[Mpodpreccop
A.A.lLlyToB

HacneacTtBeHHble
3aboneBaHNA HEPBHOW
CUCTEMBDI



bones3Hun yenoBeka

MeXaHNYECKUNE MOoBpPpEXOAEHNA
MHTOKCUKaLWUun
NHJOEeKL N
HEKOTOPbIE NMcnxmndeckne donesHu

2. BpoxnoeHHble
(Henpocudununc, Tokconnasmos)



3. HacnencrBeHHbIE

a. HacnenctBeHHOe npeapacnonoXeHue

6. XPOMOCOMHbIE
HEenosiIoBbIX XPOMOCOM
noSOBbIX XPOMOCOM

B. [ eHHble (MONneKynsapHbIe)
MOHOreHHble (bonesHn obmeHa:
NOSINTEHHbIE 6enkoBoro

yrrneBogHoro
nunugHoro



HacreaocTBeHHble 0D0Ne3HN

HEeYKNOHHbIN POCT

1958 rog - 412
1978 -1368

1985 — 2905
1990 - 4000
2000 - ©6onee 5000

bone3Hen HepPBHOW CUCTEMDbI
500




[Ipn4nHbl pocTa

1.3Konorn4vyeckune
*yBenuyeHne pagmunoHHoro ooHa
*XMMHNYecKkoe 3arpsisHeHmne cpeabl

2. MeguLUNHCKne
*yny4dlieHue re4edbHomn NomMoLLm
*BbICOKNN YPOBEHb POOOBCMOMOXEHMUS
N peaHnmMmaLlnm HOBOPOXOEHHbIX
*reHeTn4YecKu ornacHble fiekapcTea



[Ipn4nHbl pocTa

e 3.coumarbHble
*Ankoronnsauuns, HapKOMaHUsA, TOKCUKOMaHUS
HacelrieHn4d

*poAcTBEHHbIE Dpakn (MMOPUANHI) — 0COBO0 OnacHbLI
3anpet B bABJINN !

*nocrtapeHne HacerneHusa
(bonesHb AnburenmMepa
xopes [[eHTUHIToHA)

* PaHHMe unn no3gHmne dpakn n cBsi3aHHOE C
9TUM JEeTOpOXAEeHNE



CuHgpom [HdayHa
Bo3pacTt marepu n puck poXxxaeHus:

Matepu 20net:. 1:2300 pogos

. 25net: 1:1600

. 30 net 1:1200

. 35 net 1: 890

. 40 net 1: 290

. 45 net 1: 100

. oonee 45 net 1: 46



MegounumnHckas reHeTuKka -
Hayka 00 3HOO0reHHbIX doakTopax 300POBbS

BbigeneHbl reHbl:
*‘-IyBCTBI/ITeJ'IbHOCTI/I K bonu

*npenpacnonoXXeHHoCTU K paky (17 xp. -
SANYHUKOB, rpyan)

*M3MEHEeHUs KonnareHa B MeXno3BOHKOBbIX
anckax (goopconaTtun)

*NpeapacrnosioXXeHHOCTU K CONn
rpynrna pucka K OXXUpPEHWIO,
KYPEHWULO,
ankorornto,
rMNepToHNN



BblaeneHbl reHb

npegonpenensoLlme oCo0eHHOCTH
NMYHOCTHU

*peakumnn Ha cTpecc

CTpecc --- FOPMOHBbI ---HENpPaBUITbHO
«3aKpy4dmaroTca» 6enkn --- «MICNopPUYEHHbIEY
Benkn HakannuBakTCcAa B MO3re ----

ABEPPAHTHOE MNMOBEOEHUE

*reHbl X)XECTOKOCTM *arpeccuBHOCTU
*MPecCTYNHbIX HAKITOHHOCTEN *CTpaxa
*aBaHTOpM3Ma *camMoybnncTea



BblaeneHbl reHb

npegonpenensoLlmne ocobeHHoCTH
MCUXUKN:

aMouunm

MHCTUHKTbI - TeHbl OTLUAa
NaMATb

MHTENNEKT
Nnornka - reHbl maTepwu
MaTepUuHCKOro MHCTUHKTA : 2 reHa, oba oT oTua,
HO Anga aodepu



ObLKne npnsHaKn HacnegCTBEHHbIX
bone3Hen HEPBHOW CUCTEMDI

1.Hayano 3aboneBaHuns B ntobom Bo3pacTe
2.BpoxaeHHbIn xapaktep ?7

3.CeMenHbIN xapakTep.

