MeaununHckasa reHeTuka

- U3y4HaeT 3aKOHOMEPHOCTN HacnegCrtBeHHOCTU 1 USMEHYNBOCTH
Yy yerioBeKka C TOHKN 3peHUA NaTtosiornn.




K OCHOBHbIM 3aga4yamMm MeanLUUNHCKOU
reHEeTUKN OTHOCHATCH:

aHAJIU3 IPUYNH BO3HUKHOBEHMS HACJICACTBCHHBIX
00JIC3HEH, XapaKTepa UX HACJIEI0BaHUS B Pa3HBIX
CEMBbSIX,

pPACIPOCTPAHEHHOCTD B IOIYJIALUAX YETOBEKA,

M3YYEHHUE CTICU(PUIECCKUX MOJIEKYISIPHBIX MEXaHU3MOB,
3aIyCKAFOIIUX MAaTOJIOTUYECKUU TIPOIIECC.

OIHOM U3 OCHOBHBIX ITPAKTHYECKHUX 33024 MEIUIITHCKOM
T'€HETHUKU IBISIETCA MMOUCK BO3MOKHBIX MOJIXOO0B K
npo(pUIAKTHKE U JICUCHUIO HACIICACTBECHHBIX OOJIC3HEM.



« K HaciencTBeHHBIM 3a00JI€BaHUSIM OTHOCHUTCS
O4YeHb OO0JIBIIOE YHCIIO MATOJIOTUYECKUX
COCTOSHHUM. DTO MHOTOUHCJIEHHBIEC O0JIC3HHU
BHYTPEHHHX OPraHOB, HAPYIICHUS 0OMEHA
BEILIECTB, KPOBU, SHIOKPUHHOM, MOYEIIOJIOBOU,
HEPBHOM U JIP. CUCTEM OpraHu3Ma YeJIOBEKa.

* PaHee Bpauu moJiarajiv, YTO HacCJICJICTBEHHBIE
OOJIC3HM BCTPEYAIOTCA KpPaHE PEJAKO U HE BIUSIOT
CKOJIBKO-HHOYIb 3HAUMMO Ha CYMMAapHYIO
3a00JIEBA€MOCTh HACCJICHUS.



 JleliCTBUTEIBbHO, OTACIbHBIC HACICACTBEHHBIE 00JIE3HU
PEIKH, T K. SABJISAIOTCS CIEICTBUEM OYEHDb PEAKHUX MYTALHM.
OHaKo, CYIIECTBYET LEJIbIM PSJT IITUPOKO
pacnpoCTpaHEHHBIX (POPM I'EeHETUYECKH 00YCIOBICHHBIX
NaTOJOTHMM, KOTOPBIE MOPaXKaOT OOJIBIINE TPYIIIbI JTIOJACH
1 HAHOCST CYILIECTBEHHBIN BPET 3I0POBBIO HACEIICHHUS.

« Hanmpumep, yactora caxapHoro guadeTa B MOMYJISLMUIX
4yeJIOBEKa BappupyeT B npeaenax 1%, a 3To o3Ha4gaeT, 4To
BO BCEM MHUPE HACUUTHIBACTCS JCCATKA MAJLIMOHOB
0oJIbHBIX. K 4uMciTy IIMPOKO pacipoCTpaHEHHBIX
HACJIEACTBEHHBIX 00JI€3HEH OTHOCUTCS JTaIbTOHU3M,
KOTOPBIK oT™MedaeTcst y 8% Bcex My»kurH Uy 0,5% -
keHIMH. Crofa k€ MOKHO OTHECTH HauboJee
pacupoCTpaHEHHBIC MATOJIOTUN 3PEHUS: OJIU30PYKOCTh U
TAJIbHO30PKOCTh U JP.



