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Mo ctaTucTuke n3 1000 HoBopoXAeHHbIX - 35-40
BbIABIIAETCA HacnegcTtBeHHadA NaTonorus.

ExxerogHo B Poccuun poxxgaertca 180 ThiC. AeTen C
HacneacTBeHHbIMM 3a0oneBaHNAMM.

U3 HUX OonbLle NONMOBUHbLI UMEIOT BPOXAEHHbIE MOPOKMU,
OKOJoO 35 ThbIC. - XPOMOCOMHbIEe 00ne3Hu, n cBblile 35 ThIC. -
reHHble Oone3HMu.

[MpakTnyecku Bce pasgenbl KIMHNYECKOW MeAUNLMUHbI
BKIIOYalOT HacneacTBeHHble Oone3Hu:

OKOJ10 70% cny4aeB HapyLUeHUU 3peHUs
45% TYroyxocTtu

HepBHble 00Me3HN: OKOso 350 reHeTUYEeCKHU
AeTepPMUHUPOBAHHLIX 3a0oneBaHUN

B AepmaTtonorum - 250.

* o600



O6wiasg reHeTuka dyHAamMeHTanbHasA Hayka -
nsyyaer BOMNPOCHI HacreacTBeHHOCTU n
N3MEHYMBOCTU, MNPUMEHUTENILHO KO BCEMY XWUBOMY
Ha 3emne.

HacneaoCcTBeHHOCTbL - CBOMCTBO  OpraHusma
NOBTOPATbL B pPAAY NOKONMEeHUU cxXxoAHble NMPU3HaKuy,
TUNbI OOMeHa BewWecTB U wuvHAUBMAYyaribHoOe
pa3BuTHe.

N3mMeHYNBOCTL - SIBFIeHUe, obecnevyuBarollee B
3BONIOUMMN eCTeCTBeHHbIM OTbop, Onarogaps
KOTOPOMY Y MOTOMCTBa HMNOSBMSAIOTCA HOBbIE
NPU3HaKM.

KnuHuyeckas Unu MeAULIMHCKas reHeTuka
nccrieayetr O6onbHOro 4YenoBeka, ero OONbHbIX W
300pOBbIX POACTBEHHUKOB, nsyvaet ponb
reHeTU4Yeckux akTopoB B pa3BMTUU NaTONOrUM,
reHeTM4eCKMe MexXaHU3Mbl M  3aKOHOMEpPHOCTH

—




TUnbl MyTAIUA Y YeJI0BEKA U U NOCJEACTBUS

MonekynsipHble u3MeHeHus B [HapyweHus CUHTe3a NnepBUYHbIX
reHax NPOAYKTOB reHa
leHHble bone3Hu

MynbTtucakropmanbHble 605ne3Hun

Hapyl.uel-wm B CTPYKTYype Cyl.l.l,eCTBeHHble HapylweHuUsa opraHoreHe3sa
oTAeJIbHbIX XPOMOCOM JNleTanbHbIe ncxoasbl

XpOMOCOMHbIe aHOManmun

U3ameHeHua 4ucna xpomocom |[[nybokue HapyweHus 3MOpUOHaNbLHOro
WK YMcna HabopoB XpoMocoM (pa3BuTus, JletanbHble 3 eKTbl

XpOMOCOMHbIe aHOMasnumun




Knaccudpukauma mytaymn:
|. Mo xapakTepy usmeHeHUA reHoTUNa:
1. l[eHHble MyTauuu (ToyeUHble).
2. U3ameHeHUs CTPYKTYpPbl XPOMOCOM (XPOMOCOMHbIe
nepecTpomnKm).
3. I3meHeHune yncna xpoMmocom (reHOMHbIe).
Il. Mo xapakTepy nameHeHusa ¢peHoTuna
1. JletanbHble.
2. Mopdonornyeckue.
3. Pusunonornyeckue.
4. Bnoxnmmnyeckue.
5.lloBepgeH4YecKue.
Ill. Mo nposiBNeHUIo B reTepo3unroTe:
1.JlJoMUHaAHTHbIE.
2. PeueccuBHble.
IV. lo ycnoBnam BO3SHUKHOBEHMUS:
1. CnOHTaHHbIEe, Hen3BeCTHa NpUYnHa BO3HUKHOBEHMUS.

2. lHayunpoBaHHbIe, BO3HMKaKOLWWMeE B pe3ynbraTe KaKoro-
TO BO3[EeNCTBUS.

