(c ppeBHerpeveckoro «yEveolg ghénesis» - "MCTOYHWK, MpoucxoxaeHue") - Hayka,
n3yyarollas HacrnencTBeHHbIE MEXaHW3Mbl U BapuabenbHOCTb cpean uHavBuAaoB. MpegmeTom
MEAMLMHCKON FEHEeTUKN SBMSIETCS YCTaHOBMIEHWME pOMM HacMeacTBEHHOCTM B nartosioruv
yernoBeka. ABnSsSiCb MeOWUMHCKOW AUCUMAAMHOW, MeOMUMHCKasi reHeTuka WMeeT [eno C
HacnegcTBeHHbIMU  hakTopamu, WCCRedys MOHOFeHHble WM MeHaeneBckue 6GonesHu (kak
npaBumno, peakue 3abofieBaHusi, Bbl3BaHHbIE aHOManuen eguUHCTBEHHOrO reHa), XpPOMOCOMHbIE
GonesHn (B OCHOBE KOTOPbIX feXaT W3MEHEHWUS CTPYKTypbl WM 4Yuciia XpPOMOCOM) W
MynbTUaKTopuanbHble 3a6oneBaHNs, KOTOPbIE BCTPEYaOTCH HAMHOTO Yalle 1 BbI3blBalOTCS Kak
reHeTUYECKUMM aHOManuaAMM, Tak U chakTopaMu BHELLHEN cpeabl.

HacnegylTcs B POOOCIOBHbLIX COrMacHO 3akoHaM, onucaHHbIM B 19
ctonetun [peropom MeHgenem. CyllecTByeT TpU OCHOBHbIX MexaHu3Ma nepegaydv
HacrneacTBEHHOW WHAOPMaUUnW: ayTOCOMHO-AOMWHaHTHBIN, ayTOCOMHO-PELECCUBHBIN U X-
cuenmeHHbIn. Y YyenoBeka reHeTUYeCKuin Mmatepuarn opraHm3oBaH B 46 xpomocomax: B 22 napax
aytocoMm (0T 1 Ao 22) u B 2 MNOSIOBbIX XPOMOCOMaX (KEHLUMHbI UMEHT OBe X-XPOMOCOMbI,
MY>XYMHbI — 0gHY X M ogHy Y-Xxpomocomy). Kaxabll M3 Hac UMeeT OBE KOMUWU KaXdoro rea,
pacrnonoXeHHbIXx B aytocomax. B cnyyae poMMHaHTHbIX  ©onesHen  (Hanpumep,
axoHgponnacTuyeckas KapriMkoBoCTb) AOCTaTOMHO, YTOObl eQMHCTBEHHAs KOMUs onpenerieHHOro
reHa wumena MyTaumio. [Ona  oOpMMPOBaHWS  peLIeCCUMBHBIX  ©onesHen  (Hanpumep,
cpeamseMHoOMopcKasi aHeMmst U MyKOBUCLMAO3), MyTauuio OOSPKHbl MMETb 00e  konuum
onpegeneHHoro reHa. lNepegaya X-cuenneHHbix 6onesHen (Hanpumep, MbllleyHas AMcTpodus
[ioweHHa) bonee CrnoXHa, MOCKOMbKY KEHLUMHbI MOTYT ObiTb 3A40POBbLIMW HOCUTENSIMU, TaK Kak Y
HUX eCTb BTOpas HopMarnbHas X-XpOMOCOMa, OOHAKO OHW MOryT PoAuUTb OOSbHbIX CbIHOBEMN,
nepenas UM €OUHCTBEHHYIO X-XPOMOCOMY C MyTauueNn.

obbeanHAeT aecATb HayyHo-uccnenoBaTenbCknX MHCTUTYTOB Y OpraHv3aLui,
BOBIMEYEHHbIX B MEXANCLUNIUHAPHLIA KOHCOPLWYM, KOTOPbLIA CTPEMUTCH WMAEHTMdULMPOBaTh
reHeTuyeckue AedekTbl, Bbi3blBalOLWME YMCTBEHHYHO OTCTanoctb. B obwewm Buae, yMcTBEHHas
OTCTanocTb — 9TO [OCTATOMHO reTEepPOreHHOEe COCTOsSIHWE, B OCHOBE KOTOPOro nexaT Kak
reHeTuyeckne, Tak U BHELIHecpeaoBble (hakTopbl, OOHAKO Y MHOMMX MauMeHToB 3T dhakTopbl
OCTaloTCs He NAEHTUPULMPOBAHHbIMU. TakK, HanpMMep, XPOMOCOMHbIE MyTaLMK, Bbi3blBaloLLme
cuHapom [layHa, MoryT 6biTb 06HapyXXeHbl PYTUHHBIMU METOAaMMU LIUTOreHETUYECKOro aHanusa
npuMepHO y 25 % naumeHTOB C YMCTBEHHOW OTCTaNoCTbio. HOBbIM BbICOKOPa3peLLaoLwmii METOA,
CpPaBHUTEMbHOW TEHOMHOW rMbpuamMsauMm Ha MUKpouunax, KOTopbid OyaeT ucnonb3oBaH B
AaHHOM MpoeKTe, NO3BONUT UAEHTUMUUMPOBATL "Menkue" CTPYKTYpHble aHOManuu XpPOMOCOM,
He BbISIBNSIEMble CTaHAApPTHbIM aHanuM3oMm, Kak oxwupaaetcd, ewe y 10-20 % nauymeHToB
OOMNOSHUTENBHO.

Cpeay MOHOreHHbIX HacneacTBeHHbIX hopM Hanbonee pacnpocTpaHeH CUHOPOM X-CLEnsieHHOoW
YMCTBEHHOW oTcTanoctn (cuHgpom MapTtuHa-benn), BcTpedarowminca ¢ vyactoton 1 Ha 4000
ManbumMkoB. K coXaneHuto, reHeTudeckue mnpuuuMHbl OOMbLUMHCTBA APYrMX CUHOPOMOB,
COMPOBOXAAKLLUNXCA YMCTBEHHOW OTCTANoCTbio, OO CUX MOP OCTalTCH HEU3BECTHbIMU, YTO
CYLLECTBEHHO 3aTPyAHSIET ANArHOCTMKY U MEONLIMHCKYIO MOMOLLb TakuM OOMbHBIM U UM CEMbBSAM.

ABNAETCA YMyJylleHUe TeHeTUYECKOW AMarHOCTUKM
MaLUMEHTOB C YMCTBEHHOW OTCTaNoCTbI, YTO MO3BOMUT ONpPeAenuTb PUCK MOBTOPHLIX POXAEHWIA
TaKUX OEeTeil B CeMbsIX, Y)Ke MMeoLLIMX GornbHoro pebéHka. Mbl Takke HageeMcs, YTo B ByayLiem
nyJyliee MOHMMAHME OCHOBHbIX TFEHEeTUYECKUX MEXaHU3MOB, BbI3blBAOLIMX YMCTBEHHYHO
OTCTanocTb, MOMOXET MUccreaoBaTensam pa3paboTaTb HOBble METOAb! NIeYEHUS.

COOPERATION
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