








J1OMUHaHTHbIE U peLleCCUBHbIE
NPU3HaKNU: MeXaHU3Mbl HacnepoBaHUA

JJOMWHaHTHbIE annenm NPoABNAOTCA B
deHoTUMNEe Aake Npu OgHOM Konuu,
obecneynBas akTUBHOE BNAHNE reHa. Takow
MEXaHM3M MO3BOJIAET OObACHUTL NPOABIEHNE
NPU3HaKOB Y reTePO3UroTHLIX MHANBNOOB.

[NpnmMep — cucTtema rpynn kposu ABO:
annenu A n B goMmHmnpyroT Hag, O. Nx
COYeTaHusA y poauTesnien MporHo3npyroT
pa3Hoobpasme rpynn KpoBu y NOTOMCTBa,
OEMOHCTPUPYA 3aKOoHbl MeHaens.

PeLieccrBHbIe NPU3HAKK BblpaXatoTCA TOMbKO
NpWY HaM4YMM OBYX KOMUN PELLECCUBHbIX
annenemn, 4to obycnaenmBaeT CKPbITYHO
nepegadvy Takux NPU3HaKoB Yepes NOKONEHNSA
6e3 NposBneHUs.




MoHoreHHble 3ab6051ieBaHUA: NPUMepPbI U
TUNbl HacnegoBaHUS

BonesHb XaHTUHI TOHa — @y TOCOMHO-AOMWHAHTHasA
NaToNornsa ¢ NO3gHUM Ha4yanom, NPMBoAALLLAsA K
HenpogpereHepauum nocne 30 neT um
NPOSABMAOLLIAACA NPOrpeccupyoLmmMin
HapYyLLUEHUAMU OBXEHUSA N KOTHULMIA.

MyKoBUCLWMAO03 pasBUBAETCA MPU ay TOCOMHO-
peLeccnBHOM HaceaoBaHUM U XapakTepusyeTcs
HapyLleHNEM GQYHKLMIA CITN3UCTbIX XKernes,
BCTpeyYaeTcs ¢ Yactotoun okoro 1:2500 B EBpone.

MoHOreHHble 3abonesaHnA OEMOHCTPUPYHOT YETKNE
CXeMbl HacnegoBaHna, YTo obieryaeT BbIABIEHNE
HOCUTENEN N NO3BONAET MNPOrHO3npPOBaTb PUCK
BO3HNUKHOBEHWA Y NMOTOMKOB.

[feModunua A cBAzaHa C X-XpOMOCOMOW 1
BblI3blBaeT HapyLLEHWEe CBEPTbIBAEMOCTN KPOBMW.
XKeHLLMHbI 06bIYHO HOCUTENN, MY>KUYMHbI CTPagatoT
OT 60ME3HN 3HAUUTENBbHO Yallle.




MynbTudakTopHble 3a6oneBaHus: BlIUAHKE

reHoB 1 cpeabl

UpeHTndukauma reHeTudeckmnx pakTopos
(1900-1960)

lccnepoBaHus BbISBUAN, YTO HEKOTOpPbIE B6oNe3HN
O6yCJ'IOBJ'IeHbI B3aMOLENCTBUEM HECKOSIbKUX
FEeHOB N BHELLUHUX paKTOPOB, UYTO YCMOXHWIIO
NOoHMMaHne HacrnieaoBaHNA N ANalrHOCTUKY.

PacwudpoBka Hacnegyembix
KOMMOHEHTOB (1970-2000)

Bbinn paspaboTaHbl MeTOAbI FEHETUYECKOrO
aHanusa, BbiABNAIOLLME BKIa4 OTAENbHbIX FEHOB B
pasBUTME BoNEe3HEN, TaKNX KaK AnabeT u
FMNEPTOHNSA, C YYETOM BINAHNA 0Bpa3a XXUSHMW.

KomMmnnekcHbi nogxopa (2000-HacTosLee
Bpemsl)

CoBpeMeHHble MeTobl MHTErPUPYHOT AaHHbIE O reHax
1 OKPYXKatoLLLel cpefie, UTo MO3BONAET ToUHee
OLIEeHMBaTb PUCKM U pa3pabaTbiBaTb
VHOMBMOYaNN3MPOBaHHbIE NPOorpaMmbl MPOGUNaKTUKK
N NNeYeHus.







