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BBenenue

Cepneuno-cocynuctbie 3aboneBanust (CC3) gBASIOTCS OJHOM W3 BEAYUIUX MPUYUH
cmepTHOCTU B Mupe. COBpeMEHHBIE UCCIIEIOBAHUS B 00JIACTH KapIMOJIOTHH BCe OOJIbIIe
aKIICHTUPYIOT BHHMMaHUE Ha TEHETHYECKON TMPEIpacroyioKEHHOCTH K ATUM
3a0oeBaHusIM. ['eHeTHYeCKre MapKephl MOTYT CIY>KUTh BaXKHBIM MHCTPYMEHTOM JJIs
panHel nuarHocTuku U mpodunaktuku CC3, mo3BOMSS BBISIBUTH TPYIIBI pUCKa U
pa3paboTaTh WHIWBUYAIU3UPOBAHHBIC CTPATETUU JICUCHMs. DTa CTaThsl MOCBSIIECHA
aHAIN3y CYHIECTBYIOIIUX TEHETHMYECKHX MAapKEepOB IMPEAPACIIONIOKEHHOCTH K
CEPJIEYHO-COCYIUCTHIM 3a00JIEBaHUSIM W WX BO3MOXKHOMY HCIIOJIb30BaHUIO B
KJIMHUYECKOM MPAKTHUKE.

I'enernyeckue Mmapkepbl M UX POJib
1. MexaHu3Mbl FeHeTUYECKOI NMPeaPacoI0:KeHHOCTH

CC3 uMerT CI0KHYI0 3THOJOTHIO, BKIIOYAIOIIYI0 KAK T€HETHYECKHE, TaK U
sKojorudyeckue gpakropsl. Ha cerogHsmHuil 1eHb BBISIBIEHO MHOKECTBO T€HOB,
ACCOLIMMPOBAHHBIX € pa3BuTHEM paznuuHbix (popm CC3. DT Mapkepbl MOTYT
ObITh  WCIIOJI30BAHbl I  NPOTHO3UPOBAHUS  BEPOSITHOCTU  Pa3BUTHUSA
3a00JIeBaHUM, TAKUX KaK TUIIEPTOHMS, UIIeMUYecKast O0JIe3Hb cep/ilia, UHCYIBT U
aTEepPOCKIEPO3.

2. Tunbl reHeTHYECKUX MapKepPoOB

Cy1uiecTByeT HECKOJIBKO TUIIOB TeHETUYECKUX MAapPKEPOB, CBS3aHHBIX C CEPACUYHO-
COCYJIMUCTBIMH 3a00JICBAHUSIMU:



o MoHomop@HbIe MapKepbl (SNP) — OJTHOHYKJICOTU/IHBIC
MOJIMMOP(U3MBI, KOTOPBIE OKA3bIBAIOT BIMSHUE HA META0OIM3M JIUIHIOB,
apTepuagbHOE aBlieHre U (YYHKIIUIO HIOTEIHS.

o I'eHeTMyeckHe accouMalMM — HCCJICIOBAHUS IIOKA3bIBAIOT, YTO
ONpE/ICICHHbIE MYTallMM B T€HAX, OTBEYAIOIIMX 3a CUHTE3 JIUIHJOB,
CBEpPTHIBAEMOCTh KPOBH U BOCHATUTENBHBIEC TPOIIECCHI, YBETUUMBAIOT PUCK
paszButus CC3.

o KonuiiHble BapHanum — W3MEHCHHE YKCIia KOMUM OTIpeIe]ICHHBIX T€HOB
TaK»Xe CBSA3aHO C MpepacnoiokeHHOoCThio K CC3.

3. IlpuMep UCNOIb30BAHUA FeHETHYECKUX MAPKEPOB

Opnum u3 npumepos sBisgercss reH APOE, koTopblil UrpaeT BaXHYIO poOJib B
MeTaboJIu3Me JIMMUI0B. MyTally 3TOro reHa acCOLMMPOBAHBI C MOBBIIICHHBIM
PUCKOM aTEpOCKJIepo3a U MIIEeMUYECKON Oone3nu cepaua. Jpyrum mpumepom
apisieTca TeH PCSKY, koTopelii 0TBeUaeT 3a perysisiiiuio ypoBHs X0JIeCTEpUHA B
KPOBH U TaK»Ke€ MOXET OBITh CBsi3aH ¢ puckoM pazsutus CC3.