4.be3 BUAMMOUN MPUYUHBI.

S.[1porpeccupyrowmm TMN Te4eHns.

6.CkeneTHble gedopmauunmn (ctona Ppugpenxa)
7.YMcTBeHHas oTctanocte (HbOTOH, QnHWTENH, [€Te)
8.Cneuundomnyeckme npusHakm (konbLo Kansepa-dneniuepa)
9.[lereHepaTuBHbIN XapakTep.

10.01cyTCTBME MHPEKLUMOHHBIX CUMNTOMOB.
11.BoBneyeHmne MHOIMxX CUCTEM U OpraHoB (MSIENOTPONMU3M reHa)



bone3Hn HepBHOW CUCTEMDI

« XapaKTepusyrTc4:.

o *OTCYTCTBMEM MEHUHreanbHbIX CAMMNTOMOB
. * peaKoCTb HapYLIEHNN YYyBCTBUTENBHOCTH
. * QNEKTUBHOCTLIO NOPaXXeHUS

* [lpn BCEN N30OUPATENBHOCTU MOPAXEHUSA CTPYKTYP
HEePBHOW CUCTEMbI NMPAKTUYECKN BCerga BbIABNAETCSH

. [MOJNIMCUCTEMHOCTb



Knaccudpumkaumna HacneacTBeHHbIX 3aboneBaHnn
HEepPBHON CUCTEMDbI

BonesHn ¢ NpenmyLLeCTBEHHbLIM MOPaXKEHNEM:
1. Nepundoepunyeckoro gBuraTesicHOro HeBpoOHa

HeBparnbHble amnoTpodun( Lapko-Mapwu -TyT, OT caaBneHus)
cnnHanbHble amnoTpodumn, BAC

2. HenpowmblweyHble gereHepauun (MMonatum, MUOTOHUU,MUACTEHUS, NAaPOKCU3MarnbHbIN
napanuy)

3. NMnupammngHom cuctembl (6OKOBOK CKIEPO3)

4. JKkcTpanupammgHomn cuctemsol ( xopes NeHrtuHToHa, 60nesHb
[MapkuHcoHa, MU, 6onesHb MmnHopa, TOPCMOHHAA ANCTOHNSA)

5. Cuctembl KoopamMHaUMM (MOIKEYKOBbBIE aTakCun)

6. 3putenbHbix HepBoB ( atpodus Jlebepa)

6. Jlnnngosbl (6onesHb Tes-Cakca u gp.)
7.®akomaTtosbl (briactomatosbl) (6onesHn PeknuHrayseHa, Ctpagx- Bebepa, Mmnnens-JinHaay)

8. BeretatnBHOM HEPBHOW CUCTEMbI (MUTPEHB)



MeToabl gnardHoctukm Hb

o Bnepean nedyeHnsa boru noctaBunun AnarHo3s

* B kaxpgom cnyyae, y Kaxxgoro 60rbHOro Bpad gormKeH
OTBETUTb Ha BOMPOC: 3TO 3aborieBaHNe BPOXOAEHHOE?

. HeHacneaCcTBEHHOE UMY BCEe-TaKku
HACJIEOCTBEHHOE?

« EQMHULIEV HACNEOCTBEHHOW MATONOMNKN
ABNAETCA CEMbA BO BCEW CITOXXHOCTW
POOCTBEHHbLIX OTHOLWEHNWA



MeToabl JMarHoCTUKuU

« 1.00LWEKNNHNYECKOE N HEBPOITOrMYeCcKoe
obcnengoBaHmMe DONbHOMO N BCEX
POACTBEHHUKOB, HA4YMHaA C NEPBOU JTIMHUU
POACTBA U Aariee Kak MOXHO rnyoxe K
MCTOKaM CEMbM MO NIMHUXN MaTEPU U OTLLa



CocTaBrneHue pogocrnoBHOW Tabnnubl

AHanun3 Tabnuupl

a. Tvn nepepayn npusHaka

OOMUHAHTHbLIN * peLEeCCUBHbIN*CLIEMNIEHHBIN C
NOSIOM

LJOMVHAHTHBLIV TUM: PEHOTUNMNYECKNN 3PAPEKT MYTAHTHOIO
reHa NposBnAeTcAa B reTepo3nNroTHOM COCTOSHUN
MYTaHTHOrO reHa. ['laTonorna npocmaTtpuBaeTcs no
BepTukann. MoryT 6bITb MPOMYCKN MOKONEHUN.