XpPOMOCOMHbIe aHOMaJIUM:
npoucxoXxaeHue u npumMmepbl

Tpucomusa 21, Begyulas K cuHapomy [ayHa,
XapaKTepusyeTcsa A0MOAHUTENBHON
XpoMocoMou 1 BcTpeyaetca 'y 113 700
HOBOPOXOEHHbIX, Bbl3blBas 3ae€PXKY pPa3BUTUSA
N OCOBEHHOCTW BHELLHOCTMW.

CuHpgpom KnarHpenstepa obycnossieH
Ha/IM4YMEM LOMOSHUTENBHON X-XPOMOCOMbI
(XXY), uTo BEOET K HAapYLLEHWIO MOJSIOBOMO
PA3BUTUSA N CHUXXEHUKO GEPTUNTBHOCTU Y MY>XKUMH.

CuHppowm LLepelueBckoro-TepHepa BO3HUKAET
N3-3a OTCYTCTBUS BTOPOW MOSIOBON XPOMOCOMbI
(XO), NposBNAACh Kap/IMKOBOCTLHO, MOPOKaMu

cepaua v 6ecnnogmemM y >KEHLLH.




Tabnuua: cpaBHeHue BUOOB
HacJ/ieaACcTBeHHbIX 3a601eBaHUA

Bup
Mpumep Twn HacnepoBaHUA YacToTta Oco6eHHOCTH NposB
3aboneBaHus
OCHOBHble XaPaKTEPUCTUNKN N PaA3NTNYNA MOHOIEHHbIX,
M M AyTOCOMHO- 12500 Y 6 XPOMOCOMHbBIX N MOJIMTE€HHbIX 3a6oneBaHvu‘/’|, X HaCTOTa U
OHOreHHoe YKOBUCLNO03 Deliecopnie : apyLUeHne paboTbl 0COBEHHOCTY MPOSBIEHNS.
3apepyxKa passuTus, Pasnnune B Tunax 3abonesBaHnn TpedyeT MHAnBUAYabHOro
XpoMOoCOMHoe CuHgpom [ayHa Tpucomunsa 21 1:700
P Apom Hay P XapaKTePHbIN GEeHOTUM noaxona B ANarHOCTuke 1 fiedeHnn.
CaxapHblIi 6-7% B3pOCnoro 5
[lonureHHoe MynbTrdaKTOpHOEe B3anvmopencTeme reHe
anadert |l HaceneHus

WHO, Genomics 2022



JleTanbHble U nonynetalibHbil€ reHbl:
3Ha4e€HUe U nNpoAaBJieHnA

JleTanbHble reHbl Bbi3bIBaOT CMEPTb 3M6pI/IOHa U1 paHHNE CMepPTEJIbHbIE
NCXoabl, 4YaCTo NnpmBoaA K BbiKnAblLlaM U CMEPTU B MJ1aeHYYeCTBeE,
CHW>Xan poXXOaeMOCTb C NoA0OHbIMM MYTaunNAMN.

I'IonyneTaanble FeHbl CHUXaKOT YXXM3HECNOCOBHOCTb, HO HE BCeraa
nPmMBOAAT K CMEPTU, KaK B CJly4ae CGpI'IOBI/I,EI,HOKJ'IGTO‘-IHOI?I aHeEMWUN, roe
reTepo3nroTbl UMEKOT 3alLlTy OT MallApPUn.

HecMoTpsi Ha HeraTMBHOE BNUSIHNE, TaKNE FreHbl COXPaHSAHOTCS B MOMYNALMSX
3a cYeT GanaHCHpPYHOLLEro oTbopa 1 aganTUBHbIX NPEUMYLLECTB B
onpeaenéHHbIX YCNOBUSIX.



CuenneHue reHOB C NOJIOM: NpPUMEpPbI N
3aKOHOMEPHOCTH

[eHbl, TOKaM30BaHHbIE Ha MOJIOBbIX XPOMOCOMaX, HacedytoTCA MHaye, YeM Ha
ayTocomax, obecrneumsas crieLmpryeckmne 3aKkoHOMEPHOCTU Nepenaydm Npr3Hakos,
CBA3aHHbIX C MOJIOM OpraHmnsMa.