V. 1o cteneHn OTKNOHEHUA OT HOpPManbHOro coeHoTuna.



OKOoreHeTuka

MeaouuUMHCKana reHeTUKa NOCTOSIHHO U3y4aeT cpeay
obuTaHuns yenoBseka. B coBpemeHHOM Mmupe
CTpeMuUTenbHO NOABNAIOTCA HOBble (baKkTopblI
(xumMuyeckmne, bmonornyeckume, dusnyeckue u gp.), ¢
KOTOPbIMM YerioBeK paHee He KOHTaKTupoBan,
BCreACTBME Yero reHoTun nonynsumm He ycneBaeT
ObICTPO U afeKBaTHO pearupoBaTb HA U3MEHeHne
cpeabl. B nogo06HbIX 3KONMOrMn4Yeckux ycrnoBusix
BO3HUKAIOT HacrneacTBeHHble 6051e3HN HOBOTO
NOKOJIEHUA - IKOreHeTU4YecKkue 6onesHu.
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KITACCUDPUNKALINA
HACINEQCTBEHHOW
NATOJIOI A

¢ XPOMOCOMHbIE aHoManmu

* reHHble Bones3Hn, KoTopble OensTcs Ha
MOHOTleHHbIe (NnopaXkeHmne ogHou napbl
annenbHbIX reHOB) N NONMUIreHHbIE
(Bone3Hun c HacneacTBEeHHbIM
npegpacnonoXXeHnem)

* BPOXXAEHHbIE MOPOKN Pa3BUTUS

* reHeTn4eckmne 6one3Hn comaTn4eCcKnx
KIETOK

e DONe3Hn reHeTn4YeCckom HeCoBMEeCTUMOCTMU



IV.

VL.
VILI.

VIil.
IX.

XI.
Xil.

KINIMHNYECKAA KITACCUPUKALINA
HACNEOCTBEHHbLIX BONE3HEWN

3ab6oneBaHus ¢ nopaxeHnem HEPBHOWU CUCTEMbI (6onesHb
PeknuHrxayseHa v ap.)

50]19)3HVI ¢ nopaxeHnem KOCTHOU CUCTEMbI (Mykononucaxapuaossl
n ap.

Bone3Hu ¢ nopaxeHnem MbILLEYHOW CUCTEMbI (ammoTtpocdum
ApaHa-AoweHa, BepgHura-frohdpmana n gp.)

Bone3Hu ¢ nopaxeHnem CEPOEYHO-COCYAUCTON CUCTEMBbI
(Mapdana v gp.)

3aboneBaHus ¢ nopaxeHuem KOXXU (akpogepmaTtut
3HTeponaTU4eCcKuUu, akpokeparos un ap.)

Bone3Hu c nopaxxeHnem OPFAHOB 3PEHUA (ranakTtoszemusan gp.)

3aboneBaHus ¢ nopaxeHvem MOYEMNONOBOU CUCTEMbI
(a@apeHoreHUTanbHbIN CUHAPOM, CUHAPOMbI AnbrnopTa, Tydoyrnonatmmmn

Ap.)
Bone3Hu c nopaxeHnem OPFAHOB [ObIXAHUA (mykoBucunpoos v ap.)
Bone3Hu c nopaxeHnem OPFAHOB NMMULLEBAPEHUA (uenvakua n gp.)

MaTtonorna KPOBU (remonutnyeckas ccpepoumntapHaa aHeMus
(6one3Hb MuHkoBckoro-LLodchapa, remochunusa n gp.)

Bbone3Hu c nopaxeHnem OPFTAHOB CITYXA ( rnyxota un ap.)

NMepBnyHbie UMMYHOOE®ULIUTDI (cuHapombl Buckotta-Ongpuua,
Nyw-bapp v Ap.)



CEMWOTUKA HACNEOCTBEHHOW NMATONOMKA

CemunoTtuka — pasgen MeguLnHbl, N3ydarLmin metogamm BpadyebHoro
nccrnenoBaHUsa CUMMTOMbI 3aborneBaHuA, X JuarHocTudeckoe
3HayYeHne, MexaHn3Mbl BO3HUKHOBEHUS U coYeTaHue.

deHoreHeTrKa — n3y4aeT nyTu u cnocobbl peanusaumm reHeTUYECKOn
NHdopMaLuK, T.e. MeEXaHM3Mbl, POPMUPYHOLLINE KITMHUYECKME NMPUHAKM
B pe3yrnbrate JeNCTBUS FEHOB.