PeLieccunBHbIN TUMN Nepeaayn

deHoTnnmnyecknmm adPEeKT MyTaHTHOIO reHa KIMHUYECKU
NPOABNAETCA B FOMO3UIOTHOM €ro COCTOSIHUMN.

XapaKkTepeH ceMenHblW XapakTtep nartonorun (nepegpaya
MO ropmn3oHTann)

PoxxgatoTca et 340poBbIX poguTernen.



Hb, cuenneHHas ¢ nonom

[lepepnaeTtcs (cuensneHa) B OCHOBHOM C
reHamMm X XpOMOCOMbI.

1.bonetoT rmaBHbLIM 06pa3oM MYXXHYUHbI

(HaCJ'IeLI,CTBeHHaFI aTpodusa 3puTenbHbIX HEPBOB
Ilebepa, mmonatua [oweHHa)

2.KOHOYKTOPbI - XXEHLLNHbI



AHarnns3 poaocrioBHON Tabnuubl

MOXHO BbIABUTH 3KCMNPECCNBHOCTb MYyTaHTHOIO reHa

onpeaensieT cTeneHb BblpaXXeHHOCTN 3aboneBaHuns,
TSXKECTb KNUHUYECKUX €r0 CUMIMTOMOB
thopmbl fOOpOKaYecTBEHHbIE N 310KaYeCTBEHHbIe

MOXXHO BbIABUTb NeHeTPaHTHOCTb MYTAHTHOIO NeHa

% KNMHMYECKOW NPOSABNSEMOCTU NaToNOrM4yeckn
N3MEHEHHOIO reHa OTHOCUTESTbHO YaCTOTbl €ro
HocuTenbcTBa (xopes [eHTuHrtoHa — 100%

NEHETPAaHTHOCTb



AHanm3 poaocroBHOW Tabnuubl

ABNeHne cCeMeNHOro KNMHNMYeCcKoro nonmmopdunama
3aboneBaHus
BHyTpuceMenHbIN:

HB y pa3HbIX 4YneHoB 04HOW CeEMbM UMEET:

1.pasnnNYHy0 KIMTMHUYECKYIO KapTUHY;

2.pasfNNYHYI0 TSXKECTb KIMMHUYECKNX NPOSIBIEHUI N CTENEHDb
NHBaNMaN3aLUnuy;

3.pa3Hbl Bo3pacT aebroTa 3aboneBaHus;

4.pasHbl TUN TeYeHust (MeasIeHHO-,6bICTPO NPOrpPECCUPYOLLMIA,
CBEPXOCTPOE TEYEHME).

Co3paéTtcda BrnevaTneHue: YrneHbl oaqHOW ceMbu DONET pasHbIMU
. HacrnegcTBeHHbIMU 3aboneBaHnaAMU



AHarnns3 poagocrioBHOM Tabnuubl

BbigsBneHne mMexxcemMemnHoro KrnmHm4ecKkoro
nonnmopdunama Hb
OpaHo 1 TO e HacneacTBeHHoe 3aboneBaHne
B Pa3HbIX CEMbSIX MOXET MMETb Pa3Hble KNUHUYECKNE NMPOSIBNEHUS.
KynsTnBupyeTtcs «cBon» BapuaHT naTtonornu (adpdekT
podoHa4varnbHUKa).
Co3aaéeTcd BrneyartneHmne: cembm
CTpagarT pasHbIMU HAacneaCcTBEHHbIMN 3aboneBaHUSIMMN.

MexxceMenHbIN KNUHUYECKNA NONMMOPdON3M
He UCKITHYaeT BHYTPUCEMENHOTO.