e [Iporpecc B pa3BUTUH MEIULIMHBI IPUBOIUT K
OTHOCHUTEJIBHOMY BO3PACTAHUIO JIOJIN
F€HETUYECKU 00YCIOBICHHON narojioruu. K
HACTOSIIEMY BPEMEHU OIUCAHO CBbIIIE 3500
HaclIeACTBEHHBIX O0osie3Hei. Okomo 5-5,5%
IETEN POXKIAKOTCS C HACIECACTBEHHON WJIN
BpPOXACHHOM naronorueu. I1omoBuna
CIIOHTAaHHBIX a0OPTOB 00YCJIOBJICHA
reHerTudeckumu npuanHamMu. He menee 30%
IIEPUHATAIBHON U HEOHATAJIILHOW CMEPTHOCTH
00YCJIOBIICHO BPOXKACHHBIMH IIOPOKAMM
Pa3BUTHUS U HACJIEACTBEHHBIMHU OO0JIC3HIMU C
IPYTUMU IIPOSABICHUSMU.



YenoBe4yecTBO OTAroOLWEHO OFPOMHbLIM FPY30M
naTofIorM4ecknx Mytaumn, KOTopbiv NPOABAAETCA
B OBYX BapunaHTtax adp(eKTOoB:

[eHeTn4YecKkne ero nocneacTBus, Kak U B rrodbIX
nonynsaumax XXMBOTHbIX, Bblpa)katloTCs B CHUXEHU
NPUCrocobneHHOCTU HOCUTENEN NAaTONOrMYECKNX
MyTauuin, T.e. YMEHbLUEHUU YMCa MOTOMKOB.

MeaguumnHckne nocneacTena OTArOWEHHOCTH
yeriopeyecTtBa nartornorm4eCkmMm mytTaumdaMm —
9TO OOME3HU U COKpalleHune npoaoImkKnTeESIbHOCTH
XU3HN.



Tunbl MyTauumn y YyenoBeka un Ux
nocrnencTeus

Tun myrauuun XapakTepucTuka [Tocnencreus
['enHbIE MonekyispHbie HapymeHnue cuHTe3a nepBUYHBIX IPOAYKTOB
V3MEHEHMs B F'€Hax reHa. [ eHnbie Oose3HHU.

MynbsTudakTopranbHbie 00JI€3HU

XpomMocoM- Hapymenus B Cy1iecTBeHHbIE HApYIIEHUS] OPTaHOTeHE3A.
HbIE CTPYKTYPE OTIEIIbHBIX JleranbHbie 3P PeKThl. XPOMOCOMHBIE
XpOMOCOM 0oJe3HU
['eHOMHBIE N3menenus yucna ['my6okoe HapyIlieHrue YMOPHOHAIBLHOTO
XpOMOCOM UJId HAOOPOB pazButus. JleranbHbie 3P (DEKTHI.

XpoMOCOMHBIE 00JIE3HU




O6Lwum rpys mytaumm ¢ MeQULMHCKON TOYKU 3pEHUSA

BblpaXaeTcd B A4OCTATOYHO 3HAa4YUMbIX BEJTIMYNHAX

Tum HaciaeICTBEHHOM I1aTOJIOTUN

Pacnpoctpanennocts Ha 1000
YeJI0BEK (B CPEIHEM)

I'ennble Oone3Hu 10,0
XPpOMOCOMHBIE 00JIE3HH 5,0
BpoxneHHbIE TOPOKU Pa3BUTHS 20,0
Bone3nu ¢ HaciencrseHHON 10,0
IPEePacoNOKEHHOCTRIO Y JeTei
bone3Hu ¢ HaciaeacTBeHHOU 150,0

IMpCAPACITIOIIOKCHHOCTBIO Y B3POCIJIbIX




Pa3HOCTOPOHHASA KONIMYeCcTBEHHAs
oLeHKa pa3nNYHbIX (AKTOPOB
NOKa3bIBaET, YTO 300POBbLE HACENEHUS
B Pa3BUTbLIX CTpaHax onpeaensaercs.

* COCTOSAAHMEM 3PpaBOOXPaHEHUS U
MeauunHckon nomowm Ha 8-14%,

* OKpyXatoLlen cpegon Ha 20-22%,

* YCNOBUSMN N 06Pa30M XKU3HU Ha
48-50%,
* reHeTn4yeckummn dpaktopamm Ha 18-20%.



