMA

ATonmueckass OpoHXHalbHas acTMa - 0JTO peakiys OpraHu3Ma Ha
KOHKPETHBIMAUIGPTeH WM TPYIIy aJUIpPreHOB. bOJIe3Hb  XapakTepu3yeTcs
XPOHUYECKHM TEUCHHEM M HAJMYMEM HACJICICTBEHHOW TMPEAPACIIONIOKEHHOCTH K
CEHCHOMIT3AIIHY.
Crpanaroiire acTMOM UCTIBITHIBAIOT OJIBIIIKY, [IOBTOPHBIE MPUCTYIIBI
3aTPYJHEHHOTO JIBIXaHUs, Kaliedb. MyqduTeIbHbIC TPUCTYITBI OPOHXHATLHON aCTMBI
MOTYT COITPOBOXKIATHCS OOJBIO B TPYIU U CITMHE. BpOHXHABHYIO acTMy
HeoOxoauMo TudPpepeHIIpoBaTh ¢ APYTUMH 3a00JICBAaHUSMU: XPOHUYECKUM
CUHYCHUTOM, TacTpod3odareaibHbIM pedIekcoM, IUIHapHON JTUCKUHE3UEH,

MYKOBHCIIHUI030M, CGp,Z[G‘-IHOﬁ HCOOCTATOYHOCTBIO, IAaHNYCCKMMHU dTaKaMH.

Cl/IHIlpOM TETPpaaMeJIumn

CuHJIpoM TeTpaaMeIni — OYEHb PEIKOE TeHETHYECKOe 3a00JIeBaHKE, ITPU
KOTOPOM PeOCHOK poskIaeTcs 0e3 pyK U HOT, a TaKKe MOXKET BbI3bIBATH APYTHE
MOPOKHU Pa3BUTHS CKEJIETa, JIUIA, TOJIOBBI, CEPALA, JIETKUX, HEPBHON CUCTEMBI WU
B 00JIaCTH TIOJIOBBIX OPTaHOB.

DTO reHeTUYECKOe U3MEHEHUE MOXKET OBITh JUATHOCTUPOBAHO €IIIE BO BPEMSI
OEpEeMEHHOCTH U, CIIEIOBATEIHHO, B 3aBUCUMOCTH OT TSXKECTHU BBISIBJICHHBIX
MOPOKOB PA3BUTHS aKyIlIep MOKET PEKOMEHI0OBATh MIPOBEICHNE a0opTa, TaK KaK
MHOTHE U3 3THX MTOPOKOB Pa3BUTHS MOTYT YIpOXKaTh )KH3HU peOCHKa Mocie
POXKICHUS.

XOTs JIeYeHUS HET, B HEKOTOPBIX CIIydasiX peOCHOK POKIAETCS TOIBKO C
OTCYTCTBUEM BCEX UETHIPEX KOHEYHOCTEHN WM C JISTKUMHU MOPOKAMU PA3BUTHS, U B

9TUX CJIYUasAX MOKHO IMOAJCPKHUBATHL aICKBATHOC KAYCCTBO KU3HU.
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3asubs ryda

3asubs Ty0a — 3TO BPOXKJIEHHAS aHOMAJIHS JIMLIEBOTO OTJENa, IPU KOTOPOil
BEepXHssl Tyba pasieneHa Ha JBe yacTu. PacmienuuHa TyObl IpU 3TOM MOKET
OTrPaHUYMBATHCS JIMIIL BEpXHEN Ty0oil, HO TaKKe MOXKET 3aTparuBaTh M BEpXHEE
HEe0O0, COYETAs’ACh C IPYTUMU MTOPOKAMH Pa3BUTHSL.