AHarnns3 poagocrioBHOM Tabnuubl

Bbigasnger:

NmMbpuamnHr

OTAroweHHOCTb NaTonormm
(anunencua,ankoronnam,lwmn3odpeHnsa,geMeHuns n ap.)

CeMENHYH «JTUHUKOY» (MHCYNbTHAas, MHapKTHas,
rMNnepToHnYecKas)

[eTepo3nroTHOE HOCUTESTBLCTBO MyTaHTHOrO reHa

[1aeT nHdopmauuto 519 NporHo3npoBaHug
HacneacTBeHHOro 3aborieBaHnsa B NOTOMCTBE.



MonekynspHaa anarHoctuka Hb

BbiaBneHne Hann4nga MyTaHTHOro reHa B TOM UNu

OPYromM y4acTke XPOMOCOM, T.e. AMHaMn4ecKou

HeCTabuUNbHOCTN TPUHYKNeoTnaHoro ydacTtka OHK
(QHK -gunarHocTumka)

KAPTUPOBAHWE MYTAHTHbBIX TEHOB (TPUTTJIETOB
OHK) npeanpuHato 6onee yem y 300 Hb HepBHOM
CUCTEMBI

HeBpanbHaga amunotpodusa (LWapko-Mapu-Tyr) - 1
Xopes eHTuHrToHa - 4



KapTnpoBaHue reHoB

FOHOLWEeckaa MMOKNOHMYecKas anurnencua - 6

[TpexxaoeBpeMeHHOro ctTapeHus (KaHUeporeHHbln) — 8

CnnHanbHas amuotpodpua - 10

bones3Hb ®pugpenxa — 9

HacnencrteeHHble aTakcun — 6, a Takke 3, 12.14

[enaTo-uepebpanbHaga aereHepaumns — 13

[emunnernyeckasa cememHaa MurpeHo — 13

HenpodubpomaTtos — 17

HeBponatus ot caaBnenums -17

MunoToHun4deckas guctpodous — 19

Mwvonatua OioweHa — 21

bones3Hb Anburenmepa — 21

bonesHb [JayHa — 21 — Tpucomms; 15- 21 — TpaHcnokauus; 46-47 -
MO3anLun3m



Taxectb Hb

*  JKcnaHCcua TPUHYKNEOTUAHbIX NMOBTOPOB —

YHUBepcaribHbI MEXaHU3M HeUporepeanTapHoro
npotecca.
« C HapacTaHneM ONUHbI TPUHYKITEOTUAHOro (Tpunnera)
y4yacTKa reHa 3abosieBaHME B NOKOSIEHUSAX

. 1.Ha4ynHaeTca BCE B bonee n bonee monogom
BO3pacrTe,

«  2.npoTekaet Bce bornee n boree 3nokavyeCcTBEHHO.
OroasneHne AHTU LU UNTTALU U WU (ynpexoeHus)



Taxxectb Hb

3aBUCUT OT OJIMHbI TPUHYKNEOTUAHOrO
yyvactka [OHK —4ncna nosTopoB

TpnnyaetToB HOpMaJibHOIo reHa.

OT AJIUHbI TPUMJeTa 3aBUCUT IKCIMpPeCcCNBHOCTb
N NeHeETPaHTHOCTE  MYTAHTHOIO NreHa, a TakKe
daBrieHne adHtTuuuriaunmn

B HacneacTtBeHHOM 3aboneBaHumn.



MonekynapHo-reHeTu4YeCcknm aHanma

Xopes [[eHTUHITOHa

4 xpomocoma
Tpunnet LA (UNTO3MH, adeHWNH, r'yaHWH)

HopmManbHbIW reH — AnnHa 3-HyKNneoTuaHoro
ydacTka — 12-32 nosTtopa (konum)

[ToBbILLEHWE MOPOroBOro 3Ha4YeHus1, TO eCcTb
9KCMaHCUA NOBTOPOB BbI3bIBAET
3abofeBaHue.

40-78 noBTOPOB — X0opes [ eHTUHITOHa.