[Mpn X-cLenneHHoOM HacneaoBaH! My>XCKMEe MPU3HaKm NPOSIBASKOTCS NPY HanMynm
OJHOr0 MyTaHTHOrO annens n3-3a OTCYTCTBUSI BTOPON X-XPOMOCOMbI, YTO AENaET UX
YA13BMMbIMU K TaKUM 3a60/1EBaAHMSIM.

Y XEeHLUMH aNna NposiBNeHNsa TakMX NPU3HAKOB HEOOXOAUMbI IBa MYTaHTHbIX annens,
TaK KaK BTOpasi HopMasibHas X-XpoMOCcOoMa 0BbI4YHO KOMMNEHCUPYET AedeKT, CHMXKas
YacToTy 60nesHeN.

Y-cuenneHHble NPU3HaKN BCTPEYAOTCH PeaKO 1 NepeaaroTCs TOMbKO MO MY >XKCKOW
JIMHNW, KaK B Cllydae rmnepTpuxosa YLLHbIX pakoBUH, MNNIKOCTPUPYSA YHUKANIbHOCTb
HacnegoBaHMA Ha Y-XPOMOCOME.










J9TUYecKue acneKTbl NPMMeHeHus
reHeTu4YeCcKux sHaHun

BmeLlaTensCcTBO B YENTOBEYECKMIA FEHOM
BbI3bIBaeT rny60K|/|e STNYeCKMe BOrpoOChl,
CBA3aHHblEe C BO3MO>XHbIMU NMocieacTtsnaMn n
MOpaﬂbHOVI OTBETCTBEHHOCTbIO 3a N3MEHEHNE
HaCeaCTBEHHbIX MPU3HaKOB.

MeXxayHapoaHble 1 HalMOoHarbHble
BMO3TUYECKME HOPMbI MPU3BaHbI 00ECTEYUTb
NHPOPMMPOBAHHOE cornacue u
OTBETCTBEHHOCTb MUCCNefoBaTeNEN B LIENSX
yBaXkeHWA 0OCTOMHCTBA JIMYHOCTU U
obLlecTBa.

3almTa KOHPUAEHUNANBbHOCTU FrEHETUYECKINX
AaHHbIX 1 npeaoTBpalleHne ANCKpMMnHaunm
Mo reHoTuny ABAAK0TCA Ba>XHbIMU 3aa4aMi
0J1A COXpaHEHUA MPaB U cBobop, naLmeHTOoB.




daKTopbl pUCKa HacieACTBEHHbIX
3a6051eBaHUN Y YenoBeKa

Hocutenbcteo peuecCCMBHbLIX MyTaLI,I/IIZ yaie
BCTpeYaeTCA B OrpaHN4YeHHbIX rnonynaunax,
yCuUnnBaa BEPOATHOCTb HaceaoBaHUA
reHeTNYeCKnx 6onesHemn Y NOTOMCTBa.

STHNYECKME rpynbl UMEHOT pasHble YacTOThbl
PacnpPOCTPaHEHNA HEKOTOPbIX FEHETUYECKNX
3aboneBaHWI, Hanpumep, TanacceMmm cpeau
xutenen CpegnseMHOMOPbA U KOXXHOM A3ni.

BM3KOpOACTBEHHbIE BPaKM NPUBOAST K
NOBbILLIEHHO FOMO3UIOTHOCTW, YTO 3HAUUTENBHO
YBENNUYMBAET PUCK NPOSIBNEHNS PEOKNX
HaCcNeOCTBEHHbIX NMaTOSIOMMIA.

Bo3pgencTane MyTareHoB OKpY>KaroLLen cpeapb|,
BKJTFOYasA XUMNYECKUE U Pusmndeckmne pakTopb,
CNoCcOo6CTBYET MOABNEHNIO HOBbIX FEHETUYECKMX
N3MEHEHNIN U YBENNYMBAET LUAHC 3abosieBaHu.