3asubs Ty0a MpeAcTaBisieT coOOM OJIHY W3 CaMbIX PaclnpoCTpaHEHHBIX
BpOXKACHHBIX aHoManui. C 3TtuM aedexToM poxkaaercs oauH pedenok u3 1000
HOBOPOXKJICHHBIX, 4YTO cocTaBisier mnpumepHo 0,04 mporeHTa oOT o0OmIero
HaceJIeHUs IUIaHeThl. Yame BCero ¢ pacceuyeHHoi ry0oi pokIaoTcsl Malbuuky. B
OOJBIIMHCTBE CIIy4aeB paclleliMHa pacloyiaraeTcs C JEBOM CTOPOHBI BEpXHEU
ryosl. CyliecTByeT OIpeleieHHas 3aBUCHMOCTb MEXIy pacod M 4YacTOTOM
pPacpOCTPAHEHHUSI 3TOW MATOJIOTUHA. B CpaBHEHUU CO CBETIIOKOKUM HACEIICHUEM Y
a3uaToB 3asuybsi ry0a BCTpeyaeTcss B JBa pas3a yvamie. [l HerpougHOW packl
xapakTepHo (opMupoBaHue gedekra y S0 mpoueHTOB HOBOPOKICHHBIX.

CornacHo nanHbiM Beemupnoit Opranuzanuu 3npaBooxpaneHusi (BO3) Ha
CErOHSAUIHUI JI€Hb CYILIECTBYET TEHICHLHMS K YBEJIMYEHUIO KOJUYECTBAa JETEH,
POKJAIOIIMXCS C ATOM aHOMaNKe. DTOT PakT CBsA3aH € YXYILIEHUEM HKOJIOTHH U
HOSIBJICHHEM OOJIBIIIOr0 KOJMYECTBA (PAKTOPOB, BIMSIOMIMX HAa BO3HUKHOBEHHE
BpPOXKJIEHHbIX aHoManuii. Tak, B Pecrybnmuke benmapych, rjie Kaxiblii 5 KUTENb
nocTtpagan oT YepHOOBUILCKOM aBapuu, HAOMIOJAETCA €XKEroJHOE YBEIWYEHUE
KOJIMYECTBA JIeTel ¢ 3asiubeit ryooit B 0,25 paza Ha 1000 HOBOPOXKI€HHBIX.

Hennaxkus

[lenmakus (TIFOTEHOBAas ~ HEMEPEHOCHMOCTh) —  3TO  XPOHUYECKOE
reHeTh4Yeckoe 3a00JieBaHue, MPU KOTOPOM IMHUIIA, COJEprKallasi TIOTEH (BbIIEUKa,
MaKapoOHblI, CYXU€ 3aBTpPaKd, HOTYpThbl), MOBPEXKIAET CIMU3UCTYIO 000JIO0UKY
TOHKOT'O KMIIIEYHUKA, B KOTOPOU MPOMCXOJUT OCHOBHOE BCACBIBAHUE MMUTATEIbHBIX
BetlecTB. [lpu nenuakuu oOpraHu3M He MoOJydaeT O€JKH, >KUPBI, YIIeBOIbI U

BUTaMUHBI B IIOJTHOM 06’béM€, 4YTO IMPUBOAUT K CHMIKCHHUIO BECA.
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OCHOBHOIl TNPUYMHOM BO3HUKHOBEHHS LEIUAKUHU SIBJIAETCS TIIIOTEH —
OEJIKOBBIA KOMITOHEHT 3JIAKOBBIX KYJbTYp: IMIIEHULBI, PKH, sSsuMeHs. OH, Kak
KJIEHKOBHHA, CBSI3BIBAET MEXKIAY COOOM OCJIKU ITUX 37IaKOBBIX KYJIBTYD.

HenepeHocuMoOCTh IIIIOTEHA Pa3BUBAETCS TOJIBKO Y JIIOJEH C T€HETHYECKOM
MOJIOMKOM B HMMMYHHOW cHucTeMe. B Takux ciy4asx NOpOIYKTBI C 3TUM
KOMIIOHEHTOM BOCHPHHUMAIOTCSI OpPraHU3MOM KakK aJUIEpreH, 'dy» epoaHbId"
areHT. OH NPUBOJUT K aKTHUBALMM UMMYHHOTO OTBETA, KOTOPBIA CIOCOOCTBYET
MOBPEXKIECHNUIO BOPCUHOK KUILIEYHUKA. DTO NPUBOJNUT K YMEHBIIEHUIO BCACHIBAHUS
NUTAaTENbHBIX ~ BEHIECTB, M3-3@ YEro y  4YeJoBeKa C  TJIIOTEHOBOM
HEMEPEHOCUMOCTBIO HE TOJIBKO CHUYKAETCSl BEC, HO U MOSBISIETCA MHOXECTBO

Jpyrux 3a00JeBaHUi, MACKUPYIOIIUX OCHOBHYIO ITpoOJieMy.