MonekynapHo-reHeTu4YeCcknm aHanma

bonesHb (atakcua) Ppuapenxa

9 xpomocoma Tpunnet NIAA (ryaHuH,

afieHH)

afeHWH,

CuHTe3 benka ppaTtakcuHa
(noBpeXxaarTcAa MUTOXOHAPUN)

HOPMANbHbIN MEH — go 30 KON
BOJIE3Hb

no 1500 noBTopoB Tpunneta u bonee

0o 400 — nobpokavyeCcTBEHHbIN BapuaHT

b6onee 500 konuin — 3nokavyecTBeHHasa dpopma



MonekynapHo-reHeTu4YeCcknm aHanma

MunoTtoHn4yeckaa guctpodud
[eH kKapTupoBaH Ha 19 xpomocowme

Tpunnet UTT

B Hopme — 5 — 37 NOBTOPOB

bonesHb:
oT 50 0O HECKOMNbKUX ThbICAY



JleueHne Hb

- KapgunHanbsHoe: Bo3gencteme Ha [JH (reHHas
NHXEeHepUs —Mosnes3Hoe N ornacHoe
BMeLLlaTenbCTBO; MOpaTopun)

 [TannaTtuBHOE: KOppeKUNA MeETabONMNYECKNX
npoueccoB B cucteme HK — nHdpopmaymnoHHasa
PHK — 6ernok.



an/IHLI,I/II'IbI NnaJjintatTmBHOIoO Jie4eHu4

e 1.dyHKUMOHANbHOE BbIKITIOYEHUNE
MeTabonmyeckom cMcTeMsl, B npeaenax KoTopow
«paboTaeT» NoBpPEXOEHHbLIN PEPMEHT.

(dbeHnNKeToOHYpPUA: AneToTepanmns)

e 2. YoaneHne ToKCU4eCcKux npoayKTos,
obOpasyoLmxcd nog BINMaHUEM MYTaHTHOIO reHa.

(F'U: meoeroHHaa tepanua® Kynpenun)



[TpUHUMNbI NANMaTUBHOW Tepanun

» 3.BBeneHne metabonmntoB, obpasoBaHue
KOTOPbIX CHUXEHO (3aMecTuUTenbHas

Tepanus).
[TapKMHCOHM3M (NeBonacogepxalumne
npenaparbl)

4. AKTUBUPOBaHME HEOQOCTATOYHOIO
BNMUAHUA MYTAHTHOIO reHa.

(BUTamMuH B12, ropMOHbI)



[TpUHUMNbI NANMaTUBHOW Tepanun

5. Bo3amelleHre HeCcUHTe3npyeMbIxX
BELLECTB.

(Kak 9TO Aenaetcs npu
nonaodete,remodounnmn)

6.BBeeHne B TKaHU PN3NONOTrNYecKu
aKTUBHOIO berka.

[ .Vlcnone3oBaHne nHamemayanbHbIX
MHPOPMaLUMNOHHBLIX PHK.



CnmMmnTomMmaTudeckoe nedyeHume

*JleyebHasa puskyneTypa.

* dusnorepanug.
 banbHeoTepanug.

« OpTonegunyeckmne nocoous.

* ONEKTPO- U MarHUTOCTUMYIALIUS.

 MegmnkameHTO3HaA Tepanus
(MHnopenakcaHTbl, HEMPONPOTEKTOPLI N AP.

« Xupyprmyeckme BMmeLLaTenbCcTBa



[TpodonnakTnuka HacneagCcTBEHHbIX
3aboneBaHnm

1.CoumanbHbie 1 o6LernrmeHnyeckne MeponpusaTmS.

2.PaHHAaa amarHocTuka.

3.CBepxpaHHsasa amardoctuka (BHYTPpUyTpobHasn)
aMmHuoaueHTes — 1/7-18 nenens.

konoHobuoncus — /-9 Henens.
4.MaccoBbIt CKPUHUHT HOBOPOXAOEHHbIX.
(PEeHUNKETOHYPUSA, TMNOTUPEDS3)

5.BbisiBrieHne retepo3nroTHOro HOCUTENbLCTBA.
6.Perynauna gemorpaguyeckmx npoLeccos.
/.PekomeHgauun no geTopoXXaeHuto.
8.BbisiBrneHne n gucnaHcepmsauuna rpynn pucka.
9.PekomeHpaumm no TpyooyCTPOUCTBY.



Jlekunsa oKkOH4YeHa

Bawwu BonpocCbI?