[lmarHocTtnka HacrneacTBeHHOW NaTosiIormm - CIHOXHbIU U TPYOOEMKUMN
npoLuecc, B CBA3U C pa3HO0ObpasnemM 1 CXxoaCcTBOM HEKOTOPbIX
HacneacTBEHHbIX POPM C HEHAcNeACTBEHHbIMU DONE3HAMMU

(dbeHokonuun),

TakKXe B CBSI3U C HANMM4YneM peKo BCTPEeYalLLMXCA HacneaCTBEHHbIX
bonesHen (1:200 000), opdaHHble 6bonesdHun (PKY, TuposnHemus,
rmcTtnanHemuns, oonesHb Nomne, ®abpun, HumaHa-lNnka, BunbcoHa-
KoHoBanosa, Mykononucaxapuaosbl, ranakrosemMums u ap.),

HO30MOMMYeCcKMin CNeKTP HacneaCcTBEHHbIX DOMe3HEN O4YEHb LLIMPOK
(6onee 3500 hopm).

[lo3TOMY 3HaHNE OCHOBHbIX MPUHLIMMOB KITMHUYECKOW FEHETUKM
MOMOXET 3arnofo03puUTh HacreacTBeHHbIe Dorie3Hu, a nocne
NOMONHUTENbHbBIX KOHCYNbTaL WA C Bpa4OM-FeHETUKOM, NPOBeaeHS
napakiMHUYecknx oobcrneaoBaHnit MOCTaBUTb TOYHbIN OMarHos.



MPU3HAKWN HACJTIEOCTBEHHbLIX BONE3HEWN

| NMpU3HaK - B OCHOBE TMMOJIMCUCTEMHOCTU W TMOJSIMOPraHHOCTMU

nopaxeHus NEeXuT nnenoTponus (BNMAHNE oQHOro reHa Ha pa3BuTue
OBYX MU Oornee npu3HakoB). BblaenawT ABa Knacca, pa3HbIX Mo
MeXaHU3My BO3HUKHOBEHMUS: NnepBUYHYIO NAenoTPonuIo

(He3aBMCUMOE, aBTOHOMHOE NPOoABJieHMe reHa B pa3fiudHbIX TKaHAX)
U BTOPUYHYIO NIIEUOTPONUIO.

NnenotponHoe nposiBrieHMe MYTAHTHOro reHa, oOHapyXuBaemoe
NpakTU4YeCKNn npu BCeX HacneacTBeHHbIX 3aboneBaHUAX, He
XapakTepHO ANnA HeHacneACTBEHHOU W MynbTU(aAKTOPUANbLHOMU
naToriorMu, rae NaTtonornyeckMm npouecc HayMHaeTcs JiokanbHO, a
3aTeM nosy4vyaeT LUMPOKOe pa3BUTHe.

Il npu3HakK — cerperauusa (HakonfneHue) CUMNTOMOB 3abofieBaHuA B
CeMbeé CBfi3aHa C 3KCMNpPecCUBHOCTbIO (CTerneHb BbIPaXXeHHOCTHU
npusHaka) U NEeHEeTPaAHTHOCTbIO (YacToTa MNposABNeHUA NpPU3HaKa)
reHoB. MyTaHTHbIe reHbl NPOABNAITCA TOJMIbLKO Y UX HOCUTENeNn, a ux
cerperayus npoucxoauvTt Mo CTPOrMM npaBuriaM MeHOeneBCKOro
HacrnegoBaHusa. U3 3aTtoro cnegyer, 4To OOBLEKTOM U3y4YeHUs B
CUHAPOMOJSIOrMN HacneACTBEHHbIX OOre3Hen ABMAETCA He TOJbKO
OonbHOW MHAMBUA, HO N BCe OONnbHbIE B ceMbe. B To xe BpemA
Hann4yume 3adboneBaHUSA TOSNIbKO Y OOAHOIO U3 YfIeHOB POAOCIIOBHOU He
UCKIIOYaeT HacneACTBEHHOro Xxapakrtepa 3Tou Oone3Hu (HoBas
MyTauua, MNosiBNIeHue peuecCUMBHOM TFOMO3UroThl). EanHnuen
uccnenoBaHUA B Me[,. reHeTUKe AABNAEeTCSHA CeMbS.



Ill NpU3HaK - peaKo BCcTpe4yarwwmecsa cneundunyeckme CUMNTOMbI MU UX
couyeTaHume: ronybble cKnepbl MNpPU HECOBEpPLUEHHOM OcCTeoreHese,
NOTeMHEHUe MO4YM Ha NesfieHKax NMpu ankanToHYpPUKN, «MbIWMWHbIN» 3anax
npu peHUNKeTOHYypuu 1 ap.