Cunpgpom Jlayna

Cunapom JlayHa sBISIETCS T€HETHUYECKHMM 3a00JieBaHUEM. BOJIBIIMHCTBO
Jozien ¢ cuaapomom JlayHa UMErOT TpucoMuio 21. 9To Koraa OHU POKIAr0TCs € 3
KOIMUAMH XpOMOCOMBbI 21 B Kaxol kieTke (y OOJIBIIMHCTBA JIOAECH TOJNBKO 2
kornuu). Hekoropele moau ¢ curapomMom JlayHa pokIaloTCsi ¢ 4acThIO WM BCed
XpoMocomoii 21, MpuKpersieHHOW (TpaHCIOIMPOBAHHON) K APYrod XpoMocoMe.
Mo3zanusslii cuHApoM JlayHa — 3TO KOTrJa TOJIBKO HEKOTOPBIE KJIETKH YENOBEKA
MMEIOT JIMIIHIO KOMUIO 21-1 XpOMOCOMBI.

Kak u Bce moau, moau ¢ cuHapoMoM JlayHa pasnuyaroTcs Mo BHELIHEMY
BUJly. Y HUX pa3HbIe XapakTepbl U ciocoOHOCTU. Kaxaplii 4el0oBEK ¢ CUHAPOMOM
JlayHa uMeeT HEKOTOpble KOTHUTHUBHBIE HApYIICHHsS. JTO MOKET BapbUPOBATHCS
OT JIETKOMW JO0 TsKENou. MHorue moau ¢ CUMHApOMOM JlayHa BEIyT HE3aBUCUMYIO
KU3Hb, CUACTIUBBI U 3J0POBHI. Y HEKOTOPHIX €cTh paboTa, ¥ OHU OYEHb Majo
HYXJaroTcs B nogaep:xkke. Jlronn ¢ cuaapoMoM JlayHa Taxke UMEIOT APYKECKUE

OTHOIICHHA Y OTHOLICHH, a4 TAKKC BCAYT IMOJHOICHHYIO JIMYHYIO KU3Hb.
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I'emodunusn

I'emodwmmst — 3TO HACIIEACTBEHHOE HAPYIIICHHUE CBEPTHIBAEMOCTH KPOBH.
Ecnu y Bac remodumnusi, Baia KpoBb HE CBEPTHIBAETCS JOJKHBIM 00pa3oM, 4TO
3aTPYJHSAET OCTAHOBKY KPOBOTCUYCHHUSI.

Korma kpoBEHOCHBIN cocyd MOBpexaaeTcs, ocoOble O€lKH B KPOBH,
Ha3blBaeMble «(PakTOpamMH CBEPTHIBAHUS KPOBH», KOHTPOJHMPYIOT KPOBOIOTEPIO,
3aKymopuBas WM JlaTas paHy. Y Jojeid ¢ remoduiveld ypoBeHb (akTopa
CBEPTHIBAHMS KPOBU HUKE HOPMBI.

XoTs npoOsieMbl ¢ KPOBOTEUCHUEM YaCTO HAYMHAIOTCS B PAaHHEM BO3pacTe,
Yy HEKOTOPBIX JNE€TE CUMITOMBI OTCYTCTBYIOT, ITIOKAa OHM HE HAYHYT XOJUTh WJIU
oeratb. Y mronielt ¢ Jerkoit ¢Gopmoii reMouIuu MOXKET HEe ObITh UpPEe3MEpPHOTO
KPOBOTEUEHUSI, IOKA OHU HE TOJIy4aT TPaBMY WJIM HE TIEPEHECYT Omepalluio.