[ons reHeTndeckon obycnoBneHHOCTM nNokasaTenen MeauumHCKOM
CTaTUCTUKU U 30paBOOXPaHEHUS

ITokazarenu Jlonst Bkiaga, %
MitageH4deckasi CMEPTHOCTb 20 - 30
CnoHTaHHbIE a00PTHI U BBIKUABIIIH 40 - 50
BpoxneHnnas nyxora 50
Bpoxxnennas cienora 70
YMCTBEHHAs OTCTAIOCTh 80
[TprunHbI 00JE€3HEN TOCTUTATIU3UPOBAHHBIX ACTEN 20 -40
[TpuurHbl 00JI€3HEN TOCHUTAIM3UPOBAHHBIX B3POCIBIX 20 -50




BKnag HacneacTBéHHbIX U cpeaoBpIX
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CoObcTBEeHHO HacneaACTBEeHHbIe O0fie3HU

* - ()CHOTUIHUYECKOE NPOSBICHUE MyTaLlUM KaK
ATHUOJOTHYECKOro (IpUYNHHOIO0) (pakTopa
NPAKTHYCCKHU HE 3aBUCHUT OT CPEbl; OCIICIHSIS
MOKET TOJBbKO U3MEHSTH BhIPAXKCHHOCTH
CHMITOMOB M TSIKECTh TEUCHUS OOJIC3HU.

e DTO I'€HHBIC U XPOMOCOMHBIC HACJICACTBCHHBIC
OoJie3HU (reMo(uiIns, albOMHU3M,
(P €HMIIKETOHYPUSI, MyKOBHUCLIU103, 00JI€3Hb

JlayHa u 1p.).



BonesHn ¢ HacneacTBEHHOW NpeapacnonoXeHHOCTbIO

(MynbTUdakTopranbHble)

WX B CBOIO ouepeib MOKHO IOAPA3ACIUTD €IIE HA JBA
BUJIA;

boJjie3Hu, HaceICTBEHHOCTh IIPU KOTOPBIX SIBJISIETCS
TUOJIOTUYECKUM (PAKTOPOM, HO JJIS1 KX IPOSBICHUS
HEOOXOAMMO JICMCTBHE COOTBETCTBYIOIIECIO (PaKTOpa
BHEILIHEH cpelbl (HampuMep, nojaarpa, 1uaoer,
CEPHOBHUIHO-KJICTOUYHAS] AaHEMHUS ).

bone3Hu, STHONOrHYECKUMHU (PAKTOpaMHU IPU KOTOPBIX
SIBJISIFOTCSL BIIMSIHUS CPEJibl, OHAKO 4acTOTa
BO3HHUKHOBEHUS U TIKECTh TCUCHHUS dTUX OOJIC3HEH
3aBUCAT OT HACIICCTBCHHOM NpeapacnonokeHHOCTH. K
TaKUM 3a00JICBaHUSIM OTHOCSTCS arepockiepos3, UBC,
TUNEPTOHUYECKas 00JIE3Hb, I3BCHHAS 00JIC3Hb, Hcopnas,
OOJIBIIIMHCTBO BUJIOB paKa U Jp.




«CpepoBbie» 60NE3HU

* bone3Hu, B MpOUCXOKACHUN KOTOPBIX
HACJIEJICTBEHHOCTh HE UTPACT POJIM. DTO, HAIIpUMED,
TPaBMBbI, 0>KOTH, HH(PEKIIMOHHBIE OOJIE3HHU.