IV npu3sHak - Hanuume y OOSIbLUMHCTBA OONMbHbLIX MaribiXx aHOMasiuu
pa3Butusa (MAP, MUKpONpU3HAKoOB, CTUrM AN33MOpuMoreHe3a).

V npu3HaK - NpU MHOMMX HacreaAcTBeHHbIX 3aboneBaHUAX Yy OONbHbIX
BbISIBJIAETCA COMaTU4YecKas annasusi, runonnasvsa wnuv runepnnasus, B
pe3ynkraTe HapyleHus B3auMOAEUCTBUA KIEeTOYHbIX CrioeB B
aMbpuoreHese (npeobnagaHue npoueccoB nponudepauMm Unu
AereHepauum).

VI npu3HaK - HapylleHue Te4yeHUs OepeMeHHOCTU U MNpeHaTarnbHOoro
pa3BuTUA nnopa (npepbiBaHne G6epeMeHHOCTU, Mario- U MHorosoaue,
HeCOOTBeTCTBME pa3MepoB M MacCbl nryioga U HOBOPOXAEHHOro MX
rectauMoOHHOMY BOo3pacTy U Ap.).



VIl npuU3HaK - MHOrMe HacneacTBeHHble 00ne3Hn HOCAT BPOXKAEHHbIN
xapaktep. PeHOTUNUYECKAA KapTUHA OKOMO 25% reHHbIX OonesHen u
NPaKTU4YECKN BCE XPOMOCOMHbIE CUHAPOMbI HAa4YMHAOT hopMUpoOBaTLCA
B aHTeHaTaNnbHbIN Nepuoga.

VIll npu3sHaKk - KNUHU4Yeckasa mMaHudectaumsa 3aboneBaHUs 3aBUCUT OT
Bo3pacta b6onbHOro. Bce HacneacTtBeHHble OONe3HN NPOSIBAAIOTCA B
onpeaeneHHOM Bo3pacTe. Tak 00NMbLWMUHCTBO XPOMOCOMHbLIX CUHAPOMOB
(AayHa, MMaray, 3ABapAaca) KNMHUYECKU TMPOSIBIIAKOTCA C MOMEHTa
poxaeHuUs pebeHKa, Torga Kak nepBble CUMMNTOMbI (PeHUSTIKETOHYPUU
HabnwaarTCcAa K KOHUYy 3-4 Mecsiya XU3HW, mMuonatua IJpba-Porta
nposiBnsieTcs B 20 neT, noagarpa - nocne 40 ner.

IX NPU3HaK — pe3NCTEHTHOCTb K TPAAULIMOHHOW Tepanuwu.

X rnpusHaKk - MHOrmMe HacrneacTBeHHble 3aboneBaHUs UMEKT MeasieHHoe
nporpeccupylollee XpoHMYecKoe TeyeHue, HECMOTPSA Ha NpoBoAuMoOe
rnevyeHue.

Xl npu3HaK - 3THU4YeCKas npeapacrnonoXeHHOCTb, T.e. HaKonsieHue
HacneacTBeHHbIX 3aboneBaHUW y onpeaeneHHbIX HauUMOHarbHOCTEMN.
NMpumepbl 3aboneBaHUM: TanaccemMumss - MaKCMManbHaa 4acToTa
BbisiBneHa B Oro-BoctoyHon A3un n B [larectaHe; bone3Hb Tesi-Cakca
(amaBpoTnyeckaa wuaMoOTUA) - JNIMNMAO3 C ayTOCOMHO-pPeLeCCUBHbLIM
TUNOM HacrefoBaHUSA LUMPOKO pacnpocTpaHeH cpeau eBpeeB ALLKeHas3u.

Xl npu3HakK - Npy MHOrMX HacrieaCTBeHHbIX bone3HAX CMepTb HacTynaetr
OT 3a0oneBaHUN, OCJIOXKHSAIOLWMNX Te4eHUe OCHOBHOIO MNMaToSIOrM4YecKoro



ObOLwKne KnMHn4eckne npusHaku
HacneacTBeHHbIX Done3Hen

- OTCTaBaHMe B YMCTBEHHOM U (hU3nN4YeCcKom
pasBuUTUN,

- HeNepPeHOCUMOCTb NMULLIEBbIX U NeKapCTBEHHbIX
BellecTB,

- B aKyLLEepPCKOM aHaMHe3e 4YacTble BbIKUAbILN U
MEepPTBOPOXAEHUS,

- nepBUYHOE becnnoaue (XKeHCKoe U MyXCKoe),

- nepBnyHasd amMmeHopeda n Heaopa3sutue
BTOPUYHbLIX MOJNTOBbLIX NPU3HAKOB,

- HeOObIYHbIX 3anax MO4YUX U NOTQ,
- KPOBHOPOACTBEHHbLIN OpakK u ap.