Cunapom Iaepca-Jlaninoca

Cunnpom Dnepca-JlaHioca — 3TO reHeTudyeckoe 3abojieBaHue, KOTOPOE B
OCHOBHOM TMOPaXXaeT CYCTaBbl, KOXKY M CTEHKH KPOBEHOCHBIX COCYNOB. Jlroau c
cuHapomMoMm  Onepca-Jlammoca, wumu  EDS, wuMeroT o04YeHb  CBOOOJHBIC,
runepMoOmibHbie cycTaBbl. Koka y HMX »nactuuHas W Xpynkas. Cunapom
Onepca-/lannoca Henb3sd BbUIEUUTH, HO OOBIYHO MOXKHO CIPABUTBCS C
CUMIITOMAMH.

CymectByer MHOXkeCTBO paznuuHbix TUNoOB LIl . Bce oHm cBs3anbl C
Ype3BbIYAHO THOKMMHU CyCTaBaMM M XPYIKOW KOXeEW, KOTopas JerKo
TpaBMHUpYeETCsl U pacTsaruBaeTcsi. HexoTopble 0OHapy’»KHUBAaIOT, UYTO WX CYCTaBbl
HACTOJIBKO THOKHE, YTO Y HUX YaCThIe BBIBUXM, U ATO YaCTO MPUBOJIUT K OOJISIM B
cycraBax. Hekoropsie moau ¢ COJ] UMEIOT XapakTepHbIE YEPTHI JIUIlA, TAKUE KAK

TOHKUI HOC, TOHKasi BEpXHsis ry0a, OoJblIve TJ1a3a U Yy 0€3 MOUeK.
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3 IIpakTHyeckas 4acThb

Mos mpakTU4ecKast 4acTb COCTOUT U3 TPEX YACTEU:
® AHKETUPOBAHHE O0YYaAIOLIUXCS
® aHaJIN3 KOJMYECTBA FEHETUUECKUX 3a00JI€BaHUM B HAIIEH 1IKOJIE

e wusrorosieHue Makera JIHK ¢ mosomkon rena cBOUMU pyKaMu

Bo-nepBbIX,1 XO4Uy BBIACHUTH HACKOJBKO JIFOAW 3HAIOT O T€HETHYECKHUX
3a00JIeBaHUSIX W CTaJKUBAJIUCh JIM OHM C HUMU. B KaudecTBe cOOpIIMKa
nH(popMaIru ObUIO UCII0JIB30BAHO AaHKETHUPOBAHHUE, TaK KaK 3TO CaMblil MPOCTOM U
JIOCTYIHBIN CTI0CO0.

VYyactre B ompoce NpuHHMano 35 4YeloBeK B Bo3pacre oT 14 mo 18 ner.
Bormpocbl B aHkeTe ObUIM COCTaBJIEHBI CaMOCTOSITENbHO. Ompoc MPOBOJUICS B
nucbMeHHOM (hopme. Pe3ynbTarhl 3auchIBaIuCh B OOIIYIO aHKETY.

1. 3HaeTe U BBI, YTO TaKOE reHeTHUecKoe 3a0oieBanue?

Ha — 76%
Her — 24%
2. CTanKuBaIUCh JIM Bl C TEHETUYECKUMU 3a00JI€BaHUSIMU B CBOCH KU3HU?
Ja—16%
Her — 84%
3. Kak BbI cunTaere, mouemy BO3ZHUKAET T€HETUYECKOe 3a00sieBaHuE?
[Tepenaetcs o HacneacTry — 82%
MoskeT BO3HUKHYTh citydaitHo — 17%
Mo>xHO 3apa3uThes OT OOJIBHOTO YemoBeka — 1%
4. Kak Bbl AyMaeTe, reHeTH4YeCKue 3a00JIeBaHUS] MOKHO BbUICUUTH?
Ha — 34%
Her — 66%
5.YT0 MOXeET cTaTh NPUUMHONU FEHETUUYECKOTO 3a00JIeBaHU?
Hapymenne konudectBa xpomocom — 12%

[ToBpexxnenue rena — 15%
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Hapymenue nenenns moaoBbIX KIETOK — 3%
Bce Brimenepeunciennoe — 70%
6. 3HaeTe 1M Bbl, YTO TAKOE TEHETUYECKUM acnopT?
na - 6%
HeT - 94%