* ['eHeTnueckue (pakTOPHI B ITOM CIy4a€ MOT'YT BIUATH
TOJBKO Ha ITaTOr€HE3 3a00JIEBaHMUs, T.€. Ha
OCOOCHHOCTH IIPOTECKAHUS NAaTOJOTHUECKUX
IIPOLIECCOB (CKOPOCTh PEreHepallu, BBI3JOPOBICHUS,
KOMIICHCAMX (PYHKIIAM U Ap.).



e OOIIMM PTHOJOTUYECKUM (PAKTOPOM
COOCTBEHHO I'CHETUYECCKUX 3a00JICBAaHUI
CIIY’KMT IATOJIOTUYECKAas
HACJIEJICTBEHHOCTh (B BUJI€ TCHOMHBIX,
XPOMOCOMHBIX Y T€HHBIX MyTallui).
COOTBETCTBEHHO, IIPUHATO Pa3InyaTh
T€HHBIE 1 XPOMOCOMHBIE OOJIC3HH.



 3a0oJicBaHMs, O0YCIOBICHHBIC
U3MEHEHUAMU CTPYKTYPhI MOJIeKynbl JTHK
(F€HHBIC MYTAaLYM ), HA3bIBAOTCS TCHHBIMU
00JIe3HSAMHU (MOHOTE€HHBIE CHHJIPOMBI).

e  3aboneBaHus, 00yCIOBJICHHBIC
M3MEHECHMSIMHU YHCJIa U CTPYKTYPHI
XPOMOCOM (F€HOMHBIEC 1 XPOMOCOMHBIE
MYTalliM COOTBETCTBECHHO), Ha3bIBAIOTCS
XPOMOCOMHBEIMHU OO0JIC3HSIMHM.



* [ToMMMO reHOMHbIX, XPOMOCOMHbIX U
reHHbIX MyTauun NpUu4YnHamMu
BO3HUKHOBEHUSA HAcneaACTBEHHbIX
bonesHen MoryT ObITb U UHbIE
N3MEHEHUA TEHETUYECKOro MaTepuana
(HETPaAULMOHHbLIN TUMN HacriegoBaHUSA):

HapyLleHune cnnancudra Al

K,

yBenuyeHune 4ynucna (akcnaHcusa)
TPUHYKNEOTUAOHbIX MOBTOPOB, FEHOMHbIV

MMMPUHTUHT U Ap.



Hapy1ienue crrancuHra

* HaApyLICHHBIN criacuur nmpe-MPHK
APTUHUHCYKIIMHATCUHTETA3bI IPUBOJNUT K LIUTPYJIUHEMUN
(pecnupaTropHbIE PACCTPOMCTBA, CYIOPOTH, YTHETCHUE
HEPBHOM CHCTEMBI)

* HapyleHHBIN criaicuHr rnpe-MPHK ri1o06HuHOB - K pa3ImyHbIM
THUIIAM TaJaCCEMMH (HACIEACTBEHHBIEC T€MOJIUTHYECKUE

aHEMHUH, XapaKTEPHU3YIOIIHMeCcs HapyIICHUEM CHUHTE3a ITI00HHA)
* HapylIeHHBIN criaicuHr npe-MPHK uMMyHOrmoOyanHoOB - K

3a00J1€BaHUSIM, CBSI3aHHBIM C HAPYIICHUEM CHUHTE3a TKEIIbIX
Hernem auTUTel.



JKcnaHcus TPNHYKINEOTUAHbIX MOBTOPOB

* [loxa skcnancuen /JJHK nmoHumaror yBeanueHue uncia
KOIIUHA KOPOTKUX IMOBTOPAKOIIUXCSA
MOCJIEIOBATEIILHOCTEU HYKJIEOTUIOB BHYTPH
KJIacTepa IpH Iepeaadye FeHeTHISCKON HHPOPMAaIlU
OT POAUTEIIEU TOTOMKAM.

* YBEJIMYCHHUE YHCJIa TPUHYKICOTUIHBIX [IOBTOPOB
BBI3BIBAIOT TaKKE 3a00JICBAHUS KaK CHHIPOM JIOMKOM
X-XpOMOCOMBI, arpouuecKkasi MUOTOHHUS, 00JIE3Hb
[ eHTHHTTOHA, X - CHEIJICHHYIO OyJIbOOCHHUHAIBLHYIO
aMUOTPO(PHIO, CHHUHOLICPEOCIUISIPHBIC ACTCHEPALUM U

AP.



bone3Hn MMNPUHTUHTA

« K HacTosawemy BpemeHn obHapyxeHo okono 30 reHos,
KOTOpPble MO-pa3HOMY SKCNPECCUPYHOTCH B OTLIOBCKUX U
MaTEPMHCKNX XPOMOCOMaX.

