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I EHETHYECKHE BOJIE3HH H 3/10POBBE
YE/IOBEKA



MexaHunsmbl
HacneacTBeHHOCTM

\ [Tpexae, 4em roBopuTb 0 3aborieBaHUAX, CTOUT
pasobpaTbC4, YTO TaKoe reHeTn4eckad HacrnenCTBEHHOCTb.
& A% Bcsa nndpopmauma o Hac cogepxutca B mosnekyne OHK,
KOTOpas COCTOUT N3 HEBOODPa3nMO ASIMHHOWN LLEMOYKN
aMMHOKKUCIOT. YepeooBaHue 3TUX aMUHOKUCTIOT YHUKanNbHO.

®paameHmel uenoydku [JHK Ha3biearomces eceHamu. B
Ka>xOoOM 2eHe 3akrirodaemcs ueriocmHas uHgopmauyusi oo
QP QD 0OHOM UNU HeCKOMbKUX rpu3HaKax opa2aHu3mMma, Komopasi
rnepedaemcsi om podumeriel 0emsiM, Haripumep, ugsem
o)) KOXU, 80r10C, Yepma xapakmepa u m. 0. [Npu ux
rnogpexxoeHuu unu HapyuweHuu ux pabomsi 603HUKaOM
2eHemu4eckue 3aboriegaHus, rnepedaroujuecs ro

IS &a Hacrnedcmey.

[NHK opraHnsoBaHoO B 46 XxpomMocoMax unu 23 napax, ogHa u3
KOTOPbIX ABMIAETCS NOS10BON. XPOMOCOMbI OTBEYALOT 3a
CS’ aKTUBHOCTb NrEHOB, X KOMMPOBaHMeE, a Takxke
BOCCTaHOBIIEHWE MNpW NoBpeXaeHusx. B pesynsraTe
A‘% ONSI040TBOPEHUSA B KaXKOoM nape NpmucyTcTByeT ogHa




[Nepenatoimecsd no HacnencTey OONe3HM BO3HMKALOT, Korga B
MeXaHuU3Me XpaHeHns 1 nepegadun reHeTu4eckom nHdopmaumn
NPONCXOAAT HapyLLUEHNA Unn xxe mytaunu. OpraHmsm, Yen reH
noBpexaeH, OyaeT nepeaaBaTb €ro CBOMM NOTOMKaM TOYHO Tak Xe,
KaK 1 300pOBbLIN MaTtepuan.

B TOoM crniyyae, korga naTtonornyeckn reH ABNSETCH peLecCnBHbIM,
OH MOXET M He NPOABMATLCA Y CrieayoWmX NOKONEHU, HO OHU
OyayT ero nepeHoc4ynkamu. LLlaHc, YTO LOMWUHAHTHbIN FEH He
NPOABUTCS, CYLLECTBYET, KOraa 340PO0BbLIN FEH TOXE OKaXXeTCH
NOMWUHAHTHbIM.

B HacTosiLee BpeMst U3BECTHO OorbLUE 6 ThICAY HACNEeACTBEHHbIX
3aboneBaHnn. MHorme n3 HUX NPoABNATCS nocne 35 neT, a
HEeKOTOPbIE MOryT HUKOrAa He 3asBUTb 0 cebe xo3sanHy. C kpanHe
BbICOKOW YaCTOTOW NMPOSIBNSIETCS CaxapHbI AnabeT, OXXnpeHue,
ncopuas, 6onesHb AnbLrenmepa, Wn3odpeHnsa n gpyrme
paccTpouncTea.



bonesHn MoryT KnaccudnunpoBaTbCs Mo TUMY HacnegoBaHUA U
nokaunn oedeKTHOro reHa. Tak, BaXHO, pacrofOXeH reH B
NOsI0BOW NN HEMOSIOBOW XPOMOCOME (ayTOCOME), a Takke
ABMNAETCH OH noaaBnalLWMM Unn HeT. BbigenatoT 3aboneBaHus:

*  AYTOCOMHO-AOMWHAHTHbIE — OpaxuaakTUNNAa, apaxHoOaKTUNNS,
9KTOMUSA XpycTanuka.

*  AyTOCOMHO-peLECCUBHbIE — anbbUHNU3M, MblLLEYHAS
ONCTOHUSA, ANCTPOdUS.

* OrpaHuYeHHbIe NosIoM (HabnaarTCs TOMNBKO Y XXEHLWNH UK
MY>X4YnH) — remodounma A u b, uBeToBagd crienoTa, napasnuy,
docaTt-anaber.