[IpoBens aHkeTHpOBaHUE, MOXKHO CJEJIaTh BBIBOJI, UTO OOJIBIIMHCTBO JIOJIEeH
3HAIOT, YTO TaKoe TeHeTudeckue 3aboneBanusd. Ho Taxke MHOro mrojeu
3a0JTy>K1aI0TCSl HA CYET TeHeTHYecKux 3abojeBaHuil. Hampumep, 56 mpoleHTOB,
OMPOIIEHHBIX HE 3HAIOT OTKYJa MOTYT BO3HMKHYTh T'€HETUUYECKHE 3a00JIeBaHUSI.
JI0oBOJIbHO MHOT'O HACJIEJCTBEHHBIX 3a00JICBAaHUN TEPEAAIOTCS B OJIHOM CEMbE IO
HACJICICTBY, M JIIOJAU YK€ 3HAIOT O CBOeM pucke. OHAKO aJIeKO HE BCErja 3TO

Tak. Tak)ke He BCE 3HAIOT O BapHuaHTax JICUCHMA.

Bo-BTOpBIX, s pemmiia TpoaHaIU3UPOBATh KOJIUYECTBO T€HETUYECKHUX
3a00JIeBaHMII B HAIICH IIIKOJIE, KaKWe HMMEHHO T'€HETHYECKHE 3a00JIeBaHUs
BcTpevaroTcs. s coopa nndopmanuu s oopatuiack K Haiel meacectpe Mapune

AJeKkcaHIpoBHE, KOTOpasi MHE TOMOTJIa B 3TOM.

B Haimeit mkosie BcTpeyaroTcs Takue 3a00JIeBaHMUS:
e Cunapom nayna(l)
e ['nukoren(2)
o Terpaamemusi(1)
e Okrponaktrusi(1)
o ['emodunus(l)
o Xeiinocxusuc(l)
o [lenmakus(l)
e Aronuyeckas OponxuanbHas actma(l)
o [lepuomnueckas 60mne3ub(1)

e HacnencTBeHnble cucTeMHbIe 3a001eBanus ckenera(l)
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Takum oOpa3om, B Hameld MIKOJE JOCTATOYHO MHOIO TE€HETHYECKUX
3a007eBaHUI W BCe OHU pazinuHbl. 11 yenoBek u3 389 SABIAIOTCA HOCHUTEISIMU
reHeTHYeCKuX 3a00JIeBaHUM, 3TO COCTaBISET NMPUMEpPHO 3% OT YHUCIEHHOCTH BCEX

OOyYJaroIIMXCs HAIIEH TITKOJTHI.

B-Tperbux, s pemuna caenats maket JIHK 3m0poBoro uenoBeka cBouMu
PYKaMH, a 3aT€M HArJIAHO NIOKA3aTh, KAK IPOUCXOIUT ITOJIOMKA I'€Ha, B
pe3yJibTaTe KOTOPOH BO3HUKAIOT FeHETUUECKUE 3a00eBanusl. [ U3roToBieHus
JAHK s ncnionp3oBana Bo3aymssie mapel. Kaxapiii map-aykieorna. Hykimeorn bt
JOJKHBI OBITh APYT APYTY KOMIUIMMEHTAPHBI, TO €CTh HYKJICOTUY A
cootBeTcTBYeT T, HyKkineotuay I'-L{. Ecnu xoTs Obl 04HOTO HYKJI€OTHAA HE OYAET,

TO IPOU30MAET TEHHAS MyTallUsl, TO €CTh II0JIOMKA I'€HA.
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BbIBOALI:

[Ipoananu3upoBaB TeMy TeHETUUECKHUE 3a00ICBAHMUS S

1. V3Hala, 4TO TaKo€ T€HbI U KaK OHU YCTPOCHHBI.

2. VY3Hana npuYrHy BOZHUKHOBEHUS TEHETHYCCKUX 3a00JIEBaHUM, a
MMEHHO,YTO BCE HACJIEACTBEHHBIC O0JIE3HU SIBIISIFOTCS T'€HETUUYECKUMU, HO HE BCE
reHeTHYeCKHe OO0JIe3HU SIBIISIOTCS HAacIeACTBEeHHBIMU. HTEpecHO, uTo
reHeTuueckas Mmyrauusi, npuosias k narojgoruu JJHK, MoxkeT ObITh BbI3BaHA
OKpY>Karolel cpesoi 1 HempaBUJIbHBIM 00Pa30M KU3HH, TIEPeIaBaThCs WM HE
nepeIaBaThCs M0 HACIEACTRY.