« Knaccu4iecknm npumepom 6onesHemn MMNpUHTUHra
asnatTca cuHgpomel [Npagepa-Bunnn n AHrensmana,
OCHOBHbIMWU KITMHNYECKUMU MPOSABIIEHUAMM KOTOPLIX
ABNAETCA YMCTBEHHAsA OTCTaNOCTb pa3HOM CTENeHU
TAXECTUN B COMETAHUN C TAXeNbIMU HEBPOSIOrMYECKUMU

HapyLweHNAMN.



bone3Hn MMNPUHTUHTA

Haunbonee yactom npuynHoOm BO3HUKHOBEHUSI CUHOPOMOB
[Mpagepa-Bunnu n AHrenbmaHa aBnsaetca geneunsd
Kputudeckoro permoHa (q11 — q13) B xpomocome Ne15.

CuHgpowm lNpagepa-Bunnu passmuBaetcs, koraa pebeHok
HacrneayetT AeneTupoBaHHyo 15 XxpoMocoMmy OT oTua.

[MpnynHon nposasneHns cuHgpoma AHrenibMaHa aBnseTcs
aeneunst B aTom xe obnactu, HO Ha MaTePUHCKOW
Xpomocome 15.

Takum obpa3om, BOSHMKHOBEHNE ITUX ABYX KIMUHUYECKU

pa3fin4aroLnXxcd HacrnegcreeHHbIX CMHOPOMOB 3aBUCUT OT
POOANTENBCKOIO NMPONCXoXgeHn4 XpOMOCOMHOVI MYyTaLNN.



KnnHmnyeckmnn nonnmopdpunsm

 Jlna HacIeACTBEHHBIX 00JI€3HEN XapaKTEPEeH KIMHUYECKUI
OIUMOP(U3M, KOTOPBIN MPOSABISCTCS B Pa3IUUUM Y
WHJIMBHUJIOB BPEMEHU Havajia 00JIC3HU, B IMHAMUKE MOSBJICHUS
CUMIITOMOB, B UX CIIEKTPE U CTENEHU BBIPAXKEHHOCTH, B
TEYECHUU OOJIE3HU U €€ UCXOJIE.

* KJIMHUYECKUU MOTMMOP(dU3M 00yCIIOBIEH B3aUMOACUCTBUEM
F€HETUYECKHX U CPEJIOBBIX (PaKTOpOB. BaxkHOE MECTO B 3TOM
(beHOMEHE 3aHUMAIOT TAKUE TCHETUYECKUE SIBJICHHUS, KaK
r€HETUYECKasl T€TEPOreHHOCTh OPraHU3MOB, IEHETPAHTHOCTD
M DKCIIPECCUBHOCTD I'€HOB, SIBJICHUS MIICHOTPOIINH U
B3aMMOJICMCTBHE aJIJICJIbHBIX U HEaJJICJIbHBIX T€HOB.



Xoped [ eHTUHITOHa

 (OT rpeuy. choreia —
TaHeL) — XPOHUYECKU
nporpeccupytoLlee
3aboneBaHue
HEPBHOW CUCTEMBI,
XapakTepuaytoLlieecs
COYETAHMNEM
XOPENYECKOIO
rmnepKkuHesa u
OEeMEHLUN.