[eHeTUYecKoe KOHCY/IbTUpPOBaHUE:
3a1a4M U BOSMOXKHOCTM

Ocoboe 3HayeHne MMeeT NOMOLLb CEMbAM C

OCHOBHas Liefb — MPOrHo3MpoBaTb BEPOSTHOCTb KoHcynbTHpoBaHne nomoraeT IACTBIMUA HACHEACTBEHHBIMA BONCSHAMIA WAV
POXAEHMA OETEN C HACNEACTBEHHBIMM VHTEPMNPETNPOBATb PEe3ybTaTbl TECTUPOBAHMA U HeO6'bF|CHI/IMbIM€|I e
NaTOMIOrMAMW C MOMOLLIBHO aHanmn3a CeEMeNHOro pa3pabaTtbiBaTb NPOPUIAKTUYECKME MEPbI A5 b o

obecneunBasi MHGOPMMPOBAHHbIN BbIGOP 1
aHaMHe3a 1 FeHETMYECKNX TECTOB. CHKEHNS PUCKa M MOOOEPXKKM 3A0P0BbS CEMBMW.

NMCNXOJTIOr’MYECKYHO MNMoaaEPXKKY.



[MlonureHHble 3a6051eBaHUA: NPUMeEPbI U
reHeTn4yeckue pakrTopbl

[lonureHHble 3a6on1eBaHNA 00YCNOBNEHbI BIMSHUEM MHOXECTBaA FEHOB, KOTOPbIE B
COBOKYMHOCTW C BHELLHUMIW paKTopamMu GOPMUPYHOT C/IOXKHbIE MaTOreHeTUn4Yeckme
MexaHn3Mbl 3aboneBaHuS.

1A oL eHKU MHOMBUAYaNbHOIro pyUcka NPUMEHSAKOTCA NOSIUIreHHbIe LKasbl,
Nno3BOJIAOLLME MHTETPUpPOBaTb reHeTnyeCkme aHHble O COTHAX T’eHOMHbIX Y4aCTKOB.

[prMepoM Cny>XUT caxapHbIv guabeT Il Tuna, npeapacnonoXXeHHOCTb K KOTOPOMY
cBs3aHa c bonee YyeM 100 reHamMm, B3aMOLENCTBYHOLLMMK C 0OPA30M XXU3HU U
SKOJIornen.

[pyrve nprmMepbl BKIFOYaOT UWEMNYECKYHO Boe3Hb cepaua m LWN30QPEHNIO,
KOTOpble TakXXe TPebyoT KOMMIEKCHOMO Noaxoaa K AnarHOCTUKE U NIEYEHWHO.




[ eHeTUKa noBegeHus yenoBeka:
OCHOBHbI€e ucciepgoBaHus

HacnegyemocTb UHTennekTa oueHmneaeTca B 50-80%, UTO yKa3blBaeT Ha
3HAYUTENBHOE FrEHETNYECKOE BNUSHUE MPU COXPaHEHNN BaXXHOM POJU
cpenpl.

['eHbl DRD4, SLC6A4 n COMT accoummpyroTCA CO CKITIOHHOCTBHO K
pPasNYHbIM NMOBEAEHYECKNM YepPTaM U NMCUXNYECKMM COCTOAHUAM,
BKJ/TFOYaOLLIMM 3aBUCUMOCTb U TPEBOXKHOCTb.

ccnepoBaHusa 61IM3HELOB AEMOHCTPUPYHOT C/IOXHOE B3aMO4ENCTBME
FeHOB 1 cpefibl B pOPMUPOBaAHUM TEMMNEPAMEHTA U MCUXOSMOLIMOHANBbHbBIX
OCODOEHHOCTEeN NNYHOCTW.






[ eHeTUKa YyenoBekKa: KJ/1o4 K 340pP0BblO
N 9TUKe byayLiero

[ yboKoe NOHMMaHME reHETUKM 0becrneyYmBaeT BO3MOXHOCTU

ONA ynyJdleHna 300p0oBba U MHAMBMAYANBHON MeANLMHBI, B TO
Xe BpeMs Tpebya aTUYeCcKon OTBETCTBEHHOCTM M OCO3HAHHOIO
noaxona K HacneacTBeHHbIM 3aKOHOMEPHOCTAM.