Halum reHbl CKNOHHbI HE TOMNbKO HakannMBaTh
NHopMaLnIo, HO U U3MEHSATL €€, NpuobpeTas HOBbIE
kayecTBa. OTO U ecTb MyTauus. NMponcxoant oHa
[I0BOJTbHO PEeAKO, MPUMEPHO 1 pa3 Ha MUMIMNOH CIy4aEes,
1 nepegaeTcsl NOTOMKaM, ECNU NPOU30LLINIa B MOMOBbIX
KneTkax. [lnsa oTaenbHbIX reHOB YacToTa MyTaLumm
cocTaBnseT 1:108.

MyTauum sBNs0TCA ECTECTBEHHBLIM NPOLLECCOM U
COCTaBMAKT OCHOBY 3BOJHOLMOHHOW U3MEHYNBOCTU BCEX
XunBbIX cywwecTB. OHM MOryT ObITb NOMNE3HBIMU U
BpeaHbiMn. OOHM NOMOratoT HaMm JlyyLle NpucrnocodnTbLCs
K OKpY>KatoLLlen cpeae u cnocoby XKuUsHu (Hanpumep,
NPOTMBOMNOCTaBIEHHbIW DOSbLLIOW Narey, pyku), gpyrue
NpUBOAAT K 3aboneBaHnAM.
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I'Iepeﬂ,aTbCFl OTOMRaVI"COCTe RS0 O HAKO eCIn
Cynpyr Toxe 6y,£|,eT BINageTb TakKNm peLl,eCCI/IBHbIM F’eHOoM,

LLHaHCbI NMposABIiIEHUA €ro y MNOTOMKOB CHOBA YBEJITN4aTCA
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Penkoe HacnegcTBeHHoe 3aborieBaHne, nopaxatowee
MY>X4YNH. BcTpeyaeTcsa oguH pas Ha 10 000 criyyaes.
[emodomnns He NeYynTcsa U BO3HUKAET B peaysibTaTte
N3MeEHEeHNS 0QHOro reHa B NofTIoBon X-XpoOMOCOME.
XKeHLLMHbI ABNSATCA TONLKO NepeHocHnkamm 6onesHu.

OCHOBHOWN XapaKTEPUCTUKOWN ABMNSETCH OTCYTCTBUE
b6enka, KoTopbI OTBEYAET 3a CBEPThLIBAHUE KpoBU. B
TakoM cny4vae, axe He3HauynTenbHasa TpaBMa Bbl3blBaeT
KpOBOTEYEeHME, KOTOPOE He MPOCTO OCTaHOBUTL. Horga
OHO NPOSABISAET cebS TOMBbKO Ha CreayrLun AeHb Nocne
yLmnoa.

AHrnumnckas kopornesa Buktopusa 6eina Hocutenem
remopunun. OHa nepegana 605e3Hb MHOrMM CBOUM
NOTOMKaMm, B TOM YuMCINe U LecapeBnyy Anekcero — CblHy
uaps Hukonas Il. bnarogapsi en 6one3Hb cTanu Ha3blBaTb
«LLapCKOU» NN «BUKTOPUAHCKOWN».



CUHAPOM AHrenbmaHa




JUON | ayHa .

OfHa 13 Hambonee pacnpoCcTpaHEHHbIX FEeHEeTV
bonesHen — cuHapom [ayHa. OHa BcTpeyaeTcs B 1
10000. 9TO aHOManu s, NP KOTOPOW YenoBeEK UMEET HE
XpomMocoM. [lnarHocTMpoBaTb CUHOPOM MOXHO cpasy Mpl
POXOEHNN.

Cpeam rnaBHbLIX CAMNTOMOB YNSIOLWEHHOE NNLO, NPUNoad

YrorKu rras, KopoTkas Lwesi U He4OCTaTOK MbILLIEYHOIO TOH!
YlHbIe PaKOBUHBI, Kak NpaBunno, ManeHbk1e, paspes ras
KOCOW, HenpasuiibHas popma vyepena. :

Y bonbHbIX AeTen HabnogaTca ConyTCTBYOLNE
paccTponcTtea n 6onesHn — nHesmoHusa, OPBUA n T. A. |
Bo3MOKHO BO3HUKHOBEHNE 0OOCTPEHUIA, HANPUMEP, NOTE|
cnyxa, 3peHus, rmnotepunos, 3abonesaHusi cepaua. pwu :
OayHU3Me YMCTBEHHOE pa3BUTME 3aMeasiEHO U YacTo OC
Ha YpOBHE CEMMU ET.

[ocTosiHHas paboTa, cneunanbHble YrpaXKHEHUsS U NPe
3HaUYUTENbHO yNy4dllatoT cuTyaumn. 3BeCTHO MHOIO C
korga noam ¢ NoaobHbIM CUHAPOMOM BMOSIHE MO
CaMOCTOATESbHYI0 XU3Hb, Haxoaunu pabot




