MyrtanmoHHad U3MEHYMBOCTb. lIpeaynpexiaeHue
HACJIEJICTBEHHBIX O0JIE3HEN UEJIOBEKA



OCHOBHBIC OJOKEHUS MYTAallHOHHON TEOPUH

¢ 1. MyTamuu BO3HHKAOT BHE3AITHO, CKAYKOOOpa3HO, O€3 BCIKUX MEPEXOI0B.
o 2. MyTanum HacJASACTBEHHBI, T.€. CTOMKO IEPEAAIOTCS U3 MOKOJISCHHS B TTIOKOJICHHE.

& 3. MyTamuu He 00pa3yroT HEMPEPLIBHBIX PSIIOB, HE IPYIIMPYIOTCS BOKPYT cpenHero tuma (Kak
IpY MOAU(DUKAIMOHHON N3MEHUYNBOCTH ), OHH SBJISIFOTCS KAUeCTBEHHBIMHU M3MEHEHHUSIMI.

o 4. MyTanuu HeHanpaBiIeHHbBl — MYTHPOBaTh MOXET JIFOOOM JIOKYC, BBI3bIBasi K3MEHEHUS KaK
HE3HAYUTEJIBHBIX, TAK U )KU3HEHHO BaYKHBIX ITPHU3HAKOB B JIIOOOM HaIlPaBJICHUHU.

¢ 5. OIHU ¥ T€ )K€ MyTallud MOTYT BOBHUKATh IOBTOPHO.

¢ 6. MyTanmuu HHINBHAYAJIbHEI, TO €CTh BO3HHKAIOT Y OTACIBHBIX OCOOCH.



[ ennvie mymavyuu

['ennble Mmymayuu — U3MEHEHUS CTPYKTYphI reHOB. ITI0CKOJIBKY T'€H IPe/ICTaBIsIeT CO00M y4acTOK
mosekyibl JIHK, To reHHas myTaius npeacTaBiisieT cCoOO0M U3MEHEHHUS B HYKJICOTHUHOM COCTABE
9TOIr0 y4acTKa. [ enHvlie mMymayuy MOTYT MPOUCXOAUTh B PE3YJbTATE:

& 1) 3aMeHBI OJHOTO WIIK HECKOJIBKUX HYKJIEOTHIOB Ha APYTHE;
& 2) BCTAaBKU HYKJICOTHUJIOB;

& 3) MOTEPH HYKJIEOTH/IOB;

o 4) yIBOeHHs HYKJIEOTH/IOB;

& 5) M3MEHEHUS MMOPSAIKA YEPENOBAHUS HYKIEOTHIOB.



Xpomocommuvle mMymayuu

DTO U3MEHEHUS CTPYKTYPbI XPOMOCOM. [IepecTpoikn MOTYT OCYIIIECTBIATHCS KAK B MPEAEIax
OJIHOM XpPOMOCOMBI — GHYMPUXPOMOCOMHbIE Mymayuy (IeNenns, HHBEPCHS, TyIUIHKALHS,
MHCEPIIHS ), TAK ¥ MEXKITY XPOMOCOMAMHU — MENCXPOMOCOMHBLE MYMAYUU.

3aboJieBaHMS, TPUUUHON KOTOPBIX SIBIISIFOTCS XPOMOCOMHbBIE MyTallMH, OTHOCSITCS K KaTerOpUu
XPOMOCOMHBIX 0oJsie3Hel. K TakuM 3a00J1€BaHUSIM OTHOCATCS CUHAPOM «KPHKa KOILIKH»,
TPAHCJIOKAIIMOHHBIN BApUAHT CUHApOMa JlayHa u 1Ip.



[ enomuovre mymauuu

I enommnou Mymauueii HAa3bIBACTCA U3MCHCHHUC YN CJIa XPOMOCOM. I'eHOMHBIC MYyTallud BOSHUKAIOT B
pe3yjIbTaTC HAPYIICHUA HOPMAJIBHOI'O X044 MHUTO3a UJIN MeHno3a.



