[eHeTuKa 1 300poBbe YenoBeka. [eHHble 3aboneBaHus




Mpobnema 300poBbs NIOAEN U FeHeTMKa TECHO B3anMOCBsi3aHbl. MHOrne 6ornesHn UMEOT reHETUYECKYHO Npupoay, Npu 3ToM
BKNaJ HacneacTBEHHOM MHGopMauuy B pa3sute 6onesHn MoxeT ObiTb pasHbiM. B nocnegHee Bpems BbiSiBIEHO, YTO y 6onb
LUMHCTBA NoAel B TEYEHWNE XKU3HU MPOSIBNAKOTCSA T€ UMW UHbIE HACNEACTBEHHbIE 3a00neBaHnsl, CBSA3aHHbIE C HAPYLLEHWEM CTPYK
Typbl HacneaCcTBEHHOro Matepuvana.




3Ha4YMMOCTb reHoTuna Ansi BO3HMKHOBEHUA 3aboneBaHns:

1. 3aboneBaHne 0b6a3aTeENbHO MOXET BO3HUKHYTb Npwn onpeaerieHHoM reHotTune:. CMHOpPOM ,El,ayHa, xXoped FAHTUHITOHA, cepno

BMOHOKNEeTo4YHaA aHeMunA, caxaprnZ avabet 1 Tuna.

2. [Ina BO3HMKHOBEHNA 3aboneBaHna TpebyeTca He TONbKO onpeaernieHHbIN reHOTUM, HO N 06sa3aTeNnbHOe CodeTaHne BHELLHUX

¢aKTopOoB, K Taknm 60ne3HsIM OTHOCATCA MHOIMEe BUAbI paka, cCaxapHbin anabeTt 2 Tuna, aptepuanbHasa runepTeH3us.

3. 3aboneBaHue BbI3bIBAETCA BHELUHMMU hbakTopaMm (Hanpumep, NHAEKLUMEN), HO BEPOSITHOCTb 3aboneBaHus 1 TskecTb 6ones
HW ONpPeAensTCst FreHETUYECKM — NPUMEPOM MOTYT BbITb NOAM, NPeApPacronoXeHHbIe K MPOCTyAHbIM 3aboneBaHNsIM UnNu renaTu

TY, HO B TO XX€ BpeM4 €CTb J1toan, yCTOﬁqMBbIe K 9TMMm 3aboneBaHusiM.

HacnencrteeHHble 3aboneBaHns 00ycnoBneHbl NaToriorM4eckMMmn MyTaumsiMm Ha reHHOM YPOBHE 1 NepefarnTcs OT poauTenen K
NOTOMKaM, TO eCTb pa3BmBaloTCAa Npu onpeaeneHHom reHotune. Okono 4 % geTen B Mupe poXxaatTcs ¢ HacneaCcTBeHHbIMU 3a

bonesaHuamu. o TNy MyTauun BblAENAOT XPOMOCOMHbBIE N FeHHble 60Mne3Hu.



[[eHHble bone3Hun

lFeHHble GonesHy BO3HMKAIOT NPU HaNU4uM B reHoTUNe 60Ne3HeTBOPHON annenwu, Takas annenb NPUBOAUT K CUHTE3y Gerka
HenpaBubHON POPMbI, TO ECTb U3MEHEHUIO CTPYKTYPbI U KONMYecTBa Genka, YTo BeAeT K HapyLueHnto obmeHa BewecTs. K npu
Mepy, annernb CepnoBUAHOKNETOYHOW aHEMUMU COOEPXKUT HEMNMPaBUITbHYH MHGOPMaLMIO O NEPBUYHON NOCNeaoBaTeNbHOCTU e

Morno6uHa, KoTopbii 06pasyeT ceprnoBUAHbIE IPUTPOLIMTLI, MPUBOASLLME K aHEMUM N TPOMOO3Y COCYAOB.




B 3aBucumocTtu ot pacnonoXeHnda MyTaHTHOIo reHa BblaAeNAT 6onesHu dyTOCOMHOIO 1 cuenfieHHoro ¢ nNosyiom HacnepnoBa
HuA. Ecnin MYyTaHTHaa anrerib HaxoanTCA B NOJTIOBbIX KINETKaXx, TO rOBOPAT O X- nnu Y-cuenneHHbIX bonesHsx, a ecnv MYTaHT
HaaA annernb HaxoguTcAa B COMaTUYECKUX KINEeTKax, TO rOBOPAT 06 AyYTOCOMHBbIX Gones3HsAX.




l'eH npeacTaBneH B opraHu3aMme AByMs annensmMu, Ans HEeKOTopbix 6onesHen Tpebyetcs Hanuume XoTs 6bl OAHON MyTaHTHOW an

nenun — Takne 60ne3HN Ha3bIBaTCA adyTOCOMHO-AOMWHAHTHbLIMWU. K HMM oTHOCATCS:

Xopesi FTaHTUHITOHA — Nopa)keHNe HEPBHbIX FAHINMEB, NMPU KOTOPbLIX GONbHbLIE COBEPLLAIOT HEMPOM3BOSIbHbLIE ABUXEHUS U CTpa

AatoT OT YMCTBEHHOM OTcTanoctu. bonesHb nporpeccupyet nocrie 30 NeT 1 NpMBOAMUT K NPEXAeBPEMEHHON CMEPTU.

MbiweyHasa guctpodust — HapyLleHne (OPMMPOBAHMS MbILLEYHOTO BOTOKHA, 60MbHbIE 04eHb crabbl, 0brnagalT HapyLEeHSMN
MOXOAKWN 1 OCaHKW, CO BpEMEHEM Pa3BMBAETCS ANCTPODUS CepAeYHONM MbILLbI, Kak NPaBuio, MblleYHas AUCTPOdUS NPOSIBIS

€TCA C paHHero aetcrtea.

Ax0H.qponna3vm — KapJiMKOBOCTb, NpuBogdllad K HapyLeHUto BHELWWHEro CTpoeHnA 4enoBeka npu CoxXxpaHeHMn yMCTBEHHbIX

CMOCOOHOCTEWN.