CuHpgpom Aapckora




CuHnapom KopHenuu pge JlaHre




CuHgpom KokkenHa: nospexaeHue nokycoB reHoB CSA n CSB:

apyLueHune CbepMeHTOB, oTBEeYHarLWKnX 3a NoBpeEXAEHHY CTPYKTYPY

CuHgpom KokkenHa

['eH HaxoguTca B 5 xpomocomMe. benok yvacTByeT B penapauyv TAMUHOBbIX
anmepom [HK, BosHuKatoWmx nocre obnyyeHnst ynstpaduoneTom

Mpu3HaKu: KapnuKoBOCTb, paHHee CTapeHue, aTpodus 3pUTENbHLIX HEPBOB,
TYroyXocTb, YMCTBEHHas OTCTanocTb




Amunotpodpuna BepaHura - lodpmaHa

1cnyyamn Ha 6-10 ThbiC.
HOBOPOXAEHHbIX

CnuHabnbHas MblLLeYHas

ATpodus — ogHa N3 caMbIX TEXKESbIX

 C poxaeHusa -B 1-1,5 roga

* Bsanble napesbl 40 NOMHOM Nnernm
» KocTHble gedopmaumu

» BpoxaeHHble aHOManummn pasBuTtums



‘ CuHapowm LLepelueBckoro-
TepHepa

— 3TO NaToNOrnM4Yeckni npouecc,
KOTOPbIV BO3HUKAET B Criyvae
aHOMarbHOro pasBuTUS
MOSIOBbIX XPOMOCOM: BMECTO
XX-XpOMOCOM, KOTOpbIe
NPUCYLLM OPraHn3My XXEHLLMHBI,
eCTb TONbKO OfHa, Taknum
obpasom, nony4vaercs
HEeMOSHbIA KapUOTUM XPOMOCOM.
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CuHapom layHa
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CUHOPOM HYHAH

BHemHoCTh 60/1bHOTO CHHApPOMOM HyHaH:
cneguduyecKoe JUIO C IHPOKO
NOCTaBJIEHHBIMHU IVIa3aMH,
AHTUMOHTIOJIOMAHbIH pa3pes Iia3, 4acTo

C ITO30M, Y3Kasl BepXHsA U

VYMEHbBIICHHAsA HUXKHAA YE€/IIOCTH, HU3KO

pacnoJioKeHHble YIIHbIe PAaKOBUHBI,

. HIelHas KPbUJIOBHAHAA CKJIaJKa WK

t '\ DPOTKAsA MHUPOKas Les €O CNYIeHHOM
BHW3 JINHUEH BOJIOC.
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CUNHOPOM INOeANDPDPEPA




[MTPOI'EPUA




CMHOPOM CMUTA-OINATUA




CMHOPOM OW OXOPLOXW

 MEPBUYHbLIV
NMMYHOOEDNLN
T

« TIOPOKU
PA3SBUTUNA

 TUMNOLLOA3NA
MM




CHOPOM BOJIb®PA-
XNPLWXOPHA

JInuyo:

« [lncmopdos

* [neptenopunam

 LLinpokmnn Hoc B hopme
KntoBa

* Jlnuo YyacTo MMeeT cxoacTea
C NepeaHNMM AriEMEHTAMMU
«LUNemMa rpe4veckoro BomHa».




CMHOPOM XAMAMW

XAPAKTEPU3YETCH

= TAXenNbIM
rmnepTenopusMom
(LLMPOKO pacnonoXXeHHble
rnasa),

*  KOCbIMMW rMasHbIMA
LLLensamu,

= Bpaxuuedanuen,
=  aHOMarnbHbIMU YLLIAMMU,

»  [oKaTbIMUM Nfie4yamm u
OCTeoneHunen.

= Y BCeX OnncaHHbIX
cepbesHasa 6nm3opyKocCTb,

=  HeWpoceHcopHas
TYrOyXoCTb

=  MOrpaHnYHbIN
NHTENMEKT.




CHOPOM AINEPA




CNHOPOM XAHTEPA

* NNLO pebeHkKa
cTaHoBUTCA bornee
rpyobIM

* A3blK U ryobl
yBENM4nBaKTCAH B
pa3mepe

* aronosa npudaensaer
B AMaMeTpe

* 3amenrneHue pocTta
Tena,