3. 51 BeIsSICHUIIA, KAKKHE OBIBAIOT TCHETHUYCCKHEC 3a00JICBAHMS.
[IpencraBuiia psi reHeTUYECKUX 3a00JIeBaHUM (TaKKe TEX, KOTOPhIE BCTPEUYAIOTCS
B HAIlIEH IIKOJIE), MPUUUHBI BOSBHUKHOBEHUS U TyTH MPOPUIAKTUKHA T€HETUUECKUX
3aboneBaHui. OCOOECHHO XOTEOCH BBIJEIUTH 3alpeT Ha OJIM3KOPOJICTBEHHbIC
OTHOIIIEHUSI, OTMETUTB, YTO YJIBTPA3BYKOBOE U3YUYECHHUE IIOJIA, IOPOAOBAS
JIMarHOCTUKA HACJIEACTBEHHBIX 3a00JI€BaHUI CHUKAIOT PUCK POXKJICHUS JAETEH C
TSDKEJIBIMU TTOPOKAMHU.

K coxanenunto, cnenars nonHeiil anam3 [JHK 1 y3HaTh CKIIOHHOCTB K TEM
WM UHBIM HACJICICTBEHHBIM 3a00JI€BaHUSIM OYE€Hb JOPOTOC YAOBOIBCTBHE (32
Thicsun Jos1apoB B CIIIA), v TOJIBKO €IMHMIIBI MOTYT ITO3BOJIMTEL ce0e caenaTh
TaKoOW aHaju3 U pacmm@posats ero. B Poccun npu xenaHuu MOXHO clienaTh
['eneTnueckuit macropT, HO oH Oyaet HecTu He 100 % uHbOpMaIHIO TIPO
HaCJIeJICTBEHHBIC 3a00JI€BaHMUsI, a JIUIIb PEIPACITIOTIOKEHHOCTh K HUM.

4, B npaktuueckoil yacTu Moei paboThI 51 TaK»Ke MpoBelia
aHKETUPOBAHUE 10 TEME MOETO UCCJIE0BAaHUA U MPUBEJIA PE3YJIbTAThI B BUE
TabauIl 1 rpadukoB. Bompockl aHKETUPOBAHUSI MIPE/ICTABICHBI B IPUIIOKEHUH
MO€i pabOoTHI.

Taxoke s mpoaHamu3upoBaja reHeTHYeCKre 3a00IeBaHNs yUAIIUXCs HAIIIeH
ikoJbl. [IpuBesa nojHpli cucok OoJie3Hel U n3yunia ux. W ajist Toro, 4ToOsl

HarJiiIHO IIOKAa3aTb, KaK BO3HUKAIOT 'CHHBIC IMMATOJIOTUN B PA3JIMYHBIX YyHaCTKaAX
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JHK, s cmonenupoBana monekyny JIHK 1 nokasana, Kak mpoucxXoasT NOJIOMKH

Y4aCTKOB U UX ITOCJICACTBHA.

3akioueHue

BoopyxuBIIKMCh 3HAaHUSMU O TMOCJIEIOBATEILHOCTH T€HOMA YeJIOBEKa H
apCeHAJIOM HOBBIX MHCTPYMEHTOB JUIsl OTKPBITUS T€HOB, CETOJIHSIIIHUE OXOTHUKHU
3a r€éHaMU TOTOBBI 3HAYUTEIBHO PACUIMPUTH HAIIA 3HAHUS O T'€HaX, CBSA3AHHBIX C
0O0JIC3HSIMH.

Korna Mbl packpbiBaeM CEKpEThbl YEJIOBEUYECKOIO0 T€HOMA, Mbl Y3HAE€M, UTO
MOYTU BcE 00JIE3HU UMEIOT TeHETUUECKUI KOMITOHEHT.