[IpodminakTrka HacaeACTBEHHBIX 3a00JICBaHUM

o bonbIue ycnexu JOCTUTHYTHI U B IPO(PUIAKTHUKE HACJIEICTBEHHBIX 3a00aeBaHui. B
KJIMHUYECKON T€HETUKE ISl TMAarHOCTUKHU Pa3InUHbIX (hOPM HACIIECTBEHHOM MaTOJIOTUU
MPUMEHSIOTCS: KIIMHUKO-T€HEeaTI0TMY€CKUI METO/I, CIICIIUAIbHBIC U IOMIOJTHUTEIIbHBIC
(mabopaTopHbIe, HHCTPYMEHTAIBHEIE ) METOIBI HCCIeqoBanus. 10 HEJaBHETO BPEMEHN MHOTHE
POJIUTENIN B CEMbE KOTOPBIX YK€ UMEETCSl pEOCHOK C HACEICTBEHHOM MaTOJIOTHH, OOSTUCH
POXKJICHUSI €III€ OJTHOTO peOCHKA C TAKOM e MaToJIOTHEH, a Bpayu B CBOIO O4YEpPEab MOIJIU
TEOPETUYECKH MPEINOI0KUTh MOSIBICHUE pEOCHKA C HACIEICTBEHHBIM 3a00JICBAHUEM.
BHeapenue npeHaraibHON AMarHOCTUKN OTKPBIJIO TAKUM CEMbSIM B MEPCIIEKTUBE POJIUTH
310poBOTO pedeHka. C MpoPuiIaKTUIECKOM 11eJIbI0 TaKasl JUarHoCTHKA PEKOMEH/I0BaHA BCEM
OepeMeHHBIM B Bo3pacte ¢ 35 seT. [IpodunakTrka HacIeICTBEHHBIX 3a00JI€BaHUN CBOJUTCS K
MEJMKO-TEeHETUYECKOMY KOHCYJIBTUPOBAHUIO U IIPEHATAILHOM AuarHocTuke. OHa Mmo3BOJISIET
CHHU3UTH PUCK POXKICHUS peOCHKa C 3a00JIEBaHUSIMU, 00YCIOBICHHBIMU I€HETHUKOM.



MeToabl IPEHATAJIbHOU JHATHOCTUKH JIJIA
HPOPUIAKTUKHN HACJAEACTBEHHbIX 3200/ 1¢eBAaHUM

JlopoaoBasi IMarHOCTHKA OObEAUHAET B CE€0s MPSAMBIE U HENPSIMBIE METObI KCCIEA0BaHUs. [lepBhiM
ATANoOM MPOPUIAKTUKY T€HETUUECKUX 3a00JIEBAHUH SIBIISIETCSI OTOOP KEHIWH JIJIS IPOXO0XKACHUS HEMPAMOUN
MPEHATAIBHON JUArHOCTUKU. MEIMKO-TeHETUUECKOE KOHCYJIBTUPOBAHUE TPEOYETCA B CIIy4ae:

& BO3pacTa OepeMEeHHOM 35 JIET U cTapiIe;

¢ JIBYX U OoJiee BBIKUBIIICH Ha pAHHUX CPOKax OEpEMEHHOCTH;

¢ HaJW4YMs B CEMbe JETEH C TEHETHICCKUMU OTKIOHCHHUSIMH,

¢ MOHOI'CHHBIX 3a00JIeBaHUM, paHee JMArHOCTUPOBABIIMXCS B CEMbE U 'y OJMKANIITNX POJICTBEHHUKOB,;
& TIpUeMa HEKOTOPBIX (hapMIIperapaTroB BO BpeMs OepEeMEHHOCTH;

¢ TIEPEHECEHUS BUPYCHBIX HH(DEKIINH;

& OOJy4YeHHUs OJHOTO U3 OyIyIIUX POAUTENCH Mepe] 3auaTieM peOeHKa.