(n3 www.medkursor.ru)



KnnHmnyeckmnn nonnmopdpunsm

e Xopes [eHTUHITOHa ABNSETCH XOPOLLUO U3YyYEeHHbIM
ayTOCOMHO-AOMUHAHTHbLIM 3abofieBaHMeM, OCHOBY
naTtoreHesa KOTOPOro COCTaBMsieET NnopaxeHune
Oa3anbHbIX rAHIMMEB ronoBHONrO0 Mo3ra. HaunHaeTtcs
3aboneBaHne C NOSABNEHUS TMNEPKNHESOB, BPEMS
NOSABIIEHNS KOTOPbLIX BApPbUPYET Y pa3sHbIX OOSIbHbIX B
BeCbMa LUMPOKUX npegenax. Co BpeMeHeM Ha4varna
3aboneBaHnNs KOPPENUPYET U ero TaXxecTb. BaxHo
OTMETUTb, YTO DONbLLION NONMMOPAN3M NPOSABIIEHNN
oDOHapyXmBaeTcs 1 y YryieHOB OHOW CEMbU, B 3TOM
cly4vae npuydnHa nonumopdgunamMa egBa fnm KPOeTcq B
reHETNYECKON reTeporeHHOCTn 6oesHu.



MaHudecTtaums 3aboneBaHnUN

* Yalme Bcero HacJleACTBEHHbBIE 00JIE3HU NPOSBIISIOTCS €IIIe J0
pOXKIeHUS (B SMOPHOHAILHOM IIEPUO/IE), TUO00 cpa3y Ioce
POXKACHMS, OJHAKO UMEIOTCS M TaKHe, KOTOPhIE JAlOT IIEPBhIC
CHUMIITOMBI TOJILKO B 3PEJIOM MIIM JIaKE B ITOXKUIIOM BO3pacTe.
B 3THX ciiydasx TOBOpPSAT O T.H. MaHU(ecTaIuu 3a001€BaHHUS.

e Tak, HampUMEpP, MO3KEUKOBAs aTAKCUS BIIEPBHIC
OOHApy>KUBAETCS Y HOCUTEIEH COOTBETCTBYIOILIETO
MyTaHTHOTO reHa B Bo3pacte 20-30 jet. Takue
pacIpocCTpaHEHHbIE 3a00JIEBaHMS KaK moaarpa, 00JIe3Hb
[TapkuHCOHA M 00I€3Hb AJlbLIreiMEpa MPOSIBIISIOTCS B
OCHOBHOM B 3p€JIOM BO3pacTe WJIM B CTAPOCTH.



KnnHnyeckasa maHudectaums MOHOreHHbIX 6one3Hen B

OHTOreHese
Bo3pact 001bHBIX JloJ1s1 O0JIbHBIX ¢ KJIMHUYECKON
maHudecraruei, %
HoBopoxneHHbie 25
3 roxa 70
Konen nmybeprarHoro nepuojaa 90




HacneacrtBeHHasa u BPOXOEHHAA NMaToJ10IN4

* B MeaunuHe CynmecTBYIOT ABa IIOHATHS, BBIpAKaCMBbIE
TepMUHAMM ''HACJIE/ICTBEHHBIE 00I€3HU" 1 "BPOXKICHHBIE
0ose3Hn". OTH MOHATHUS HE SIBISIOTCS CHHOHMMAaMU, TaK KaK
BpPOXKJICHHBIC 00JI€3HM (IIPOSBISIONINECS C MOMEHTA
POKICHUS) MOTYT OBITH OOYCJIOBJICHBI KAK HACJICICTBEHHBIMU,
TaK U CPEJIOBBIMH (PAKTOpaMHU.

* Hanpumep, nppuunHaMu TaKUX aHOMAJIUMN KaK «BOJYbS NACThY,
«3as19bs Ty0a», MOJIMJAKTUINS, CHHIAKTHINS, HOPOKHU CEPALIA
U JIPYTMX BHYTPEHHUX OPraHOB MOTYT OBITH HE TOJBKO
MYTaHTHBIE T'€HbI, HO U BO3JACUCTBUE HA IO BO BPEM
OEpPEMEHHOCTH CO CTOPOHBI JIFOOOTro (HE 0053aTeNIbHO
MYTareHHOT0) (paKTopa, CIIOCOOHOI0 HaApPYIIUTh Pa3BUTHE.