A maneroch, 4To MO paboTa OyIeT HECTH MPAKTUUECKOE 3HAYCHHE JIs
WCIIOJIb30BAaHUSI HA ypOKax OHMOJOTMM W KJIACCHBIX YacaX, YTO IMO3BOJUTHAIIEMY
OyaylieMy TOKOJIEHHIO OBITh MPUYACTHBIMU K 3HAHMSIM O  OOJE3HSX,
nepearonXcsl 0 HACHIEICTBY, TakXKe ObITh BHUMATEIbHEE KIUTAHUIO, 00pasy
JKU3HU U OKPYXKAIOLIEN cpene, KOTopele MOryT npusectd K marosioruu JIHK u

HOBBIM HACJICACTBCHHBIM 3a00JICBaHUSIM.
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[Mpuioxenue

AHKeTa
1. 3HaeTe 11 BbI, UTO TAKOE TE€HETUYECKOE 3a00IeBaHUE?
Ha
Her
2. CTaNKuBaIUCh JIU BBl C TEHETUYECKUMU 3a00JI€BAaHUSIMU B CBOEH KU3HU?
a
Her
3. Kak BbI cunTaere, moueMmy BO3ZHHKAET T€HETHUECKOEe 3a00eBaHue?
[lepemaercs mo HACIEACTBY
MoeT BOBHUKHYTh CIy4anHO
MO0>KHO 3apa3uThCsl OT OOJIBHOTO YEIOBEKa
4. Kak BbI fymMaeTe, reHeTHUYEeCKUe 3a00JIeBaHUSI MOKHO BbUICUUTH?
Ha
Her
5.YTo0 MOXeT cTaTh NPUUYUHOM T'€HETHUECKOTO 3a00J1eBaHms?
Hapymenue konruecTBa XpoMOCOM
[loBpexaeHue rena
Hapyiienue neneHus mojaoBbIX KJIETOK
Bce BollienepeyncieHHoe
6. 3HaeTe U BbI, UYTO TAKOE T€HETUYECKUN MACIOPT?
Ha
Her
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HTorm ankeTupoBaHusl.

1. 3HaeTe au BEL, YTO TaKOE T€HETUUECKOE 3a00IeBaHue?

M /Ila ® Het

2. CTanKkuBalIUCh JIU BBl C TEHETHYECKUMH 3a00JIEBAHUSAMU B CBOEH KU3HU?

W /la EHet
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3. Kak BBl cuuTaere, mouemMy BO3HHMKAET TIeHeTHdecKoe 3alosieBaHuE?

B [lepesiaeTcs 10 HACJIE/ICTBY
B Mo>XeT BOSHUKHYTh CJIY4alHO

B M0>XHO 3apa3uThCs OT 6OJIBHOIO Yes0BeKa

4. Kak BBI [ymMaeTe, reHeTHIecKre 3a00J1eBaHNs MOKHO BBUICUUTH?

B /la B Het
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5.YTo MOXET cTaTh NPUIMHON T€HETUUECKOTo 3a001eBaHus?

B HapyuieHue KOJIJIM4eCcTBa XpOMOCOM
B [loBpex/JieHre reHa
B HapyuieHue fiesieHHs MOJIOBbIX KJIETOK

B Bce BbIlle IepedujieHHoe

6. 3HaeTe JI Bbl, UTO TAKOE N'€HETUYECKUN MacnopT?

B /la EHet
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HWtoru aHanusa o reHETUYECKUX 3a00JI€BAHUAX HAIIEH IIIKOJIbI;

3%%

AHanu3s

M 6e3
red.3aboJieBaHuU

M Cc reH.
3a00JIeBAHUAMU
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Pucynok 1 — CxemaTiuHo€ U300pakeHUE reHa

3poposbiit oTely — 3popoBas MaTb —
HOCUTENb NOBPEXAEHHOIO reHa HOCUTENb MOBPEXAEHHOTO reHa

340pOBbIN JOMUHAHTHDIN FeH PelieccuBHbIN NOBpPEXAEHHDIN reH

3popoBbii 3p0poBbiit pebeHok — BonbHoi
pebeHok HOCUTENb NOBPEXAEHHOTO reHa pebeHok

Pucynok 2 — Cxema Hacjaeq0BaHUs T€HETUUECKOTO 3a00JIeBaHus
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