Hayxku o xu3Hu

IIPUOPUTETHOE HAITPABJIEHUE 6.12.

IBOJIIOIIMOHHAS, DKOJTOTMUYECKAS ®U3HUOJIO0T U,
CUCTEMBbI ) KU3HEOBECIIEYEHUS U 3AIITUTHI YEJIOBEKA

Iporpamma 6.12.1. I'eneTnyeckas 3nuaeMuoJ0rus 001e3Hell YenoBeka,
JKCIEPUMEHTAIbHOE U TEOPEeTHYECKOEe MOCIMPOBAHNE OHOCHCTEM

B ocHoBe onTuueckoit Heliponatum Jlebepa
(LHON) — 3aboneBanusi, HaclielyeMoro 1o Ma-
TEPUHCKOHN JIMHUH, JIGKAT NAaTOreHHBIE MYyTalllU B
renax MT/JHK, xomgupyromux MOJUNENTHIHBIC
CyOBCIMHUIIBI B JBIXaTENbHON LEMH MUTOXOH]I-
puii. YuensiMH MHCTUTYTa LUTOJIOTUHA U T€HETHU-
Ki OOHapyKeH IIUPOKUH CIEeKTp MyTaluid Yy
6ompHbIXx LHON Ha Tepputopun 3anagnoit Cubdu-
pu. Kpome n3BecTHBIX MyTaluil HaliIeHbl HE OIH-
caunble B Jjmtepatype — G3635A, T10663C,
A14696G. dunoreHeTHUeCKUil aHaJIN3, B+bIIOJI-
HEHHBI Ha ypOBHE TOJHBIX CUKBEHCOB TPEX H3-
BECTHBIX MyTaIlUi, oKa3ar, uto myTamus G11778A
ACCOIMUPYETCSl C 3aMaJHO-CBPa3UHCKUMH (HIIe-
traeckumu JuHusMu TJ, G3460A — ¢ BocTo4YHO-
espasuiickumu JuHuaMu C u D, T14484C pac-
npezeneHa Ha (UIOreHeTHYeCKOM JpeBe Ciyvaii-
HbIM 00pazom. Hambonee yactoii sBisiercss Myra-
st G11778A (33 % cityuaes), G3460A u T14484C
coctraBisiioT mo 10 % xaxkmas. B 41 % cmydaes
6onesnu Jlebepa B CuOMpH HE BBISBICHO MEPBUY-
HbIx myTtaruit MT/IHK (puc. 37).

B stom xe MHCTHTYTE BIEPBBIE C UCIIONIB30-
BaHUEM pa3pabOTaHHOrO OPUTHHAIBHOTO METOoJa
OIpenieNeHns MPOUCXOKICHHS M COCTaBa MaJbIX

a

CBEPXUYHUCIICHHBIX MapKEPHBIX XPOMOCOM YEIOBE-
Ka TIpOBEJCHA TIpeHaTalbHAs IUarHOCTHKA C
WCMOJIb30BaHUEM MaTepuaia, MOJIyYeHHOTO U3 aM-
HUOTHUYECKOUN JKUJIKOCTH U BEHO3HOW KPOBHU IyIO-
BUHBI IU107a. B kauecTBe mpumepa (puc. 38) mpen-
CTaBJICHA OJHA W3 MaJIbIX CBEPXUYHCICHHBIX Map-
KEPHBIX XpOMOCOM, KOTOpas BO3HUKIIA B PE3yilb-
Tate mepecTpoiku xpomocoMsl 9. ITokazano, 4To
MapKepHass XpOMOCOMa COJCPKUT HeOONbIIOoH
paioH 3yXpoMaTHHA, YTO MMO3BOJIUIIO AAaTh OIIEHKY
ee KITMHUYEeCKOro 3HaYeHH.

Penxne G11778A
myTauuu (16) (13)
T10663C (1) —— G3460A (4)

G3635A (1) T14484C (4)

Puc. 37. Cnexrp myranuii Mmt/JHK y OonbHBIX Hacien-
CTBEHHO# onTuueckol Heiipormatuei Jlebepa B 3ama-
Holt Cubupu. B ckoOkax — 4YHCIIO U3Y4EHHBIX CEMEH.

Puc. 38. FISH JIHK-tipo6 ¢ xpoMocoMaMy aMHUOTHYECKUX KIIECTOK.

a — ¢ mukpomuccekronnoi JJHK-npoboii, cnenmduynoit MapkepHoit xpomocome (kpacHblii curHai). CHrHan BBISIBJICH Ha

MAapKepHOH XpOMOCOME U B IPULIEHTPOMEPHBIX paifoHax xpomocoMsl 9; 6, 6 — ¢ JIHK-npoGamu, BBISBIAIOIMMH 3yXpPOMATHHO-

BbI€ PaiiOHBI B MapKepHbIX XpoMocoMax. Okpacka xpomocoM kpacuresieM DAPI (cunuii curnan) Crpesiku yKa3bplBaroT Ha Map-
KEPHBIE XPOMOCOMBI.