IIpo0.1eMbI U BHI3OBBI
1. 'eneTnyeckasi BApUadeJbHOCTh

I'eneTnyeckas npeapaciioIOKCHHOCTb K CC3 HOCHUT MHOTOTCHHBIN XapakKTep,
qTo 3aTPpYAHACT BBIAABJICHUC YCTKHUX MapKCpoB, CITOCOOHBIX TOYHO
ITPOTrHO3HUPOBATH 3a00JIeBaHueE. KEDKIII:Iﬁ MapKCp OKa3bIBACT BJIMAHUC B
COUCTaHNN C AOPYTHUMHU TI'CHAMH, Oprma}omeI?I CpGI[Oﬁ u 06p330M KN3HHU
ImaryucHTa.

2. IIpoGaeMbl MHTEPNIPETALMHA JAHHBIX

Bosbiioe KoJIMuecTBO TeHETUYECKUX MapKEpPOB MOTYT BIUATH Ha pa3Butue CC3
B Ppa3HBIX TOMyJSAIUSAX, YTO TpeOyeT TOYHOW WHTEPHpETalud JaHHBIX.
Heo6xoaumo yuuThIBaTh pa3inuus B MOMYJSIITUOHHBIX CTPYKTYpax, 4To JejiaeT
WHTEPIPETALMIO  PE3YyJIbTATOB  CIOXHOM U  TpeOyeT JOMOJHHUTEIbHON
WHJVMBUAYaJIN3UPOBAHHON JUATrHOCTUKH.

3. DTHYecKHe ¥ cOUHAJIbHbIEe BONMPOCHI

Hcrnons30BaHnEe Fr€HETUYECKHUX TaHHBIX B KIMHUYECKOM MTPAKTUKE COMPSIKEHO ¢
PAIOM THYECKUX BONPOCOB. HEKOTOpBIE MalMEHTHI MOTYT HE 3aXOTETh 3HATH O
CBOEU I€HETUYECKON MPENPACIIOIOKEHHOCTU K 3a00J€BaHUSAM, OCOOCHHO €CIH
ATO CBA3AHO C BBICOKUM PUCKOM CMEPTH. TakKe BaXKHO YUUTHIBATh BO3MOKHOCTh
FeHETUYECKON NUCKpUMHMHAIIMKM, KOTJa CTpax Mepeld IMOBBIIIEHHbIM PHUCKOM
3a00JIeBaHUS MOKET MOBJIMATH HA COLMAIBHOE MOJIOKEHUE YeIOBeKa.



HepCHeKTHBbI H 3aKJII0YCHHUC

Hcnonb3oBaHWEe TEHETUYECKUX MApPKEPOB JUIsl MpPEACKa3aHUsl PUCKA CEpACHHO-
COCYIMCTBIX 3a00JIeBAaHUM TMPEICTABISICT COO0OM BaKHOE HamNpaBiCHUE JIS
UHAVMBUIYATM3UPOBAHHOTO  moaxoda B MmemunuHe. OpHako  HE0OXOIUMBbI
JIOTIOJTHUTENIbHBIC UCCIIEIOBAHUS 17151 00J1€e TOUHOTO MOHUMAHMS MEXaHU3MOB BIUSHUS
reHeTudeckux (paxrtopoB Ha pazButue CC3. B OynymieM BO3MOXHO HCIOIb30BaHUE
ATUX MAPKEPOB JJIs CO3JaHUs IEPCOHATU3UPOBAHHBIX CXEM JICUCHUS U MTPOPUITAKTUKH,
YTO TMO3BOJIUT TOBBICUTH 3(P(HEKTUBHOCTh TEpPANUU U YIYUYIIUTh KAYECTBO KU3HU
MalMEeHTOB.
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